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H rmapodoa Metartvyioxn Aimlowuatixy Epyadio, n oroio exmoviiOnke ota whaioia tov I1L.M.X.
“IATPIKH I'ENETIKH: KAINIKH KAl EPTAXTHPIAKH KATEYOYNXH” omotelel
ovvidroxthoio tov EKIIA kat th¢ porthipiag, o kabévog omo Tovg omolovs Exel 10 JIKaiwuo.
oveCapTnTNG YPNONS KO AVOTOPOYDYHS TOVS (0TO GUVOLO 1| TUHUATIKG) Y10, OIO0KTIKODS KOl
EPEVVTIKOVS OKOTOVG, 0 KAOE TEPITTWON OVAPEPOVTAS TOV TITAO KAL TV GUYYPAPER. KOL TO
EKIIA 6mov exmoviOnke 1 Mirdouotixy Epyocia kabwg kor tov Emplémovio kot tnv dliao
weln e Eéetaotikng Emtponrg.
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“IATPIKH 'ENETIKH:KAINIKH KAI EPTAXTHPIAKH KATEYOYNXH”, kou otig diotaceis
mov wpoPrémer n EAAnviry kou Kowotikn NouoOeoio wepl mvevuoTikig 1010KTHOIACH.
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NEPIAHWYH

AIAMQzTIKH NMPOZEITIZH ZE MNAIAIA ME ZYITTENEIZ KAPAIOMAOGEIEZ

1. EIZArQrH

O1 ouyyeveic kapdlommdBeieg atmmoteAolv Bacikd aitio TTaIdIKAG vooneoTNTAg Kal
BvnoipoTnTag. MoAAEG peTaANGEEIC Exouv aveupeDei o1 0TToiEG £XOUV WG ATTOTEAECUA
TNV HEIWMEVN TTaPAYWY HETAYPAPIKWY puBuIoTWY. QoTOco TTapd TNV TPdodo Tng
YEVETIKNG OTOV TOMEA auTO €ival aduvato va TTPoodlopioTei 0 akpIBAS POAOG
MEMOVWMPEVWY TTAPAYOVTWY OTNV avAaTITuén Tou KapdiayyeiakoU CUCTHPOTOG KAl TNV
ETTITITWON TOUG OTNV AVATITUEN TWV CUYYEVWVY KapdloTrabeiwy. ETITTAEOV oI Cuyyeveig
KapdIOTTABEIEG oUVAVTWVTAI CUXVA OTO TTAQICIO YEVETIKWYV CUVOPOUWYV TTEPaV TWV
ONMEIaKWY YovIdlakwv MeTaAAGEewy. H xprion Twv KatdAAnAwv peBédwv tou Ba
uttoBonBrioouv Tnv €ykaipn Kal £ykupn Oidyvwaon TOU YEVETIKOU UTTOOTPWHOTOS O€
OUVOUOOWO HE TOV TUTTO TNG OUYYEVOUG KAPOIOTTABEIOG aTTOTEAEI TOV AKPOYWVIAIO
AiBO OTnv €mITUX QVTIMETWTTION QUTWY, JE OTOXO TNV TTPOCQOPA £EATOMIKEUNEVNG
IaTPIKAG @povTidag oToug acBeveic. H emAoy Twv KATAGAANAwY SIayVWOTIKWV
MEBOOWYV uttoBonBdrtal amd Tnv KAIVIKA TTapartienon, TNV Afwn olkoyevelakoUu Kal
QTOMIKOU QavauvNOTIKOU Kal TNV AETTTOMEPH QUOIKA €&étaon. TEAOG Ta TTapaTTavw
OTOXEUOUV OTNV TTPOCGPOPA TNG KATAAANANG YEVETIKAG CUMPBOUAEUTIKAG ME OTOXO TNV
e€ao@aAion TnNG KaAuTepng duvarrg TroidTnTag Cwng Twv acBevwyv OTTWG Kal TG
OIKOYEVEIEG AUTWV.

2. ZKOMNOox

O okomrdg TnG TTapoucag BIBAIOYPAQIKNAG epyaciag gival n Katavonon Twyv 10wV
TWV OUYYEVWV KapdIoTTabeiwy, Tou TTWGS N TTaBogualoloyia opidel TNV KAIVIKA €IKOva
ToUu TTaIdIOU TTOU QEPEI TNV OUYYEVH KapdIoTTABEIa, TNV dIayVvWOTIKA TTPOCEYYIoN Tou
a00evoUug 0¢ KAIVIKO Kal YeVeTIKO €TTITTEdO, TNV AvAAUCH TWV  AITIOAOYIKWYV
TTOPAYOVIWY TTOU  00Nyouv OTIG OUyyeveic KapdloTmdbeieg pe  EU@acn  OTIG
OUVOPOUIKEG Kal yovIOIOKEG MOP®EG auTwy. EmmpdoBeta d66nke Bdapog oTov
EVTOTTIONO TWV KATAAANAWV peBOdWV YeVETIKAG d1dyvwong aAAG Kal Twv PEBOdwV
KAIVIKAG S1ayvwong Twv akpIBwyY TUTTWY TWV CUYYEVWY KAPSIOTTABEIWY HE yVWUova
TNV €yKaipn Kai €ykupn didyvwaon.

3. MEOOAOAOTIA

H Trapoloca epyacia ouviotd Tpoidv  BIBANIOYPOAPIKAG aAvVOOKOTTAONG YIa TNV
ekTTOéVNON TNG OToiag Xpnoiyotmoinenkav  wg PBaoikég pnxavég  avalnmnong
mAnpogopiwv ol PubMed, Google, Google Scholar, GeneReviews, StatPearls.
EmmAéov TAnpo@opiec aveupédnkav oTIG 10Too€EAiIdEG https://www.omim.org/
https://www.ncbi.nlm.nih.gov/ , https://www.ncbi.nlm.nih.gov/clinvar/ ,
https://www.heart.org/ , https://litfl.com/ evw avalntmbnkav dpBpa o€ NAEKTPOVIKG
TTEPIOBIKA ETTIOTNUOVIKOU TrepiEXopévou OTTwg Orphanet Journal of Rare Diseases,
American Journal of Medical Genetics, Elsevier, Clinical Genetics,
https://www.jacc.org/ , ScienceDirect, UptoDate, BMJ Journals, BMC, Frontiers,
PlosGenetics, MDPI, Human Phenotype Ontology, The Lancet Journals, Aha/Asa
Journals.

4. ANOTEAEZMATA

O1 ouyyeveic kapdioTrébeleg eppavidouv augnuévn ouxvoTnTa Kabwg TTapouaiadovTal
oe 4-75 aropya ava 1.000 CwvTtaveg yevvnoelg. Eival yvwoTd Trepittou 32 ouyyeveig
KapOIOTTABEIEG O OTTOIEG €XOUV OUOXETIOTEI hE TTapaAAayEG o€ yovidia OTTwG OTO
GATA4, NKX2.5, MYH6 kal yvwoTd ouvdpoua OTTwg N Tpicwyia 21, Tpicwyia 18 kai
Williams-Beuren. H T1pokAnon otnv Olaxeipion Twv OUYYEVWVY  KapdIOTTABEIWY
evroTTieTal 0TNV €yKaipn didyvwaon Tou TUTTOU TNG OuyyevoUug KapdIoTrdbeiag Kabuwg
KAl TOU YEVETIKOU UTTOOTPWHATOG TTOU 00AYNOE OE AUTHV.
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5. ZYMMNEPAZMATA

MapdT o1 cuyyeveic KapdIOTTABEIES EPPaviCovTal e auENPEVn OUXVOTNTA OTOV YEVIKO
TANBUOPO Kal oI KAA®OI TNG IOTPIKAG-YEVETIKAG €XOUV ONUEIWCEl EVTUTTWOIOKN
TTPO0dO WG TTPOG TNV OIAYyvVWOoTr, UTTAPXOUV OKOPA AYyVWOTOl YEVETIKOI TOTTOI KOl
TTABOYEVETIKOI pNXaviopoi oe ouvduaoud pe TNV duokoAia Tng €ykaipng O1ayvwong
Tou TUTTOU TNG OUYYeVvAG KapdIoTTABelog TTapd TNV €EEAIEN Twv TEXVOAOYIKWV
EMTEUYUATWY. Ta TTAPOTTAVW O€ OUVOUOOMPO ME TNV ETEPOYEVH YOVOTUTTIKI KOl
QAIVOTUTTIKA| €KQPACN TWwV OUYYEVWYV KapdIoTTaBeiwy €mMTACOOUV TNV OIEVEPYEIQ
MEAETWV o1 oTToiEG Ba BonBricouv oTNV KATavONon TWV HOPICKWY UNXAVICUWY Kal Ba
OUMBAAAOUY OTNV EYKUPOTEPN Kal TTIO €yKaipn dl1dyvwaon autwyv. Me Tov TpOTTO autd
Ba emTeuxOei N e€aTopIkeupévn dlaxeipIon TwV GCOEVWV KOl TWY OIKOYEVEIWY TOUG.

Epyaotnpiakn Mepioxn Epyaciag: AiGdyvwon Zuyyevwyv Kapdiotrabeiwy
Négeig-kAe1did:  Zuyyeveic  KapdIOTTABEIEG, OCUVOPOUIKEG  HOPYPEG  OUYYEVWV

KapdIOTTaBEIV, U OUVOPOMIKEC OUYYEVEIC KAPDIOTTAOEIEG, YEVETIKN OIaYyVWOTIKNA,
OlayvVwoTIKEG PEBODOI TUYYEVWV KaPDIOTTABEIWV
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ABSTRACT
DIAGNOSTIC APPROACH TO CHILDREN WITH CONGENITAL HEART
DEFECTS
1. BACKGROUND

Congenital heart defects play an important role in pediatric morbidity and mortality.
Lots of mutations have been found that result in diminished production of
transcriptional modulators. Despite the radical improvement of genetic methods in
that area it is impossible to determine the exact role of individual factors in the
development of the cardiovascular system as well as their effect on the development
of congenital heart defects. Except for the point gene mutations, the genetic
syndromes also have an important role in the formation of congenital heart defects.
The use of the appropriate methods that are going to aid the diagnosis of the genetic
substrate combined with the diagnosis of the exact type of heart defect constitute the
cornerstone of their appropriate treatment based on individualized medical terms for
them and their families. The medical history and clinical examination influence the
use of the appropriate diagnostic methods. All of the above aim at the most
appropriate genetic counselling, with the view to achieving the best outcome for the
guality of life of the patients and their families.

2. AIM

The aim of this bibliographic research is the understanding of the types of congenital
heart defects, of how pathophysiology determines the clinical presentation of a child
who has a congenital heart defect, the diagnostic approach to the child at a genetic
and clinical level, the analysis of genetic factors that lead to the expression of the
congenital heart defects with emphasis on the syndromic and non syndromic forms of
them. Also special emphasis was placed upon finding the suitable methods for
genetic and clinical diagnosis of the different types of heart defects based on the
timely and valid diagnosis.

3. METHODOLOGY

This is a literature review study for which PubMed, Google, Google Scholar,
GeneReviews, StatPearls were used as information search engines. Also additional
information was obtained from sites such as i10Too€Aideg https://www.omim.org/ ,
https://www.ncbi.nlm.nih.gov/ ,https://www.ncbi.nim.nih.gov/clinvar/ ,
https://www.heart.org/ , https://litf.com/ and articles from academic journals such as
Orphanet Journal of Rare Diseases, American Journal of Medical Genetics, Elsevier,
Clinical Genetics, https://www.jacc.org/ , ScienceDirect, UptoDate, BMJ Journals,
BMC, Frontiers, PlosGenetics, MDPI, Human Phenotype Ontology, The Lancet
Journals, Aha/Asa Journals.

4. RESULTS

Congenital heart defects are showing an increased frequency as they are present in
4-75 people per 1.000 live births. There are approximately 32 congenital heart
defects which are correlated with gene variants like GATA4, NKX2-5, MYH6 as well
as known well characterized syndromes like trisomy 21, trisomy 18 and Williams-
Beuren. The ongoing challenge is the fast diagnosis of the exact type of congenital
heart defect and of the genetic substrate that leads to it.

5. CONCLUSIONS
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Despite the fact that congenital heart defects show an increased frequency in
general population and that the fields of medicine-genetics have illustrated
remarkable advances , there are still unknown genetic sites and pathogenetic
mechanisms in combination with the difficulty to make an exact and fast diagnosis of
their type. The above facts in combination with the variable genotypic and
phenotypic heterogeneity of the congenital heart defects emphasize the need for
additional studies that will enrich the preexisting knowledge and will contribute to the
prompt diagnosis. The above will ensure the individualized care of children and their
families.

Scientific Research Area: Congenital Heart Defects
Keywords: Congenital heart defects, syndromic congenital heart defects, non

syndromic congenital heart defects, genetic testing, diagnostic methods of
congenital heart defects
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ININAKAY OPOAOI'TAY

Zevoyhmo6c60g 6pog

| EAAnvikog 6pog

Atrial Septal Defect

MgoOKOATTIKN €TMIKOIVWViaA

Ventricular Septal Defect

MgoOKOIAIOKA ETTIKOIVWViQ

Atrioventricular Septal Defect

KoATTOKOIAIOKA €TTIKOIVWYVia

Atrioventricular Septal Defect

KoAtrokolAlokn emikoivwvia-"EAAgipa
KAPSIAKWYV TTPOCKEPAAAiwV-
KoAtrokoiAlak6 KavdAi

Patent Ductus Arteriosus

AvoIXTOG apTNPIaKOG TTOPOGS
BotdAAgiog TépOG

Truncus Arteriosus

ApTNPIOKOG KOPHOG

Coarctation of Aorta

Z1évwon Tou loBuou Tng AopTAg

Aortic Stenosis

ITévwon Tng AopTAg

Hypovalvar Aortic Stenosis

YmoBaABISIKA ZTévwon TG AopTAG

Hypervalvar Aortic Stenosis

Y1repBaABiSikA ZTévwon TG AopTAg

Aortic Atresia

Atpnoia Tng AopTikiig BaABidag

Mitral Stenosis

Zrévwon tng Mitpog1doug BaABidag

Mitral Atresia

Atpnoia Tng Mitpo&idoUg BaABidag

Tricuspid Stenosis

2révwon tng TpiyAwxivag BaABidag

Tricuspid Atresia

Atpnoia Tng TpiyAwxivag BaABidag

Ebstein Anomaly

Avwpalia Ebstein

Right Ventricular Outflow Tract
Obstruction

Zrévwon Tou Xwpou EE6d0ou Tng Atgidg
KolAiag

Pulmonary Atresia without Ventricular
Septal Defect

Atpnoia Tng Trveupovikng BaABidag
XWPiG MECTOKOIAIOKNA ETTIKOIVWVI

Left Hypoplastic Left Heart Syndrome

Zuvdpopo ApioTepng YTTOTTAAOTIKAG
Kapdidg 1} KolAiag

Interrupted Aortic Arch

AlakoTrTOpevo/AlakeKOPPEVO AOPTIKO
Té&o

Regurgitation of Aortic Valve

Avemrdpkeia Tng AopTikiig BaABidag

Regurgitation of Mitral Valve

MpémrTwon Tng Mitpogidoug BaABidag

Regurgitation of Tricuspid Valve

Avetrdpkela Tng TpiyAwxivag BaABidag

Regurgitation of Pulmonary Valve

Avemrdpkeia Tng NveupovikAg BaABidag

Total Anomalous Pulmonary Veins
Connection

OAIKA avwpaAn eKBoAR Twv
TIVEUUOVIKWYV @Agfwv

Partial Anomalous Pulmonary Veins
Connection

Mepikn avwpaAn ekBoAR Twv
TIVEUUOVIKWYV @Agfwv

Transposition of great arteries

MARPNG peTddeon Twv peydAwyv
apTNPIWV

(Congenitally) Corrected Transposition
of Great Arteries

(Zuyyevwg) AlopBwpévn MetdBeon Twv
MeydAwyv apTnpiwv

Double Outlet Right Ventricle

AirAé€odog Aegid KolAia

Double Outlet Left Ventricle

AirAé€odog ApioTepd KolAia

Single Ventricle

Movipng kolAia

Bicuspid Aortic Valve

Aitrtuxn AopTik BaABida

Tetralogy of Fallot

Terpaloyia Fallot
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Pulmonary Atresia with Ventricular

Septal Defect

Atpnoia Tng Nveupovikig BaABidag pe
MegookoiAiak Emikoivwvia

incidence

gmiTTWON

prevalence

EMITTOAAOUOG

IHINAKAY YYNTOMOI' PAPION

EiMvikég cvvropoypagisc:

YK Yuyyeveic Kapoonadeieg

BAII Batog Aptnproxog mopog

IZA IoOpikn Ztévoon Aoptig

X1IB Y1évoen Tvevpovikig Baifidag

ZevOYAOMGGES GUVTONOYPAPiES:

CHD Congenital Heart Disease

PDA Patent Ductus Arteriosus

ASD Atrial Septal Defect

VSD Ventricular Septal Defect

AVSD Atrioventricular Septal Defect

TF Tetralogy Fallot
Tetpadroyio Fallot

PS Pulmonary Stenosis

HLHS Hypoplastic Left Heart Syndrome

CoA Coarctation of Aorta

A0S Aortic Stenosis

BAo Bicuspid Aortic Valve

d-TGA d- Transposition of Great Arteries
d- Metrdfson Meydhov Ayysiov

MVP Mitral Valve Prolapse

WPW Wolff Parkinson White Syndrome
ZOVOPONO TPOSEYEPONS

LQT Long QT
Hapateropévo QT (cOvopopo)

SNPs Molvpop@Lopoi povijpovg VOUKAEOTIOI0V

Missense mutation

Hopovonuotikn perdraén

Nonsense mutation

Mn vonuotiky peTairaén

Frame shift mutation

Megtdrholn oAloyns TAULGI0V aVAYyvVOSoNS

CNVs

Copy Number Variants
Hopoiroyn aprtOpod aviypdewv

IAA Interrupted Aortic Arch

ToF Tetralogy of Fallot

HLHS Hypoplastic left heart sysndrome

SV Single Ventricle

TAPVC Total Anomalous Pulmonary Veins Connection
PAPVC Partial Anomalous Pulmonary Veins Connection
TGA Transposition of great arteries

Corrected TGA (Congenitally) Corrected Transposition of Great Arteries
DORV Double Outlet Right Ventricle

DOLV Double Outlet Left Ventricle

FISH Fluorescence In Situ Hybridization

MLPA Multiplex ligation-dependent probe amplification
A-CGH Array-Comparative Genomic Hybridization
CMA Chromosomal microarray

PCR Polymerase Chain Reaction
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TAR syndrome

Thrombocytopenia Absent Radius syndrome

TGP

Targeted Gene Panel

NSAIDs

Non Steroidal Anti Inflammatory Drugs
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1. EIZArQrH
O 6pog ouyyevig avwuaAia ava@Epetal o€ OTTOIAOATTOTE OOMIKK, METABOAIKA A

AeIToupyikh TTapEKKAIoN atrd To QualoAoyikd n otToia cupBaivel katé Tnv dIAPKEIA TNG
evoounTpIag avamTuéng Tou eufpuou n otroia eival duvaTtdv va yivel avTIANTITA KaTd
TNV yévvnon i oTnv veoyvikr nAIKia f; otnv Bpe@ikr nAikia r} otnv Taidikr) nAIKia r} Kai
OKOMO METETTEITA, €XOVTOG QAVTIKTUTTO OTNV CWHMATIKA /KAl vonTikh r/Kal WuxIKA
Mopony f/kal avdmTtuén. O1 ouyyeveic avwuadieg Slayxwpifovral oe peiCoveg Kal
eANdoooveg avaloya ME TO TTO0O00TO  TTAPEKKAIONG ATTO TO (QUOIOAOYIKO ME TIG
eANdoooveg va QvTITTPOOWTTEUOUV ATTIO TTAPEKKAION €vwd O MEICOVEG ONUAVTIKA
TTaPEKKAION. ETTONEVWG OTIG PEICOVEG OUYYEVEIC AVWHOANIEG EVTAOTOVTAI O GUYYEVEIQ
kapdioTrdBeleg pe ouxvotnta 4-75 avd 1.000 {wvTtavég yevvioels. H aimiohoyia Twv
OuyYevWV KapdloTraBelwv €xel aveupeBei OTI oxeTideTan €ite pe PETAAAGEEIG TTOU
QQOPOUV CUYKEKPIYEVA Yyovidla ot TTo000TO 3-5%, €iTe PE KAAWG XAPAKTNPIOKEVA
YEVETIKA OUVOPOUQ O€ TTOCOOTO 5-6%, €iTe e TOGIKOUG TTAPAYOVTEG KATA TNV dIdpKEIX
TNG EYKUPOOUVNG TTOU 0dnyouv Ot TTAPEKKAION TNG QUOIOAOYIKNAG E€UBPUOAOYIKAG
avaTTuéng o€ TToooaTd 2%, €iTe gival AyvwaoTng ] TTOAUTTOPAYOVTIKAG aiTioAoyiag o€
Too00Té 85-90%. Q01600 n TTPOOdOG TNG YEVETIKAG Ta TEAsuTaia Xpdvia n oTroia
KaTtéoTnoe duvaTh TNV aveUPEDN YEVETIKWY TOTTWV TTOU PTTOPEI VO OUOXETIOTOUV [E
TNV €KOAAWON TWV CUYYEVWYV KApdIoTTaBeIlv o€ ouvduaouo e TN €§akpifwaon
TTOBOYEVETIKWY  PNXAVIOUWY, €xel odnynoel OTnv TITWON TOU TT0000TO  TNG
TTOAUTTAPAYOVTIKIG AITIOAOYIOG KAl TNV AvOdO0 TwV UTTOAOITTWY TTOCOOTWY avaAoya pe
TNV exkdoTote TepiTTwan. H didyvwon Twv ouyyevwv KapdioTraBeiwv eival OITTA
KaBwg avagépetal TOOO aTNV EUOTOXN KAl €yKaipn aveUpeon Tou TUTTOU TNG OUYYEVAG
KapdiordBbelag Tou utroonBdral ammd peBddoug OTTwG n utrEPn)XoKapdioypagia, n
MayvnTikl kal afovik Topoypagia oe ouvduacud ue TNV akpif didyvwon Tou
YEVETIKOU QITiOU TTOU TTPOKGAECE TNV ouyyevr) KapdloTdbeia, TTpog Tnv KateuBuvon
QUT ONPAVTIKOG apwyog €ival EPYOCTNPIOKES YEVETIKEG HEBODOI OTTWG O KAPUOTUTTOG
o€ TTEPITITWON XPWHOCOWHIKWY AVWHOAIWY, O JOPIOKOS KAPUOTUTTOG Kal O @Bopidwyv
in situ UBPIBICPOG TE TTEPITITWOEIG CUVOPOUWY UIKPOEAAEIUATWY, Ta TTAVEA yovIdiwv
O€ TTEPITITWOEIG HOVOYOVIDIOKWY VOoNUATwy. QOTO00 OE TTEPITITWON TTEPIOPIOTPEVNG
TTANPo@opiag atod TNV KAIVIKA €ikdva n oTroia Ba TTpoCAvVATONICEI TOV YEVETIOTH OTAV
emAoyrl TNG KATAAANANG ueBOdou yeveTikKAG Slayvwong uttdpxel n péEBodog Tng
aAAnAouxnong emmopevng yevedg Omou kaBioTatal duvatdg O €Aeyxog OAwv Twv
eEwviwv f Kal OAOKAR|POU TOU YOVIBIWHPOTOG UE OKOTTO TWV EVTOTTIONS TTapaAAaywv

TTou Ba JTTOPOoUCAV VO CUOCXETIOTOUV HE TOV OUYKEKPIMEVO @aivoTutro. 'ETTeima
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OKOAOUBEI N epunveia Twv ATTOTEAEOPATWY PE BAon yVwoTEéG Bdoeig dedopévwy yia

TNV KATAAANAN TTPOCQOPA YEVETIKAG OUUBOUAEUTIKNAG.
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2. ZKOnozx
H mapouca BiBAIOYpa@IKr epyacia €xel wg oTdXO TNV avaokOTnon TNG Tapoucag
eANVIKNG Kal EevoyAwoong BIBAloypagiag o cuvduaouo Pe Ta dnpooicupéva dpbpa
KAl TIG NAEKTPOVIKEG TENIDEG TTOU APOPOUV TIG CUYYEVEIG KAPDIOTTABEIEG UEAETWVTAG:
o Tnv kataypa@r Twv dIaPOpwV TUTTWV TWV CUYYEVWYV KOPBIOTTABEIWY KaBWG
Kal n dIayvwaoTIKA TTPOCEYYIoN auTwy JE HEBOSoUG TNG KAIVIKAG I0TPIKAG
o Tnv kaTaypa@n Twv yovidiwv Kal TIG UTTEUBUVESG TTapaAAayég TTou odnyouv
OTnV €KACTOTE OUyyevh Kapdlomrdbeia Kabwg kal n uéBodog epyacTnpIakng
TOUG dIdyvwaong
e Tnv KATAYPOP TWV YEVETIKWY CUVOPOUWY TTOU OXETICOVTAI PE TNV TTAPOUTia
ouyyevwVY KapdloTrabeiwy Kail TIG HEBOBOUG £pyacTnPIaKNS dIdyvwong auTwy
o Tig dlaBéoiueg peBOdOUG Kal Ta euprjpaTa TNG KABE cuyyevoug KapdIoTTABEIng
avaAloya ue TNV dlayvwaoTIKr HEB0SO TTou XpNOoIYOTTOoIEITal
OAokAnpwvovTag TNV PEAETN avaokdTnong Ba yivel Tpootrddela agloAdynong tng
ouyxpovng BIBAIoypagiag Kal Kupiwg Twv HeEBOOdWV  YEVETIKAG Kal  KAIVIKAG
OIAYVWOTIKAG TWV COUYYEVWYV KaPBIOTTaBEIWY, TTPOKEINEVOU va €TTiIonuavOouv Ta

EPWTAMATA TTOU TTIBAVA UQicTavTal.
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3. MEOGOAOAOrIIA

H mmapouca epyacia atroteAei HeAETN BIBAIOYPAQIKAG avaAOKATINONG. ZTNV EKTTOVNON
TNG XpNOoIPoTToINenkav wg pnxavég avalntnong ol Google, Google Scholar, Pubmed,
Science Direct, StatPearls kai GeneReviews. EmITTAéov xpnoipotroiibnkav ol €¢Nng

I0TOOENIOEG https://www.omim.org/ , https://rarediseases.org/

https://www.ncbi.nim.nih.gov/ , https://www.ncbi.nlm.nih.gov/clinvar/,

https://www.heart.org/ , https://litfl.com/ evw avalnmBnkav apbpa ce nAekTpOVIKA
TTEPIODIKA ETTIOTNMOVIKOU TrEpiexouévou OTTwg Orphanet Journal of Rare Diseases,
American Journal of Medical Genetics, Elsevier, Clinical Genetics, JACC Journals ,
ScienceDirect, UptoDate, BMJ Journals, BMC, Frontiers, PlosGenetics, MDPI,
Human Phenotype Ontology, The Lancet Journals, Aha/Asa Journals, Wiley. Qg
Aé€eic KAeIdIG TTOU XpnoldotroinBnkav oTnv atmAf 1 olvBern avalrtnon Trou
TTpayMaTOTTOINBNKE HE OTOXO TNV OUAAoyr] TTAnpogopiwv eival “congenital heart
defects”, “atrial septal defect”, “ventricular septal defect”, “atrioventricular canal
defect”, “patent ductus arteriosus”, “conotruncal defects”, “coarctation of aorta”,
“aortic stenosis”, “subvalvular aortic stenosis”, “supravalvular aortic stenosis”,
“aortic atresia”, “mitral stenosis”, “mitral atresia”, “tricuspid atresia”, “tricuspid
stenosis”, “Ebstein anomaly”, “pulmonary atresia”, “interrupted aortic arch”, “aortic
insufficiency”, “mitral regurgitation”, “pulmonary insufficiency”, “anomalous

LE7] [ L)

pulmonary venous return”, “ transposition of great vessels”, “congenitally corrected

transposition of great vessels”, “tetralogy of Fallot”, “double outlet right ventricle”,
“double outlet left ventricle”, “cor triatriatum sinister-dexter”.

H péBodog TTou €@apuooTNKE yia TNV €TTIAOY Twv dpBpwv TToU alotroiRBnkav oTn
ouyypa@r NG Tapoucag OITTAWMATIKAG €pyaciag, €Aafe uttdwn TO «OUVTEAEOTH
EMPPONG» TOU TTEPIOBIKOU Kal TO £T0G dnuocicuong Tou dpbpou evw Tautdxpova
mpoTiuABnkav  apBpa amd o Tpdoearn PiBAloypagia. H afloAdynon Tou
TTEPIEXOPEVOU TOUG BaaioTnKE OTNV apTIOTNTA TNG avAAuong Tou BEuaTog KABWG Kal

OTnV ETMOTNUOVIKA TOUG EyKUPOTNTA.
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4. AIOTEAEXMATA

I'ENIKO MEPOX

4.1 OPIZMOZ-TENIKA ZTOIXEIA
411 Opiopoég

O1 ouyyeveic kapdlotrdbeleg atroTeAoUv peiCwv ouyyevy avwpolia dnAadh
ONPavTIK TTOPEKKAION OTTd TO  QUOIOAOYIKO ONUIOUPYWVTAG HOPQPOAOYIKEG KAl
Aeimoupyikég dlatapaxég. (Kalter and Warkany, 1983) M1ropoUv va cuvduacTouv pg 2
i 3 kai epIoadTepeg eAdoooveg avwpaliec.(Ppuaipa E, 2001) AvTioTpowg KaOe
vEOYVO ME 3 1 TTEPIOOOTEPEG €AAOOOVEG AVWMOAIEG TTPETTEI VO EKTIMATAI yIa TNV
TTAPOUCia UTTOKEIEVNG MEICOVOG avwuaAiag TTou mMoava PTTopei va GUVUTTAPXEI.
(Jones KL,1997)

Me Tov Opo ouyyeveic kapdioTrdBeleg opidovial Ol PAKPOOKOTTIKEG OVATOMIKEG
avwuoAieg Tou KapdlayyelokoUu OCUCTAMATOG TIOU  €XOuv  Thv  duvartoTnTa VA
TIPOKAAEGOUV AEITOUPYIKEG BIaTaPAXEC Kal €ival TTapouceg amd Tnv yévvnon (&K
yevetng). (Mitchell, Korones and Berendes, 1971) Mo ouykekpipéva, e€ival TTpoiov
avWHAANG 1 ateAolg avaTrTuéng Tou KapdlayyeIakoUu CUCTANATOG OTNV eUPBPUIKA {wh
KAl KaTd OUvETTEIa €xouv e€0paiwbBei wg TO TEAOG TOU TIPWTOU TPIUAVOU TNG
gyYKUpoouvng . O TTapatravw opioudg dev TrepIAauBavel :

1. avwpaAdieg Tou KapdiayyelakoU OCUCTAWOTOG Ol OoTToieg Oev  TTPOKAAOUV
AeIToupyIKES BlaTapaxEég OTTwG N ePévouca Avw KOIAN GAERa,

2. VOONUATa YIa Ta OTToia oI JETAAAGEEIG TWV YyovIdiwy gival HeV TTAPOUCES KATA
TNV yévwnon woTooo, N vOoog eKONAWVETAI O PEYAAUTEPN NAIKIa OTTWG N
UTTEPTPOPIKA Kal SIaTATIKA MUOKapdIoTTAbEIq,

3. TIG ouyyeveig appubpieg OTTwg ouvdpopo Trpodityepong (Wolf-Parkinson-
White) 1 ouvdpopo mrapateTapévou QT(Long QT syndrome- LQT) (Hoffman
and Kaplan, 2002).

412 Ewimrrwon (incidence)

O 06pog autdg avoépeTal oTov VEO aPIBUSG TTEPIOTATIKWY Ot Mia dedopévn
xpovikr) Trepiodo  (AvBpwTro-étn) o¢  évav  dedopévo  TTANBuoPO  (XAdiTg-
ApBaviTidou,2013). H eTmiTmTwon Twv Ouyyevwyv KopdIoTTaBeIwy TTOIKIANEI YETAEU 4-
75/1.000 CwvTtavég yevvnoelg. Or ouyyeveig kapdioTrabeieg TTapouaialouv Eva @aoua

BapuTtnTag HE TNV ETTITWON TWV CORAPWY TTEPITITWOEWY VO TTOIKIAAEI PETAEU 6-

1 Me tov 6po eELEGGOVE GUYYEVT] OVOIOALL EVVOOULE IIKPEC TOPEKKAIGELS TG TO PULGLOAOYIKO YW PIC
AELTOVPYIKEG CUVETELEG.
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19/1.000 dwvTtavég vyevvhnoelg (amoé  autég TO Y4  OTTAITOUV  XEIPOUPYIKAG
QTTOKATAOTOONG) EVW N ETTITITWON TWV NTTIOTEPWY HOPPWV va @Tavel TiIg 75/1.000
CwvTtavég yevvroelg. H duokoAia akpifoug TTPoodIOpPIoPOU KOl O OPICHEVEG
TTEPITITWOEIG TNG UTTOEKTIUNONG TNG ETTITITWONG OPEIAETAI O PIA TTAEIGDA AITIWV:

1. ApxIk@, oTnv TTAEIOVOTNTA TWV TTEPITITWOEWY HOVO Ol CUPTTWHOTIKEG HOPYES
OuyYeEVWY KapOIoTTabeiwy TTapatTéUTTovIal O TPITORABUIO KEVTPA GCUVETTWG
TEPIOTATIKA HPE  OTTOUCIO  CUUTITWHATWY 1 KAIVIKWV — OnueEiwv  ouyvd
uTTOdIaYIYVWOKOVTAI (QCUNTITWHATIKEG HOPPEG).

2. Zuvdaua, ol TTaidiaTpol O APKETEG TTEPITITWOEIC ATTIAG CUPTITWHATOAOYIOg dev
TTAPATTEUTTIOUV Ta TTaIBIA O apuoddIa KEVTPA. ZUVETTWG TA TTEPICTATIKA QUTA &gV
KataypdgovTal.

3. EmmAéov  poAovoT 1O TEAeutaia  xpovia o1 péBodol  didyvwong  (
utTEpn)okapdloypagia Kal YeEVETIKEC HEBODOI) €xouv BeATiwOei og oxéon e 1O
TapeABOV , oTnv KAIVIKA TTPAEN GPKETEC POPEC N dlayvwon diagelyel OxI HOvo
otV €UPPUIK OAAG Kal OTNV VEOYVIKA NAIKIO PE QTTOTEAECUA OTIC NTTIOTEPEG
Hop@EG n dIAyvwaon va yivetTal o€ HeyaAUuTePN NAIKIA Kol SUCTUXWG OTIC BApUTEPES
HOP@YEG TO veoyvo va KaToANyel Aiyeg PEPEG UETA TOV TOKETO. ZTO onueEio autd
UTTEICEPXETAI N EUTTEIPIO KOI N KATAPTION TOU TTPOCWTTIKOU TTOU TTPAYMOATOTTIOIE TAV
ATTEIKOVION PE OTOXO TNV dIAyvwaon akOun Kal Twv NTIOTEPWY HOPPWY CUYYEVWV
kapdiotrabeiv (augnuévn euaioBnaoia diayvwoTiKAg HeBGdou). (Tepuavaxkng et al.,
2015).

4. 'ETTeira, onPAvIiKO TTOO00TO TwV MEAETWV €0TIGJOUV OTNV PBPEPIK NAIKia pE

OTTOTEAECUO VO UTTOEKTIMATAI TO TTOCOO0TO TWV OOBEVWV TTOU €iTE TTAPOUCIGlouv

ouuTITwPaToAoyia apydTepa oTnv wr) Toug €iTe TTEBAivouv OTN VEOYVIKI NAIKIa Adyw

NG BapuTtntag g vooou Toug. (Hoffman and Kaplan 2002) Ztnv TrepitTwon Tou

veoyVvIKoU Bavdrtou onuavTikr Bonbeia utTopei va TTPooPEPEl N 1I0TPOBIKACTIKA WE TN

MEBOSO TG auTtoyiag OTOV  UTTOAOYIOPO TNG EMTTWONG TWV  CUYYEVWV

KapdloTTadeiwv g auTr) TNV NAIKIOKN oudda.

5. ZTn ouvéxela, dev TTPETTEl va UTTOEKTIMATAI N UTTApEN auTOUaTWY atmoBoAwv TTou

aQOPOUV £UPRPUA HE XPWHOOWWIKEG QVWHOAIEG T OTTOI O QPKETEG TTEPITITWOEIG

MTTOpEl va ouvdudlouv KATTOIO HOP@H ouyyevoug kapdiomrdbeiag. MdAioTa, n

ETTITWON TWV CUYYEVWYV KapdIoTTabeiwv uttoloyideTal o1 gival 10 @opég peyaAuTtepn

oTIg auTOpaTeg atroBoAég. (Hoffman 1995 , Hoffman and Kaplan 2002)

6. TENOG, O€ OPICPEVEG KOIVWVIEG O€ TTEPITITWOEIG £yKalpng dIdyvwong £@ocov dev

uTTapEEl auTtOuaTn atmoPoAr emAgyeTal n BepateuTik AUPBAWON PE CUVETTEIQ VO

MEIWVETAI N TEAIKA ETTITITWON QUTAG TG ouyyevoug avwuaAiog. (Hoffman and Kaplan

2002)
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O1 avwtépw TTapdyovTeg TIOPOUV €iTE BETIKA €iTE APVNTIKA , UE TNV TEAIKA ETTITITWON
vVa AVTITTPOCWTTEUEI TNV CUVIOTAUEVN QUTWVY TwV avTiBeTwy emdpdoewyv. Na autd 1o
AGyo n emimmTwon Tapouciddel TO00 onUAvTIKA OTTOKAIoON HETAEU Twv dIaPOpwWY
MEAETWV, CUVETTWG €ival TTOAU ONUAvTIKr N avaAluon Tng peBodoloyiag n otroia €xel
xpnoigotroinBei yia Tnv oUuoTaONn TNG €KAOTOTE €MONUIOAOYIKAG TTANBUCUIOKAG

MEAETNG.

14

12 1

10

Eikéva 1:Aidypayua mimTTwong
TWV OUYYEVWYV KapdIoTTaBEIwV
ava 1.000 CwvTtavég yevvAoelg
(62 avagopég). (Hoffman and
Kaplan, 2002), AlamIOTWVETAI N

ETEPOYEVEIQ TWV ATTOTEAECUATWV

Number of centers

41 n omoia  o@eikeTal

M M |-| . TTAOATTAVW.

2 TApdyovTeg  TToU  avaAuBnkav

) L B LR LA B L R BLRLELEL N R R R
0 5 10 15 20 25 30 I 40 45 50 55
Congenital Heart Disease/1,000 live births

4.1.3 EmmroAacuog (prevalence)

O 6pog auToG avagEPETal OTOV OUVOAIKO apIBud Twv TTEPIOTATIKWY (TTAAQIWV KOl
VEWV) MUE MIO OUYKEKPIPNEVN VOOO O€ MIa OedopEvn OTIYUN OE €vaV OUYKEKPIPEVO
TTANBUCOPO. M0 CUYKEKPIYEVA, O OPOG AUTOG AVTITIPOCWTTEUE! TNV TIBAVOTNTA VA £XEI
TNV OUYKEKPIPEVN UTTO PEAETN VOOO O€ MIA XPOVIKI OTIYUA £va OUYKEKPIPUEVO PENOG
Tou TTANBuopou. (X&idiTg-ApBaviTidou,2013) O €emMTTOAACOUOG TWV  CUYYEVWV
kapdlotraBeiov  eEaptdatal  agevog amd  TIG  PEBSOoug  avixveuong  (KAIVIKA,
QTTEIKOVIOTIKN], YEVETIKN) OAAG Kal atmd Tnv mlavoTnta emBiwong Twv voooUuvTwyY
MIaG NAIKIOKAG OPAdAG WOTToU va PETABouv oTnv emouevn nAikiok oudda, diéT o
ETMTTOAQCHOG aTTOTEAE TNV dIAQOPAd PETAEU TNG ETTITTTWONG (VEWV TTEPIOTATIKWY) KAl
Twv Bavatwyv ammd ouyyeveic KapdloTrabeiag otnv €KAOTOTE NAIKIOKN opdda TTou

MeAETATAL.

4.2 EMBPYOAOTITA

O1 ovyyevels Kopolomabeles m¢ AVWUOAIES TOD KOPOIQYYEIOKOD GUOTHUOTOS EITE OTOTEAODY
TOPEKKALOEIS TG YUGLOAOYIKNG OLOOIKATIOC THS EUPPLOYEVECHS EiTe OQEILOVTOL oty Uy owoth
0AOKANpON NS EUPPLOYEVETHS. LVVETMS AVALOYa UE TO EIO0G, THYV EVIOTION KOL TRV XPOVIK
OTIYU] OV 1 TOPEKKALON TPOYUATOTOINONKE, TPOKVTTEL UIG GVOTOUIKY OVWUOAL 1 omoia
OVALOYOL LUE TO. YOPAKTHPIGTIKG. THG EXNPEGLEL THY KAVIKH E1KOVO, TOV UfpDov e moikilo fobuo
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amd tov evdountpio Bavaro (awtopotn omofoln) Ewg NEIOTATES TEPITTWOTEIS TOV OEV YpHLovy
KO TO100KOPOLOYEIPOVPYIKNG AVTIUETOTIONS TOPC. HOVO TOPOKOA0DONTNCG.

To kapdlayyelokd oUoTNUA OTTOTEAEI TO TTPWTO CUCTNUA OPYAVWY TTOU AEITOUPYEI

oT1o €UBpuo kKol oxnuarti¢etalr peTagu 3" kai 10" eBdouddag evdounTpia (wng. Auto

oupBaivelr dI6TI KABWG TO E€uPpuUO avamTUooETal PE TaxU pubud n didyxuon doev

ETTAPKEI WOTE va KOAUWE TIG TAXEWG €LEAICOONEVEG AvAYKEG Tou yia TTPOCANWN

o€uybvou Kal BPETTTIKWY OUCIWV KABWG Kal yia Tnv atmmooA

N Tou dIogeidiou Tou

avBpaka Kal Twv TTapaTTpoiovTwy Tou petaBoAiopou. (Moore KL et al, 2008)

2UVOTITIKA, TO Kapdiayyeliakd ouoTnua eEeAicoeTal ammd pia apy
OUPMETPIOG VOGS KOIVOU KOATTOU Kal IO KOIVIG KOINIOG GTNV TENI

TOU PE BUO KOATTOUG Kal U0 Kolhieg. H acuppeTpia TTpoKUTT

éyovn pop®n TéAgiag
Kr| aOUPPETPN pOPPN
TEl amd pia ouvOeTn

OTPOYIKA Kivnon NG Kapdidg TTpog T0 TTPOaBio apioTepd NUIBwpdkio é1Tou n Kapdia

AapBaver Tnv TEAIKA TNG B€on pe TOug dUO KOATTOUG va BpiokovTal TTPog TNV

oTTovOUAIKr) 0TAAN Kal YE TIG dUo KOIAiEG va BpiokovTal TTPog Ta

NpdoBia, xowt kat omiota kipia PAERa

OAEBLBNG KOATIOQ Paxaieq pecoTUNUATIKES apTTPies

EMTTPOG.
Eikéva: OBehiaia  ameikdvion
Kapdiayyelakou OUCTANATOG

eMPBpUoU.( Moore et al ,2008)

(apxéyovog nAaxouvrag)
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K Ventricle \ Ventricle e
i entri
Atrium Atrium

Tail
18 days

Sinus

Sinus venosus

venosus
23 days

24 days 35 days

3" gBoouada:
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Primitive ventricle

arteriosus

Left atrium

Eikéva: Avartrapiotavral

Ta oTddIa €UPRPUOAOYIKAG

avaTrTuéng TOU
Kapdiayyelakou
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- OuCoTAMATOG  OTTwG  Ba

us

avaAuBei pe TTEPIYPA@IKG

TPOTTO  OTO  TTAPAKATW

cle
Keipevo (Betts, J. Gordon,

2013)




H avdamtugn Tou Kapdiayyelokou cUCTARATOG EekIva TNV 18" nuépa Cwhg (uéoov 3™
€BOouadag) omoTe oxnuatiCeTal n KApdIaK TTPOCEKBOAN 1 Kapdiakd BAACTnua
(cardiogenic area) TTpogpXOUEVN ATTO TO OTTAQYXVIKO HECOOEPUQ, €EVTOTTICOPEVN
KEQPAAIKA TNG VEUPIKAG 1] TTpoxopdiaiag TTAAKAG. H TTeETAAOEIDAG auTr TTEPIOXA TTEPIEXEI
TIG apxéyoveg ayyelakés dopég (primitive blood vessels) ol otroieg oxnuariouv éva
Ceuyog evbobnAlakwy cwAfvwy (endocardial tubes) kivouueva amméd epeBiouara Tou
TTPOEPXOVTal ATTO TO UTTOKEIWEVO evOOdEpUa Kal TTepIBAAAoOvVTal aTTd Ta PUIKEG KUTTOPA
Tou puokapdiou. O eviaiog apxéyovog Kapdiakdg owAfvag (primitive heart tube)
oxnuartiCetalr étav 1o eUyog autd TWV £vOOBNAIGKWY CWANVWY CUVEVWVOVTAI TTPOG
N péon ypapun Adyw Tng TTAAyIag Kal KEQAAIKAS KAPWNGS Tou eufpuou, To yeyovog
auTé oupPBaivel katd Tnv didpkela NG 4n¢ eBoouddag. (Sadler TW, 2006) (Bajolle,
Zaffran and Bonnet, 2009).

O apxéyovog povipng kapdiakds cwAfvag (primitive heart tube) diaxwpiletal e
EYKAPOIES TOUEG O€ BaAGUOoUG o1 oTToiol HEANOVTIKA Ba €xouv dIa@OPETIKY AEIToupyia.
Me kaTelBuvon KEQAAIKA TTPOG oupaia CUVAVTWHAI TIG TTAPAKATW OOUEG:

1. To ke@aNKO Gkpo Tou KapdIaKOoU CwANVa AtToTEAEl TNV apTNPIOKK £€£000 TNG
KapdIAdg Kal ovoudleTal apTnPIakog Kopudg (truncus arteriosus) atmmé 61Tou
apyoTepa ek@UOVTAl aIJo@Opa ayyeia TTou ovopddovTal ayyeia aopTikou
T6COU.

2. ZTn ouvéxela ouvavtwpal Tov Kapdiakd BoABRS (bulbus cordis) kal Tov aopTikd
OdKo (aortic sac).

‘EmTreira Bpiokoupe TV apxéyovn Kolhia(primitive ventricle).

TéNog kaTtaAnyoupe oTnv QAEBIKN €icodo n otroia BpiokeTal oupaia Tou
KapdIakoU cwArva, atroTeAsiTal ammd Tov QAEBwdN KOATTO(SiNUS venosus) Kal
TOV apxEyovo Kolvo KOATTO (primitive atria)

( Sadler TW, 2006).

2TOV TTAPAKATW Trivaka ava@épovTtal AETTTOUEPWS N TEAIKA dlagopoTroinon Kabe

eMBpuoAoyikng doung(Meppavakng et al., 2015).

EuBpuoAoyikn doun TeAikn SiagpopoTtroinon

AopPTIKOG OAKOG, paxiaia aopTh AopTIKO TOEO (TTopEia yUpw atrd Tov @ApUyya)

ATTw kKapdiakds BoABoEg Kwvog, ApTnpIakog KOpHog (aopTh,
TTVEUMOVIKN)

Eyyug kapdiakog BoABog Ag&1d KolAia

BoABokolNiakr) TrTuxnA Meookoihiakd diagpayua

ApxgEyovn KolAia ApioTepN KoIAia

KoATtTokoIAIOKA TTTUXA IvidnG KOATTOKOIAIAKOG DAKTUAIOG
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ApXEYOVOG KOATTOG A€CI6G Kal aploTeEPOG KOATTOG

OAeLWdNG KOATTOG 2TE@AVIAIOG KOATTOG, AE€IOG KOATTOG

4" gBdopada:
O apxéyovog evookapdiakds CwANvag KaAUTITETAI attd To evOOBAAIO TTOU GuUVIOTA TO
evOoKapdIo. Tnv 22" nuépa, €1Ti Ta €KTOC Tou evOOKAPDIAKOU cWwARva oxnuaTideTal
évag Tmayug CeAaTiviudng ouvoETIKOG I0TOG TTOU dlagopoTrolEiTal o€ dUO OTIRBASEG:

1. Tnv KopPdIaKA TINKTH n OTToia OTEPEITAI KUTTAPWY Kal Xwpilel Tov evooBnAIako

OWANva atro 10 apx£yovo JUokdpdio Tou KapdiakoU cwAnRva.

2. évav XITWva o o1Toiog Ba oxXnuaTioel To JuokdapdIo.
TéNOG TO TTEPIKAPDIO TTPOKUTITEI ATTO PECOBNAIOKA KUTTAPO TOU PECOOEPUATOC T
oTToia TTPOEPXOVTal aTTO TNV EEWTEPIKN ETTIPAVEIQ TOU QAEBWSOUG KOATTOU KAl AUTA JE
TNV O€IPd TOUg £TTEVOUOUV TO HUokdpdio. (Moore KL et al, 2008)

Neupikr] avAaka
MpdoBio €vtepo

MNpwTto aopTtikd TGEo

Apvio

Emkapdio

Muokdapdio Eikéva: Metwmaia otreikdvion

Kapdiakn . . p
rnKTH euBplUou otTou dlagaivovTal Ta

Evdokapdio

Mepikapdiakn
KOWAOTNTA

Kapdlakd TOIXWHOTA
Aek1Bikn} pAERa ; ;
Ao riBSE oS (evdokdapdio, Muokdpdio,
ETTIKAPDIO).

(W. J. Larsen,2004)

22n nuépa

O kapdlakdg cwAAvaG ouvexifel va QUEAVETAI, va ETTIMNKUVETAI KAl VO KAPTITETAI
ONMIoUPYWVTAG PIa oUVBETN Kivnon avadiTrTAwong Kal TTEPIOTPOPNG TTOU ATTOTEAET TNV
eCalpeTik& onpavTikn dligpyacia  Tou oXnuaTIoONoUu TNG BoARO-KOIAIOKAG ayKUANG
oxnuatog U (olypoeidng kapdid) (Moore KL et al, 2008). Ze mepimTwon TOU N
ouvOeTn auTh Kivnon AABEl xwpa TTPOG Ta apIoTEPA TOTE dnuioupyeiTal deglokapdia.
(Sadler TW, 2006)

5n-8" ¢Bdopada:

O1wg TTpoava@épbnke, TTPIV TO dIaXwpPIoUO TG Kapdidg o€ TEooepa dlauEPIoUATA
UTTAPXE! £vag POVIPNG KOATTOKOIAIOKOG OWAAVAG TTOU EVWVEI TOV KOIVO KOATTO PE TNV
Koivr) Kolhia. H dnuioupyia diappayudtwy cupBaivel katd mn didpkeia Tng 5" Kai

oAokAnpwveTal Katd Tn dIGpKeIa TNG 8™ BSOPAdAS 0 OAES TIG TTEPIOXEG TAUTOXPOVA.
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Partitioning of the heart into four chambers

Atrioventricular

Interventricular

septum cushion

28 days

Dorsal endocardial

Right
atrium
Tricuspid
valve

Right
ventricle

8 weeks

Foramen ovale

Left atrium

Mitral valve

Left ventricle

avatrapioTaral

Eikéva: Ztegaviaia arreikévion

avatrTuoooduevng Kapdiag oOTtrou

Ta  SlagpdayuaTa

SIQUEPICUATOTTOINONG TOU EVIAioU
kapdiakol owAnva (Betts, J.
Gordon, 2013)

2UVOTITIKG, Ta evdokapdlakd oykwpuata (endocardial cushion) 1TTou avamtucoovral
OTO POXIaio Kal KOIANIAKO TOiXWwHO TOU KOATTOKOIANIGKOU CWAAVA Kal TTPOEPXOVTal aTTo
TNV KAPBIOKA TINKTH CUyXWVvEUOVTal OTTOTE BIaxwpPifouv TOV KOATTOKOIAIGKO CWwARva

o¢ 0t kal apioTepd (Moore KL et al, 2008).

Mo ouykekpipéva, TTPAYMATOTTOIEITAI N OIAUEPICPATOTIOINCN TOU Eviaiou Kapdlakou

OowAnva o€ OeflEC KAl OpPIOTEPEG  KOIANOTNTEG ME  TAUTOXPOVO OXNUATIOHUO

€VOOKOIAOTIKWY TTPOCTEKBOAWV:

1. MeooKoATTIKO did@paypua: diaxwpilel Tov 8e€10 aTTd Tov apIoTEPO KOATTO.

2. Meookoihiaké diagpayua: diaxwpilel TNV Oe€IA atrd TNV apIoTEPN KOIAia.

3. Anuioupyia KapdIOKWY TTPOCKEPOAQiIWY: dIAXWPICHOS KOATTWV aTTd  TIG

OUCTOIXEG KOINIEG HEOW TWV KOATTOKOIAIGKWY BaABidwv.

4. Anuioupyia KWVO-KOPUIKWY TTPOCEKBOAWYV : dIaXWPIOPOS TwV XWPwV ££6d0U

KOIANIWV aTTo Ta YEYAAQ ayyeia.

O oxnUaTIONOG Twv avwTépw dIAPPAYHATWY gival €EAIPETIKA TTOAUTTAOKOG  Kal

oupBaivel wg £ENG:

1. MeookoAmiké didgpayua:

Septum Primum

Foramen Primum

Endocardial cushion

Perforated septum primum

Foramen secundum

i

Foramen Primum

Developing septum secundum

Foramen secundum

1

Foramen Primum closed

]

55

)

Developing septum secundum
Foramen Ovale
Valve of Foramen Ovale

Lower limb of septum
Septum Secundum

Foramen Ovale

Lower limb of septum
Septum Secundum

Degenerating Septum Primum

Closed Foramen Ovale

Open Foramen Ovale

Valve of Foramen Ovale
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Upper limb of septum secundum

B

Eikéva:
Ztepaviaia  oTTeIKOVION
QVaTITUCOOUEVNG

Kapdidg oTou @aivovTal
Ta oT1ddla  dnuioupyiag
TOU UETOKOATTIKOU
dlappdyuarog. (Hari, Pai

and Varadarajan, 2015)




2TOV XWPO TWV KOATTWV aVOTITUCOETAl TO TTPWTOYEVEG WECOKOATTIKO Sid@payua(
septum primum) atmmd TNV opo@r TTPOG Ta evdokapdIakd oykwpaTta (endocardial
cushions), avaueoa OTO avaTTTUCOOPEVO €AEUBEPO XEINOG auTOU TOU BIAPPAYUATOG
KAl TO evOOKAPDIOKA OYKWHATA ONUIOUPYEITAI TO TTPWTOYEVEG HECOKOATTIKG TPAMA (
foramen primum) até 10 oTT0I0 BIEPXETAI TO OEUYOVWHEVO dia TTPOG TOV apIoTEPS
KOATTO (Be€loapioTepr dla@uyn). To TTPWTOYEVES HECOKOATTIKG DIGPPAYHA EVWIVETAI E
Ta evdokapdiakd oykwpata (endocardial cushions) ommdTte KAgivel TO TTPWTOYEVEG
MECOKOATTIKG TPrUa, OTO idI0 XpovIKO TTAQICIO Kal TTPOKEINEVOU va eEAc@ANIOTE N por)
TOU aipaTog amod T1a OeCId TTPOG Ta APIOTEPG dnuioupyoUvTal TTOAAG WIKPG TpAuaTa
OTO TTPWTOYEVEG WECOKOATTIKO Oidgpayua (perforated septum primum) péow Tng
QmMOTTITWONG  KUTTApwv. To OeuTEPOYEVEG HECOKOATTIKO  dlagpayua  (septum
secondum) avamTUooeTal TTOAU KOVTA OTO TTPWTOYEVEG HMECOKOATTIKO OId@payua
(septum primum) Kai UTTEPKOAUTITEI WG €va PoBUO TO OEUTEPOYEVEG PECOKOATTIKO
TpAMa (foramen secondum) pe ammoTéAecpa va OnuioupynBei To WOEIBES TPRAHaA
(foramen ovale) kKaBwg TO KEQPAAIKO TUAMO TOU TTPWTOYEVOUG HECOKOATTIKOU
dlappaypaTog(degenerating septum primum) egagavifetal Kal T0 UTTOAOITTO THRHO
TOU TTPWTOYEVOUG dIaPPAYHATOG oxnuaTidel Tnv Trrepuyoeidn BaABida Tou woeidoug
TpHaTog (valve of foramen ovale) (Moore KL et al, 2008). H BaABida autr) £xel KAion
TTPOG TA APICTEPA OTTOTE EMITPETTEI TN PON aipaTog aTrd deCId TTPOG aploTepd (Sadler
TW, 2006) kaBwg 1o TTpwToYEVES did@payua Bpiokel avTioTaon €mMAvwW OTO OXETIKA

GKAUTTITO BEUTEPOYEVEG ECOKOATTIKO didgpayua (Moore KL et al, 2008).

Qo¢€1dég TpAPA: ATTO TOV PNTPIKOG TTAAKOUVTA TO TTAOUCIO 0€ 0§UYOVO aipa JEow TNG
KATW KOIANG PAEBag odnyeital aTov Be€I0 KOATTO Kal atrd eKei dlapéoou Tou woeIdoug
TPAMUATOG TO Qiua EICEPXETAI OTOV APIOTEPO KOATTO pEOw OegloapioTepng dlapuyng
Kal JETA OIOXETEUETAI OTO KUKAOQOPIKO oUOTnUa Tou €uPpUOU WOTE OEUYOVWHEVO

aiga  va TTpoc@épel BPeTTIKG cuoTaTikd o€ OAQ Ta AvaATITUGOOUEVA Opyava TOu

€UBpUOvU.

2. MeookolAiako Sidgpaypa:

2T0 XWPO TwV KOINIwv oTo TEAOG TNG 4" gBdouddag dnuioupyeital T0 PUWOEG
peooKoIANlokS  Old@payua oTo péoov Tou e€dAQOUG TNG KOIAiaG. To  PUwdES
MeoOKoIANlOKO  did@payua  oxnpaTtiCetar  ammd TNV apxikn  PoABOS-KoIAIaKNA
mpooekBoAA(Iepuavakng et al., 2015). To puiké pecokolAiakd didgpayua dIakpiveTal
o¢:

1. didppaypa e10000U KOVTA OTIG KOATTOKOIAIGKEG BaABideg,
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2. OoKIdWOES dIAPPAYHA OTO PEYOAUTEPO TUAMA TOU UTTOAOITTOU dIa@PAYHATOG
w¢ TNV Kapdlak Kopuer Kal
3. dildagpayua xwpou £6600U (XwpiCel Tov XWwpo £§6dou TNG OegIdg KoIAiag atrd
TNV apIoTEPH] KOIAIQ .
QoTté00 KaTd TO PEOOV TNG 715 BdOPAdAG N AVATITULN AUTHG TNG MUWOOUG UOoipag
OTOUATA TTPOTOU CUVAVTACEI Ta CUYXWVEUBEVTA evOOKAPOIOKA OYKWHATA A@rVOVTOG
TO MECOKOINIGKO TPHMO TO OTI0I0 EMTPETTEI TNV ETMKOIVWvia PeTagl OegIdg Kai
aploTepng Kolhiag. Katd 1o 1€Aog Tng 77 ¢Bdopadag emmépxeTal n oUyKANon Tou
MECOKOIAIOKOU TPHUATOG WE TNV dnuIoupyia TNG UPEVWOOUG Loipag TOU PECOKOIAIOKOU
SlapPAyNaToC TToU BpiokeTal KATWOEV atrd TNV aopTIKA BaABida n oTToia cuveVWVETAI
ME TN MUWON MOipa TOU MECOKOIAIGKOU OIa@pPAyuaToS Kal TO OOPTOTTVEUMOVIKO
O1dppayua PE TETOIO TPOTTO WOTE N OeCIA KOIAIQ VO ETTIKOIVWVEI JE TNV TIVEUUOVIKA
apTnpia Kal N apIoTEPN KOIAIA va ETTIKOIVWVEI PE TNV QOPTH. 2TO ECWTEPIKO TWV
KOINIWV avaTrTucoovTal 0l CapKwOEIG dOKIdEC (MUIKEG deoUidEC OTTOYYWOOUG UPNAG) Ol
oTToie¢ dlaopoTrolouvTal €iTe o€ BnAocIdeic PUeg cite 0t TeEVOVTIEG XOpdEG. Ol
TEVOVTIEG XOPOEG EVWIVOUV TOUG BnAo€Idei PUEG Pe TIG KOATTOKOINIOKEG BaABideg ue
TETOIO TPOTTO WOTE va OIOCQAAICETAl TO AVOIyHa Twv BaABidwv e @opd atrd Toug

KOATTOUG TTPOG TIG KOIAieG Kal pévo.( Moore et al,2008).

®heBoxohmkds képBog Eikéva: METWTTIOIA
Qoedéq Tprpa

Avw kolAn oAEBa

/\ Tehwi) akpohogia

Mwyiveg
TPIYADXIVIG

QvVaTITUCOOUEVNG

BaABidag

y BaAioas d \ poipeg( UMEVWBNG

[ Avartuoo6pevn I . . 2
prpoeidriq Barida A}“«,‘\" Tevovieq xopdeq |JU(U5I’]§) ;01 TEVOVTIEG xopéeg,

\ y / L ] (L.chordae tendineae) , ’
LT v/ \ | ol Onhogideic pleg  kai

\\%q oy P peaokohiakol dlappdyparog y ;oL GVG'ITTUOO'()[JEV&Q
(ol / ,
Aoeidr 2 It
QT oot ! / Ooealii g KOATTOKOINIOKEG BAABIBEC.
) -

(Moore et al,2008)

Muwdeq Heaokohakd

KoArokouhiaké depdrio

didgpayua

Koknoohaxdskuos | gy oTroia  SlaaiveTal
avamTugn TOU PECOKOINIOKOU

Muyesurpeedols | &1qppdydaTog e  TIC  OUO

kNN koArokothiakoU depatiou

3. Evdokapdiakd TrpooKe@daAaia:

Ta evookapdIakd OyKwHATA 1 TTPOCKEPAAAIO ATTOTEAOUV IOTIKEG WACES Ol OTTOIEG
oxnuatiovtal amd TNV KapdIoKA TINKTH, aQevog Pe Tnv oUvOeon Kal evatrdbeon
€EWKUTTAPIWY OUCIWV KAl QQETEPOU PE TOV TTOAATTAQCIOONS KUTTApwYV. BpiokovTtal
OTO PAXIQiO KAl KOIANIAKO TOIXWHA TOU KOATTOKOIAIOKOU CwARva atrd é1rou TAnciadouv

Kal ev TEAEI evwvovTal oxnuati¢ovrag TV Oe€IA Kal apIoTEP) KOATTOKOIAIOKK) oUVOEDT.
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Ta povotrdmia Wnt kai NOTCH T1rou gvepyotToloUvTal €VTOG TWV €VOOKAPSIOKWY
KUTTAPpWY AOyw onudtwy TTou AauBdavouv atrd Ta TTAPAKEIUEVA HUOKAPDIaKA KUTTapA
TTou ekkpivouv TGFB kai BMP2/4  auéntikoug Ttapdyovteg Ba diagopoTtroinbouv oe
MeoEyXUMaTIKA KUTTapO Ta oTroia TeAIKA Ba dlagopoTtroinBouv o€ PaABideg, pia
dladikacia n otroia pubuideTal auoTnpd atrd auénTikoug TTAPAYOVTEG KAl KUPIWG TOoV
VEGF(vascular endothelial growth factor). To teAeutaio Brpa TNG dnuioupyiag Twv
BaABidwv eival n amémTwon (Chakraborty, Combs and Yutzey, 2010; Beis et al.,
2005) OrtroiodnToTe AdGBOG oe autriv Tnv Oladikacia TTou TTEPIYPAPNKE EXEl WG
atrotéAeopa TNV dnuioupyia atpnmikwy BaABidwv. O unvoceideic PaABideg (aopTikA
KAl TTIVEUMOVIKHA) axnuartifovTal yUpw atrd Ta OTOMIA TNG AOPTHG KAl TOU TTVEUNOVIKOU
KOPMOU Kal cuvioTavTal atrd TPEIG TITUXEG JE AETTTA TOIXWHATO TTOU ATTOTEAOUV Tpia
ETTAPMUATA TOU UTTEVOEVOOKAPDIaKOU 10ToU. Me avTioToixo TPOTTO Ooxnuatiovral ol
KOATTOKOIANIOKEG BaABideg (TpiyAwxiva kai ptpoeidng i diyhwyiva). H diyhwxiva i
MITPOEIONG PBaABida PpiokeTal oTa APIOTEPA TOU KOATTOKOIANIGKOU OWwARvVa Kal N
TpIYAwyiva BpiokeTal ota de€ld avtioToixa. H éo0w yAwyiva TnG TPIYAWXIVOG Kal
MITPOEIBOUG TTPOEPXETAl ATTO Ta £VOOKAPDIAKA TTPOCKEPAAQIA €V Ol UTTOAOITTEG
yAwxiveg atrd 1o Huokdpdio Twv KolAiwv. Me Tnv BoRBeia Twv TeVOVTIWY Xopdwyv Td
eAeUBepa AKpa TOUG ouvdéovTal PE TOUG BnAocideic pueg Twv KolAlwy, Adyw TNng
avAyKNG va unv TTaAIvOpOEl To aipa atrd TIG KOIAiEg TTpog Toug KOATToug (Moore et
al,2008) (leppavdkng et al., 2015) (Sadler TW, 2006).

a
Superior endocardial
cushion AV septum )
Tricuspid valve
valve
Inferior endocardial N
cushion
b

AV cushion

Eikéva: a. eykdpola ateikovion
€VOOKOPDIOKWY TTPOCKEPAAQiWY Kal
n TeNk BIapopPwon TOuG OE
KOATTOKOIAIOKEG BaABideg, b.
MeTwmaia ATTEIKOVION

€VOOKOPDIOKWY TTPOCKEPAAQiWY Kal

oTadIoKA dnuioupyia
KOATTOKOIANIGKWV BaABidwv

avaTrapaoTacn YAwxivwv
BaABidag(leaflet), OAPKWOWV

ookidwv kapdidg( trabecular layer),
TEVOVTIWV  XOpdwv Kal  BnAogidwv

pHuwv (papillary muscle) (Yamagishi

Trabecularlayer | on4 yamaaishi. 2014)
Compact layer

4. IXNMOATIOMOG TWV MEYAAWYV OYYEiWV:

Katad tn didpkeia tng 5" e€Bdouadag Ta OyKWwHaTa Tou KapdliokKoU KwVOou Kal TOu
apTnplakoU Kopuou akoAouBoUv eAikoeldr) tropeia 180° pe Tov OXNUATIONO €VOG
OQOPTIKOTTVEUUOVIKOU dIa@PAYNaTOG TO OTToio dlaipei TOV KAPdIaKO KWVO Kal ToV

apTNPIOKO KOPUO oTnv avioluod aopTA KAl OTOV TTVEUPOVIKO Kopud. Kat oudiav o
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TIVEUUOVIKOG KOPHOG CUOTPEPETAl yUpw ammd TNV  avioloa aopTr. ZTadlokd
oXNMaTiCeTal TO APIOTEPO AOPTIKO TOLO HE EKPUON TPIWV AYYEIWVY (BPaxIoVOKEPAAIKA
aptnpia Tmou dixadeTal o€ deCIG KOV KapwTida Kal degId UTTOKAEIDIO, apIoTEPR KOIVA

KapwTida Kal aploTEPA UTTOKAEIDIO.

O KOIVOG KOATTOG ETTIKOIVWVED PE TOV QAERWON KOATIO O OTT0IOG aTTOTEAEITAI OTTO TO
0e€16 kal apioTePsd KEpag. Kabe képag déxeTal aipa otmd TNV :

1. AekiBIkr) @AEBa (ou@alopecevTEpia QAEBA) N OTTOIO METAPEPEI QIO TWYXO OE
0&uyovo atrd 10 AeKIBIKG aoKO(OUPAAIKO KUGTIDIO).

Ou@aAiki AERa n oTToia PETAPEPEI OEUYOVWHEVO aiua aTTd TOV TTAOKOUVTA.

3. Koivn kupia @AERa | TTOpog Tou Cuvier TTou dnuioupyeital amd TNV Evwaon NG
TPOcBiag Kal otioBiag kUpiag QAEBAG KAl ATTOXETEUOUV Ta KEPOAAIKA Kal
oupaia TUAPATA TOU EUBPUOU, CUVETTWG TO QiU TTOU PETAPEPETAI OTTO AUTEC
gival pTwyo o€ ofuyodvo.

KaBwg ouveyiCetal n avattuén, n @AeBIKA poR peTatoTrideTal TTPog Ta de€Id dnAadn
TO 0e€I0 képag Tou QAEBWOOUG KOATTOU EVOWUATWVETAI OTO O€GI0  KOATTO
oxnuati¢ovtag TNV dvw KoiAn QAEBa TTOU QTTOXETEUEI TO QA ATTO TNV KEPAAr], TOV
auyxéva Kal TNV KATw KoiAn @AEBa n otToia EXETAI TO Qipa atTd TOV TTAAKOUVTA KAl TIG
oupaieg TTEPIOXEG TOU CWHATOG Tou gPPBpUoU. To apioTePd KEPAG TOU PAEPWOOUG

KOATTOU oxnuaTiel TOV oTEQAVIAio KOATTO Kal T Aogr) AERa Tou Marshal.

Qduoioloyia euBpUIKAG KUKAOQOpPIaG:

H 1diairepdtnra tn¢ uaioAoyiag tnS eUPPUIKAS KUKAopopiac Eykeital oTo Ot gival
arrapaitntn n urroatnipién TN TTAAKOUVTIGKNS KUKAogopia¢ n orroia ivai ugifovog
onuaaiac yia v avamruén tou guppuou. FNa rov gkomoé autdv TPayuaTrorTolouvTal
QVATOUIKEG KAl AEITOUPYIKEG aAAQyEC OTnV CUCTNUATIKN Kal TTVEUUOVIKH KUKAOQOpIQ,
ware va urroatnpixBei n evdéountpio¢ KukAopopia. H uerdBaon amd tnv evdountpia
otnv eEwunNTpia KukAopopia ocuuBaivel kar@ tnv mpwTtn avaca Tou VEOYvoU Kai n
mapoucia ouyyevwy kapdioabeiwy emnpedlel Tnv diadikaoia autn o€ moikiAo Babud

e BGan tnv @UCN TNS UTTOKEIUEVNS VOTOU.

EvdounTpia KukAo@opia:

H euBpuikry Kukhogopia TTepIAaUBAVEI TNV TTVEUPOVIKA KOl CUCTNUATIKA KUKAOQOpia
KaBwg Kai TNV Kapdid wg avtAia. QoTOC0 n TTVEUHOVIKI KUKAOQOpIa gival avevepyn UE
OUVETTEIQ N OUCTNMATIKI KUKAO@Opia va emm@opTifeTal Je Tnv OTAPIEN TOCO NG
aigdtwong 6Awv Twv CuoTNUATWY Tou gufpuou GO0 Kal PE TNV UTTOOTAPIEN TNG

TTAQKOUVTIOKAG KUKAOQOpIag. MNa va cupfei auté N cuoTNPATIKA KUKAOQOpPIa TTPETTE
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va ouvoésTal Pe TTAPAAANAO TPOTTO PE TNV TIVEUUOVIKA KUKAoQoOpia, yeyovog TTou
ETMTUYXAVETAI PUE OUO TPOTTOUG:

1. Tnv Tapoudia Tou woeIdoUg TPAMATOG TO OTToiI0 Ouvdéel Tov O€gi pE Tov

apIoTEPO KOATTO e deCloapiaTePr) pon Kal

2. TOU apTnPIoKOU | BOTAAAEIOU TTOPOU O OTTOIOG EVWIVEI TNV TTVEUUOVIKH apThpia

ME TNV oaopTh Me OtegloapioTepr) por yia TIPOCTOCIA TNG TTVEUMOVIKAG
KUKAOQOpiag.

H kapdid wg avtAia apyiCel va xtummd tnv 22" -23" nuépa OTTOU Ol QPXIKEG
OUCTTAOEIG €ival JUoyEVOUG TTPOEAEUCNG Kal €ival OUOIEG PE TTEPIOTAATIKA KUMATA TO
oTroia gekivolv amd Tov @QAeBwdn KOATTO Kal TTPOKAAOUV TTaANIppoikoU TUTTOU
KUkKAo@opia Tou aipatog. Qotdoo TTpog 10 TEAOG TnNG 4" eBdopdadag eykabioTavral
OUVTOVIOUEVEG  OUOTOAEG  TTOU  €XOUV WG  OTTOTEAEOPO TRV €yKATAOTAON
MOVOKaTEUBUVOPEVNG PONG. 2TO iBI0 Xpovikd dIAcTnPA N POr auTr €ival opaTr HE

utrepnxoypagia Doppler. (Moore KL et al, 2008)

Eikéva: ATteikdvion €euBpUIKAG

Hypogastric arteries

KukAogopiag. (Carter and Gray,
1918)

MAakoUvTag Tpog Ae§i6g KOATTOG:
To ofuyovwpévo aipa eIoépXeTal 0TNV KUKAOQOpPIa HECW TOUu TTAAKOUVTA KAl TTIO
OUYKEKPIUEVA, HEOCW TNG OPQOAIKAS QAEBOG N oTToi TTPOWOEI TO APICU TOU QiaTOG

oTov QAEBWBN TTOPO? O OTI0IOG TTAPAKAUTITEI TA TPIXOEID ayyeia TOUu ATIATOC Kal

2 0 phePmdng mopoc (ductus venosus) amoteAel (1ol GTEVH AVAGTOUMGT HETAED OPQPOAKTC Kot KATM
KkoiAng eAéPac. H avaotopmon avti) mpocdidet ENLTAYLVCT TNV GLLOTIKT POT LLE ATOTELECLO TO
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KATaAAyel 0TV KATW KoiAn @AERa Kal £TTEITa oTOV O€eCI0 KOATTO (Sadler TW, 2006). H
UTTOAOITTN TTOOOTNTA AiPATOS TNG OMPOAIKAG QAEBAG péel OTa TPIXOEID ayyeia Tou
ATTATOG Kal TNV TTUAdia QAEBa oTTOTE BIAUECOU TWV NTTATIKWY QAEBWV KATAANYEI TNV
KATWw KoiAn QAERa. AgloonueiwTn gival n UTTapén evog AsIToupyikoU OQIYKTHPO OTNV
OMQAAIKN QAEBO TTOU evepyOTTOIEITAI OTAV QUEAVETAI N PONA AIJATOG O€ QUTHV Adyw
augnong Tng €vOOKOIAIOKNAG TTrieong Tng unTépag OTTwWG OTnV TIEPITITWON TTOU
QTEPVICETAN A BAXEI, ME OTTOTEAECHUO PEYOAUTEPO TTOCOOTO TOU QIPATOC va  odnyeiTal
oTnv TTUAaia QAEBa Kal JIKPOTEPO TTPOG TO GAEBWSN TTOPO, WOTE VO ATTOPEUXOEi N
uTTEPPOpTWON NG Kapdidg. (Moore KL et al, 2008)

Ae€10¢ KOATTOG TTPOG CUOTNHATIKA KUKAOQoOpia:

ATé TNV OTIyYA TTOU Ol TTIVEUUOVEG Oev AEITOUPYOUV TO MEYOAUTEPO MEPOC TOU
ofuyovwuévou aiuatog odnyeitar dlIaPECOU TOU WOEIBOUG TPMKOTOS OTOV apIoTEPO
KOATTO Kal OTTO €KEI OTNV APICTEPR KOIAIa Kal TNV avioUoa QopPTH TTPOKEIMEVOU VA
TPoPodoTCEl PE OEUYOVO Kal BPETTIKA ouoTaTIKG TO €UYEVECTEPO OpPyavo Tou
eUBpUoU dNAadA Tov eyKEPAAO Kal éva HIKPS TTOCOOTO aiaTog dlapeulyel TTPOG TV
KaTiouoa aopThi yia TV aigdTwon Twv AOITTWV CUCTANATWY Tou €uPpuou . H
TTOoOTNTA TOU OEUYOVWHEVOU QIPATOG TTOU BIAQPEUYEl aTTO TOV DEEIO KOATTO TTPOG TNV
0e€Id KoIAia odnyeiTal JEOW TNG TTVEUPOVIKAG apTnpiag oTnv aopTh dIauéoou Tou
aptnpiakoU r BotédAAeiou TOpou (CUvdEEl TNV TTVEUUOVIKY apThpia e TV KATIOUOO
aopt)) omoTe pévo 10 10% TOU aipaTog auTtoU dIEPXETAIl ATTO TA TTVEUHOVIKA ayyeEia.
OuoiaoTiké, o0 apTnpiokds A BoTdAAEIOG TTOPOG TTPOOTATEUElI TOUG TIVEUNOVEG OTTO
KUKAOQOPIKN uttep@OpTwon. (Moore KL et al, 2008).

ZUOTNUATIKA KUKAO@OpPia TTpOG TTAOKOUVTIOKA KUKAOQoOpia:

To pn o&uyovwpuévo aipa Tou eyKEQAAOU ETTIOTPEQPEI PEOW TNG Avw KOIANG GAERAG

oTov O€gI6 KOATTO, TTPOG TNV BeEIA KOIAiQ, TTPOG TNV TTVEUUOVIKN apTnpia Kal atmod eKei

MéOw TOu aptnpiokoU R PoTdAAsiou TTOpou OloXETEUETAI OTNV KaTIOUGG QOpPTH).

Emopévwg otnv kamoloa aopTr) avapelyvueTal HIKPO TTO000TO 0&UYOVWUEVOU

QipNaToG YE PEYAAO TTOOOOTO PN OEUYOVWUEVOU QipaTOG. ATTO €KEN TO AVOUEPEIYUEVO

aipa ptropei va akoAoubrioel 0o 0doug:

1. Tpog Ta OTAQYXVIKG Opyava Kal Ta KATw AGkpa: ekei Tpoodidel 10 diabéaiyo
0&uyovo yia QIuATWwon QUTWY TWV OOPWYV Kal ETTEITA TO Qiga ETTIOTPEQPEI PE TNV
KATW KOiAn @AEéBa aTov Oe€Id KOATTO, BEEIG KOIAIQ, TTVEUUOVIKA apThpia, apTnpiako

1 BoTdAAgI0 TTOPO Kal KATIOUCO AOPTH.

epLOpA apoceaipto va emtayhvouv TPog Tov €10 KOATO. AVTO OmOTEAEL TO ALTIO VIEPTPOPING TV
de&1bV KOLOTNTOV 0TV evOounTplo. {mn, YEYOVOG TOL ovasTPEPETAL 0TV eEmunTpto (w1 6Tov o1
apLoTEPEG KOMOTNTES OTASIKA OVOAOUBEVOLY TO PEYOADTEPO £PYO.

[32]




2. Mpog Tnv TTAGKOUVTIOKY KUKAo@oOpia: PEOW Twv OU0 OPQOAIKWY apTNPIWY
OIEpXETAl QTG TOV TTAGKOUVTA OTTOU  TTPOCAQMPBAvVEl OEUYOvVO Kal  ETTEITA
OloXeTEVETAI HEOW TNG KATW KOIANG GAEBAG oToV QAEBWDN TTOPO, BEEIOC KOATTOG,
0e€Id KolAia , aviouoa aopTh.

2 UVOTITIKG:

1. 710 o&uyovwpévo aiua atrd Tov TTAakoUvTa odnyeital JEow Tou QAEfwdoug TTOpoU
oTov Oe€Id KOATTO Kai aTTd €KEi ETTIAEKTIKA TTPOG TOV APIOTEPO KOATTO PECW TOU
WOoEIB0UG TPAKATOG YIa TNV QINATWON TOU EYKEPAAOU. AUTO TTPAYUATOTTOIEITAI [E
TNV BonBeia TnG emITéXUVONG TOU OEUYOVWHEVOU QiJaTOG aTTO TOV OTEVO PAERWSN
TOPO, KABWG TO aipa TTepva ameuBeiag péow Tou woeldoug TPAWATOS Kal
eAdyioTo TTEpVA oTnv BeEIG KOIAiaL.

2. To un ofuyovwuévo aipa ammd Tnv dvw Kal KAtw KoiAn @AéBa kaTeuBUveTal OTO
0e€16 KOATTO, 0eId KOIAia, TTVEUHOVIKA apTnpia , péow Tou BoTdAAEIoU TTOPOU OTNV
KATIoOUOG a0pTH Kal ETTEITA OTIG OUPAAIKES APTNPIES YIa TNV €K VEOU 0EuyOvVwWaoN.

Ta Tapatmdvw TTEPIYPAPOUV TIG AVATOMIKEG TTAPAAAAYES TNG EPPBPUIKNAG KUKAOQOPIAG.

O1 avaTopIkEG auTéG TTAPAANQYEG  ETTIQEPOUV  AEITOUPYIKEG TTOPAAAaYEG OTNV

AeiTroupyia TG Kapdidg wg avTAiag. EIdIkOTEPA, N ApIoTEPA KoIAIa gival ETTIQOPTIOUEVN

ME TNV TTpowWwONOoN Tou aiyatog PECw TNG aviolodg OOPTAG OTO AVW NUIKMOPIO Tou

OWHATOG KAl KUPIWG OTOV EYKEPOAO , KOl PHEOW TNG KATIOUOOG OOPTAG £va TTOAU

MIKPOTEPO TTOCOOTO QIUATOG TTPOG TO KATWTEPO NUIKOPIO TOU CWHOTOG Tou guppuUou.

H 8e€1d KoIAia €ival €TTIQOPTIOPEVN PE TNV TTEPIOPICUEVN AIMATWON TWV TTVEUROVWY

MEOW TNG TTVEUUOVIKAG apThpiag Kal TNV dlaxeipion Tou PeyaAUTeEPOU GYKOU aipaTog

amdé TOV PBOTAAAEI0O TTOPO TIPOG TNV KATIOUOG QOPTH KAl TNV TTAOKOUVTIOKI)

KukAo@opia. Ta TTapatmdvw yeyovoTta KaBioTouv oca@ég OTI n Oe€Id KOIAia €xel Tov

POAO TNG CUOTNMPATIKAG avTAiag oTnv €URPUIKT KUKAo@opia. ATToTEAEOPA auTou Eival

0l dUO KOIAiEG va AelIToupyouv UTTO OIOPOPETIKEG TTIECEIG. ZUVETTWG N MUOKOPDIOKA

Mala Tng Oe€Idg KOIAiag va eival YeyaAuTepn oo auTtr TNG apioTeEPAG Adyw Tou

MEYaAUTEPOU £pyou TTOU KaAgiTal va ekTeAéoel. (Syamasundar Rao, 1991)

ESwpuniTpia KukAo@opia:

MeTd TOv TOKETO 1N TIVEUUOVIKA KOl OUCTNUATIKA KUKAo@opia artroteAouv dUo

ouoTAPOTa Oouvdedepéva o€ OeIpd, TToU atrapTiCouv €va KAEIOTO KUKAwpa Tlio

OUYKEKPIYEVA, N TTVEUMOVIKA KUKAOQOpIia gival TTpoocaywyd oUoTnua(wg TTpog Thv

Kapdid) kal atmoTeAgital amd TIGC QAEBEC Tou avOpwWTTiVOU CWHPOTOG Ol OTTOIEG

KataArlyouv otnv dvw Kal KAtw KoiAn @AERa, Tov Oe€l6 KOATTO, TNV OegIG KoIAia, TIG

TIVEUUOVIKEG apTnpieg Kal Toug KAGdoug autwy. H cuoTnUaTIKr) KUKAOQOPIO aTTOTEAEI

amaywyd oloTnua (WG TTPOG TV KapPdIA) Kal ATTOTEAEITAI ATTO TIG TTVEUMPOVIKEG

QAEBEG, TOV ApIOTEPO KOATTO, TNV apIOTEPH KOIAiQ, TNV avioloa-KaTiouoda aopTr Kal

[33]




TOUg KAGdOUG auTwyv. ZUvOeon Twv U0 AUTWY O CEIPA KUKAOQOPIWY £XOUUE OTO

ETTITTEDO TWV TPIXOEIDWY AYYEIWV.

Common

head and carotid arteries
upper limbs to head and
subclavian
arteries to

Superior upper limbs

vena cava Aortic

arch

I | p— | P
oy ... N L

_Circulation

Azygos Thoracic
system aorta

—

Venous Arterial
drainage blood
Capillary Beds

Inferior

vena mediastinal structures Eikova: Zxnuatiki oTreikévion Tou Katd
cava and thorax walls
: . | ocIpd KAEIOTOU Kapdiayyeiakou
e R e, N
Abdominal KUKAWUATOG TO OTTOi0 aTtTapTifeTal atmo

Capillary Beds gorta

TNV TIVEUMOVIKI]  KQl  OUGCTNUATIKN

ot ol 8 KukAogopia (De Wilde, 2016).
kidneys

Capillary Beds

gonads, pelvis, and
lower limbs

21NV yévvnon, Ol TIVEUUOVEG YEUICOUV PE AEPa OTTOTE N TIVEUMOVIKA KUKAOQOpia
eyKaBIdPUETAI KAl TO QIO ETTIOTPEPEI HEOW TWV TTVEUUOVIKWY QAERWVY OTOV ApPIOTEPO
KOATTO OUVETTWG aQu&AveTal n TTiEON OTO €0WTEPIKO TOU KOl ETTEPXETAI AEITOUPYIKA
OUYKAEION TOU WOEIBOUG TPAHATOG KABWGS TO TTPWTOYEVEG DIAQPPAYHO CUYKOAAGTOI JE
T0 Oeutepoyevég did@paypa  kKal oxnuariouv Tov  woeldy Bo6po. EmmiTAéov
QTTOPPACCETAI KAl O apTNPEIOKOS TTOPOG KOl PETATTITITEl O€ APTNEIAKG oUvdeouo. To
MopiakG onfua TTou TTPOKOAEi TNV ammdéepaén TOUu apTnpiokou TOpou Eival n
Bpadukivivn TTou atreAeuBepwiveTal KT TNV EKTTTUEN TWV TTveupdvwy. (Sadler TW,
2006)

2UVETTWG Ta U0 auTé oucThPaTa  (TTVEUUOVIKN KOl GUCTAMATIKI KUKAOQOpPIa) HETA
TOV TOKETO £XOUV EXWPIOTA €pyacia Kal &gV ETTIKOIVWVOUV HETAEU Toug Adyw
OUYKAIONG TwV AVOTOMIKWY TTEPIOXWYV (WOEIDES TPrUa Kal BOTAAAEIOG TTOPOG) TTOU

e€ao@aMilav diodo katd Tnv guPpuIkh wr). O1 avaTopIKEG QUTEG BIOPOPEG TTPOKAAOUV
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€K VEOU AEITOUPYIKEG OAAQYEG PE TNV ApIoTEPN KOIAia va avaAauBdvel auth TRV gopd
Tov pOAo TNG KUplag avtAiog TnNG Kapdidg. To yeyovog autd ETIQEPEI TNUAVTIKA
TTAXUVON TWV TOIXWHUATWY TNG APIOTEPNG KOINiOG KABwWG val uev TTpowdei ion
TTOoOTNTA AiPATOG O€ oXéon PE TNV OeCIA KoIAia aAAG To TTpowBEl o¢ éva uwnAdTEPWV

avTioTdoswyv ocuoThua.

EvdouniTtpia KukAo@opia ESwunTpia KukAogopia

MapdAAnAn olvdeon péow woeidoug 2¢e oeIpd ouvdeon Aoyw oUykAiong

TPAMATOG WoEId0UG TPAUATOG

AvTAia n 6€€1& KoIAia AvTAia n apioTepd KolAia

Batd woeidég Tprjpa kai BoTédAAEIog 2UyKAIoN wogIdoug TPAPATOG Kal

TTOPOG. BotaAAciou TTépOU.

MAakouvTiak KUKAo@opia yia Mveupovikn KukAogopia yia eEac@dhion

€Ea0@AAIoN 0gUYGVOoU Kal BPETTTIKWYV 0&UYOVOU Kal BPETTTIKWY CUCTATIKWY

OUOTATIKWV

ETIAeKTIKA alpdTwon eyke@aAou OAa 1a 6pyava aipgaTwvovTal Je Tov idlo
KOPECHUO

YTmro&aipikh KukAo@opia Adyw avaueiEng | Alaxwpiopog GAEBIKAG Kal apTnpIaKAS
0EUYOVWUEVOU PE PN 0EUYOVWHEVO aipa | TTapoXAG AOyw o€ O€Ipag ouvdeong

oTnVv Katiouoa aoptry Adyw TTapAAANANG | TIVEUUOVIKAG-CUGTNHATIKNG

oUVOEONG TTVEUMOVIKNG-CUOTNUATIKAG KUKAOQOpIag Je OuVETTEIQ TNV auénaon
KUKAOQOpIag. MEPIKNG TAONG 0guydvou.
Auénuévn TTiEoN TTVEUUOVIKAG Mrwon Tieong TTVEUUOVIKAG

KUKAOQOPIAG->UEPIKN QIPATIKN TTAPOX | KUKAOQOPIaG->TTARPNG AIATWOoN

TIVEUUOVIKAG KUKAOQOpPIag TIVEUUOVIKAG KUKAOQOpIag

AeCloapioTtepry dlaQuyn 0 WOoEIdEG ApIoTEPODEEIG Blapuyr HEXP! va ETTEADEI
TPAUA Kal BOTAAAEIO TTOPO AGyw Tou OTI | CUYKAIGN TOU WOEIBOUG TPAHUATOG KAl
n &€¢1& kapdia uTTEPTEPEI. ToU BOoTAAAEIOU TTOPOU AGYW TOU OTI N

apIoTEPN KAPOIA UTTEPTEPEI.

Mivakag: AvaTouiKEG Kal AEITOUPYIKESG BIAPOPES PETAEU EVOOURTPIAG KOl EEWURTPIAG
KUukAo@opiag oTo £éuBpuo-veoyvo.(lMeppavakng et al, 2015)

EIAIKO MEPOZ
AITIOAOTIA ZYTTENQN KAPAIOMNAGEIQN
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O1 ouyyeveig kapdloTTdbeieg BewpouvTal KATA BACH TTOAUTTOPAYOVTIKEG TTABNOEIG UE
TNV évvola OTl O MPNXaviopudg TPOkANoNG Toug agopd Tnv  aAAnAemmidpaon
TTEPIBAANOVTIKWV KAl YEVETIKWY TTAPAYOVTWY O€ TToo0oTd 85%. ‘Eva 1000016 TNG
T4éNg ToU 10% o@eileTal O¢ KOAWG KOBOPIOUEVA  YEVETIKA aiTia OTTWG Ol
XPWHOOWWIKEG  AVWHPOAIEG, TA HPOVOYOVIDIOKA VOO AT KAl Ta  oUvOpoud
MIKPOEAAEIMATWV.

TéNog TO evatTopeivav TTOOOOTO TNG TAENG Tou 5% o@eileTal oe TEPATOYOVOUG
TTapdyovTeG 01 OTToioI £TTIOPOUV KaTA TNV SIAPKEIQ TNG KUNONG Tou guppuUou Kal KaTd
KUpIo AGyo oTnv BIAPKEIQ TOU TTPWTOU TPIPAVOU OTTOTE OXNMATIETaI TO KOPDIayyEIaKO

oUuoTnua, eTopévwg dlatapdoaoceTal n diadikaoia TNG EuPpuoyEveEDNG.

4.3 LYITENEIZ KAPAIOIMAOGEIEZ FENETIKHZ AITIOAOTIAZ

H ouoxétion peTall  ouyyevwv  KOPOIOTTABEIWY KOl YEVETIKWYV VOO UATWY
(XPWHOOWHIKEG 1 YOVIBIOKES avwMOAIES) ival TOOO 1I0XUpr WwoTe OTav aveupebei otnv
eUBPUIKA NAIKIa ouyyeviAg KapdIoTTABeIa PECW TNG UTTEPNXOYPAPIKAG ATTEIKOVIONG
TOTE UTTAPXEI OTTOAUTN €vOeIEn yia dlevépyela KapuoTUTTou OTo éPPpuo. MeTd Tnv
yévvnon uttapyel évoeign yia YeveTikh dlepelvnon OTav N ouyyevAg KapdIoTTadeia
ouvouadeTal e AAAEG EICovEG A EAAOOOVEG OUYYEVEIGC AVWHAAIEG OTTWG QAIVOTUTTIKA

XOPAKTNPIOTIKA, SIaTapaxEéG pUBUOU avaTTTUENG, WUXOKIVNTIKESG DIATAPAXEG.
Modifiable Non-modifiable

Dietary

defidioncy TSy
@

/ ) Medications
( e.g. anti-seizure or
anti-depressants)

‘ i~

5 <@ Infections

Risk Factors

]
i o Congenital Heart
)
Substance B
=

Disease
abuse

Rheumatologic
disorders

Ewova: Tapdyovreg n
EMidpaon TOV 0TOI®V 0TV
S1hpKELD TG EYKVUOGHVNG

avédvel Ty whavotnta

avaTTuéENG GVYYEVONG
Kapdlonddelog oto EuPpuo.
(Mullen et al., 2021)

Obesity and
diabetes

2, Metabolic disorders
* »'  (e.g. phenylketonuria)

Air pollution i m Race and Genetics

EmdnuioAoyia:
To 8-13% Twv VEOYVWYV TIOU QEPOUV OUyyevr] KapdioTrdBeia cival oTa TrAdioia
yeveTikoU voonuatog. To 1TmocooTd autd TpImAacidletal otav WIAAUE yia EuBpua

oTréTe dlapopwvetal Trepirou 010 30% H diagopd autr PETALU Twv TTOCOOTWV
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OQEIAETAI OTOUG €VOOUNTPIOUG BavAaToug AUTWY TWV EURPUWY TTOU QEPOUV TIG
XPWHOOWWIKEG 1 yovIOIOKEG dlatapaxég. AvTioTpogd, oto 1/3 TWv VEOYVWV TToU

TTOPOUCIACOUV YEVETIKA VOOT|UATA CUVUTTAPXEI OUYYEVHG KAPBIOTTABEIQ.

4.3.1 XPQMOZQMIKEZ ANQMAAIEX

4.3.1.1 Tpiowpia 21-20vdpopo Down

To ouvdpopo Down o010 95% Twv TTEPITTTWOEWY OQEIAETAI OTNV UTTAPEn €VOg
EMTAEOV XpwpoowuaTtog 21 (47,+21) Adyw atrotuxiag Siaxwpiopol Tou {eUyoug
XpwHoowudTwy 21 katd Tnv 117 kai ommaviétepa Katd Tnv 21 PelwTiKA diaipeon
ouvnbéoTepa oTO0 WApPIO TNG PNTéPag. To 5% Twv TTEPITTITWOEWY OQEIAETAI O€
METABECN €VOG TUAMATOC TOU XPWHOCWHATOG 21 TIPOG €va AGAAO AKPOKEVTPIKO
Xpwuoocwua, ocuvnBéotepa oto 14(t121;14)  22(t21;22) kai ovopdadeTan PeETABEDN
Robertsonian. Katd cuvémeia mapdt o apiBuds Twv XpwuoowudTwy gival opBoc,
£éva TUAMA TOU XPWHOOWHATOS 21 QVEUPIOKETAI TPEIC QPOPEC PE QATTOTEAECHUO TWV
ekdAAwaon Tou paivotuTiou (Petersen et al., 1991). TéAog, T0 1-2% TWV TTEPITITWOEWV
oQeiAeTal o€ PWOAIKIONO, dnAadry oTov opyavioud uttdpxouv dUO €idn KUTTAPIKWYV
OEIPWV: PIa QUOIOAOYIKA KUTTAPIKA O€Ipd PE 46 XPWHUOCWHATA KAl Ui TPICWWIKI HE
47 xpwuoowuota. O BaBPSS TwV CUPTTITWUATWY OQEIAETAI OTNV TTOCOTNTA TWV
TPICWUIKWY KUTTAPpWY 0TO GUCTNUA TTOU TTPOKOAEI TO EKAOTOTE CUUTITWUO ] GNnUEio.
Néyw TOoU yeyovoTtog 6T N BAGRN evtoTTiCeTal o€ emiTTed0 KUTTAPOU Kal avaloya pe
TNV akpIPr TTaboyéveon NG PAGBNG QUTAG, TA CUUTITWHOTA JTTOPOUV va KdNAWBoUV
amdé TOAAG cuoTAuATa Kal N Baputnta Toug va TrolkiAel. To ouvdpopo Down
mepIAapBAvel TTOAATTAEG Ouyyeveic avwpalieg KaBwg Ta dtopa auTtd TTapoucidfouv
XOPOKTNPIOTIKO QAIVOTUTTO HE MIKPOKEPOAIA, OTPOYYUAS ETTITTEOWMEVO TTPOCWTTO HE
ATTOTTAATUOPEVA XaPaKTNPIOTIKA. T1Io ouykekpigéva, n MOTN €P@avideTal PIKPR HE
KaBinon otnv BAon NG, SIATTIOTWVETAI PIKPOWTIA Kal XAWNAR TTPO0QUON TWV WTWV
oTO Kpavio, o1 o@BaAuoi TTapoucidlouv emikavBo Kal ol £Ew KavBoi £xouv AvwBev
Topeia, n yAwooa TIPoBAAAel €EwBev TNG OTOUATIKAG KOIAOTNTAG KAl  €ival
TIETTAXUOMEVN KAl TO Ivio €ival emTeEdwPEVO. Ta Avw Kal KATw Akpa gugavifovral
Bpaxéa kai xovipd, emTTAéov Trapatnpeital BpaxudakTuAia A TTOAUdAKTUAIG A
KAivodakTuAia (Castilla et al., 1998). Metagu Tou TTpWTOU Kal SeUTEPOU daxXTUAOU
UTTAPXEI HEYAAO UPOG KAl TTAPATNPEITAI HOVIPNG XEIPOMAVTIK YPAUMN OTIG TTOAAUEG.
To avdotnua Twv Tadiwv autd eival XapnAd onAadn tmédvw amd duo oTaBepég
atToKAio€IG KATW atrd TO avauevopevo HEGO UWOG yia TNV NAIKia Kal TO QUAO Toug N
KATw ammd Tnv TpiTn ekatooTiaia B€éon. Ta Taidid autd TTapouciddouv TTOIKIAOU
BaBuoU  vonTIKA-AeKTIKA  uoTépnon  Kal  OlIOTOPOXEG  WUXOKIVATIKAG  €GENIENG.

AlamoTwveTal auénuévn moavoeTnTa €u@EAVIONS OTTACHWY, QUTIOPOU Kal TTPWIKNG
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vooou Alzheimer Trpiv TNV nAikia Twv 40 etwv (Wisniewski, Wisniewski and Wen,
1985). H puikr} atovia dloTmoTWVETAI 1O atrd TNV veoyvikh nAikia. Ta mTaidid autd
£€XOUV TAON yia TTaxuoapkia kal o€ Kamola @don Tng Cwng Toug gival TlavaTepo va
EU@avioouv UTTOBUPEOEIBICPO Kal gakxapwdn diapntn. O uttoBupeocldiopdg o€
OPKETEG TTEPITITWOEIG UTTOPED va gival ouyyevhg (van Trotsenburg et al.,, 2003). Oi
avopeg eival OTEIPOI, EKTOG KAl av TTPOKEITAI YIA JWOAIKIONO EVW Ol YUVAIKEG £XOUV
50% mBavétnTa va eivalr oteipeg. EmMTTpocOeTa, umtdpxel 50% TmBavotnTa va
olammoTwBei K&troiou €idoug ouyyevrig kapdiotrdBeia (Freeman et al.,, 1998) e
OUXVOTEPEG TO KOATTOKOIAIOKO KavaAl (AVSD) 1O oOT0i0 €xe&l OUOCXETIOTEI g
TTapepunveuoipeg yeTaAdéeic oto CRELD1 yovidio (Maslen et al., 2006; Freeman et
al., 1998). Emiong d&AAeg tTapaliayéc ota yovidia omwg 1o COL6AL, COL6A2,
FBLN2, FRZB, GATAS 10 o1roia ouppeTéxouv 010 VEGF-A YovoTrdT odnyouv oTnv
onuioupyia Koivou KoAtTokoiAlakoU kavaAiou (Ackerman et al., 2012). Ze pia YeAETN
YEVWHMIKOU CUCYXETIOMOU OTTou peAetrBnkav 210 acBeveic ye ouvdpouo Down pe
KOATTOKOIANIOKG  KavaAl kal 242 aoBeveic pe ouvdpopo Down Xwpig ouyyevi
KapdIoTrdBela  aveupéBNKav TTOAUUOPPIOUOI  POVAPOUG VOUKAgOTIBiou (SNPS) ol
OTTOI0I BeWpEiTal OTI PUTTOPEI VO CUOXETICOVTAI PE TV EPPAVION AUTHS TG OUYYEVOUG
avwuaAiag. Zmnv mepioxn 1p36.3 aveupioketal SNP rs1698973 kovid o010 yovidio
NPHP4, 10 oTroio ek@pdletal o pia TTAEIGdA OpyAvwy CUUTTEPIAGPBavVOEVNG TNG
Kapdidg kai Bewpeital 611 dladpauatifel onuavtikd POAo OTov OXNMOTIONS Twv
KPOOOWYV TWV KUTTAPWY Kol OTOV OWOTO TTPOCAVATOAITUO TWV OPYAVWY UE TUVETTEIQ
ol JETOAAGEEIC 0 auTO TO YOVidIO va 00nNyouv O€ OUYYEVEIG KapdIoTTaBeieg OTTwG Ta
ouvopoua Ioouepeiag. (French et al., 2012; Fliegauf, Benzing and Omran, 2007; Li et
al., 2015; Ramachandran et al., 2015) To yovidio MED10 trapdyel éva 1rpoidv 10
oTToi0 puBilel TNV PETAYPOQIKN PUBMION Twv yovidiwv TTou e€apTwvTal aTTd TNV
RNA- TtroAupepdon Il. Mahiota n €NAeiyn Tou Trpoioviog MED10 odnyei otnv
onuioupyia KoATTOKOIAIOKOU KavaAiou mbavd péow Twyv povotramiwy Wnt kar nodal.
(Ramachandran et al., 2015; Lin et al., 2007; Sato et al., 2003; Wilusz, Sunwoo and
Spector, 2009) H tepioxr) 8922.3 mepiéxel Ta SNPs 1a otroia BpiokovTal geTagu Twv
yovidiwv BAALC kai FZD6. To 1rpoidv Tou FZD6 yovidiou (frizzled receptors) dpa wg
utTodoX£aG Twv TTPWTEIVWY Tou Wnt /B catenin povoTtraTioU 1o otroiou diadpaparidel
KpioIuo pOAo oTnv avamTuén TnG KapdIidg Kal Twv evOOKapdIOKWY TTPOOKEPAAQiwV.
(Ramachandran et al., 2015) (Umbhauer et al., 2000; Hurlstone et al., 2003; Alfieri et
al., 2010) Xtnv mepiox 17922 Bpioketal To SNP rs7225247 , kovid OTO OTT0i0
Bpioketar pia  puBuICTIKA TTEPIOX] TTOU  TrEPIAaUPBavel Béoeigc TTPOodeong via
METAYPO@IKOUG TTapdyovteg OTTwg GATAL, GATA2, GATA3 kai NR2F2. Kdbe pia

atrd TG TTpwTEiveg auTég diadpapartifel onuavtikd poAo oTnv TTaboyéveon Twv
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ouyyevwy KapdlotraBeiwv Kal eI0IKOTEPA N NR2F2 ouoxeTiCeTal UE TO KOATTOKOIAIOKG
KavaAl. (Garg et al.,, 2003a; Raid et al., 2009; Al Turki et al., 2014). O1 yeveTIKEG
TTOPAANQYEG OTO POVOTTATI UETAROAIOHUOU TOU QUAAIKOU 0&E0G KaBWG Kal n EAAEIYn
TTPOCANWNG TOU KATA TO XPOVIKO SIACTNUA TTPIV KAl JETA TRV GUAANWN Tou gufpuou
OUOXETICETAI JE TNV EMPAVION KOATTOKOIAIOKOU KAVOAIOU 0€ TTACXOVTEG E CUVOPOUO
Down. Mo cuykekpigéva o€ PEAETEG OTIC OTToieG OlEPEUVABNKE N AcIToupyia Twv
SLC19A1 kai CBS yovidiwv dIamoTwveTal 0 pOAOG Twv yovidiwv QuTWV OTnv
EUQAvION ouyyevwy Kapdiotmrabeiwy. o CuyKekpiuéva, TO TTPOIOV Tou yovidiou
SLC19A1 atroTeAei Tov KUpPIO UTTOBOXEQ TOU 5-PEBUA-TETPAUOPOPUAAIKOU OEEOG Kal TO
Tpoidv Tou CBS uetatpétrel Tnv peBeiovivn og KuoTaBelovivn. 210 ouvdpopo Down
olammoTwonke o1 To yovidlo CBS utrepAcitoupyei pe ammoTéAeaua Tnv AEITOUPYIKA
ENAEIWN QUAAIKOU o&€og kal To €.80G aAAfAio Tou SLC19A1 peiwvel TNV PETAQOoPd
TOU QUAAIKOU 0E£0G OTO KUTTAPOTTAGOHA TwV KUTTAPWY e To idlo ammoTéAeoua .
Emouévwg atmodeixbnke o1 dlatapaxéc oTov PETABOAIGHO Tou @QUAAIKOU 0&Eog
ouoxeTiCovtal pe TNV dnuioupyia KOATTOKOIAIaKOU KavaAiou. (Locke et al., 2010;
Chango et al.,, 2000; Taparia et al., 2007; Bean et al., 2011) AAAeG oOuyyeveig
KapdIoTTaBeIEG TTOU CUOXETICOVTAl e TO oUvdpouo Down eival n TTepINEPPPAVWONG
peooKoIAlaK €TTIKOIVWVIA(VSD), N HECOKOATTIKY ETTIKOIVWVIA, 0 avoIXTOG apTNPIOKOG
Topog(PDA), n TeTpaloyia Fallot, o koivég aptnpiakdg KOppog, TO oUVOPOUO
apIoTEPNG UTTOTTAACTIKAG KApdIAg, n aTtpnoia Tng TIVEUMOVIKNAG PaABidag kal n
TPOTITWON TNG MITPOEIdOUG BaABidag. O1 ouyyeveic kapdloTdBeieg gival duvatov va
00nNyACOUV O¢ TIVEUUOVIKA UuTTépTacn Kal Eisenmenger ouvdpopo yr' autd eival
ATTOPAITNTN N OTEVA TTAPAKoAOUONoN TNG alodUVAMIKAG €IKOVAS atTd Tov Bepdtrovia
e€e1dikeupévo 1atpd. EmmmAéov uttdpyxel 5% mBavotnTa va diamoTtwei BAGRN oTov
YOOTPEVTEPIKO CWANva OTTwG ouyyevég peydkoAlo (véoog Hirschsprung), atpnoia n
oTévwon dwdekadayxTUAOU, aTpnaia TTPWKTOU. ZTn CUVEXEIQ TTAPATNPEITAlI auénuévn
mOavoeTNTa  yIO TNV  EUPAVION YAAQUKWHPOTOG, KATAPPAKTN KAl  OUYKAIVOVTOG
oTpafiopou. MNepipepika oTnv ipida avayvwpifovtal ol knAideg Tou Brushfield. (Kim et
al., 2002) H mBavotnTa eppaviong Asuxaiyiag €ite o&giag Aeu@OKUTTOPIKAG €iTe Ogiag
puehoyevoug gival 10-20 @opég uwnAdTEPN 0€ OXEon WE Tov yevikd TTANBuouo (Fong
and Brodeur, 1987). Zuxvda dIQTTIOTWVETAI JUEAOUTTEPTTAAOTIKA VEOTTAAOUATA AOYW
METAANGEewv oTo GATAL yovidio kai ofeia AeppaBAacTikr) Asuxaiyia Adyw
MeTaAAGEewy oTo JAK2 yovidio (Bercovich et al., 2008) (Wechsler et al., 2002). To
Oépua TOU CWHOTOG TTapoudidlel augnuévn €AaOTIKOTNTA Kal 0 BpaxUs auxEvag
TTapouoiddel Trepicocia dEPPATOG OTnNV PAxn Tou. YTroAoyietal OTI TTepiTTou éva
Too00Téd TNG TAENG €w¢ 90% TTapoudiadel ammwAEIO AKoNG TUTTOU QywyINOTNTAG.

(Renaud TOURAINE, 2019) H didyvwon TiBeTal ye oupfatikd KapudTuTio yia Tnv
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diammioTwon uTrepdpIBuou  xpwuoowuatog 21 1 Tng MeT@beong. O  poplakdg

kapuétutrog (chromosomal microarray analysis-CMA) €ival  XpAoIJog yia TNV

dl1ayvwon Jwaodaikiopou.

AV Y
-t

<o

Ewéva: Kapvotomog atdpon
7oV Pépet To cuvdpopo Down
47 XY, +21
(https://geneticcounseling.info/t
ag/edwards-syndrome/)

Ewéva: @avotomog veoyvoD pe
ovvdpopo Down.
(https://www.safercare.vic.gov.au/
clinical-guidance/neonatal/down-

syndrome-and-neonates)

A

4.3.1.2 Tpiowpia 18-Z0vdpouo Edwards

H Ttpiowpia 18 A olvdpouo Edwards ammoTeAei PIO QUTOCWHIKA XPWHOOWHMIKN
dlatapaxn Tou o@eiAeTal oTnv UTTapén evog emiTTAéov XpwHoowpaTtog 18. (Edwards
et al., 1960; Smith et al., 1960) Z10 94% TwV TTEPITITWOEWV OQPEIAETAI OTNV UTTAPEN
evog emiTAéov XpwpoowpaTtog 18 o 6Aa Ta KUTTAPA TOU OPYAVICHOU AGYW Wn
OlaXWPIoHOU TWV adepPwy XpwuaTidwyv Katd Tnv didpkeia NG Meiwong Il kupiwg
AOyw aug¢nong TNG nAIKiag TNG PNTEPAG. 2ZT0 5% Twv TTEPITITWOEWV N AVEUTTAOEIdIa
TTAPATNPEITAI O€ KATTOIEG KUTTAPIKEG OEIPEG, O€ TTOIKIAO BaBud. TéAog oTo 2% Twv
TTEQITITWOEWY O Yovéag KANPodoTei  pia 100QuyIouévn PETABEON 1 avaoTpo®n ME
aTTOTEAEOPA éva TUARUA TOU Xpwpoowpuatog 18 va Bpioketal o€ Tpicwyia. (Bugge et
al., 1998; Baty, Blackburn and Carey, 1994) H emimrwon mng Tpicwpiag 18 eivai
mepimou 1 omg 3.600-10.000 CwvTtavég yevvhoelg, TTOIKIAAEl atmd TTANBuoud o€
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TTANBUOPO Kal cuoxeTiCeTal Pe TNV NAIKIA TG INTEPAG. H KAIVIKA €IKOVA TTOPOUCIACE]
MIa TTAEIG00 CUUTITWHATWY Kal OnUEiwv, wWoTdoo Kavéva amd auTtd dev Bswpeital
TTOBOYVWHOVIKO yId TO OUYKEKPIUEVO OUVOpoHo. O @aivoTuTiog TTEPIAQUPBAVEI
MIKPOKEPOAIA, AUQIBPEYMOTIKA ueiwon JIGUETPOU, TPIYWVIKO OXAMO TTPOCWTIOU ME
TTapdAuon Twv MUWY, MIKpOo®OBaApia, UTTEPTEAWPIONO, KATapPAKTN,
MIKpoOTTIoBoyvabia, MIKPOOTOMI, aTPNCia PIVIKWV X0avwy, MIKPOWTia, XaunAn
TPOCPUCN WTWV, OTev] BOAWTH UTTEPWA, AAywxEIAO Kal OXIoTia utrepwag. Ta
VEUPOAOYIKA GUUTTTWHOTA TTEPIAAPBAVOUV OTTAGHOUG Kal dlatapaxr Twyv BnAacTiKwy
KIVACEWYV, €VW OTA Onueia TTepIAAPBAvVOVTAl N VEOYVIKI UTTOTOVIO TTOU WTTOPED va
METOTPATIEI O€ uTTEPTOVIA, O UBPOKEPAAOG Kal N KaABuoTEPNaNn TNG WUXOKIVNTIKAG
eCENIENG. Ta okeAeTIkKG euprpaTa TTepIAaUBAvouv eupU Bwpaka, okoAiwaon, TeoeIdn
Bwpaka, apBpoypUTTwar, CUVOAKTUAIQ, YoV PN XEIPOMAVTIKY YPAMMN, KAIVOOAKTUAIQ,
GAANAETTIKOAUTITOPEVA OAKTUAQ, KUPTOTNTA TWV TTEAUATWY UE TTPOEEEXOUCES TITEPVEG
(rocket bottom foot), TTepiopiIoud TG ATTAYWYAS TWV I0Xiwv Kal €€apBpwan 1oxiou.
(Rosa et al., 2012) 10 90% Twv acBevwv €UPIOKOVTAI OUYYEVEIGC KAPDIOTTABEIES
OTTWG MECOKOATTIKA) 1] MECOKOIAIOKR ETTIKOIVWVId, KOATTOKOIANIOKS KavaAl (AVSD),
OITTAEE0D0G OeCId KOIAia, KoIvOG apTnPIOKOG KOPWOG, UTTOTTAOCIa TNG apIoTEPNAS
Kapdidg, TIVEUMOVIKN) oOTévwon, TeTpaloyia Fallot, avoixtdég BoTdAAEIog TTOPOG,
oTévWon Tou 10000 TNG QOPTAG KAl EQITITTEUCN TNG AOPTAG. ATTO TTVEUROVOAOYIKNG
amowng TrapoucidgeTal AapuyyopoAakia, UTTOTTAOCIO TOU TIVEUUOVA, TTVEUMOVIKNA
UTTEPTAON KAl KEVTPIKOU 1] OTTOPPAKTIKOU TUTTOU ATTVOIEG. TO yaOTPEVTEPIKG CUCTNHA
TePIAaUBAvEl opPAAOKNAN, aTpnaia Tou 0100PAayou, TTUAWPIKA OTEVWAN KAl avWUaAn
TTEPIOTPOPN TOU €VTEPOU. To avatrapaywyikd cuatnua TTEPIAAUPBAVEI CUUTITWUATA
OTTWG N Kpuyopyia, o utrooTradiag, n uTrepTpoPia TnNG KAEITopidag Kal n utroTrAacia
Twv HeyGAwv xeIAMéwv aoTa Kopitola. To oupotmoinNTikG OUCTNHa  TTEPIAAUPBAVEI
avVWHOAiEg OTTWG ayeveaia ve@pou kal udpovEé@pwan. O avwualNieG ToUu KEVTPIKOU
VEUPIKOU OUCTAPATOG TTOU PTTOPEI va TTapatnenBouv gival aveyke@aAia, KUOTEIG TwV
XOPIOEIdWY TTAEYUATWY, €AAEiYPATA TOU VEUPIKOU CWAAVA, HNVIYYOEYKEQAAOKNAN,
oAoTrpooeyke@aAia kai utroTrAacia Tou pecoAofiou. H didyvwaon Tng Tpicwuiag 18
oTa TTaIdId TTOU TNV QEPOUV apXIKA kaBodnyeital atmrd Tnv KAIVIKA €&€Taon Kal Tov
QQIVOTUTTO TTOU WE TNV O€IPA TOug KaBodnyouv TTPOG OUYKEKPIMEVEG OTTEIKOVIOTIKEG
€€eTAOEIG OTTWG O UTTEPNXOG, N AEOVIKN KAl JayvNTIKA TOPOypa@ia Kail TiIBeTal OpIoTIKA
ME TNV PBonBeia Tou atTAoU KAPUOTUTTOU fj JopIakoU KAPUOTUTTOU yia Tnv dIdyvwaon

Mwoaikiopou. (Balasundaram,2020)
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4.3.1.3 Tpiowpia 13-Zuvdpouo Patau

H Tpiowpia 13 1 ouvdpouo Patau atroTeAei I QUTOOWMIKA XPWHOCWUIKA
dlarapaxn Tou o@eiAeTal aTnv UTTAPEN evog emITTALov XpwuoowuaTtog 13. (Wyllie et
al.,, 1994; Patau et al., 1960) e peyGAo TTOCOCTO O@EiAeTal OTNV UTTAPEN €VOG
ETTTTAEOV XPWHOOWHATOS AGYW [N dlaXwpIcHoU Twv adepPuwyv XpwHaTidwy aTnv
eaon tTnG peiwong | A Il pe ammotéAeopa va dIATOPACOETAlI N OUVEVWON TOU
MECOBEPUATOG OTTOTE VA ONUIOUPYOUVTAI BIATAPAXES TNG HEONG YPOAUUAG, ETTITTAéOV OE
Tmoo0o0TO0 5% Twv TEPITTTWOEWY  MTTOPEl  va  UTTApxel MeETABeon  TUTTOU
Robertsonian(t13;14) okpokevipikd. TEAOG JTTOPEI va UTTAPXEl HWOAIKIONOG ME
TTOIKIAO TTO00O0TSO aveuTTAOEIDIKWY KUTTAPWYV. (Cammarata-Scalisi et al., 2019; Laudat
et al., 2017) (Macias and Riley, 2016; Kruszka and Muenke, 2018) Z1i¢ peTaBéoeIg n
KAIVIKA €Ikéva gival KaAUTEPN €QO0OV ival I00JUYICUEVEG OE avTiIBEON PE EKEIVEG OTIG
oTTOiEG €x€l X0Oei yeVETIKO UAIKS. O emmITTOAAOPOG TNG vooou eival Trepittou 1 avd
10.000-20.000 CwvTtavég yevwAoelg. QoTtdéoo n pdyvwon gival duopevig pe 10 90%
TWV TTACOXOVTWY VO PNV EETTEPVOUV TO TTPWTO £T0G WNG. Z€ TTEPITITWON HWOAIKIGHOU
ME aTTOUCIa VEUPOAOYIKAG KAl KAPOIOKAG CUPMETOXNAG N TTPOYyvwon gival KaAUTEPN.
(Peroos et al., 2012) O1 O&iatapaxég TG MEONG YPAUMAG  TTEPIAANBAvouV
OANOTTPOOEYKEPAAIQ, OXIOTiIO XEIAEWV KOl UTTEPWOAG, TTOAUKUOTIKA VEQPIKA VOOO,
avo@BaApia 1 KUKAWTTia, MIKpoyvaBia  TPIXOEIDIKA  QIYAYYEIWUATA,  ETTiHOVN
uttoyAukaidia,  Kpuwopxia, utrooTradia, UTTOTTAAcia  MIKPWY  XEINEwV  Kal
TToAudakTUAia. O1 kapdiokég avwuaAieg TTapouaidadovtal o€ mooooTd 80% OTTWG
KOATTOKOIAIOKO KaVAAI, JETOKOIAIOKK ETTIKOIVWVIA, JETOKOATTIKA ETTIKOIVWVIA, AVOIXTO
BoTAGAAEIO TTOPO, TIVEUMOVIKI OTEVWON, OQOPTIKF OTéEVwOon, OUVOPOUO apICTEPAG
UTTOTTAQOTIKNG KapdIdg Kal TeTpaloyia Fallot,. (Moerman et al., 1988; Petry et al.,
2013; Levy and Marion, 2018) H &idyvwon TtiBetar pe tnv BorBeia TG KAIVIKAG

EIKOVAG, TWV ATTEIKOVIOTIKWY HEBGBWYV OTTWG UTTEPNXOG KAl YEVETIKA HE TNV OIEVEPYEIQ
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KApUuOTUTTOU Kal TNG TeEXVIKNG Fluorescence in situ hybridization (FISH) . (Macias and
Riley, 2016)

Ewéva: awvotonog veoyvov pe
obvdpopo Patau. (Gashi,2017)

Ewéva: Kapvodtomog atdpov pe
obvdpopo Patau 6mov paivovtal
To. Tpia ypopocopata 13.
47, XY, +13
(Poornima, Vadrevu and Khan,
2021)

4.3.1.4 Z0vdpouo Turner

To ouvdpopo Turner fj OUYYEVHG UTTOTTAQCIA WOBNKWYV aTTOTEAE P10 XPWHOCWHIKA
avwpoAia OtTou 10 éva Xpwudowpa X AETTEl PEPIKWG 1 OANIKWG KAl agopd TIG
yuvaikeg. To oUVOPOUO TTEPIYPAPNKE yia TTPWTN @opd atrd Tov Henri Turner 1o 1938.
(Turner, 1938) O emTTOAaOUOG TOU ouvdpduou cival 1 TTpog 2.000-2.500 CwvTavég
yevvAoeig. (Cui et al., 2018) To cuvdpouo autd o@eileTal 010 50% TWV TTEPITITWOEWV
0€ HOVOOWMIia ToUu XpwHOOWHATOG X(45,X0) evw 01 UTTOAOITTEG TTEPITITWOEIG WTTOPEI
va ogeilovTal €ite o€ pwoaikioyd (45, X pwodaikiopd) eite oe 1coxpwudowua Xq
6mou 1O OUO avriypaga Tou PaKpU PBpaxiova evwvovtal oe oclpd  €iTe O€
OOKTUANIOEIDEG XPWHOOWUA OTTOU oxnMaTiCeTal pia doury diknv OOKTUAIDIOU TOU
EVOTTOMEIVAOVTOG XPWHOOWHATOG KABWGS €va PEPOG TOU BPaxEog Kal yakpou agova
Aeitrer eite oe diaypaer) Tou Xp | Xqg. (Wolff, Van Dyke and Powell, 2010) TéAog
MTTOPEI O€ OPIOPEVEG TTEPITITWOEIS VO UTTAPXEl HWOAIKIOPNOG PE TO XPpWHOCWUA Y.
2tnv KAIVIKA eikéva trepiAauBavetal n TAGTuvon Tou Aaipou, TO €upu OTHBOG HE
MEYAAn atmréoTaon BnAwv, n ovuxoduoTrAacia, TO KOVTO avaoTnua AOyw OTTWAEING
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Tou SHOX yovidiou TTou BpiokeTal 0T0 X XPWHOOWUA, TO OUYYEVEG AEU@OIdNUA
GKpwV, N XauNAAR TTPOoQUOT WTWYV, 0 £TTIKAVOOG, N auBAUWTTIA, O UTTEPTEAWPICHOG, O
OTPABIOPOG, N OTEVH KAl BOAWTH UTTEPWA, Ol UTTOTPOTTIACOUCEG AOINWEEIG WTWV TTOU
MTTOpEl va 0dnyAoouv O€ KWewon aywyiuotntag, n Ppdxuvon Tou TETAPTOU
N XOuNAAR YPAPUR TpIXoQuiag OTov AdINO  Kal
aunvoppola. (Savendahl and Davenport, 2000; Adhikary, 1981) Ymdpxer 35%

METAKAPTTIOU, n TPWTOTTadNG
mOavoTNTa v GUVUTTAPXEI KATTOIOU €idOUG ouyyevh KapdIoTTabeia OTTwS N oTEVWON
NG aopTiknG PBaABidag (AoS), n avermdpkeia TG aopTikAG PaApidag, n diTrTuxn
aopTiKA BaABida, N MECOKOIAIOKA ETTIKOIVWVIQ, N MECOKOATTIKN ETTIKOIVWVIQ, N MEPIKA
avwuaAn eKBoAR TwV TIVEUHOVIKWY QAERWY, TO oUVOPONO aPICTEPNG UTTOTTAACTIKAG
kapdidg kai N 1I00uIKA oTévwon TNG aopTig (CoA). (Gutmark-Little et al., 2012) Z1ig
KapdIayyeIakEG ETTITTAOKEG aviKel O SIOXWPICHOGC TNG AOPTNG OTTOTE Ba TTPETTEl VO
puduIoN
TTapakoAouBnon yia Tnv diatmioTwaon moavig dietpuvong Tng aopTig. (Bondy, 2007)

UTTAPXEI NG QPTNPIOKAG TTiEoNG  €viOG  @QUOIOAOYIKWY  Opiwv  Kal
ANa eupriuata atmoteAolv 0 TTETAAOEIOAG VEQPPOG, Ol UTTAVATITUKTEG WOBAKES Kal N
veupoaioBnTrpia Bapnkoia. Tautdxpova utrdpxel augnaon Tng moavoTNTag ENEAVIONG
auTodvooou UTTOBUPEOEIBICHOU, PAEYHOVWOWY VOOWY TOU EVTEPOU KAl KOIAIOKAKNG.
TéNog augdvetal n  mMOavoTNTA  €UPAvVIONG  YovadoBAAOTWHOTOS Adyw  TNg
QUOYEVECIAG TWV YOVABWY OTIG TTEPITITWOEIG UTTAPENG ETTITTAEOV XPWHOCWHATOG Y.
(Lowenstein, Kim and Glick, 2004) (Schoemaker et al., 2008) To ocuUvdpouo
emPBePaiwveTal Pe TNV BIEVEPYEID KAPUOTUTTOU TTEPIPEPIKOU QiATOC WOTOCO OTNV
TEPITITWON PWOAIKIOPOU Ba TTPETTElI va eTTAVOANPOEi KapUuOTUTTOG atTd SIAQOPETIKG
1076 O6TTWG BEPPATOG, ETIONAIAKWY KUTTAPWY TG 0UPOdOXOoU KUOTEWG ) eAETN FISH.
Otav 1€B¢i n didyvwon oTa Kopitola pe ouvdpouo Turner gival ammapaitnTog o
UTTEPNXOYPAPIKOG EAEYXOG TwV VEQPWYV Kal TNG Kapdidg. (Kim et al., 2011; Mortensen

et al., 2018; Bilge et al., 2000)

Turner syndrome Karyotype

Ewova:

aplotepd,
LOGUTKIGUOC,
Bpayéog Bpayiova

; 10

Amd ek mpog
povoowpiio
dorypopry

ypopocopatog X, OuKTUAMOESES

45X 46,XY 46,XX 46X, del(X)  46Xr(X) 46Xi(Xq) | ypondcopa, wwoyxpoudcopo X.
| | (p11.4) (Huang, Olson and Maslen, 2021)
45X/46, XY
mosaicism
I |
45,X/46,XX

mosaicism

[44]




Ewéva: @avotomog O1Aeog mov pépet 1o
obvvdpopo Turner.
(https://www.orthobullets.com/pediatrics/4
106/turners-
syndrome#popup/image/13490)

4.3.1.5 Zuvdpopo Klinefelter

To ouvdpouo Klinefelter atroteAei pia XPWHUOOWHMIKA avwpaAia 61Tou uTTdpXouV
utTEPApPIBUO/a X XpwHbowWHO/Ta o€ évav QaIVOTUTTIKA avdpa. O emMITTOAACUOG TNG
vooou cival trepittou 1 omig 500-1.000 Cwvrtavég yevvAoels. (Bojesen, Juul and
Gravholt, 2003) AITIOAOYIKA OUXVOTEPO CuvavtaTal n U0tmmapgn &vog emITTAéOV
Xpwpoowuatog X (47,XXY) wotéco Jmmopei va  mrapatnenBolv  kal  GAAEG
aveuttAogldieg OTTwg 48,XXXY 1 49, XXXXY. EmmAéov ptropei va uttdpgouv Kal
Hwoaikiopoi 0TTwgG 46,XY/47,XXY. To oUvOpouo auTd O@eiAeTal O PN OWOTO
OlaxwpIoud Twv adepPwv XpwuaTtidwy oTnv heiwaon aAAd Kar ge AdBog diaxwpioud
oto (Juywtd. H kAivikp ekéva efaptdtar amd Tov apiBud Twv emITTAéOV
xpwuoowudtwy X. (Davis et al., 2016; Bonomi et al., 2017) Ztnv KAIVIKT €IKOva KaTG
TNV d1dpKeIa TNG TTaIBIKAG NAIKIAG TTEPIAANPBAVETAl TO YNAG QvACTNPO HE T JOKPIA
akpa AOyw Twv eMITTAE0V SHOX yovIdiwv , Ol JIKPOi OPXEIG, MIKPOPAAIQ, Ol YVWOTIKEG
1 OUMTTEPIPOPIKEG OIATAPAXEG, N YUVAIKOPAOTIA, N adwooTrepyia. loToAoyIKG
TIPOKAAEITAI UOAIVWON KAl ivwon TwV OpXEWV YE ATTOTEAECHA TNV UTTOAEITOUPYI TOUG
TToU odnyei o€ utroyovadioud kal oTelpdtnTa. (Jacobs and Strong, 1959) Ytrdapxel
50% TmBavATNTa VA OCUVUTTAPXEI OUYYEVHG KAPBIOTTABEIO UE KUPIOTEPN TNV TTPOTITWON
NG MITPoeIdoug BaABidag (MVP). AAeg ouyyeveic kKapdioTradBeieg gival o avoixTog
BoTtdAAglog TTOPOG Kal TO PePIKG KOATTOKOIAIOKS KavdAl. (Zhang, 2009) H didyvwon
TiBeTal pe TV BorBeia Tou ATTAOU KAPUOTUTTOU TWV AEUKOKUTTAPWY TOU QiaTOg OTTOU
avayvwpifovtal To/a €mMITTA(OV XpWHOOwWHA/Ta X, €mMTTPOCHBETA O TTEPITITWOEIG
Mwoaikiopou gival duvatdv va avayvwpioTouv pe Tnv BonBeia tou FISH A Tnv Aqun
OIAQOPETIKWY 10TWYV OTTWG dépua 1 opxIKO 10TO yia Tnv OIEVEPYEID KAPUOTUTTOU.
(Gravholt et al., 2018; Abdelmoula et al., 2004)( Los, 2023)
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Ewéva: doawvotvmog acbevoig e
a - ovvdpopo Klinefelter. 47, XXY
< < (Nagvenkar et al., 2005)
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Ewéva: @avodtomog Appevog Tov
eéper 1o ovvdpopo Klinefelter.
(https://www.koreamed.org/SearchB
asic.php?RID=2265317&DT=1)

4.3.1.6 Zuvdpopo Cri du chat (5p-)

To ouvdpopo cri du chat atToTeAEl PO XPWHOOWHUIKN avwuaAia 6TTou 0 Bpaxug

Bpaxiovag(p) Tou XpwHOoWHATOG 5 éxel dlaypagei PEPIKWG | ONIKWG. H emmiTTwon
Tou ouvdpdpou kupaivetal ammd 1 omig 15.000 éwg 50.000 CwvTavég yevvAOEIG, UE
NTTiwg YEYAAUTEPN ETTITITWON OTA KOPITOIa o€ oxéon pe Ta ayopia. (Cerruti Mainardi,
2006) H kAiviki eikdva tepihapBavel éva uyiouxvo KAAua diknv KAGUATOS YOANG
(Espirito Santo, Moreira and Riegel, 2016; Rodriguez-Caballero et al., 2010) O
MNXaVIOPOG  dnuioupyiag Tou ouvdpduou  TrEPINaUBAvVEl  OTIG  TTEPICOOTEPEG
TEQITTTWOEIG TNV de novo diaypa@r). ATTO TIG UTTOAOITTEG TTEPITTITWOEIG oTo 80-90%
gival TTaTPIKAG TTPOEAEUCNG Kal OQEIAOVTAl OTRV ETTIOPACN TUXAIWV TTAPAYOVTWY TTOU
emMOPOUV GTNV dNUIOUPYIG TWV YOUETOKUTTAPWY, v To UTTOAoITTo 10-15% o@eiAeTal
o€ JN 100ppoTTNUEVN avTaAAayr YEVETIKOU UNIKOU TTOTPIKAG TTPOEAEUONG. ZTTAVIOTEPA
MTTOPEl va dnpioupynBei éva SAkTUNIOEIDEG XPWHOOWHA A va UTTAPEOUV avaOTPOPEG
N Mwodadikiopog. (Rodriguez-Caballero et al., 2010) H 8éon tng diaypaeng otnv
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OUVTPITITIKA TTAEIOVOTNTO TWV TIEPITITWOEWY €ival TeAIK evw oTo 3-5% e€ivai
evoldueon. H KAIVIKA €ikova eEapTdral atmd tnv B€on Tng diaypa®ig Kabwgs dv dev
TepINQPBAvETal N KpioIun Treploxy 5pl5.2, T6TE O QAIVOTUTTIOG WTTOPEI va Egival
Quololoyikdg. EmimmAéov n treploxy 5pl15.3 €ival utrelBuvn yia TO XOPOKTNPIOTIKO
KAGQUQ TO OTTOiI0 TTABOQPUOIOAOYIKA OQEIAETAI OTNV UTTAPEN MIKPAG £TIYAWTTIOAG 1| O€
uttoTtAacia Tou Adpuyya ] o€ oTévwaon Tou Adpuyya r o€ €vav Adpuyya oxAuaTog
dlapavTiou 1} oTnv UTTapén €TMITTAEOV XWPOU HE agpa oTnv OTTioBia TTePIoN KaTd TNV
Tapaywyn TNG WVAG | otnv Umapén veupohoyikwyv aAlaywy. (Cerruti Mainardi,
2006) To veoyvo TTapouciddel To UPiouXvo KAGUa Katd Toug TTPWToUG WRves CwNg,
XOUNAG Bapog, MIKPOKEPOAIQ, MEIWUEVES BNAACTIKEG KIVIACEIG Kal UTTOTOvVio  Twv
Muwv. H avamTuén mapoucidlel kabuoTEépnon oTa TTPWTa Xpovia WG eV CUXVEG
gival o1 Aoipwéelg. (Cerruti Mainardi, 2006) ®aivOTUTTIKG ETTIKPATEI N MIKPOKEPOAAiQ, O
UTTEPTEAWPIOHOG, N TTPWIMN UTTapEn AEUKWYV TPIXWV, Ol YWVIEG TOU CTOMATOC ME
KaTeuBbuvan TTPOG Ta KATW, N EUPEYEDN yEQupa PIVOG, N XAUNAN TTPOCEUOT WTWV, Ol
OTEVOI £EW AKOUOTIKOI TTOPOI, N KWQWOTN A UTTEPEUAIOBNTia OTOV X0, N MUWTTIA, O
KATOPPAKTNG, TA AIJAYYEIWPATA, O UTTOoTTadiag, n Kpuwopxia, n wnAn utrepwa, n
MikpoyvaBia, n omoBoyvaBia, n  TeplodovTimida. EmmpdoBeta ta TTadid autd
PEPOUV OUYYEVEIG KAPDIOTTABEIEG OTTWG PECOKOIAIOKK ETTIKOIVWVIa, TETpaAoyia Fallot,
atpnoia TG TTVEUROVIKNAG BAABidag pe PETOKOINIOKY ETTIKOIVWVIA, avoIXTO BOTAAAEIO
TOpo, OITTAEE000 Be€Id KolAia. (Hills et al., 2006) e peyaAuTepn nAikia n uttoTovia
avTikaBioTatal atrd uTTEPTOVIA, N MIKPOKEQOAIa €ival ekoeonpaopévn OTTWG Kal Ta
uTTEPOPPUA TOEQ, Ta OOVTIA BEV CUYKAEIVOUV OTNV PECT YPAPUR, TO TTPOCWTTO YiveTal
OTEVO Kal KABETO evwy OTNV VEOYVIKA nNAIKia £xel oxAua diknv @eyyapiod. Atté drroyn
avatrtuélakn Ta TTaidid TTapouaiGouv UTTEPKIVNTIKOTNTA, ETTAPKN avTiAnwn, OUCKOAIa
oTNV €TMKOIVWVIA Kal OTNV €KQPOOT, €MMUOVIKI) TTPOOKOAANCN O€ QVTIKEINEVA KOl
oupTTEPIPopda autoTpaupaTiopou. (Rodriguez-Caballero et al., 2010) H diayvwoTikA
TPOCEYYION QUTWV Twv TTAdIWV fekivd peE TNV agloAdynon Twv QAIVOTUTTIKWVY
XOPOKTNPICTIKWY TOU CUVOPONOU TTOU WOTOCO WTTOPEI va TTOIKIAAEI AOYW YEVETIKWY
TTapaAAaywv TTou 0dnyouv O€ QAIVOTUTTIKEG TTapaAAayég. E@ooov TeBei n KAIVIKA
utTowia atro Tov KAIVIKO 1aTpd TOTE TO TTaIdI TTAPATTEUTTETAI YIO TNV BIEVEPYEIQ ATTAOU
KAPUOTUTTOU, WOTOOO O€ TIEPITITWON TTOU O KOPUOTUTTOG €ival QUOIOAOYIKOG TOTE
MTTOPOUV va OlevepynBouv o €EEIOIKEUPEVEG €CETAOEIC OTTWG O @BopIwv in situ
uBpIdiopog (FISH) TTou wg TexVIKA €xel eukpivela 3-5 Mb , 0 ouykpITIKOG YEVWUIKOG
UBPISICPOG  pE  MIKpoouaoToixIEG(A-CGH) N ToooTikA avTidpaocn aAuaidag
moAupepdong (quantitative PCR). Me tnv TeAIkA didyvwon Tou cuvdpouou Kpivetal

okOTun n dievépyeia MRI 1Tou avadeikviel Tnv UTTOTTAACIA TNG yEQUPAG N OTToia
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ouxvd ouvavtdral o€ ouvOUAOUO PE TTaPEYKEPAAIDIKA UTTOTTAACIO Kal MIKPOKEPOAIQ.

(Méndez-Rosado et al., 2020) (Ajitkumar et al, 2022)

Fig. 4A Fig. 4B .
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Ewéva: A) Govotonog Tadol pe
obvdpopo cri du chat, B)
Kapvoétomog o6mov  gaivetoar 1
dwypagn otov Ppoyd Ppoaylova
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4.3.1.7 ¥uvdpopo Wolf-Hirschhorn (4p-)

To oUvOpPOUO aUTO O@EIAETAl O  MIO XPWHOOWWIKA avwuolia 6TTou  PEPOG TOu
YEVETIKOU UNIKOU €xel dlaypagei Kovid oto dkpo Tou Bpaxéog Bpaxiova (p) Tou
XpwHoowuatog 4. To pé€yebog NG diaypa®ng oxeTiCetal pe TNV Bapdtnta Twv
CUPTITWUATWY, OTNV TTPWTN Katnyopia n diaypagny €xel pnkog éwg 3,5 Mb kai
OXeTiCeTON PE NTTIOTEPO PAIVOTUTTO, Ol JEYAAEG dlaypagés Prkoug 5-18Mb oxeTiCovTal
ME BapuTtepn KAIVIKN €IKOVO KOl QTTOTEAEI TNV ouxvOTEPN KaTnyopia, TEAOG o1 TTOAU
MEYGAEC Olaypa@ég unkoug 22-25Mb  oxetiCovrar ye TOV PapUTEPO  QAIVOTUTTO.
(Nevado et al., 2020) Z10 20% TWwV TTEPITITWOEWYV O1 dIAYPAPES TTEPIOPICOVTAl WG TNV
4p16.3 Trepioxn, WoTOCO0 PTTopEi va pBAacouv wg kal Tnv 4pl4 mepioxn. (Catela et al.,
2009; Bi et al., 2016) Xtnv TepIoXA dlAyPAPrG UTTAPXOUV KPioIua yovidia yia Tnv
Tpwiun avamtuén 6Twg 10 NSD2, LETM1, CPLX1, PIGG kai To MSX1. (Andersen
et al., 2014) Mo ouykekpigéva N atTwAeia Tou yovidiou NSD2 Bewpeital 0TI oxeTiCeTal
ME TOV QAIVOTUTTO Kal TNV KaBuoTépnon TnG avamTuéng, €mMTTAEOV n ATTWAEIQ TOu
yovidiou LETM1 oxetiCetal pge TNV eKOAAWON OTTAOPWY, TEAOG N ATTWAEID TOU
yovidiou MSX1 oxeTifetal pe dlaTapaxES Twv odOVIWY, TNV XEIAEOOXIOTIA KAl TNV
oxioTtia Tng utrepwag. (Jiang et al., 2019) O emmoAacudg TOoU OCUVOPOUOU
uttoAoyiCetal o€ 1 avd 20.000-50.000 {wvTavég yevvnOEIg, e BUO QOPES UEYAAUTEPN
TPOCROAR Twv KOPITOIWV ot oxéon Pe Ta aydpia. (Catela et al., 2009; Maas et al.,
2008) H aimiohoyia Tou cuvdpouou o010 85-90% TWV TTEPITITWOEWY OQPEIAETOI O€
Tuxaia de novo HETAAAQEN OTa YOUETOKUTTAPA TWV YOVEWV R KOTA Tnv TTPpWIHN
avaTTtuén Tou gPPpUOU. Ze TTOAU HIKPO TTOOOOTO TO OUVOPOUO O@EiAeTal OTNV
onuioupyia evég daKTUNIOEIBOUS XPWHOCWHOTOS KABWS TO XpwHOoWHa 4 oTTdEl o€
OUo onueia pe ammoTéAeopa va XdvovTal yovidia atrd 1o dKpa ToU XPWHOCWHATOG TA
OTTOI0 OTNV CUVEXEID EVWOVOVTAI OXNUATICOVTAG Pia OOMN TToU HOIACEl PE DAXTUAIDI.

Zmaviotepa 0 €vag yovéag OlaBETEl pia 1I00ppOTTNUEVN UETABEON OTTWG  t(4p;8p),
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t(4p;7p), t(4p;11p), t(4p;20q), t(4p;21qg) kai t(4p;12p) TTOU TIPOKUTITEl ATIO TNV
avtaAAayr] YeveTIKOU UAIKOU PETAEU TOu Xpwuoowpato 4 kKal evog AAAou
XPWHOOWUATOG, WOTOCO T ATOPA TTOU TNV @Epouv dev TTAOXOUV, WOTOCO N
I00pPOTTNHEVN PETABEON UTTOPEI va Yivel un 1coppoTnuévn étav petafifadetal otnv
emméuevn yeved. (Nevado et al.,, 2020; Venegas-Vega et al., 2013) O @aivétutrog
mepIAapBdavel eupeia yépupa pivog, emikavBog, peydAa kai e€6@OaAua udTia Kal
MEYGAO pETWTTO, Bpaxl @iATpo Avw xeiloug, oTéua PE KATWEEPN KaTeubuvon Twv
Akpwyv, MIKpoyvaBia, MIKpoKEQaAia, OUouop@a WTA, UWnAR TTPOcOia ypauun
TpIXOQUIag, diatapax£ég TNG OTTOVOUAIKNG OTAANG OTTwG OKoAiwaon i KUQWOT, KovTo
avaoTtnua. (Limeres et al., 2020) To ouvdpopo ovoudletal aAMiwg wg Greek warrior
helmet. (Battaglia, Carey and South, 2015) To maidi mapoucidlel kaBuoTépnon oTnV
OWMATIKA KAl  WUXOKIVNTIKA avdTtrTugn, utrotovia, d&iavonTikéG OlaTtapaxég ME
Kupiapxeg Tnv aduvayia TTPOPOPIKAG ETTIKOIVWVIAG, WOTOCO Ol KOIVWVIKEG OegIOTNTEC
gival IkavotroinTikég. (Boczek et al., 2018) H emAnyia otadiakd ye Tnv mapodo NG
NAIKiag uttoxwpei. QoTO00 0 EAIVOTUTTOG TTOIKIAAEI 0€ peydAo BaBud avahloya pe To
MéyeBOG TNG dlaypaPAg Tou yeVETIKOU UAIKOU. MTTopei va gpgavifovTal Kal daTapaxEg
NG Méong ypaupng. (Bergemann, Cole and Hirschhorn, 2005) O1 ouyyeveig
KapdIOTTABEIEG TTOU CUVAVTWVTAI 0€ AuTd TO OUVOPOMO E€ival n UTTOTTAaCIa Tng
apIoTEPNG KAPOIAG, N HECOKOATTIKA Kal HJECOKOINIOKN ETTIKOIVWVIA, N OTévwon TNG
TveupovikAg BaABidag. (von Elten et al., 2013) H KAIviKA €Ikdva Kal 0 @AIVOTUTTOG
TpooavaTtoAifel Tov KAIVIKG 1aTpd TTpo¢ TNV dldyvwaon Tou CuvOpOuUouU TO OTToio
empBeBaiwveTal ge TNV XpAon atmAol kapuoTtutTou yia diaypagég amd 5Mb. Qotdéoo
o¢ TIEPITITWON TTOU O aTTAGG KapuolTUTTOG &gV KaTADEICEl TNV YEVETIKA avwuaAia
BewpeiTal aTmapaiTATO VA XPNOIMOTTOINBOUV POPIOKESG TEXVIKEG OTTWG O @Bopilwy in
situ uBpIdiIopdg (FISH) kal OuykpITIKOG YEVWHIKOG UBPISIOUOS PE TNV Xpron
MIKpoouaoToixiwv(a-cgh) 1 aAwg popiakdg KapudTutTtog. EmimpdoBeta ptropei va
xpnoiuotroinBei Multiplex ligation-dependent probe amplification (MLPA) yia Tov
EVIOTIONO MIKpodlaypapwy Trou n  HéEBodog FISH aduvartei va katadeiel
xpnoipotroiwvtag £wg 40 probes tmou 1o KaBéva eival €10IKO yia ouykekpiuévn DNA
akoAouBia. (Gavril et al., 2021; Schouten et al., 2002; Stuppia et al., 2012)
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Ewéva: @avotomog tov
Kpaviov(a) Kot Tov
npocmdnov(b) o Bpépog
ue cvovdpopo Wolf-
Hirschhorn. (Gavril et
al., 2021)

(a)
L E 5 i g 3
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§ e T Ewéva: MLPA 1 omoia
] deucvoet etepoloyn
1+ ...mBE--a--E"En--.BBBE 2 3 %{%mé%l % » E SlaKaTa , , ,
i LHUTTT YPOQT GTNV TEAKN TEPLOYT
= £ IS e ' TOV YPOUOGHUATOC 4P
ﬁﬂﬂﬁﬂﬁiﬁﬁ weyé0ouc 2,85Mb. (Gavril et

al., 2021)

4.3.1.8 Zuvdpopo Cat eye (22p tetrasomy)

To ouvdpopo cat eye fj Schmid-Fraccaro ) HEPIKT TETPACWHIO TOU XPWHOCWHATOG
22p ogeietal o diTAacioopd f TpiTAacioopd Tou pokpou Bpayiova(p) Tou
XpwHoowuatog 22. To yeyovdg autd o@eideTal oTnv UTTapén e€vog utrepdpiOuou
OKPOKEVTPIKOU BpalopaTog Xpwuoowpuatog (small  supernumerary bisatellited
marker chromosome-sSMC) 10 OTT0i0 €x€l BUO KEVTPOUEPIDIO KAl AVTITTIPOCOWTTEUEI iNV
dup(22)(gll). (Glaeser et al., 2021) H tepioxr auTr) TTEPIEXEI KpiOIua yovidia yia Tov
oxnuaTiond Twv  o@BaAuwyv. (Deepak et al., 2014) Ztnv TTAEIOVOTNTA TWV
TTEPITITWOEWY TTPOKEITAI yIa de novo alhayr, woTdéoo Ba TTpETTel va diEpeuvAaTal n
mMOavoeTNTa O £vag YOVEQS VA PEPEI HWOAIKIOWO YIa TNV OUYKEKPIKEVN aAAQYRA Kal va
TNV PeTafIBddel. 210 1/3 Twv TTEPITITWOEWY TO ETITTAOV XpWHOCWHA PPioKeTal O€
Mwoaikiopyd. O emmmoAacudg Tou cuvdpdpou civalr 1 avda 50.000-150.000 CwvTavég
yvevvnoeg.  H tepiox) 22911l oto ouvOpouo autd uttdpyxel Téooepig @opég. O
QQIVOTUTTOG KAl N KAIVIKA €Ikéva  TTEPIAANPBAVOUV  UIKPOKEPAAia, TTEPIOPOAANIKS
oidnua, pakpd @IATpo Avw xeiAoug, TTpowTIaio eviUTTWHA, oTtrioBoyvabia, peydAn
atréoTaon METALU Twv BnAwv, eviiTTwua OTnV IEPA  TTEPIOXA, TTOAUBAKTUAIQ,
dlaTapPAXEG TOU TTPWKTOU OTTWG ATPNOIA PE CUPIYYIO, KATWQEPNG ) AVTINOYYOAOEIDNG
QOpPa TwV PBAEPAPIKWY OXIOUWY, UTTEPTEAWPIOPO, dIOTAPAXEG TWV VEQPWY OTTWG
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ayeveoia i udpovEPPWOT, OTPABRIOUOG, ATTOPPAKTIKA oupoTrddeia, UTTOTTAaCia TNG
avw Kal KAtw yvadou, eTTikavBog, XaunAf TTpOoOUON WTWV, HIKPOWTIA, KABETO
KOAOBwHaA TnG ip1dag Twv f/ Kal Tou Xoplogidoug r/kal Tou ap@IBANCTPOEIdOUG,
avwuaAia Duane( otpaBiopdg) kKl  ATTIO TTPOG PETPIA AVATTTUEIAKN KaBuoTépnon.
2TTavIOTEPA  UTTOPEI va  UTTAPXEl avipidia, QVETTAPKEID TNG aAugnTIKAG opudvng,
atroucia dakTUAWYV, atToudia TTAEUPWYV ] CUVOOTEWOT AUTWY, PEKEAAEIOG aTTOPUON,
OUYYEVEG MEYAKOAO, atpnaia XoAneopwy, dIoxIOAS pdxn, uttooTTadiag, UTTOTTAACTIKNA
MATPa kai atpnoia  kOAmou. (Weber, Dooley and Sparkes, 1970; Pierson,
Gilgenkrantz and Saborio, 1975; Jensen and Hansen, 1981; Mahboubi and
Templeton, 1984; Schinzel et al., 1981) O ouyyeveic kapdloTmaBeieg TTOU
OuUVaVTWVTAl 0TO oUVOPOMO auTtd gival n UTToTTAACTIKA O€€Id KolAia, n arpnaoia g
TIVEUMOVIKAG PaABidag xwpig PECOKOIAIOKN ETTIKOIVWVIA, N OAIKA avwuaAn €KBOAN
TWV TIVEUROVIKWY QAEBWYV, TO BIAKEKOUHEVO aopTIKO TOLo, n TeTpaAoyia Tou Fallot, n
IOBUIKI) OTEVWON TNG AOPTAG, N MECOKOIAIOKN ETTIKOIVWVIA, O KOIVOG KOATTOG, n
UTTOTTAOCIO TNG KATW KOIANG QAERAG, 0 avoixTdg PBOTAAAEIOG TTOPOG, N aTPNCIa TNG
TPIYAWXIVOG BaABIdAG, N MECOKOATTIKA emmiKovwvia. (Tsai et al., 2015; Belangero et
al., 2009; Freedom and Gerald, 1973; Williams et al., 2020; McDermid and Morrow,
2002) O «kAivikég 1aTpOdG pe  Bdon TOV  QAIVOTUTTO KAl T  CUUTITWMATA
TPooAvVATOAICETal TTPOG TNV OIdyvwaon TnG OUYKEKPINEVNG VvOOOouU, Tnv OTToid
EpyaoTnpiakd OIaTTIOTWVEl PE TNV BonBeia KapuoTUTTOU OTTOU OTTOOEIKVUETAI N
ummapén evog emmmAéov marker Xpwpoowuatog. H TTpoéAeucn Tou  emITTAéOV
XPWHOOWUATOG UTTOPEI va evroTTioTel Pe Tnv PorBeia Tou @BopifovTog in situ
uBpidiopol. Emiong n  péBodog FISH  xpnolgotrolcital  yia  TOV  EVIOTTIONO
Mwaodikiopou. (Liehr, Pfeiffer and Trautmann, 1992) TéAog utropouv va peTpnBolv
Ta €TTITTEdA TNG YOAOKTOO10AONG-2, YOAAKTOOIOA0NG-B, apulAoouApaTtdong-A oTo aipa
TTou KwdIKoTTolouvTal atmd 10 Xpwuoéowua 22p. (Deepak et al., 2014; Reiss et al.,
1985)( Gaspar,2022)

AL it 1

gﬁ a} ?’8 aga bﬁ 5"5 »;g Ewcéve: Kapvotomog Oircog

otov  omoio  @oiveron
vrepdpipo  Bpavopa

a h n 8 Bo a G n n a 6 rpopocompatog 22. (Deepak et

al., 2014)
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Tod1oh He

2021)

Ewéva: DavdTumog

cat-eye

ovvdpopo. (Glaeser et al.,

[
4.3.1.9 >uvdpopo Pallister killian (12p tetrasomy)

To ouvdpopo Pallister Killian 3 TeTpacwpia 12p o@eideTal o€ pwodikiopd yia 10
UTTEPAPIBUO METOKEVTPIKG 100XpwHbowHa 12p (i12p) pe atmoTéAeoua o Bpaxug
Bpaxiovag(p) Tou xpwpoowuatog 12 va uttdpxel o€ TéEooepa avTitutra. Kartd
ouvéTTela o kapuoTutrog givar 47 XX 'H XY i(12)(p10)/46 XX i XY. (Peltomaki et al.,
1987; Warburton, Anyane-Yeboa and Francke, 1987; Pallister, Meisner and Elejalde;
Killian, 1981; Pallister, 2012) Ze oOmAvVIEG TIEPITITWOEIG MTTOPEI va aveUPEDEi
UTTEPAPIBUO OAKTUAIOEIBEC XpwHOOWHA ) o€ eEacwiia pe U0 1I00XPWHOCWHATA
(i12p). (Yeung et al., 2009; Schinzel, 1991; Vogel et al., 2009) 210 ocUvdpouo auTd O
MWOdIKIOYOG egaptdrar amd Tov 10TO. o Ouykekpiyéva oOTa AEUKOKUTTOPA TO
I00XpWHOCWHa gvToTideTal o€ TT0o0oTO 0-2%, oToug IVOBAGOTEG 0 TTOO0OTO 50-
100%, oTa KUTTapa Tou PueAou o€ TTooooTd 100%. (Srinivasan and Wright, 2014) H
EMTITWON TOU OuvOpduou utroAoyiletal o 1 avd 25.000 Cwvtavég yevvhoelg. O
QaIvoTUTTIOG  TTEPIANaBAvEl adpd XaPAKTNEIOTIKA TTPOCWTTOU, ETTITTEOO TTPOGIA
TTPOCWTIOU TTOU OQEIAETAI O ETITTEOWON TOU IvViou, UWPNAS PETWTTO PE aAWTTEKIa O€
METWTTIAIO KOl KPOTAQIKA TTEPIOXN, Ppaxéa dkpa, ovuxoduoTTAacia, avwe@epng
KATeubuvaon Twv BAEQAPIKWY OXIOUWY, UTTEPTEAWPIOUSG, ETTITTEDNA KAl gupeia yépupa
pPIVOG, HOKPU @iIATpOo dAvw XeiAoug, KOVTOG AQINOG, KovTh MUTR HE avwEEPN
Kateubuvon pwBwvwy, yeydAo otéua pe katelbuvon TTPOG Ta KATW, MEYAAO Avw
XEINOG, uTTEPAPIBUEG BNAEC Kal pokpoyAwooia. H KAIvik €ikova trepIAauBavel
utroTtovia, emAnyia, &iavonTikrp KaBuoTépnon, KwWweQwan, JOlaTtapaxég oTov
XPWHOTIONG TOU OEPUATOG ME TTEPIOXEG UTTO 1) UTTEPXPWHATIOPOU, ODOVTIKEG
dlarapax£g OTTwG amwAela dovTIwY, UTTEPTPOYIa oUAwv, KaBuoTépnaon odovTapxng,
0PBOaAUIKEG dlaTapaxEg OTTWG PUWTTIa ) oTPABIoHO, diatapaxEg oTo dIA@PAYUA Kal
TOoV TTPWKTO. (Schinzel, 1991; Genevieve et al., 2003; Jones, Jones and Del Campo,

1997; Spinner et al., 2013; Jamuar et al.,, 2012; Izumi and Krantz; Wilkens et al.,

[52]




2012) O1 ouyyeveig KapdIOTTABEIEG TTOU CUVAVTWVTAI €ivVal 1N UECOKOIAIOKI] ETTIKOIVWVIQ
TToU UTTApXEl 0TO 25% TWV TTEPITITWOELWY, N TTAAPNG ATToUCia Tou TTEPIKapdiou, N
MECOKOATTIKA €TTIKOIVWVIQ, n diTrTuxn aopTiky BaABida kal n didtacn NG aopThG.
(Tilton et al., 2014) (Zakowski, Wright and Ricci, 1992) H kAivikr} uttoyia TTOU TiBETOI
amdé  Tov 10Tpd  gival  peiovog  onuaciag oTnv - €mAoyR  Twv  KATAAANAWV
EPyaoTnpIakKwyY €feTdoewy ToUu Ba  emPBefaiwuocouv TO CUVOPOUO KaABwWG TO
UTTEPAPIBUO XPWHOOWHA BEV UTTAPXEI OTA AEUKOKUTTAPA TOU QiOTOG HE ATTOTEAECHQ
va atraiteital dgiyua amd 1o Oépua  IVOBAACTEG yia avAaAuon o€ KApuoTUTTO, TO
Ico0Xpwuéowa gival Tapév o1o 30-100% Twv peTa@docwy. O @BopIocuOg in situ
uBpISIocuOG Pe TNV BoRBeia Twy probes €1dIkd yia To Xpwpoowua 12 utTopei va BEoel
TNV diIdyvwaon Tou cuvdpdpou. (Speleman et al.,, 1991; Ohashi, Ishikiriyama and
Fukushima, 1993) AAAeg aiémmoTeg uéBodol TTou UTTopoUV va XpnaoihoTtroinbouyv yia
TNV d1dyvwon Tou ouvdpdpou ecival n MLPA Kol O POPIOKOG KAPUOTUTTOG HE

MIKpoouoTolxieg (a-cgh) yia avdAuon DNA amé 1o dciyua 1mou TponABe atmd odAio

atoé TNV TTEPIoXA TWV TTapeiwv.(Speleman et al., 1991; Conlin et al., 2012; Bertini et
al., 2019; Arghir et al., 2021)
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Ewova:  Doavdtumog
Pallister-Killian
oLVOpPOLLOV omv
nukio TtV 2 unvov
Comg(a,b) kot 7 pnvov
Comg(c,d). (Arghir et
al., 2021)

Ewova: o) Koapvotomog pe
lovooelg G o6mov @aiveror To
vrepdpdpo 1ooypopdSOL 12p.
b) ®Oopilwv in situ vPpdiopOg
OV TPOEKLYE omd TNV YPNoM
D1273 probe og woPidoteg, o
BéAn KATAOEIKVHOVY Ta
vrepapOpa 1GOYPOUOCDUOTOL.
(Karaman et al., 2018)




4.3.1.10 8p deletion

H diaypa@r] yeveTIkoU UAIKOU oTnv TTEpIoXA 8p23.1 OXETICETAI e TNV EPPAVION EVOG
QPAOUATOG EUPNPATWY WE KUPIOTEPA TIG OUYYEVEIG KAPDIOTTABEIEG, TNV OCUYYEVA
dlappayhaToKNAnN Kal TV KabuoTépnon Tng avarmtuéng. (Shimokawa et al., 2005;
Ciccone et al., 2006) Or1 diaypa@ég autég TTolKiAMouv atrd peydhou peyéBoug TTou
MTTOPOUV va €VTOTTIOTOUV e TNV BonBeia Tou KapuoTUTTou €wg PIKPOU PeyEBOUG TTou
dlaylyvwokovTal he TV BorBeia Tou @BopilovTog in situ uBpPISICKOU 1] TOU POPIaKOU
kapuoétutrou. (Paez et al., 2008; Reddy, 1999; Devriendt et al., 1999) H emitrrwon
utmohoyifetar o 1 ava 10.000-30.000 Cwvtavég vyevvnoelgc. O @aivoTuTtog
mepINapBAvel  HIKPOKEPAAia, evOounTpia  KaBuoTépnon avamTtuéng, odlavonTikh
KaBuoTEPNON, UTTEPKIVNTIKOTATG KAl TTAPOPMNTIKN cuutrepipopd. (Devriendt et al.,
1999) H Trepioxn) 8p23.1 @iAogevei 10 yovidio GATA4 TTou eival Kpioiung onuaaciag
otnv avamTtuén NG Kapdidg, €TTOMEVWG N aTTwAEIa Tou odnyei oTnv dnuioupyia
ouyyevwy kapdiotraBeiwyv. (Garg et al., 2003b; Okubo et al., 2004) O1 ouyyeveig
KapdIOTTABEIEG TTOU CUVAVTWVTAI O€ QUTH TNV TIEPITITWON €ival 1 PECOKOIAIAKN
ETTIKOIVWVIA, N HECOKOATTIKA ETTIKOIVWVIA, TO KOATTOKOIANIOKS KavéAl, TO oUvOpOouOo
TNG APIOTEPNG UTTOTTAACTIKAG KAPOIAG, TO  AVOIXTO WOEIBEG TPHHA, O avoixTdg
BoTtdAAglog TTOPOG, N OTEVWON TNG TIVEUHOVIKAG KUKAO®OPIOG, N OTEvwon Tng
TVEUUOVIKAG PBaABidag, n Tterpaloyia Fallot, n pepik avwpaAn €kBoAl Twv
TIVEUMOVIKWY QAEBWYV, N UTTOAOPTIKA OTEVWON, N METABEON Twy PEYAAWY ayyEiwy, N

OITTAEE000¢ de€Id KolAia. (Wat et al., 2009) H diaypagn autr) cuupaivel de novo.

A o
o+
by T Ewova: A) pepikodg Kopvuotumog
. omov ameikoviletar to Levyog TV
YpopocoudTev 8, pe v fondeia
By gm . e e tov {ovocesov G etvol eppavig n

05

05

Swarypaen tng meployng 8p23.1, B)
HOPLOKOG KapLOTLITOG OV
gvtomileTon ond 10
OALYOVOUKAEOTISIKO probe
(amewkdvion pe KOKKIVO YpDOUQL)
otV mepoyn 8p23.1. (Wat et al.,

15

2009)

4.3.1.11 Z0vdpouo eubpaucTou X

To oUvdpopo e€UBpauctou X A ouvdpopo Martin-Bell o@eileTal o€ peTaypaPIKN
oiyaon Tou yovidiou FMR1, tou Bpioketar otnv TepIox Xg27.3, AOyw Tng
ETMEKTAONG Kal PETETTEITA PEBUAiwoNG TNG TPIMMAETaG (CGG)n otnv 5’-apetdepacTn
TTEPIOXI] TOU YOVIDIOU. 2TOUG UYIEIG N TPITTAETA AUTH €XEI MAKOG ATTO 5-45 eTTavaAAWEIg
ME péoo 6po 30 oTov yevikG TANBUOpO. Ze TTEPITTITWON TTOU Ol ETTAVOAAYEIG

Eemrepdoouv Tig 200 TOTE TTPOKOAgiTAl TO CUVOPOUO Tou e€UBpaucTou X. Edv ol

[54]




eTavaAnyelg ival getagl 55 kal 200 161 ava@epdPOOTE O TTPOPETOAAAEEIS KAl TO
ouvdpopo ovopddetal euBpaucTo X pe Tpouo Kal atagia. (Cabal-Herrera et al., 2020)
To yovidio FMR1 auté kwdikotrolei To FMRP T1Tou €ival pia TTpwTeivn TTou TTpoodEvel
RNA kai €ival Kpioiung onpaciag otnv TTpwTeivoouvBeon oToug OevOpiTeG Tou
EYKEQAAOU oUUBAANOVTAG OTNV TTAACTIKOTNTA TWV ouvawewv QoTdo0o N PeBUAiwOoN
TOU yovidiou odnyei o€ oiyaon TOU HPE ATTOTEAECOUA VO PNV TTAPAYETAI N TTPWTEIVN
00NYWVTAG O€ YVWOTIKEG Kal WuXIKEG dlaTapaxés. (Hagerman et al., 2017; Devys et
al.,, 1993; Rousseau et al., 1995) To oUvOPOMO KANPOVOMEITAI ETTIKPATWG
ouvOedEPéVO PE TO X XPWHOCWHA HE TIOIKIAN E€KQPACTIKOTNTA KAl HEIWMEVN
oleiocduTikéTNTa. Ta BnAca droua Adyw Tng Tuxaiag ammevepyotroinong tou evog X
XPWHOCWUATOS TTapoudiGlouv NTTIOTEPO PAIVOTUTTO O€ OXEon WE Ta appeva. (Bagni
et al., 2012) O emmmoAacu6g Tou ocuvdpopou TToikiAAel amd 1 ota 4.000 aydpia kai 1
ota 5.000-8.000 kopitola. (Hunter et al., 2014) H kAiviki} eikbéva trepIAapBaver Ammia
£wg oofapn dlavonTikh KaBuoTépnan TTou PTTopei va TTepIAaupavel TTpoBAfuaTa e
TNV BpaxutrpdBeoun PvAun, Ta HOBNUATIKG Kal TNV YAWOOW, CUMTTEPIPOPIKES
dlatapax£G TTou TToIKiANAOUV aTTd ATTIEG OTTWG AyX0G WG OOoBapEG OTTWG AUTIOHAG,
KaBuoTépnon  WuxokivnTikKAG  €EENIENG,  dlaTtapaxn MEIWUPEVNG  TTPOCOXNG  Kal
uTTEPKIVNTIKOTNTOG N oTToia TTPooBdaAAel To 89% Twv ayopiwv kKal 10 30% Twv
KOPITOIWY, OUXVEG WTIMOEG Kal oTTaopous. O @aivétutrog TrepIAapBavel peydAo
METWTTO, POKPU TTPOOWTTO, HeEyYAAa auTid, TTAATUTTOdid, UTTEPEAAOTIKEG apOpPWOEIg
OaKTUAWYV, utrotovia, pakpoopxIdIouds. YTrdpxel 70% moavotnTa va CUVUTTAPXEI
KATToIou €idoug ouyyevh KapdIoTrdBela OTTWG N TTPOTTITWON TNG MITPOEIdoUg BaABidag
(MVP) kai didtaon Tng pifag NG aoptig AOyw TnNG peiwong TToodTnTag ) atTouaiag
Tou FMRP T1poiévTog TO OTT0i0 00nyei 0 avWPOAN OOMN TWV CUVOETIKWY 10TWV
oupTrepIAauBavopévwy Twv IvIBiwv ghaoTivng. (Sreeram et al., 1989; Loehr et al.,
1986; Waldstein and Hagerman, 1988; Tassanakijpanich et al., 2020; Pyeritz et al.,
1982) H kAivikr) elkOva gival gkeivn TTou TTPpocavatoAiel Tov KAIVIKO 1aTpd TTpoG TV
O1dyvwan Tou ouvOpouou, TO OTToI0 ETTIRERAIWVETAI EPYACTNPIOKA PE TOV APIBUNTIKO
TTPOCBIOPIOUO TWV TPITTAETWV KUTOOIvVNG-youavivng-youavivng pe tnv Porbeia tng
aAuo1dwTAg avtidpaong ToAupepdong (PCR) kar ¢ avdAuong southern
blot.(Khaniani et al., 2008; Biancalana et al., 2015; Lozano et al., 2016; Hersh and
Saul, 2011; Mila et al., 2018)
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Ewévo: @awotomog madiov HE  TO
cuvdpopo gbBpavotov X.
(https://en.wikipedia.org/wiki/Fragile_X
_syndrome#/media/File:Fragx-2.jpg)

Size Methylation
kb [1kb NF NM PF PM FF FM ‘mae maie
— B Ewoéva: Avéivon Southern blot
52 1 - - S mov  deiyver dpopeg CGG
— akolovfieg amd vy dTopa £®G
dtopo pe ovvopopo gVBPALGTOL
= . X. ( Zafarullah and Tassone,
2019)
[ B
28 = ot e e= e— -

NF = Normal female

NM = Normal male

PF = Premutation female
PM = Premutation male
FF = Full mutation female
FM = Full mutation male

4.3.1.12 3p- syndrome

H povoowpia 3p o@eileTal oe pepikhy diaypa@r) Tou Ppaxféog Bpaxiova (p) Tou
XpwuoowuaTtog 3 kal dlokpiveTal o€ ATTW Povoowpia 6tTou n diaypadry cuppaivel
peETagU 3pll kai 3p21l.2 kol ot diaypar) petaiu Twv  3p24 kai 3p25. (Witt,
Biedermann and Hall, 1985; Neri et al., 1984; Liu et al., 2001) To péyeBog Tng
diaypaeng troikiAel amd 150Kb éwg 11 Mb. Eidik& o1 epioxég 3p25-p26 €xouv
Bapuvouoa kAIvikp onuacia. MeTtagu AGAAwv N TTEPIOXN €KEiv TTEPIEXEI TO
OYKOKATOOTAATIKO yOVidIO TTOU O€ TTEPITITWON atmwAElag ekdnAwveTtal n véoog Von
Hippel-Lindau (VHL). (Phipps et al., 1994) (Narahara et al., 1990) H diaypagn Twv
yovidiwv CRBN «kai CNTN4 Tou [piokovial oTtov [poxu Bpaxiova Tou
XPWHoowUaTog 3 apkei yia TNV €kdAwaon tou ouvdpdpou. (Dijkhuizen et al., 2006)
To oUvdpopo oTnV TTAEIOVOTNTA TWV TTEPITTTWOEWY EP@avifeTal de novo, woTdco
otrévia £Xouv ava@epPBEi KAl OIKOYEVEIG TTEPITITWOEIG OTIG OTTOIEG O €vag YOVEAG PEPEI

1I00QUYIOUEVN PETABEDN TOU XPWHOOWHATOS 3 YE AANO XpwHpoowa. (Takagishi et al.,
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2006; Pohjola et al.,, 2010) ArtroteAei omdvia ovtétnTa KABWg TrepiTTou 30
TTEQITITWOEIG €XOUV TTEPIypa@ei. H KAIVIKY €lkova TTepIAaufdvel TV evOounTpia,
eCwunTpIa KabuoTépnaon TNG avamTuéng Kai diavonTikh kabuoTtépnon. O @aivoTuTTog
TEPINAPPBAVEl  PIKPOKEPOAIQ, KaTwEeP KatelBuvon Twv BAEQAPIKWY OXICUWY,
TNAékavBo, pikpoyvaBia, TToAudaKTUAIQ, €TTikavBo, pakpU @iATpo, uTtoTTAaCia Tng
MéONG  YPAMMNAG, TPIYWVOKEPAAia, TTpowTiqio eviUTTwHa, TITWwon PAedpou,
EVIUTTWHO 1EPAG XWPOG, oxloTia utrepwag, utrotovia. (Malmgren et al.,, 2007) H
KAIVIKA) €IkOva  TTEpINaUPBAvEl  vEQPIKEG dlaTapaxEG, OUYYeEvH] UTTOBUPEOEIBIOUO,

EMANWIa, yOOTPEVTEPIKEG OlOTAPAXES, OUYYEVEIC KAPOIOTTABEIEG OTTWG TO KOIVO

KOATTOKOIAIOKG KavaAl TTou ouvavTaral oto 1/3 Twv Trepimtwoewy. (Verjaal and De
Nef, 1978; Schwyzer et al., 1987) (Green et al., 2000) H &iayvwon TiBeTal
epyaoTnpiakd pe Tnv Boneia Tou @Bopioviog in situ uBpidiopyou (FISH) A Tou
MopiakoU kapuoTutrou.(Phipps et al., 1994; Cargile et al., 2002; Dijkhuizen et al.,

2006; Shuib et al., 2009)
7 /v A¥

Ewéva: [Ttdon opBorpod cto
cuvopopo 3p.
(https://elementsofmorphology.nih.
gov/index.cgi?tid=1bd157b764ec7a
ea)
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Ewéva: Pawvdtumog pe vroniacio g
péong ypoppne. (Liu et al., 2001)

4.3.2 MONOIONIAIAKA NOZHMATA

4.3.2.1 >uvdpopo Noonan kal Noonan-like

To ouUvdopouo Noonan o@eidetal o€ 8 OlOQOPETIKEG METAANAGEEIC yovidiwv OTO
povotTraTm RAAS/MAPK (mitogen-activated protein kinase) o otroio €ival ammapaitnto
yia TNV dIdipeon TwWV KUTTAPWY, ToV TTOAQTTAACIOOUO TOUG Kal ThV d1a@opoTToincn
TouG. H ouxvéTepn peTaAAagn agopd 1o yovidio PTPN11 1rou BpickeTal oTnv TTEPIOXN
12924, aAAeg peTaAAdeic agopouv Ta yovidia SOS1 otnv mepioxn 2p22.1, RAF1
otnv Teploxn 3p25.2, RIT1 otnv repioxn 1922, KRAS oTtnv mrepiox 12p12.1, NRAS
otnv mepioxn 1pl3.2, BRAF otnv meploxn 7934, MAP2K1 oTtnv treploxn 15922.31,
MRAS otnv Tepioxn) 3922.3, RASA2 otnv tepioxy 3923, RRAS2, SOS2 ortnv
mepioxn 14921.3, kai Tou LZATR1 otnv mepioxr) 22g11.21. O1 PeTaAAGEEIG TTOU
oxetiCovtal pe 1O yovidlo SOS1 odnyouv ot KaAUuTepn diavonTikry KatdoTaon o€
oxéon pe 1o PTPN11. (Pierpont et al., 2009) ETriong, £xouv avayvwploTei Kal GAAa
yovidla Ta omoia Onuioupyouv éva Noonan-like @aivotutto. O1  peTaAAdEEIg
peTaBIBalovTal oTNV €TTOPEVN YEVEA PE TOV QUTOCWHIKG ETTIKPATA TPOTIO N €ival de
novo ol otroieg eival PeTaAAGEelg gain of function TTou €mPNKUVOUV TO HPOVOTTATI
RAAS/MAPK. H guttAokA autol Tou POVOTTaTIOU KATATAOOoEl TO oUVOPOUOo auTd OTIG
pacotrébeieg pali pe 10 ouvdpouo Costello, TRV veupoivwpdTwon TUTOU |, TO
ouvdpopo Leopard kal To cardiofaciocutaneous (CFC) ouvdpopo. lNa 1pwTtn @opd
avayvwpiotnke 10 1963 amd Ttov Noonan kai Ehmke. Adyw Tng TANBwpaAg Twv
METAAAGEEWY, N KAIVIKA €IKOva TToIKIAAEl aTTd ATTIa £wg ooBapr. (Rauen, 2013; Myers
et al., 2014) (Nora et al., 1974) O emmmoAaocpog Tou ouvdpopou givar 1 avd 1.000 £wg
2.500 Cwvravég yevvAoelg. To ouvdpopo Noonan e€mnpeddel TNV QUOIOAOYIKN
avamTtuén  dla@épwyv  1oTwv. O  @AIVOTUTTOG TOU OuvOpOuoU  TTEPIAANPBAVEI

UTTEPTEAWPIOHO, XANNAR TTPOC@UON WTWYV, UTTAE ipida, TTwon PAepdpou, ATTIO
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TTepUyIo AaipoU, emmikavBo, KaTw@epr Kateubuvon PAEQAPIKWY CXIOUWYV, KOVTO
avAaoTNUaA, JOKPOOWHId, UTTOTOVId., JOKPOKEPOAIQ, KpUWOPXia, OKEAETIKEG AVWUAANIESG
OTTWG TITNVOEIBNG | OKaPOoeIdNG Bwpakag Kal  oTpafioud. MeTéTeiTa To TTPOCWTTO
AapBavel TpIiywvikd oxAua Adyw ETIPMAKUVONG TNG KATW yvdaBou. H KAIvVIKR eikéva
mepIAaPBAvel  pelwpévn yoviudTnTa yia Ta BAAea dtopa, duoxépela oTnV CiTIon Tou
Bpépoug, ammwAeia akong, OdlavonTikr kabBuoTtépnon oT1o 25% Twv aoBevwy,
WUXOKIVNTIKA  KaBuoTéEPNON, TIPWIMO  YEVIKEUMEVO AEU@OIdNUA  AOYW  AEPQPIKNG
duotrAaciag, emAnyia, diatapaxég TAENG o010 50% Twv aocBevwv Kupiwg Adyw
avetrapkelag Tou Trapdyovra Xl. EmmmpooBeta ota 2/3 Twv aoBevov CUVUTTAPXEI
OUCTTAQOTIKA TTETTOXUCMEVN TIveuudovikh BaABida tmou odnyei o€ oTévwon TTou
ouvOUACeTal PIE UTTEPTPOPIKN pUOoKapdIoTTaBeia. EidikoTepa oI HETAAAGEEIG OTO yovidio
RAF1 ocuvdéovtal e TNV €KBNAWON UTTEPTPOYPIKNG HuoKapdloTTabeiag. Mtropei va
OUVUTTAPXEl KAl OTEVWON TTEPIPEPIKA TNG TIVEUMOVIKNG apTNPIiag r PECOKOIAIOKA
ETMKOIVWVIQ 1) aveTTdpKela TNG TTveUPoVIKAG BaABidag i TeTpaloyia Fallot fy 100piIKA
oTévwon aopTAG i avoixTog BOTAAAEIOG TTOPOG 1 OUVOPOUO APIOTEPAG UTTOTTAACTIKAG
KapdI&g ri HEOOKOATTIKA eTTIKOIVWwVia. (van der Burgt, 2007; Bhambhani and Muenke,
2014; Roberts et al., 2013; Sharland et al., 1992) H didyvwon Tou cuvdpouou apxIKd
TiBeTal KAIVIKGA Kai £TTeITa emmIBeBaiwveral pe poplakeég peBSdOUG yia Tov evTOTTIONS
TWV UTTEUBUVWY Yyovidiwv pe Tnv BorBeia Tng ANMnAouxnong Emopevng yevedg (Next

Generation Sequencing-NGS) 1f; TaveA TTOAQTTAWYV YovIBiwv KOBWG 0 KAPUOTUTTOG

gival puoioAoyikdg. (Romano et al., 2010; Tartaglia et al., 2002; Tartaglia et al., 2007;
Pandit et al., 2007; Schubbert et al., 2006; Carta et al., 2006; Aoki et al., 2013; Lepri
et al., 2014)

Ewéva: Arneucovion
AELEOIONLOTOG GE PPEPOG.
(https://emedicine.medscape.com
/article/947504-clinical#b4)
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Large head compared to face

Exc

Tall forehead with narrow temples nuchal sl

Wide-spaced eyes (hypertelorism)

Downward slant of palpebral fissures
Epicanthal folds

Short, broad nose with
depressed root and full tip
Deeply grooved philtrum

Swollen
edematous
dorsum of

Full lips with high, wide peaks to hands and feet

the vermilion border of upper lip
Small chin and short neck

Qval-shaped, low-

set, posteriorly

rotated ears with
thick helix —

ess
kin —

Ewéva: @avotomog veoyvol
pe ovvdpopo Noonan.
(Bhambhani and Muenke,
2014)

Inverted triangle-shaped head

Coarse facial features

inf

Curly/wooly hair ;
Wide forehead X g

Pectus sternal deformity
(prominent superior
sternum and depressed

Cubitus valgus
deformity of upper
extremity (increased
, carrying angle at

erior sternum)

Ewova: @aivotunog oyoplov
OGNV TOOIKN NAIKi g
ovvopopo Noonan.
(Bhambhani and Muenke,

; & elbow joint) 2014
Neck skin - )
webbing — \ Widely spaced

Small chin nipples

i

S5

4.3.2.2 20vdpopo Holt- Oram
To ouvdpopo Holt-Oram 1} ouvdpopo KapdIAg-XepIwy, OPEIAETAI € PETAAAGEEIG OTO
METaYPa@IKO TTapdyovta TBX5 ye 1TAfpn O1€10duTIKOTNTA, TO YOVidlo auTd PBpiokeTal
OTO JOKPU Bpaxiova Tou xpwuoowuatog 12 otnv mepioxn 12g24.1. (McDermott et
2005) To vyovidio TBX5 Traicel

MECOKOATTIKOU KaI HECOKOIANIGKOU B1a@pAayuaTog TG KapdIAG Kal oTnv avaTmtuén Twv

al., onuavtikd poAo OTov OXNUATIONG TOou

avw dkpwv. (McDermott, Hatcher and Basson, 2008) O emITOAQONOG TOU
ouvopouou cgivar Trepittou 1 avd 100.000 Cwvtavég yevvoels. O @aivoTutrog
TePINAPBAVEl aVWPAANIES TV AVW AKPWVY Ol OTTOIEG UTTOPEI va gival AP@OTEPOTTAEUPES
1 ETEPOTTAEUPES KUPIWG apIoTEPA 1l ACOUPMETPES KAl apopolV Ta 00TA TOU KApTToU Kal
NG Kepkidag, €mMTTAéov PTTOPEI va TTapaTtnenBei ammAacia, uttoTTAacia TwWv 00TWV
QUTWYV €WG QWKOMEAIa Kal avwpaAieg Tou avtixelpa. O avwualieg Twv Avw AKpwv
(Ross et al.,, 2018; Smith, Sack and Taylor, 1979)

(Vanlerberghe et al., 2019) 211G TTEPICOOTEPEG TTEPITITWOEIG N PETAAAAEN eival de

é¢xouv 100% OieicduTiKOTATA.

Novo, evw OTIG UTTOAOITTEG TTEPITITWOEIG TTOU KANPOVOUEITAI UE ETTIKPATH TTPOTUTTO
TPETTEl va TV @épel o €vag yovéag. (Rios-Serna et al, 2018) O1 ouyyeveig
KapOIOTTABEIEG TTOU CUVAVTWVTAI €ival N JECOKOATTIKN ETTIKOIVWVIA, N JECOKOIAIOKA

EMKOIVWVIa, n atpnoia Tng aopTikAG PaABidag, n ditrtuxn aoptik BaABida, TO

[60]




OUVOPONO apIOTEPNG UTTOTTAQOTIKAG KAPBIAG Kal gupavifovtal pe OIElodUTIKOTNTA
75%. (Spiridon et al., 2018) 'Exel amodeixbei o611 TTaBOYyOVEG TTAPAVONUATIKEG
METAAAGEEIG evToTI(OuEVEG OTO 5 “Akpo Tou TBX oxeTtiovral pe avwUAAieG TNG
KapdI&g evw avTioToixeg HETOAAGEEIG 0TO 37 dkpo OXETICOVTal PE AVWHOAIEG oTa Avw
dkpa. (Basson et al.,, 1999a; Brassington et al., 2003) H didyvwon Tou cuvdpouou
Holt-Oram TiBeTtal apyxikd pe Bdon Tnv KAIVIKA €IKOva Kal To 1I0TopIkS. ‘Etreita pye odnyo
TNV KAIVIKA uTToyia Ba TTpayuatotroindei TTPOCAPUOOHEVOG YEVETIKOG €AEYXOG. 2€
TEPITITWON TIOU 1N aITid Tou ouvdpouou eival atTwAeld 0AOKAnpou efwviou R
OITAaCIaocpog e€wviou TOTE Ta TTAVEA yovidiwv aduvaTouv va Bécouv Tnv diIdyvwon
ME amoTéAeopa  va  amaiteital  aAAnAouxnon €mouevnNG YeVveEQG. Ze  OTTAVIEG
TTEPITITWOEIG £XOUV AVAPEPBEI XPWHOOWHIKEG AVAKATAVOUEG OTO Xpwuoowua 1224
ol otroieg ptopei va dlayvwoBouv pe @Bopilwv in situ uBpidiopd (fish) n
aAAnAouxnon emouevng yevedg. (Li et al., 1997b; Basson et al., 1999b) O popiakdg
éNeyxog ptropei va treplAauBavel yovo 1o yovidio TBX5 (single gene panel) yia Tov
eVTOTTIONS TBaVWY dIaypaPuwyV, TTAPAVONUATIKWY, W VONUATIKWY HETAAAALEWY
KaBwg Kkal TrapaAAaywv oTo splice site, ; TTOAATTAG yovidia TTou oxeTiCovTal PE TOV

@aivoTutro. QoTéo0 TO panel TTOAATTAWY yovidiwv PTTOpPEl va TTOIKIAAEI avaAoya JE

TO £PYOOTHPIO Kal TOV KAIVIKO 1aTpd TTou Ta £TTIAEYEL. (Basson et al., 1999b; Shankar
et al., 2017)

Ewéva: Xxeletucég
OVOUAALES TOL GLUVOPOLLOV
Holt Oram. (Vanlerberghe et
al., 2019)

4.3.2.3 Zuvdpopo Ellis- van Creveld
To ouvdpouo ogeileTal o PeTdAAagn ato yovidio EVC1 o1o Xpwpoowpua 4plé A oTo
yovidio EVC2 (Ruiz-Perez et al., 2003) (Tompson et al., 2007; Howard et al., 1997)
Kal TTEPIYPA®NKE yia TTpwTtn @opd 10 1940. (Ellis and van Creveld, 1940) AmoTteAsi
QUTOOWHMIKO UTTOAEITTOUEVO GUVOPOUO HE TTOIKIAN EKPPOACTIKOTNTA OTTOTE N JETAAAAEN
TPETTEl va gival opdluyn 1 ouvBeTn €Tepdluyn yia va ekdnNAwBOei To oUvOpPOUo OTNnNV

eTTOMEVN yeved. To oUVOPOUO AUTO QVAKEI OTNV KOTAyopia Twv KPOOCOTTABEIWVY.
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(Waters and Beales, 2011) O @aivoTutrog TrepIAaUBAvEl TTpWTOV XOvOPOdUOTPOYia
OTTWG UN CUMMETPIKO VOVIOPO PE  KOVTA GKPA, KOVTA TTAEUPd, OTEVO KOPPO, KOVTO
avaoTtnua, OeUTeEPOV ETEPOTTAEUPN 1 APQPOTEPOTTAEUPN TTOAUBOKTUAIG, TpiTOV
EKTOOEPUIKY OUOTTAOCIO OTTWG dUOTTAACTIKOUG OBOVTEG Kal VUXIA, UTTEPTTAACTIKA
OUAQ, KwvIKoU oOXAMOTOG OOVTIa, uTrodovTia Kal apaid paAAid.  (Kalaskar and
Kalaskar, 2012; Winter and Geddes, 1967) AAMa XapakTnpIOTIKA €ival N XaunAn
TPOCPUCN TWV WHwWY, BAaicoyovia, AdOpdwaon 00QUIKAG Joipag aTTovOUAIKNG GTAANG,
BpaxudakTuAia, utrooTradiag, emoTradiag, Kpuyopxia, VEQPIKA ayevesia Kai
pueyadooupnmipag. EmimrpdoBeta amd ouyyeveig kapdiomdBeieg oto 60% Twv
a0Bevwv ouvavTaTal KOIvOg KOATTOG, GAAEC avwuaAieg gival 0 avoixTog BoTAAAEIOG
TTOPOG, N MECOKOIAIAKN ETTIKOIVWVIQ, N MECOKOATTIKA ETTIKOIVWYVIA, TO OUVOPOUO
QpPICTEPNG UTTOTTAACTIKAG KaPdIAG Kal Ol avWHAAIEG TwV KOATTOKOIAIOKWY BaABidwv.
(Ruiz-Perez et al.,, 2000; Rao et al.,, 2017; Lynch et al., 1968) H ocuxvotnTta Tou
ouvopouou eival 1 ava 60.000-200.000 CwvTaveéG YEVVAOEIG ATTOTEAWVTAG PIa OTTAVIO
ovTOTNTA, CUVOAIKA £xouv TTepIypagei 150 TTepioTaTika TTaykoodiwg. (Baujat and Le
Merrer, 2007) H didyvwon apxikd TiBetal ye Tnv Bondeia Tng KAIVIKAG TTapatApnong
TWV CUUTITWHATWY KAl TOU QAIVOTUTTOU Kal ATTOdEIKVUETAI JE TNV BonBeia Tou TTAVEA
yovidiwv i aAAnAouxnong egwviwv ) yovidiwpuatog yia TNV atToKAAUWn HETAAAGEEWY
oT1a yovidla EVC1 kal EVC2. (Baujat and Le Merrer, 2007)
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Ewévo: ®awvotumog mandiov 5 eTdv e
ovvdpopo Ellis-van Creveld. (Baujat
and Le Merrer, 2007)

4.3.2.4 2uvdpopuo Marfan

To ouvdpopo Marfan atroTeAei Eva aUTOOWHIKG ETTIKPATEG OCUVOPOPO TTOU OQEIAETAI
oe PETaAAGEEIS oTo yovidlo FBN1, 1Tou atroteAeital amd 65 efwvia, BpiokeTal oTo
XPWHOoWwHa 150-21.1 kol KwOIKOTTIOIE TNV QIMTTPIAAiVR n  otroia  €ival  pia
YAUKOTTpWTEIVN TOU CUVOETIKOU 10TOU (eAaoTIKWY IvwV). (Robinson et al., 2006; Judge
and Dietz, 2005; Reinhardt et al., 1996) & OTTAVIEG TTEPITITWOEIG O WETAAAAEEIG OTO
yoVvidlo auTd UTTOpPEi va TTPOKOAECOOUV TO GUVOPOMNO HUE QUTOOWMIKG UTTOAEITTOMEVO
Tpé1O. (Hilhorst-Hofstee et al., 2010) TéAog ptTopei va umrdpgouv kai de novo
METAANGEEIG oTo yovidlo autd. (Sakai et al,, 1991; Judge and Dietz, 2005) H
emmimTwon Tou ouvdpduou eivar 1 oTig 3.000-5.000 wvTtavég yevvAoels. (Ammash,
Sundt and Connolly, 2008) O1 aoBeveic pe ouvdpopo Marfan @épouv aveupuouaTiKA
O14Taon TG aoPTAG KABWGS n HETAAAQYHEVN TTPWTEIVN QIUTTPIAAIVN-1 TTOU puBpilel Tov
mapdayovia  TGF-B T1eAIkG odnyei o€ @Agypovr) kal ivwon. To yeyovog autd o€
OuVvOUOOWO HJE TO  MElwMPEVO  KOANayOGvo  Kal  Thv  EvepyoTroinon  Twv
METAANOTTPWTEIVACWY 00nNyoUv OTNV QOVEUPUOMOTIKA OIdtaon Twv ayyeiwv Adyw
OTTWAEIOG TWV AEiWV YUKWV VWV, TTaKOA0UBNG ivwong kai vékpwaong. (Castellano et

al., 2012; Schlatmann and Becker, 1977) H didtaon Tng aopTIKAG pifag 0TO UYPOS TWV
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KOATTWYV Tou Valsava odnyei o€ TTaAivdpOunNon ToU aipatog TTpog TV apioTePA KOIAiQ,
EMTIAéOV O€ OnNUavVTIKO TTo000TO acBevwyv pe Marfan oUvdpouo ouvavTtatal
TPOTITWON TNG MITPOEIdOUG PBaABidag, aVeETTAPKEIO TNG TIVEUUOVIKAG PBaABidag kai
dleupuvon NG TveupovikAg apTtnpiag. (Rybczynski et al., 2010; Faivre et al., 2007;
Gould et al., 2012) H tpiyAwyiva BaABida cival TBavo va TTapouciddel aveTTapKEId YE
TTaAivopdéunon aipatog evidg TnG 8eEIAC KoIAiag. TO QaIvOTUTTIKO @ACHa TTEPIAAUBAVEI
ATTIO CUPTITWHPAOTA €06 TTOAU coBapd pe Taxeia eUTTAOKN TTOAAWY opydvwy AdN atro
TNV veoyvikn nAikia. O aoBeveic Tapoucidalouv augnuévo PAKOG HAKPWY OOTWVY,
UTTEPEAAOTIKOTNTA apBpwOoEwyY, OKOAIWON, MUWTTIO, EKTOTTIG @OKOU, QuEnuévn
mOavoTnTa  ammokKOAANCONG  au@IBANCTPOEIdOUG  XITWva,  YAAUKwUA,  TTPWIHO
Katappdktn, WnAO avdoTnua ME MOKPIG AKkpa o€ oxéon HE Tov KOPMO (
OoAixooTevopeAia), apaxvodakTuAia, TITNVoEIdN 1 oka@oeidry Buwpaka, PiKpoyvabia,
OTeVA Kal TOEWTA UTTEPWA , TEAOG TO Kpavio gival AeTTO Kal PJakpU ue evopBaAuo
(Erkula et al., 2002; Demetracopoulos and Sponseller, 2007) Eivai duvartév va
QvaTITUXBoUV OTNV ETTIPAVEIN TWV TIVEUROVWY KUOTEIG TToU gival TTBavé va pixBouv
ME atroTéAeoua TNV eykatdoTaon TveupoBwpaka. H didyvwon apxikd KateuBuveTal
atré TNV KAIVIKE uTTowia Kal emRefaiwveTal ue TNV Bondeia TTAveEA Povrpous yovidiou
yla Tov eviomopud dlaypa@wy, evBECEwyY, TTAPAVONUATIKWY, MO VONUATIKWY
METOAAGEEWY 1) aAANAOUXNON Twv £§WViwWV A aAAnAoUXNON Tou YOVISIWHPATOG A TTAVEA
TTOAMWV yovidiwv TTou BonBouv oTnv dlagopikr didyvwaon METAEU TTOANATTAWY
ouvopouwy. (Ammash, Sundt and Connolly, 2008; Dietz, 1993)

Ewova: @avdtunog acbevoig pe
oOvdpopo Marfan. (John, 2002)
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4.3.2.5 2uvdpouo Alagille

To ouvdpopo Alagille kKAnpovopeital Katd Tov AUTOCWHIKO TTIKPATA TpdTTO 01O 30-
50% Twv TTEPITTTWOEWYV, evw 0To 50-70% o@eileTal o€ de novo PeTGAAaEN. Ta yovidia
Tou euTTAékovTal gival To JAGL 3 to NOTCH2 TToU BpickovTal OTO XPWHUOCWUG
20p12 ka1 1p12 avTioToIXa, KOBWG YETAAGEEIC 0 QUTG 0dNYoUV OTNV €KANAWGCN TOU
ouvopouou. (Gilbert et al.,, 2019) H kAivikfy €ikova TrepIAauBavel ammo ATTIEG €wg
ooBapéc  ekdNAwWOoEIC AOYyw TIOIKIANG  €KQPACTIKOTNTAG TOU OUVOPOUOU  Kal
Xapaktnpifetal atrd xpovia EAAEIYn Twv evdONTTATIKWY XOANPOpwY, o€ ouvduaouod
ME xoAdoTaon ToU  eKONAWVETAI HE  KVNOMPO, iKTEPOo Adyw ouleuyuévng
UTTEPXOAEPUBPIVAIMIAG, OKEAETIKEG avwMOAieG OTTWG avwuaAieg TnG OIOTOUAS TwV
oTovOUAwWY, ouyyeveic KapdloTraBeieg, o@BaAuoAoyIkEC dlaTapaxeés OTTwG OTTioBio
eUBpuUbTOLO, HEAayXPWOTIKN auBIBANCTPOEISOTTABEIA, XOPAKTNPIOTIKO QAIVOTUTTO O
oTroiog  TepIAauBavel  TPIywVIKOU OXAMOTOG TIPOOWTIO, ME €UPU  HETWTTO,
UTTEPTEAWPIOHO, €1I0€XOVTEG OQBaAMOI, ETTITTEdWON TNG PIag TNG PIVOG, TTPOG Ta AVW
BAe@ApIKEG OXIOPEG, VEQPOAOYIKEG BIATAPAXEG OTTWG VEQPPIKEG KUOTEIG, VEQPOG
MIKPWV OIaOTACEWY, OTEVWON VEQPIKWY apTnpiwv Kal utréptacn. O1 ouyyeveig
KapdloTrdBeleg TTEPIAAUPBAVOUY ThV OTéEVWON TIVEUUOVIKAG PBaABidag kabBwg Kal
OTEVWOEIG TNG TTEPIPEPIKAG TIVEUPOVIKAG  apTtnpiag, uttoBaABidikr, uttepBaABIdikn
oTévwon TIVeUdovIKAG PBaABidag TTou peTémmeita akoAouBeitar amd  avetrdpkela,
oTévwon o€ KAAOO TNG TTVEUPOVIKAG apTnpiag, avoixtd POTAAAEIO TTOPO, HECOKOINIAKNA
1 MECOKOATTIKA emmiKolvwvia, TeTpahoyia Fallot, 108uIk oTévwon TnNG aopTrig Kal
arpnoia Tng Tveupovikig BaABidag. (Guegan et al., 2012; Emerick et al., 1999;
Subramaniam et al., 2011; McElhinney et al., 2002; Kamath et al., 2012b; Salem et
al.,, 2012; Bauer et al.,, 2010) To yovidilo NOTCH2, oe¢ avtiBeon pe 10 JAGL,
oxeTiCeTal Pe AiyOTEPN ETTITITWON TWV KAPOIOKWY, OKEAETIKWYV KOl QOIVOTUTTIKWYV
avwpoAiwy. (Kamath et al., 2012a) O emmTroAacudg Tou cuvdpouou eival 1 avd
30.000-50.000 CwvTavég yevvnoels. (Saleh, Kamath and Chitayat, 2016) H diadyvwaon
apyIka TiBeTtal pe Paon TNV KAIVIKI] €IKOvA KOl TOV  QAIVOTUTTO Kal  ETTEITA
empBeBaiwveTal ye TNV BoRBeia TTaveA Twv U0 yovidiwv ) TTOAATTAWY yovidiwyv TTou
XPNoIhoTToloUvTal yia TNV dIa@opIKr dIdyvwaon YETAEU OUVOPOUWY. ZTNV TTEPITITWON
TToU KAIVIKG dev TiBeTal N okEWn UTTOPENG TOU CUYKEKPIPEVOU OUVOPOUOU TOTE gival
XPNOIMN N aAAnAouxnon Twv eEwviwv A Tou yovIdIWPOTOG PE Tnv Bonbeia Tng
aAAnAouxnong emoéuevng yevedg . (Spinner et al., 1993)
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Ewova: ®avdtumog
aoBevoig e GuVOpoLo
Alagille. (Spinner et al., 1993)

4.3.2.6 Zuvdpouo TAR

To ouvdpopo TAR ( Thrombocytopenia Absent Radius) TrepiAapBavel Tnv armouaia
Twv OUO KEPKIdOWY aU@OTEPOTTAEUPA ME TTAPOUCIA TWV AVTIXEIPWY Kal TTAPOdIKH
BpoupokutTapoTrevia (<50 aiyotretdAia/ nL) n otroia eival ouyyevAg A eykaBioTarai
TIG TTpWTEG €RdoPAdes (wne. (Fiedler et al., 2012; Farlett et al., 2022) To utreUBuvo
yovidlo eivar To RBM8A T1ou Bpioketal oTto Xpwuoéowua 1g21.1. (Klopocki et al.,
2007; Houeijeh et al., 2011; Albers et al., 2012; Brodie et al., 2019) O emmITTOAACGUOG
givar 1 avda 100.000-200.000 CwvTavég yevvnoeig Je augnuévn ouxvoTnTa eUPAviong
oe Appikavoug. H kAIvikn eikova repiAaufaver aAAepyia oto ayeAadivo yaAa n otroia
eMOEIVWVEI TNV BPOUPOKUTTAPOTTEVIO, EVTEPOKOAITION, QIUATOAOYIKEG QvVWHAANIES
OTTW¢ avaipia, Asuxaiyosdn avtidpaon (WBC>35.000cells/mm?), ofeia Asuyaipia,
OKEAETIKEG aVWMOAIEC OTTWG QWKOMEAIQ, UTTOTTAOCia Gvw AKpwv, OUVOOKTUAIA,
KAIVOOOKTUAI, avwuaAieg oe wAévio o0Td, Bpaxidvio ooTd Kal WHOo, ATToudia
emyovatidag, ouyyeveic  KapdloTrdBeieg  OTTWG  PECOKOATTIKA  ETTIKOIVWVIQ,
MECOKOINIOKE ~ETTIKOIVWVIA, avoIXTOG PoTAaAAciog ToOpog, TeTpoloyia Fallot kai
QVWHAANIEG TOU OUPOYEVVNTIKOU CUCTHHATOG OTTWG UTTOOTTadiag, TTETAAOEIONS VEPPAG,
ayeveoia ve@pou, udpovEéppwaon Kal oTravioTepa To oUvdpouo Mayer-Rokitansky-
Kuster-Hauser pe ayeveoia pAtpag, TpaxnAou kai kOAtTou. (Kumar et al., 2015;
Travessa et al., 2020; da Rocha et al., 2021; Hedberg and Lipton, 1988; Greenhalgh
et al., 2002; Griesinger et al., 2005; Rao, Shenoi and Krishnamurthy, 1997; Camitta
and Rock, 1993) H &idyvwon tou ocuvdpduou TiBetal pe tnv BonRdeia NG KAIVIKAG
eIkOVag Kal ETTIRERBAIWVETAI EPYACTNPIAKA YE TTAVEA pOVHPOUG ) TTOAATTAWY yovidiwv
TTou BonBouv oTnv dlagopikr didyvwan, ol uéBodol auToi atmraitolv Tov KaBopioud
TWV UTTO €AeyXO YoVIBiwV evw N XpAon TG aAAnAouxnong emmopevng yevedg (NGS)
Oev atraiTei Tov KABOPIoWO Twv yovidiwv agou ptropei va eAEyEel OAa Ta e€wvia 1 6Ao

1O yovidiwpa. (Yassaee et al., 2014; Nicchia et al., 2016; Boussion et al., 2020)
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Ewova: A) Oawvotumog
Bpépoug pe ovvopopo TAR
B) Axtwvoypagia dkpag
yelpag evniikov pe
cuvopopo TAR.
(Greenhalgh et al., 2002)

4.3.2.7 20vdpouo CHARGE (Coloboma- Heart- Atresia of choanae- Retardation-
Genital- Ears)

To ouvdpoyo CHARGE atroteAei OaKpwVvUOMIO YIO TA  XOPAKTNEIOTIKG TTOU
TTapouoiddel, woTdéoo O @AIVOTUTTOG Teivel va  TTEPIANAUPBAVEI  AVWUAAIEG TwV
Kpaviakwyv velupwv €dikotepa  LVILVIILIX, X, XelAeooxloTia, oXIOTia UTTEPWACG,
UTTOBUPEOEIBIONS, VEPPIKEG AVWHAANIEG, AVWUOANIEG €YKEQAAOU, KPIOEIG OTTAOUWY,
KOAOBwa ip1dog, arpnoia xodvng, diavonTikr) KaBuoTéPNan, UTTOTTAAGIO YEVVNTIKWY
opydavwyv Kal avwpadieg wTtwv. (Pagon et al., 1981) To yovidio CHD7 trou BpiokeTai
OTO XPpWHOOWMa 8ql2.2 @épel PETOANGEEIG TTOU OXETICOVTQI PE TNV EPPAVION TOU
ouvopouou. H petaBifaon otnv emouevn yeved oTnv TTAEIOVOTNTA TWV TTEPITITWOEWV
€iVOl QUTOOWWIKN ETTIKPATAG, WOTOCO UTTAPYXOUV TTEPITITWOEIG TTOU OXETICOvTal HE
yovadiké pwaodikiopd. (Bergman et al., 2011b; Legendre et al., 2017) O1 ouyyeveig
KapdIoTTaBeleg TTOU OXETiICovTal Pe TO oUvOpopo eival n TeTpaloyia Fallot (TOF), n
OITTAEE0D0G 6e€Id Kolhia (DORYV), 10 KOATTOKOIAIGKO KavaAl (AVSD), n pecokolAioknA
emkoivwvia (VSD), n ueookoATTIKr emmiKoIvwvia (ASD),0 Kolvog aptnpiakog Kopuog, 0
avoIXTOG BOTAAAEIOG TTOPOG, N TIVEUMOVIKI] OTEVWON KAl TO OIOKEKOPUEVO QOPTIKO
16¢0. (Greenhalgh et al., 2002) AAMa XapakTnPIOTIKG TToU TrePIAAPPBAvel o
QaIVOTUTTOG €ival TO KovTd avdoTnua, KaBuoTépnon WUXOKIVATIKAG avAaTTTUgnG,
TTPOCWTTO TETPAYWVOU OXAMOTOG HE EUPU PETWTTO, EUpEia YEQupa pIvog, Hikpoyvabia,
TTapdAuon TOU TTPOCWTIOU, KOVTO Kal €upU Aaiud, TTOAUSAKTUAIQ, cupeia TTaAGunN,
KOVTa OAXTUAa Kal XeipopavTikh ypauuh diknv hockey-stick. (Van de Laar et al.,
2007; O'Grady et al., 2016; Blake et al., 1998; Verloes, 2005) (Lalani et al., 2006) H
KAIVIKA €ikOva TTepIAaBAavel TTIBavVA aTpnoia oilco@Aayou, TPAXEIO0ICOPAyIKO TupPiyyIo,
UTTOYOVOOOTPOTIIKOG UTTOYOVASICHOG UE MIKPO TTEOG, KpUuWopXia, UTTOTTAACTIKG XEiAn
aidoiou kai kaBuoTepnuévn fPn. (Bergman et al., 2011a) H didyvwon TiBeTan pe Baon

TNV KAIVIKR) €IKOVO Kal ETTEITA ETTIBERBAIWVETAI EPYaOTNPIOKA WUE TNV BorBeia povrpoug
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maveAh yovidiou yia To CHD7 vyia Tov E€viomond dlaypaguwy, evBEéoewv,
TTAPAVONUATIKWY KAl PN VONMOTIKWY  PETOANGEewyv. EVOANOKTIKG pTTOpEl  va
OlevepynBei Tavel TTOAAATTAWY yovIdiwv TTou Ba cuptrepiAapPBavel o CHD7 |, 10
oTroio BonBd otnv diagopikr didyvwaon GAAwv cuvdpopwy 0TTwg 1o Kallman trou
XapakTtnpifetal atrd avoopia. TEAOg uTTopEi va dievepynBei HOPIOKOG KapudTUTTOG,
aAAnAouxnon eméuevng Yevedg 1 ETIYEVETIKA avAAuon yia avayvwpion Twv
MovadIKwV TTPOTUTTWY PEBUAIWONG OTa TTEPIPEPIKA AEUKOKUTTAPO TTOU guvavTaTal o€
TEPIMTTWOEIS HETAAANGEEWY Tou yovidiou CHD7. (Aref-Eshghi et al., 2020; Levy et al.,
2022)

Ewéva: @avotomikd opoKInploTikd
noudimdv pe ovvdpopo CHARGE. (Hsu et
al., 2014)

4.3.2.8 Zuvdpouo VACTERL(Vertebral/Vascural-Anal-Cardiac-Tracheoesophageal-
Radial/Renal-Limb)

To ouvdpopo VACTERL atroTeAei aKpwVUNIO TwWV XAPAKTNPIOTIKWY TTOU TTPOKAAE]
OnAadr] OTTOVOUAIKEG avWwMOAiEG OTTWG OKOAIwON, ayyeIoKES avwpoAieg OTTwg
MovAPNG OP@OAIKA apTneia, artpnoia TTpwKToU, ouyyeveic  KapdIoTTabeIEG,
TPOXEIOOICOPAYIKO  CUpPiyYIo, VEQPPIKEG avwPOAieg OTTwg  udpovéppwaon  Kal
olatapaxés Twv akpwv. (Quan and Smith, 1972; Quan and Smith, 1973) H
ETEPOYEVNG OPAOA QUTWV TWV XAPOKTNPIOTIKWY OQPEIAETAl OTnNV £TTidpacn €vog
BAaTTTIKOU TTapdyovTa vwpig KaTd TNV dIapKela TNG BAaoToyéveong e ATTOTEAEGUA TA
KUTTapa autd va KaTéAngav o€ dla@opeTIkoug 1I0Toug.  (Opitz, 1985; Nora and Nora,
1975) To vyeyovog autd odnyei otnv ommopadikhy €P@EAVION Tou GCuvdpouou.
2TTaVIOTEPA OXETICETAI E OIKOYEVEIC HOPQPEC OTTWG METAANGEEIC oTo HOXD13 Kkai
ZIC3 yovidio. (Solomon et al., 2010b; Tuzel et al., 2007; Gebbia et al., 1997) O
emTroAaopdg ivar repitrou 1 ava 10.000-40.000 wvTtavég yevvnoelg. (Botto et al.,
1997; Khoury et al., 1983) O1 ouyyeveic KapdIOTTABEIEG TTOU CUVAVTWVTAI €ival n
peookolhioky emikoivwvia (VSD), n terpaloyia Fallot (TOF), o koivdg apTnpIiakog
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KOpUOG Kal n atpnaoia tng trveupovikng BaABidag. (Rittler, Paz and Castilla, 1996;
Weaver, Mapstone and Yu, 1986; Solomon et al., 2010a) H didyvwon Twv OIKOYEVWV
MOPQWV PTTOPEI va TEBEI epyaaTnplakd Pe TTAveEA yovidiwv epOaoV UTTAPXEI N KAIVIKN

utroyia, S1I0QopPETIKA PTTopEi va dievepynBei aAAnAoUxNnon eTTOUEVNG YEVEGG.

—

Ewéva: ®awvodtomog veoyvov pe
atpnoio TPOKTOH Kot OVOUOAMEG
YEVVITIKGOV 0pYAvmV AOY®
ovvdpopov VACTERL. (Hilger
etal., 2013)

4.3.3 ZYNAPOMA MIKPOEAAEIMATQN
4.3.3.1 20vdpopo Williams-Beuren

To oUvdpouo autd o@eileTal oe atTAoaveTTdpkelad Adyw dlaypa@ns  TTEPIOXAG
prAkoug Trepiou 1,55Mb 010 Xpwpoowpa 7gll 1Tou KwOIKOTIOIEI TNV €AaaTivn.
(Ewart et al., 1993a) (Nickerson et al., 1995; Heller et al., 2003) Ag&loonueiwTo gival
o1 yia TNV KAIVIKA €IkOva dev euBUVETAI ATTOKAEIOTIKA N ATTAOQVETTAPKEIQ TOU yoVvIdiou
NG €AaoTivng Kabwg n diayeypaupévn Trepioxn TrepIAapBavel mepitrou 28 yovidia.
(Urban et al., 1996; Vandeweyer et al., 2012) 2ta mOavda yovidla TTou PTTOPEi va
EMTTAEKOVTAI OTOV QAIVOTUTTO TOU OUVOPOUOoU cuuttepiAauBavovTal Ta LIMK1, BAZ1B,
GTF1IRD1, CLIP2, GTF2IRD2, GTF2l, NCF1, STX1A, kai TFll-1 xwpi¢ wotdoo va
éxouv atrodeixBei o1 ouoxetioeig. (Luyckx et al.,, 2019; Vandeweyer et al., 2012;
Frangiskakis et al., 1996; Hirota et al., 2003) To ouvdpopo autd cuvavtdral o€ 1 avda
7.500-20.000 Cwvtavég yevvnoelg. (Hobart et al, 2010) H kAivik €Kova
mepIAapBdver  1010TTaBR  uTTEPOCRECTIQINIA,  UTTEPACBECTIOUpIA, KaBuoTépnon
avaTTuéng 1000 evOOuNTPIa OCO Kal £CWMNATPIA, CUXVEG WTITIBEG, veupoaioOnThpia
Bapnkoia, kaTtappdktn, cakxapwdng OlapATNG kal utrotovia. O  @avOTUTTIOC
mepIhapBdvel  kovid  avdoTtnua, dlatapaxés  apBpwoewyv, Ama  dlavonTikh
KaBuoTépnon, dIaTapaxéG AUTIOTIKOU QACHATOG, MIKPOKEPAAIQ, ETTIMNKES QIATPO Avw
XEihoug, e€TTiredn vyépupa pPIVOG, TTEPIOPOAAUIKO 0idnua, UTTOTTAACTIKG vUXIq,
olatapax£g 0dOvTwY, uTTEPTTAaTia oUAwWYV, OTPABICHOG, KUPOOKWAIWGN Kal Adpdwaon.
(Pankau et al., 1996; Morris et al., 1988; Canargiu et al., 2009; Greenberg and Lewis,
1988) (Marler et al., 2005) H epyaotnpiakr) didyvwaon yivetalr ye v Bordeia Tou
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@BopifovTog in situ UBPIBICUOU 1] Tou PoplakoU KapuoTutrou. (Lowery et al., 1995)
ANeG péBodoI PN KUTTApoyeveTIKEG €ival n MLPA kar n PCR. O1 ouyyeveig
KapdloTrdBele¢ TTOU  cuvavTwvTal €ival n  uttepBaABIdIK oTévwon aopTAG HE
UTTOTTAQCIa  GAAWY TUNUATWY TOU AOPTIKOU TOLOU, O OTEVWOEIG TWV  TTEPIPEPIKWV
TIVEUUOVIKWYV apTNPIWYV, N TTPOTITWON TNG MITPOEIdOUS BaABidag, n UTTORAABIBIKN Kal
utTTePPBAABISIKA oTéEvwaon TIVeEUUOVIKAG BaABidag kal o@eilovial oTnv amTWAEIa TNG
eAaoTivng Kal KAt €méKTAON OTnNV OUOCAEITOUPYia TOu GUVOETIKOU 10TOU. ZTadIoKG N

mveupoviki BaABida odnyeital o€ avetrdpkeia. (Bruno et al., 2003)

SUNKEN NASAL BRIDGE
N\

PUFFINESS AROUND N
THE EYES

Ewéva: awvotonog aobevoig e
ocvvdpopo Williams-Beuren.

PER LIP LENGTH - 4 (https://intergenetics.eu/en/exam/willi

g ams-beuren-syndrome/)

SMALL AND WIDELY

SPACED TEETH

WDE
(EAR

PROMINEN
LOWER L)

SMALL CHIN <~

Ewéva: Yrevbvvo ypopodcopa Kot
nepoyn yw to cvvdpopo Willims-
Beuren. (https://intergenetics.eu/en/e
xam/williams-beuren-syndrome/)

el 3
Tpise
TRl41
Rz

11
13
Tqe11

7951.33

Tq33
Tqme

Ewéva: A) mopovsia §00
KOKKIVOV TEPLOYDV (YOVidlo
elooTivig) Kot 600 TpAsIVmV

(marker ypowpochuoatog 7) dpa
dev SOMOTAOVETOL TO GOHVOPOLLO.,
B) mapovcio pévo piag KOKKvg

TEPLOYNG EMOUEVWOS TAPOLGIN

ouvdpouov. (Sugayama et al.,
2004)

4.3.3.2 2ZUvdpouo 22q11.2 Deletion
To oUvOPOUO UIKPOEAAEINATOG 22011.2 peTaBIBACETAI HE AUTOOWHUIKO ETTIKPATA TPOTTO

N atroteAei de novo diaypa@r Kal oPeiAeTal o€ dlaypa®r Piag TTepioxns 2.54Mb oTo

Xpwuoowua 22. H emimrrwon civar 1 repiotamikd avda 4.000 CwvTtavég yevvhoelg. Ol
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QaivoTutrol TTou TreplAauBdvovtal o autd To ouvdpouo cival To DiGeorge, TO
ouvdpouo Conotruncal anomaly face, 710 oUvdpopo Autosomal dominant Opitz
G/BBB, 10 ouvdpopo Cayler cardiofacial, To Velocardiofacial cuvdpopo, 1o cuvdpouo
Sedlackova . 210 oUvdpouo DiGeorge 1o utreuBuvo yovidio gival To TBX1 10 0TT0i0
dlaypdgetal pagi e TV TEPIOXN 229ll, OTTAVIOTEPA CUVAVTWHAI ONUEIOKEG
METOAAGEEIC oTo yovidlo TBX1 xwpic diaypagr NG 2291l mepioxng. (Yagi et al.,
2003; Zweier et al., 2007) H kAivikr) eikdva TTepIANaUBAVEl GUYYEVEIG KaPDIOTTABEIEG,
olatapaxég TNG UTTEPWOG, OVOOOOVETTAPKEID KOl  OUYKEKPIUEVO  QAIVOTUTTO.
EmmpdoBera ptTopei va uTTApXOUV AApPUYYOTPOXEIOOICOPAYIKEG, YAOTPEVTEPIKEG,
OPOAAUONOYIKEG, OKEAETIKEG Kal YEVVNTIKEG dlaTapaxés. Mo ouykekpipéva n KAIVIKA
gikova treplAauavel duocayia, duakolNioTnTa, CD4+ Agu@oTtrevia TTou oxeTiCeTal PE
dlaypaer Tou yovidiou TBX1, diatapaxég XUMIKNAG avooiag, UTTOyaupacealpivaidia,
UTTOTTOPABOUPEOEIBIONOG, QVETTAPKEID  AQUENTIKAG  OPMOVNG, UTToTOvia,  KPIoEIg
OTTAOHWY, WUXOKIVNTIK KaBuoTépnon, Gpon avacToAwy, TTapopuNTIKOTATA KOl
QuTIOTIKO  @Acpa. O  @aivétutrog  TTePIAAPPBAVEl  OXIOTIA  UTTEPWAG,  XEIAEWV,
utToBAEvvOoyovIa  OXIOTIO UTTEPWAG, TITWoN PBAE@APOU, PUWTTIA, ACTIYUATIOWO,
avo@BoApia,  AapuyyoupaAakia,  €¢Exouca  yépupa  PIVOG,  TTOAUSAKTUAIQ,
udpovEéPpwaon, ayeveoia veppol Kal dUCTTAAOTIKO veppd. (Campbell et al., 2018;
Homans et al., 2018; Niarchou et al., 2014; McDonald-McGinn and Sullivan, 2011,
Kruszka et al., 2017; Sullivan et al., 1999; Eicher et al., 2000) O BIoXnNUIKOG éAeyx0G
Twv  emmmEdwy  Tou  aofeotiou  gival  XpAoIMog  otnv  didyvwon  Tou
uttoTtTapaBupeocIdiopgou  TTou  cuyxvd diamoTwvetal o€ aobeveic pe DiGeorge
ouvopopo. lMépav Tou uTTOTTAPOBUPEOEIBICUOU O BIOXNUIKOG €AEYXOG MTTOPED va
OTTOKAAUWYEI TNV UTTOOCRECTIAIMIA, TOV UTTOBUPEOEIBIONO, TIG KUTTapoTTevieG. (Cheung
et al, 2014) Adéyw utroacfeoTiaidiag oOTo nAeKkTpoKapdIoypa@nuUa JTTopEi va
diamoTtwBei  Tapdracn Tou QT  dIOCTAPOTOG. TNV OKTIVOypagia  Bwpakog
dlamoTwveTal artroudia Tou Bupou adéva. O1 ouyyeveic KapdloTTABeIEG TTOU
OUVAVTWVTAI €ival 0 KOIVOG apTnPIoKOS KOPHOGS, TO SIAKOTITONEVO aopPTIKO TOEO(IAA)
Kupiwg TUTTOU B 1 C, n T1eTpaloyia Fallot (TOF), TteTpaloyia Fallot pe arpnoia
TTVeEUMOVIKAG BaABidag, n oTévwon TnG TIVEUUOVIKNAG BaABidag, n HPECOKOIAIOKN
ETMKOIVWVIA, TO OUVOPOPO APIOTEPNG UTTOTTAOOTIKAG KAPDBIAG, 0 avoixTog BOTAAAEIOG
TTOPOG, N MECOKOATTIKN ETTIKOIVWVIQ, N aTpnoia TTveUUOVIKAG BaABidag kal n ditrTuxn
aopTik BaABida. (Campbell et al., 2018; Cuturilo et al.,, 2008; Momma, 2010;
McDonald-McGinn et al., 2015; John et al., 2009) H epyaotnpiaki O1dyvwon
empBeBaiwvel TNV KAIVIK uTtoyia pe Tnv BoABecia Tou MOPIOKOU KAPUuOTUTTOU N
@Bopifovtog in situ uBpIdicpol o oTToiog evToTTiCel TNV €TEPOlUYN diaypagr OTO

XPwHOcwUa 22q11.2. (McDonald-McGinn and Sullivan, 2011)
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LCR22

: D22575 - N25
UFDIL
T8X1

22q11.2 region

!
|

oo (G- AR - -

CRKL

| 2 Mb atypical nested deletion |

Ewéva: Anewcovion g 22q11.2
TEPLOYNG KOl TIG SLOLYPOPES TOV
00N yoV 6TV EKONA®GT TOL
eawotomov. (McDonald-McGinn et al.,

2015)
ZYNAPOMO FONIAIO XPOMOZQ | ZYITTENEIX KAPAIOTMAGEIEX
MA

CDK13 oxemi¢opevn | CDK13 7pl4.1 MeGOKOATTIKA ETTIKOIVWVIQ, METOKOIAIOKN

dlatapaxn ETMKOIVWVIA, OVWUONEG TNG  TIVEUUOVIKAG
BaABidag, UTTOTTAACTIKY TTIVEUHOVIKH apThpia
(Bostwick, 1993)

McKusick-Kaufman MKKS 20p12.2 MeOOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN)

ouvOpouo ETTIKOIVWVIA, UTTOTTAACTIKA apIoTEPA  KOIAIQ,
TeTpaloyia Fallot, avoixtog BotdAAelog TTOPOG
(Slavotinek, 1993b)

Kabuki cuvdpouo KDM6A Xpll.3 loBuik oTévwon aopThg, OITTITUXN QOPTIKA

KMT2D 12913.12 BaABida, avwpoAieg pITpoeIdous  BaABidag,

UTTOTTAQOTIKA apIoTePr] Kapdid
(Adam, Hudgins and Hannibal, 1993)

RERE oxemgoueveg | RERE 1p36.23 MeoOKOIANIOKT) ETTIKOIVWViQ

dIaTapaxES (Scott and Sherr, 1993)

SETD2  oxemi{oueveg | SETD2 3p21.31 MeOOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKI)

VEUPOQVATITUEIAKES gmKoIvwvia, avoixtég PBotdAleiog  TTépOC,

dlaTapaxEg TeTpaloyia Fallot, dITTAéE0d0C BeCIG  KOIAia,
oTévwon TIVEUUOVIKAG KUKAo@opiag,
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OUOTTAACTIKN TIVEUMOVIKA BaABida,
UTTOTTAQOTIKF}  TTVEUMOVIK)  BOABida, 100UIKA
oTévVWOon aopTnG
(Pappas and Rabin, 1993)
Smith-Lemli-Opitz DHCRY 11913.4 Koivd KOATTOKOIAIOKO  KavaAl,  TTVEUUOVIKA
ouvOpouo OoTévVWon, avwuaAn eKBOAr Twv TTVEUNOVIKWY
QAeBwyv, OUVOPOUO QPIOTEPAS UTTOTTAQCTIKAG
kapdidg, avoixTog  PBotdAAeiog  TTépOC,
METOKOIAIOK ETTIKOIVWVIa
(Nowaczyk and Wassif, 1993)
Mowat-Wilson ZEB2 2022.3 2Tévwon TIVEUPOVIKAG KUKAOQOPpIaG, 100UIKA
ouvdpouo oTévwon aopTtng, TeTpaloyia Fallot, ditrTuxn
aopTIKA BaABida
(Adam, Conta and Bean, 1993)
Wiedemann-Steiner KMT2A 11923.3 Avoixtég BoTtdAAelog TOpog, Patd  woeIdég
ouvOpPouOo TPAHA, HECOKOATTIKH ETTIKOIVWVIA, HECOKOINIAKN
emKoIvwvia,  dIiTTTuxn  aopTik  BaABida,
TeTpaloyia Fallot, mpdmTwon WITPoEIdoUG N
TPIYAwxIvag  BaABidag, e@itTrTEUOn  AOPTAG,
TTETTAXUGMEVN aoPTIKA BaABida
(Sheppard et al., 2021)
MYRF oxeni¢opevo | MYRF 11912.2 Terpahoyia Fallot, UEGOKOATTIK €ETTIKOIVWVIQ,
ouvOpouOo METOKOIAIOKI) ETTIKOIVWViQ, uttoTTAacia
00pTIKOU TOEoU, 100UIK OTévwon QOpPTAG,
arpnoia  aoptg 1 uTposidoug PBaiBidag,
OitrTuxn aopTiKA BaABida
(Kaplan et al., 1993)
Cornelia de Lange | BRD4 19p13.12 MeGOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN)
ouvOpouo HDACS8 Xql3.1 ETTIKOIVWVIQ, TIVEUHOVIKA oTévwon,
SMC3 10925.2 UTTOTTAQOTIKO aopTIKO T6Co, TeTpahoyia Fallot,
SMCI1A Xpl1.22 I0OMIKA OTEVWON 00PTAG, KOIVO KOATTOKOIAIOKO
RAD21 8024.11 KavaAl, BITTAEE0D0G BEEIA KOIAIa
NIPBL 5p13.2 (Deardorff, Noon and Krantz, 1993)
17q12 Recurrent | 1.4-Mb 17912 Avetrapkeia TpiyAwxivag BaABidag, petdbeon
Deletion heterozygo TWV  PeyOAwV ayyeiwv, 100Uk OTévwon
us deletion 0OPTAG, MECOKOIAIOKH ETTIKOIVWVIQ, aAVOIXTOG
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BotdAAeiog  TépoOg,  aveTTdpKeElad  QOPTAG,

AVWHAAIEg TNG TTVEUNOVIKNG BAABidag
(Mitchel et al., 1993)

17912 Recurrent | 1.4-Mb 17912 MeookolAIaKn €TTIKOIVWVIa(JIKpoU peyéBoucg)
Duplication heterozygo (Mefford, 1993)
us
duplication
Simpson-Golabi- GPC3 Xq26.2 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
Behmel (Type )] ETTIKOIVWVIA, TIVEUMOVIKI OTEVWON, avoIXTOg
ouvdpouo BotdAAelog TOpoOg, PaTO  WOEIBEG  TPAMA,
METABEON peYAAWV ayyeiwy, I0BUIKA OTéEVWonN
aopTAg
(Sajorda et al., 1993)
SALL4 OXETI(OPEVEG | SALLA 20g13.2 MeOOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN)
dlaTapaxEg eTMKOIVwVia, TeTpaloyia Fallot
(Kohlhase, 1993)
Costello auvdpopuo HRAS 11p15.5 2Tévwon TnG Tveupovikng BaABidag, ditrtuxn
QOPTIKN BaABioda, oiaraon aopTng,
METOKOIAIOKI) ETTIKOIVWViQ, MECOKOATTIKA
ETTIKOIVWVia
(Gripp and Rauen, 1993)
Char ouvdpopo TFAP2B 6p12.3 AvoIXTOG BOTAAAEIOG TTOPOG
(Gelb, 1993)
X-Linked Opitz G/BBB | MID1 Xp22.2 MeookolAiakn ETTIKOIVWVIQ, HMETOKOATTIKA
ouvdpouo ETMIKOIVWVIa, avoixtég BoTtdAAegiog Tépog, Batd
WOEIBEG TPAMA, IOOMIKN OTEVWOT QOPTAS
(Meroni, 1993)
NSDHL  oxen{oueves | NSDHL Xq28 MeookolAlakn ETTIKOIVWVIQ, HMETOKOATTIKA
dlatapaxEg ETTIKOIVWVid, HOVOTTAEUPN KOIAIa
(du Souich et al., 1993)
ESCO2 Spectrum | ESCO2 8p21.1 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
diarapaxn ETTIKOIVWVia, avoIXTOG BOTAAAEIOG TTOPOG
(Vega, Gordillo and Jabs, 1993)
Au-Kline ouvdpopuo HNRNPK 9¢21.32 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA

eTmKoIvwvia, &iTrTuxn aoptiki BaABida, didraon

NG AopTrg
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(Au, Innes and Kline, 1993)

Lymphedema- FOXC2 16924.1 MeookolAiokn ETTIKOIVWVIQ, MEOOKOATTIKA
Distichiasis ocuvdpopo gmKoivwvia,  TeTpaloyia  Fallot,  ditrTuxn
aopTIKA BaABida, avoixTog BoTAAAEIOG TTOPOG
(Mansour et al., 1993)
Congenital Contractural | FBN2 5023.3 Aldtaon  TNG  AOPTAG, MECOKOIAIOKN
Arachnodactyly ETTIKOIVWVIQ, MECOKOATTIKA ETTIKOIVWVIQ,
OIAKEKOUMEVO QOPTIKG TOEO
(Callewaert, 1993)
7911.23 Duplication 1.5- to 1.8-| 7q11.23 Ailgtaon NG 00PTIKAG  pifag,  AvoIXTOG
Mb BoTtdAAglog TTOPOG, PECOKOIAIOKN ETTIKOIVWVIA,
heterozygo MECOKOATTIKA ETTIKOIVWViQ
us (Mervis et al., 1993)
duplication
3929 Recurrent | 1.6-Mb 3029 Avoixtdég PBoTAaAAciog  TTOPOG, PECOKOIAIOKA
Deletion heterozygo ETTIKOIVWVIA, OTEVWON TIVEUUOVIKAG BaABidag
us deletion (Mulle et al., 1993)
CHD4 oxen¢opevn | CHD4 12p13.31 MeGOKOATTIKA ETTIKOIVWVIQ, METOKOIAIOKN
VEUPOQVATTITUEIOKNA emkoivwvia,  Ebstein  avwpaAia,  koivég
dlatapaxn apTNPIOKOG  KOpOGg,  TeTpaloyia  Fallot,
TIVEUMOVIKA)  OTEVWON, OVOIXTOG POTAAAEIOG
TTOPOG, AVWHAAIEG TNG MITPOEIBOUG BaABidag
(Weiss and Lachlan, 1993)

Fryns ouvdpopo PIGN 18¢21.33 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKN
emKoIvwvia, avoixtég PBotdAleiog  TTépOC,
TeTpaoloyia  Fallot,  e@imrreuon  aopTng,
UTTOTTAQOTIKOG  TTVEUMOVIKOG  KOPHOG, KOIVOG
apTNPIAKOG KOPHOG
(Slavotinek, 1993a)

Ritscher-Schinzel CCDC22 Xpl1l.23 Mveupovikn oTtévwor, TeTpaloyia Fallot, koivéd

ouvOpouo WASHC5 8024.13 KOATTOKOIANIOKG  KavaAl,  AopTIKI)  OTEvwon,
MECOKOIAIOKH ETTIKOIVWVIAQ, MECOKOATTIKA
emKoivwvia,  OITTAéEodog  degid  KolAia,
QVWHOAIEG TNG MITPOEIBOUG BaABidag
(Elliott and Chudley, 1993)

THOCG6 OXeTICOPevn | THOCG 16p13.3 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKN
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diavonTikr diarapayr)

ETTIKOIVWVIA, avoIXTOG BOTAANAEIOG TTOPOG

(Lemire, Innes and Boycott, 1993)

FLNA Deficiency FLNA Xq28 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
Periventricular gmKoIvwvia, dIdtacn BwpaKIKAG  aopTAG,
heterotopia avoIXTOG  PBOTAAAEIOG  TTOPOG, OUCTPOPIKEG
BaABideg, TpoTTTWON MITPOEIBOUG BaABidag
(Levine Robert, Jerosch-Herold and Hajjar
Roger, 2018)
(Chen and Walsh, 1993)
Weiss-Kruszka ZNF462 9g31.2 MeookoINloKA ~ €TTIKOIVWVIa, OITTTUXN QOPTIKA
ouvdpouo BaABida, avoixtdg PBoTAAEIOG TTOPOG, HETABEON
TWV JEYAAWV ayyeiwv
(Kruszka, 1993)
Apert ouvdpopo FGFR2 10926.13 MeoOKOIANIOKA ETTIKOIVWVIA, EQITTTTEUCT QOPTAG
(Wenger, Hing and Evans, 1993)
KAT6EB oxemioueveg | KATGB 10g22.2 MeookoIAIaKn ETTIKOIVWVIQ, MECOKOATTIKA
dlaTapayEg EMKOIVWVia, Batd woedég TPNAPA, avoixTog
BoTdAAgiog TOpOg
(Lemire, Campeau and Lee, 1993)
PPP2R1A oxetmi{oueves | PPP2R1A 19g13.41 AvoIXTOG BOTAAAEIOG TTOPOG
VEUPOQVATITUEIOKEG (Douzgou, Janssens and Houge, 1993)
dlatapaxEg
Neurofibromatosis I | NF1 17g11.2 Mveupovikn oTévwon, avWUAaAieg ™G
ouvdpouo MITPOEIBOUG BaABidag, I0BWIKN oTévwon aopThS
(Friedman, 1993)
Bardet-Biedl cuvdpouo | BBIP1 10925.2 MeOOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN)
BBS1 11913.2 ETTIKOIVWViQ, ouvoépouo eTEPOTALIOG,
BBS2 16913 OIaKEKOMMEVN KATW KOIAN QAR
BBS4 15g24.1
BBS5 2031.1 (Forsyth and Gunay-Aygun, 1993)
BBS7 4927
BBS9 7pl4.3
TTCS8 14931.3
ARL6 3ql11.2
BBS10 12g21.2
BBS12 4927
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MKKS 20p12.2
CFAP418 8g22.1
CEP164 11g23.3
CEP290 12g21.32
IFT27 22q12.3
IFT74 9p21.2
IFT172 2p23.3
LZTFL1 3p21.31
MKS1 17922
SCAPER 15q924.3
SCLT1 40928.2
SDCCAG8 | 1g43-g44
TRIM32 9g33.1
WDPCP 2p15
Loeys-Dietz guvdpouo | TGFBR1 9922 MpétmrTwon piITpocidols PBaABidag,  didTaon
TGFB2 3p22 TIVEUUOVIKAG apTnpEiag, aveTTdpKeId AopTIKAG
TGFB3 14924.3 BaABidag
SMAD3 15¢922.33
TGFBR2 3p24.1 (Morningstar et al., 2021)
SMAD2 18921.1
Ehlers-Danlos COL1A1 17921.33 MpoTTwon pITpogIdoug BaABidag, TTPOTTTWON
ouvOpouo COL5A1 9g34.3 TPIYAwXIvag BaABidag, didTaon pifag aopTig,
COL5A2 2032.2 oTévWOon TIVEUPOVIKAG apTnpiag, oTévwon
TTEPIPEPIKA TNG TTVEUMOVIKAG apTnpiag, prén
TwWV PeyaAwv ayyeiwv (vascular type Ehlers-
Dahlos)
(Morningstar et al., 2021)
Juvenile Polyposis/ | SMAD4 18g21.2 MpémTwon iITpocidoug  PaApidag, didTaon
Hereditary Hemorrhagic aopTNG
Telangiectasia (Heald et al., 2015)
(Morningstar et al., 2021)
Stickler ocuvdpopo COL2A1 12913.11 MpdéTrTwaon pITposidoug PaABidag
COL11A1 1p21.1
COL9A1 6913 (Morningstar et al., 2021)
COL9A2 1p34.2
COL9A3 20913.33

[77]




Borrone BDCS1 MpdéTrTwon TNG UITPOEIdOUS BaABidag

Dermato-Cardio-Skelet | BDCS3 (Morningstar et al., 2021)

al ouvdpopo

Autoowpikn emmKkpatns | PKD1 16p13.3 MpdétrTwon pITposIdoug BaApidag,

TTOAUKUOTIKT) véoog | PKD2 4¢22.1 AiaTaon piag aopTrg

VEQPWV (Morningstar et al., 2021)

Christmas vooog Xq27.1 ATtpnoia TpiyAwxivag BaABidag
(Lawson et al., 1975)

IVEMARK oUvdpouo GDF1 19p13.11 KOIVOG apTNPIAKOG KOpHOG, arpnaia
TPIYAWXIVOG BaABidag, HETABEON TwWV PEYAAWV
ayyeiwv

Rubinstein—Taybi CREBBP 16p13.3 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA

ouvOpOoUO EP300 22013.2 EMKOIVWVIa, avoixtég PoTtdAAeiog  TTépOC,
I00UIK} OTévwon QopTAG, OITITUXN QOopPTIKA
BaABida, Trveupovikh oTéEvwan
(Stevens and Bhakta, 1995)

Acrocephalopolysyndac | RAB23 6pl2.1- Koivdg aptnplakog KOpuog

tyly type Il pl1.2 (Sakati, Nyhan and Tisdale, 1971)

MEGF8 19q13.2
Meckel-Gruber MKS1 17922 Koivdg aptnplakog Kopuog
ouvdpouo TMEM216 | 119l2.2 (Hartill et al., 2017)
TMEM67 8g22.1
CEP290 12g21.32
TCTN2 12g24.31
TXNDC15 5031.1

Myhre ouvdpopo SMAD4 18¢g21.2 YmotrAacia  0opTAG,  OTévwon  dopTNg,
METOKOIAIOKI) ETTIKOIVWViQ, MECOKOATTIKA
emKolvwvia,  TeTpaloyia  Fallot,  100uIkn
OTéEVWON A0pTHG, TIVEUHOVIKN UTTEPTACN
(Michot et al., 2014)

DDX3X  oxemigoueveg | DDX3X Xpll.4 MeOOKOATTIKN ETTIKOIVWVIQ, MECOKOIAIOKN

VEUPOQVATITUEIAKES ETMIKOIVWVIA, avoixTég BoTtdAAegiog Tépog, Batd

dlaTapaxEg WOEIBEG TPAMA
(Johnson-Kerner et al., 1993)

Beck-Fahrner TET3 2p13.1 Terpahoyia  Fallot, Tveupoviky oTévwon,

ouvOopouo

HMECOKOIAIOKE ETTIKOIVWVIA, AVETTAPKEIA QOPTAG
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(Fahrner, 1993)

PACS1 OXeTICOPevn | PACS1 11913.1- MeOOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN)
VEUPOQAVATITUEIAKN g13.2 ETMKOIVWVIA, avoixTég BoTtdAAsiog Tépog, Bartd
dlatapaxn woeldéc TpAMa, OiTrTuxn aopTikrl BaABida,
QUOTTAQCTIKY AOPTIKI KAl TIVEUHOVIKY BaABida
(Lusk et al., 1993)
Koolen-de Vries | KANSL1 17¢g21.31 MeOOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN)
ouvdpouo ETTIKOIVWVIa, dIiTrTuxn aopTIKA BaABida, didraon
pidag aopTng
(Koolen, Morgan and de Vries, 1993)
Multicentric Osteolysis | MMP2 16912.2 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
Nodulosis and gmKoivwyvia,  OiTTrTuxn  aopTik  BaABida,
Arthropathy METABEON Twv MEYAAWV ayyeiwv, TTPOTITWON
NG MITPoEIdoUg BaABidag
(Bhavani et al., 1993)
MED12  oxen{oueveg | MED12 Xql3.1 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
dlaTapaxEg ETMKOIVWVIA,  KOIVOG  apTnPIaKOG  KOPUOG,
avoIXToG BoTdAAelog TTOPOG, TTPOTITWON TNG
MITpO€EIdOUG BaABidag, UTTOTTAOCTIKN GpICTEPH
Kapdid
(Lyons, 1993)
16pll1.2 Recurrent | ~593-kb 16pll1.2 Meplopiopéva Oedopéva OXETIKA ME TO €idOG
Deletion heterozygo TWV OUYYEVWYV KapSIOTTABEIWV TTOU TTPOKAAEI.
us deletion (Taylor et al., 1993)
SATB2 oxemiopevo | SATB2 2033.1 MeookolAlaKn ETTIKOIVWVIQ, METOKOATTIKN
ouvOpouOo ETTIKOIVWVia
(Zarate and Fish, 2017)
KBG ouvdpopo ANKRD11 16924.3 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
ETTIKOIVWVia
(Morel Swols, Foster and Tekin, 2017)
Shprintzen-Goldberg SKI 1p36.33- Aidtaon piCag aopTtg, TTPOTITWON MITPOEIOOUG
ouvOpouo p36.32 BaABidag, didtaon TTvEUPOVIKAG apTnpiag,
(Greally, 1993)
Aymé-Gripp ouvdpouo | MAF 16923.2 MEeOOKOATTIKN ETTIKOIVWVIQ, avoixTég

BoTdAAeI0G TTOPOG
(Amudhavalli, Gadea and Gripp, 1993)
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Osteopathia Striata with | AMER1 Xqll.2 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
Cranial Sclerosis ETTIKOIVWVIA, avoIXTOG BOTAANAEIOG TTOPOG
(Gear and Savarirayan, 1993)
15913.3 Recurrent | ~2.0-Mb 15913.3 O1 ouyyeveic kKapdioTrdBeleg armmaviwvTal OTo
Deletion heterozygo 3% TWV TTAoXOVTWV PE TNV diaypa@r).
us recurrent (van Bon et al., 1993b)
deletion
Gabriele-de Vries | YY1 14932.2 Avwpalia Ebstein, Batd woeidég Tpriua
ouvOpouo (Nabais Sa et al., 1993)
Rhizomelic PEX7 6023.3 MeGOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN
Chondrodysplasia emKOIVwvia, TeTpahoyia Fallot, TrepIQEPIKA
Punctata Type 1 TIVEUUOVIKA OTéEVWOn, TTIPOTITWON MHITPOEIdOUG
BaABidag
(Braverman et al., 1993b)
Xq28 Duplication | 0.5-Mb Xq28 MeookolAiokn ETTIKOIVWVIQ, MEOOKOATTIKA
Syndrome, duplication ETTIKOIVWVIA, avoIXTOS BOTAAAEIOG TTOPOG
Int22h1/Int22h2 (Ballout et al., 1993)
Mediated
Adams-Oliver ARHGAP31 | 3913.32- YTOTTAQOTIKI)  apioTepr]  kapdid,  OITTTuyxn
ouvOpouo g13.33 aopTik BaABida, HPECOKOINIGKN ETTIKOIVWVIQ,
DLL4 15g15.1 MECOKOATTIKA  €TTIKOIVWVIA, KOIVOG apTnpIakog
DOCK®6 19p13.2 KOpuOG, TeTpaioyia Fallot
EOGT 3pl4.1 (Lehman, Wuyts and Patel, 1993)
NOTCH1 9g34.3
RBPJ 4p15.2
Cranioectodermal IFT43 14924.3 MeookolAlakn ETTIKOIVWVIQ, MECOKOATTIKA
Dysplasia IFT52 20913.12 EMKOIVWVIa, avoixtdég PotdAAeiog  TTéPOC,
IFT122 3021.3- TTEPIPEPIKI)  TTVEUUOVIKI]  OTEVWOTN,  KOINIOKN
g22.1 UTTEPTPOYIT
IFT140 16p13.3 (Tan, Lin and Keppler-Noreuil, 1993)
WDR19 4pl4
WDR35 2p24.1
HIST1H1E H1l-4 6p22.2 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA

ETTIKOIVWVIQ, avoixXTtog BoTaAAgiog TTOpog, Batd
WOEIBEG TPNHA, EPPEVOUCT AVw KOIAN QAERa
(Burkardt and Tatton-Brown, 1993)
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Autosomal  Dominant | DVL1 1p36.33 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
Robinow DVL3 3g27.1 EMKOIVWVIa, 108Uk OTévwon  aopTAG,
WNT5A 3p14.3 TETPOAOYIQ Fallot, arpnoio/oTévwon
TIVEUMOVIKAG PBaABidag, artpnoia TpiyAwxivag
BaABidag
(Roifman et al., 1993)
GNB1 Encephalopathy | GNB1 1p36.33 MeooKolAloKR €TTIKOIVWVIa
(Revah-Politi et al., 1993)
Kleefstra ouvdpopo EHMT1 9g34.3 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKA
emKoIvwvia,  dITTTuxn  copTik  BaABida,
TIVEUMOVIKA  oTévwaon, TeTpahoyia  Fallot,
I0OUIKR) OTéVvWwaon aopTNG
(Kleefstra and de Leeuw, 1993)
Potocki-Lupski Heterozygo | 17pl11.2 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
ouvdpouo us eTMKOIVWVia,  OITTTuxn  aopTiKh  BaABida,
duplication UTTOTTAQOTIKR) apioTepny kKapdid, diaTacn picag
aopTAG
(Potocki, Neira-Fresneda and Yuan, 1993)
Joubert ocuvdpopo AHI1 6023.3 MeookolAlaKn ETTIKOIVWVIQ, MECOKOATTIKA
CPLANE1 5p13.2 ETTIKOIVWVIQ, 1I0OUIKH OTEVWON a0pPTHG
CC2D2A 4p15.32 (Parisi, 2009)
CEP290 12g21.32
CSPP1 8q13.1-
gql3.2
INPP5E 9g34.3
KIAA0586 14¢23.1
MKS1 17922
NPHP1 2013
RPGRIP1L |16ql12.2
TCTN2 12q24.31
TMEM67 8022.1
TMEM216 11g12.2
Okur-Chung CSNK2A1 20p13 MeOOKOATTIKR) €TTIKOIVWVIa, TeTpaAoyia Fallot,
VEUPOQVATITUEIOKO QVWHOAIEG TTVEUPOVIKAG BaABidag
ouvOpouOo (Chung and Okur, 1993)
ATN1 OXeETICOPEVN | ATN1 12p13.31 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKN
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VEUPOQVATITUEIAKN

dlatapaxn

ETTIKOIVWVIA, aVWMPOAN €KBOAA Twv PeyaAwY
QAEPWYV, avoIXxTog PBoTAAAEIOg TTOPOG, I0OUIKN
oTévWon aopTrg, Batd woeldEg TpAUaA
(Whitton, Palmer and Alkuraya, 1993)

Bachmann-Bupp

ouvOpouo

ODC1

2p25.1

MeookolAlakn ETTIKOIVWVIQ, TIVEUUOVIKA
oTévwon

(Bupp et al., 1993)

G6PC3 avemdpkeia

G6PC3

17921.31

MeOCOKOATTIKA}  €TTIKOIVWVIQ,

TPAMO,
triatriatum,

Batd woeldég

avoIxTog  PotdAAelog  Tépog, cor
UTTOTTAQOTIKI}  aploTepr]  Kapdid,
TPOTITWON MITPOEIDOUG POABIdAG, aVETTAPKEIX
BaABidag,
BaABida, ditrtuxn Trveupovikn BaABida
(Banka, 1993)

TPIYAWXIVOG OITITUXN  QOPTIKNA

PIK3CA
Overgrowth Spectrum

Related

PIK3CA

3026.32

MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA

ETTIKOIVWVia

Phelan-McDermid

ouvOpouOo

SHANKS3

22013.33

MEeGOKOATTIKA ETTIKOIVWVIQ, QVETTAPKEIA AOPTAG,
avoIXTOG PBOTAAAEIOG TTOPOG, OAIKA avwuaAn
eKBOA @AWV,
BaABidag

(Phelan, Rogers and Boccuto, 1993)

QVETTAPKEID  TPIYAWXIVOG

NOTCH3-Related
Lateral Meningocele

NOTCH3

19p13.12

MeookolAIaKA ETTIKOIVWVIQ, METOKOATTIKN
emKoIvwvia, O&1dTaon pidag aopTAG, 100MIKNA
oTévwon aopTrg, diTrTuxn aopTiKA BaABida

(Ejaz, Carter and Gripp, 1993)

ADNP OXETICOPEVN

dlatapaxn

ADNP

20q13.13

MeGOKOATTIKA ETTIKOIVWViIQ, TTPOTITWON

MITpOEIdOUG  BaABidag, avoixTdg PoTAAAEIOG
TOPOG, PaTtd WOoeIdEG TPAMA, HMECOKOIAIOKN)
ETTIKOIVWVia

(Van Dijck, Vandeweyer and Kooy, 1993)

Emanuel ouvdpopuo

duplication

22q10-
22q11

MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA

EMKOIVWVIa, avoixTég PotdAAeiog  TTOPOG,

TeTpaoloyia  Fallot, atpnoia  TpiyAwxivag

BaABidag, 100Uk OTévwon 0opPThG, KOIVOG
apTNPIAKOG KOPHOG
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TRIO OoXemgopevn | TRIO 5p15.2 AIOKEKOUPEVO aOPTIKO TOEO, DITITUXN QOPTIKNA

VEUPOQAVATITUEIAKN BaABida, averrdpkelda  AOPTAG,  AVOIXTOG

dlatapaxn BoTAAAEIOG TTOPOG, KOATTOKOIAIAKO KAVAAI
(Varvagiannis et al., 1993)

Townes-Brocks SALL1 16912.1 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKA

ouvOpouo emKoivwvia, TeTpaloyia  Fallot, avoixtdg
BotdAAeiog  TOpPOG, aTpnoia  TTVEUPOVIKAG
BaABidag, koIvag apTnNPIAKOG KOPHOG
(Kohlhase, 1993)

Stramme oUvOpouo CENPF 1941 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
EMKOIVWVIA, avwuaAia Ebstein  ,ditrTuxn
aopTikA BaABida, avoixtdég BoTdAAgiog TOPOC,
I0OUIKA) OTévWwaon aopTNG
(Ho et al., 1993)

PURA oXeTI(Opevn | PURA 5031.3 MeookolAlakn ETTIKOIVWVIQ, QAVOIXTOG

VEUPOQVATITUEIAKNA BotdAAeiog TOpoOg, PaTO  WOEIBEG  TPAMA,

dlatapaxn MECOKOATTIKA ETTIKOIVWVIQ, TIVEUUOVIKA
oTévwaon, OiTTTuxn aopTikA BaABida
(Reijnders et al., 1993)

HNRNPH2 oxeni¢ouevn | HNRNPH2 | Xg22.1 MpoTTwon pITPoeIdoug BaABidag, HETOKOATTIKN

VEUPOQVATTITUEIOKNA ETTIKOIVWVIa, dIATAON AoPTAG

dlatapaxn (Madhok and Bain, 1993)

Baraitser-Winter ACTB 7p22.1 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKA

Cerebrofrontofacial ACTG1 17925.3 emKoIvwvia, avoixtég PBotdAleiog  TTépOC,
TTPOTITWON MITPOEIDOUG POABIdAG, aveTTAPKEI
TPpIYAWXIVOG BaABidag, aopTiKA oTEvwon
(Verloes et al., 1993)

Tatton-Brown-Rahman | DNMT3A 2p23.3 MpdétrTwon MITPOEIBOUG BaABidag,

ouvdpouo MEOCOKOIAIOKNA ETTIKOIVWVIQ, MECOKOATTIKNA
ETTIKOIVWVIA, avoiXxTOG BOTAAAEIOG TTOPOG
(Ostrowski and Tatton-Brown, 1993)

CACNALC CACNA1C | 12p13.33 Meookolhiokr)  eTTIKOIVwvia, TeTpaloyia Fallot,

OXETICOPEVEG Batd woedég TPAUA, avoiXTdg BoTAAAEIOG

SIOTAPAXES Topog
(Napolitano et al., 1993)

WDR26 oxemCouevn | WDR26 1g42.11- MeookolAiakn eTTIKoIvVwvia, de&i aopTikd 160
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dlavonTikA g42.12 (Skraban, Grand and Deardorff, 1993)
KaBuaTtépnon
Cardiofaciocutaneous BRAF 7934 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
ouvOpouo KRAS 12pl2.1 ETTIKOIVWVIA, TIVEUMOVIKN] OTévwan, OITTTuxn
MAP2K1 15g22.31 aopTikf BaABida, ductrAacia pITpoEIdOUG Kal
MAP2K2 19p13.3 TpIYAWXIVag BaABidag
(Pierpont et al., 2014)
EED oxen¢opevn | EED 11914.2 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
UTTEPAVATITUEN gMKoIVwvia, avoixtég BotdAleiog  TTépOC,
TTPOTITWON PITPOEIBOUG BaABidag
(Sequerra Amram Cohen and Gibson, 1993)
HNRNPU oxeTni{épevn | HNRNPU 1944 MeOOKOATTIKA ETTIKOIVWVIQ, HMECOKOIAIOKN)
VEUPOQVATTTUEIAKNA emKoIVwvia, avoixtég  PBotdAleiog  TTépOC,
dlatapaxn arpnoia TpIiyAwxivag PaABidag, peTdBeon Twv
HeyGAwv ayyeiwy, didTaon Tng 0opTAG
(Balasubramanian, 1993)
Osteogenesis COL1A1 17g21.33 Aldtaon TG aopTIKAG pifag, QVETTAPKEIA TNG
Imperfecta ocUvdpopo COL1A2 70921.3 aopTIKAG BaABidag
(Steiner and Basel, 1993)
Mandibulofacial EFTUD2 17921.31 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKA
Dysostosis with EMKOIVWVIa, avoixtég PotdAAeiog  TTOPOG,
Microcephaly 100pIKA oTévwaon aopTng, TeTpaloyia Fallot
(Lines et al., 1993)
Geleophysic Dysplasia | ADAMTSL2 | 9g34.2 MeOOKOATTIKA ETTIKOIVWVIQ, TIVEUUOVIKA
ouvOpouo FBN1 15921.1 oTévwon, TIPOO0deUTIKN Tréxuvon PBaABidwyv
LTBP3 11913.1 KapdIag
DYRK1A oxeTi¢dpevn DYRK1A 21922.13 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
dlatapaxn gmKoIvwvia, avoixtég PBotdAleiog  TTépOC,
oTévwon  aopTtg, OUvOPOPO  aPIOTEPAS
UTTOTTAQOTIKNG KapPdIAG, avwUaAieg QOPTIKAG
Kal TTVEUROVIKAG BaABidag
(van Bon et al., 1993a)
Warsaw ouvdpopuo DDX11 12p11.21 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
EMKOIVWVIa, avoixTég PotdAAeiog  TTOPOG,

TeTpaloyia Fallot
(Alkhunaizi et al., 1993)
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PPP2R5D oxeTigduevn | PPP2R5D 6p21.1 MeookolAlakn ETTIKOIVWVIQ, HECOKOATTIKA
VEUPOQAVATITUEIAKN ETMIKOIVWVia, OIiTTTuxn aopTik PaABida, Patd
dlatapaxn WOEIBEG TPAUA
(Mirzaa et al., 1993)
Alstrom ouUvdpouo ALMS1 2p13.1 MUOKapOIOJUOTTABEIO  VEOYVIKH, TTEPIOPIOTIKA
MuokapdloTTédeia
(Paisey et al., 1993)
ROR2-Related ROR2 9g22.31 MeookolAloky  €TTIKOIVWVia, 100uIK oTévwon
Robinow aoptg, TeTpahoyia  Fallot,  PECOKOATTIKN
ETTIKOIVWVIiA, TTVEUMOVIKA OTEVWON 1 aTpnaia,
arpnoia TpiyAwxivag BaABidag
(Bacino, 1993)
Feingold 1 cuvdpopo MYCN 2p24.3 MeookolAiakn ETTIKOIVWVIQ, QAVOIXTOG
BoTdAAelog  TTOPOG, OTEVWON  TPIYAWXIVOG
BaABidag, dlakeKOUPEVO AOPTIKO TOEO, aTpnaia
TPpIYAWXIVOG BaABidag
(Marcelis and de Brouwer, 1993)
Smith-Magenis RAIL 17pl1l.2 MeOOKOATTIKA ETTIKOIVWVIQ, METOKOIAIOKI)
ouvOpouo gmKoivwvia, TeTpaloyia  Fallot, oTévwon
TPIYAwXIvag BaABidag, oTévwon MITPOEIdOUG
BaABidag, utrepBaABIdIK) OTévwon QOPTAG,
TIVEUMOVIKF OTEVWON
(Smith et al., 1993)
NKX6-2 oxemi{Ouevn NKX6-2 10926.3 2uyyeveic kapdloTrédeleg
dlatapaxn (Chelban et al., 1993)
Thanatophoric FGFR3 4p16.3 MeoOKOINIOKA ETTIKOIVWVIA, KOIVOG apTnEIakog
Dysplasia KOPHOG, Batd woeldég TpAHT
(French and Savarirayan, 1993)
Trichohepatoenteric SKIV2L 6p21.33 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
ouvOpouo TTC37 5915 emKoivwvia,  ditrtuxn  aopTikh  BaABida
TeTpaloyia Fallot
(Fabre et al., 1993)
ANKRD17 oxeti¢opevo | ANKRD17 4913.3 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA

VEUPOQVATITUEIAKO

ouvopouo

EMKOIVWVIa, OUOTTAACTIKI) aopTIK BaABidaq,

BaTd WoEIBES TPAUO
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(Sveden et al., 1993)

EPG5 oxemi¢ouevn EPG5 18912.3- MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
dlatapaxn g21.1 ETTIKOIVWViQ, Batd WoEIdEG TPAMA,
UTTOTTAQOTIKO  0OPTIKO  TOEO,  averTdpkela
MITPOEIdOUG BaABidag
(Dafsari et al., 1993)
MaidIaTpIKn YEVETIKN TALDO1 11p15.5 >uyyeveic kapdloTTadeleg
XOAOOTATIKI NTTATIKA TTC26 7934
vOOO0g (Amendola and Squires, 1993)
Cantu cuvdpouo ABCC9 12pl2.1 21évwon aopTikng PBaABidag, diTrTuxn aopTIKN
KCNJ8 12pl2.1 BaABida, avermrdpkeia MITPoEIdOUG PBaABidac,
avoIXTOG BotdAAegiog TTOpog, didTacn piag Kal
aviouoag aopTig
(Grange, Nichols and Singh, 1993)
Chondrodysplasia ARSL Xp22.33 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
Punctata 1, X-Linked ETTIKOIVWVIA, OTEVWON TIVEUUOVIKNG apThpiag,
AVOoIXTOG BOTAAAEIOG TTOPOG
(Braverman et al., 1993a)
LTBP4 oxemiCouevn LTBP4 19g13.2 MeookolAlakn ETTIKOIVWVIQ, HMETOKOATTIKA
Cutis Laxa ETTIKOIVWVIAQ, oTévwon TTEPIPEPIKNG
TIVEUHOVIKAG apTtnpiag, OucAsiToupyia
BaABidwv kapdidg Adyw duoTrAaciag
(Callewaert and Urban, 1993)
Cutis laxa FBLN5 14932.12 Mveupovikr uTTEpTaon
(OMIM 219100)
Sotos ouvdpouo NSD1 5g35.3 MeookolAIaKA ETTIKOIVWVIQ, METOKOATTIKN
EMKOIVWVIa, avoixtég PotdAAeiog  TTOPOG,
UTTOTTAOCIa apIoTEPAG KOIAiag, didTaon aopTrG
(Tatton-Brown and Rahman, 2007)
Bohring-Opitz ASXL1 20911.21 MeookolAiokn ETTIKOIVWVIQ, MECOKOATTIKA
ouvOpouOo ETTIKOIVWVIA, UTTETPOYia KapdIAG
(Russell et al., 2023)
X-Linked FLNA Xq28 MeookolAiokn ETTIKOIVWVIQ, MECOKOATTIKA
Otopalatodigital ETTIKOIVWVIA, amo@pagn Tou Xwpou ££600u TG

Spectrum diaTapaxEg

0e€IGg KoINiag
(Robertson, 1993)
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1921.1 Recurrent ~1.35-Mb 1921.1 MeookolAlakn ETTIKOIVWVIAQ, HECOKOATTIKA
Microdeletion heterozygo EMMKOIVWVIA, avoixtég BoTtdAAeiog  TTOPOG,
us deletion KOIVOG apTnpIokdG KOPHOG, OITTTUXN QOPTIKN
BaABida, TeTpaloyia Fallot, didtacn aviouoag
aopTNG, I0BUIKNA OTEVWON Oa0PTAG, aVETTAPKEIQ
aopTIKAG PaABidag, OIOKEKOUHEVO  AOPTIKO
1660, oOTévwon  Tveupovikng  BaABidag,
METABEON Twv MPeEYAAWV ayyeiwv, avwuaAn
£k@uon TnG 0€gIdg oTeaviaiag apTnpiag
(Haldeman-Englert and Jewett, 1993)
TBC1D24 oxetifoueveg | TBC1D24 16p13.3 ATA£E0D0G BeCIA KoIAia
dlaTapaxEg (Mucha et al., 1993)
16p12.2 Recurrent 520-Mb 16p12.2 YTTOTTAQOTIKY apIioTePry KApPdId, HUECOKOIAIOKN)
Deletion heterozygo ETTIKOIVWVIA, avoixTdg BoTtdAAegiog Tépog, Batd
us deletion woeIdég TpAMa, OiTrTuxn aopTik BaABida,
oTévwon aopTikAG BaABidag, TeTpaioyia Fallot,
artroudia otrioBiou Trepikapdiou
(Girirajan et al., 1993)
Johansson-Blizzard UBR1 15915.2 >uyyeveig KapdIoTTabeIeg
ouvOpouo (OMIM 243800)
CASK OxeTICOuEVEG CASK Xpll.4 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKN
dlaTapaxEg gTmKoIvwvia, TeTpaloyia Fallot
(Moog and Kutsche, 1993)
CHST3 oxeti{duevn CHST3 10g22.1 Mikprig €ktaong OSuoTTAacia Twv KapSIoKWY
okeAeTIKA duoTTAaoia BaABidwv TTOU 0dNyEi O¢ aveTTdpKeIa
(Superti-Furga and Unger, 1993)
Diamond-Blackfan GATA1 Xpll1l.23 MeookolAiakn ETTIKOIVWVIQ, HMECTOKOATTIKA
Avaiyia RPL5 1p22.1 ETTIKOIVWVIa, 1I00UIKA OTEVWON a0pThG
RPL9 4pl4 (Sieff, 1993)
RPL11 1p36.11
RPL15 3p24.2
RPL18 19913.33
RPL26 17p13.1
RPL27 17921.31
RPL31 2ql11.2
RPL35 9033.3
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RPL35A 3929
RPS7 2p25.3
RPS10 6p21.31
RPS15A 16p12.3
RPS17 15g25.2
RPS19 19g13.2
RPS24 10g22.3
RPS26 12g13.2
RPS27 1g21.3
RPS28 19p13.2
RPS29 14921.3
TSR2 Xpll.22
2UVOPOWO HE COX7B Xg21.1 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
HIKpO@BaAUia Kal HCCS Xp22.2 ETTIKOIVWVia
YPOUMIKEG OEPUATIKEG NDUFB11 Xpl1.3 (Morleo et al., 2005)
dlaTapaxEg
CHKB oxeTi¢dpevn CHKB 22013.33 MeOOKOATTIKA ETTIKOIVWVIAQ, TTPOTTITWON
HUTKH duoTpogia MITPOEIdOUG  BaABidag, avoixTog POoTAAAEIOG
TTOPOG
(Chan and Nishino, 1993)
Meacham cUvdpopuo WT1 11p13 AvwpaAn eKBoAR TTVEUHOVIKWY QAERWV
(Lipska-Zietkiewicz, 1993)

Weill-Marchesani ADAMTS10 | 19p13.2 Mveuhovik  oTévwan, QOPTIKA  OTéEvwOoN,
ouvOpouOo ADAMTS17 | 15026.3 avoIxToéGg  PoTAGAAEIOg  TTOPOG,  TTPOTITWON
FBN1 15921.1 MITPpOEIBOUG BaABidag

LTBP2 14924.3 (Marzin, Cormier-Daire and Tsilou, 1993)
SLC25A24 Fontaine SLC25A24 | 1p13.3 MEeGOKOIATTIKN ETTIKOIVWViIQ, QavoIXTOG
Progeroid ouvdpopo BotdAAeiog TTépog, diTrTuxn aopTikr BaABida,
OUOTTAQOTIKEG KaPDIOKES BaABideg
(Velasco, Olney and Starr, 1993)
2uyyevig duokepdtwon | ACD 16922.1 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
KAl OXETICOPEVES CTC1 17p13.1 ETTIKOIVWVia, d1aTaTIK) JuokapdIoTTateia
BloAoyikég dlaTapaxEg DKC1 Xq28 (Savage and Niewisch, 1993)
TWV TEAOUEPWV NAF1 4932.2
NHP2 5035.3
NOP10 15q14
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PARN 16p13.12
POT1 7q31.33
RPA1 17p13.3
RTEL1 20913.33
STN1 10924.33
TERC 3026.2
TERT 5p15.33
TINF2 14912
WRAP53 17p13.1
ZCCHCS8 12g24.31
Branchiooculofacial TFAP2A 6p24.3 Tetpahoyia Fallot, uECOKOATTIKN] ETTIKOIVWYViaQ
ouvOpouOo (Lin, Haldeman-Englert and Milunsky, 1993)
Coffin-Siris cuvdpouo ARID1A 1p36.11 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
ARID1B 6025.3 emKoIvwvia, TeTpaloyia  Fallot, avoixtdg
ARID2 12912 BoTdAAglog TTOPOG
DPF2 11913.1 (Schrier Vergano et al., 1993)
PHF6 Xq26.2
SMARCA2 | 9p24.3
SMARCA4 | 19p13.2
SMARCB1 |22g11.23
SMARCC2 | 12qg13.2
SMARCE1 | 17g21.2
SOX4 6p22.3
SOX11 2p25.2
Microcephaly-Capillary | STAMBP 2p13.1 MeookolAlakn ETTIKOIVWVIQ, METOKOATTIKA
Malformation ZUvdpouo ETTIKOIVWVIQ, avoixXTtdg BoTaAAelog TTOpog, Batd
WOEIBEG TPAMA
(Carter et al., 1993)
RRM2B Mitochondrial RRM2B 8g22.3 MeookolAlakn ETTIKOIVWVIQ, UTTEPTPOYIa
DNA Maintenance apIoTEPNG KOIAIOG
Defects (Lim et al., 1993)
Nicolaides-Baraitser SMARCA2 | 9p24.3 2Tévon TIVEUPOVIKAG  apTnpiag, avoixTtog
ouvdpouo BOTAAAEIOG TTOPOG, MECOKOATTIKI) ETTIKOIVWVIAQ,
OITTAG 00opTIKO TOEO, I0BMIKA OTEVWON A0PTHG
(Abdul-Rahman, 1993)
Baller-Gerold RECQL4 8g24.3 MeookolAlakn eTTIKoIvwvia, TeTpaAoyia Fallot
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ouvdpouo

(Van Maldergem et al., 1993)

Treacher Collins POLR1B 2gq14.1 MeGOKOATTIKA ETTIKOIVWViIQ, QAVoIXTOG
ouvOpPOouOo POLR1C 6p21.1 BoTdAAeI0G TTOPOG, PHECOKOINIOKE ETTIKOIVWVIA

POLR1D 13qg12.2 (Katsanis and Jabs, 1993)

TCOF1 TCOF1
MpwToTTaBng ODAD2 10mm12.1 MeTdBeon Twv PeydAwv ayyeiwv , OITTAECODOG
duoKIvNoia KPOOTWV CCDC39 30;26.33 0e€Id KOINia, JIaKEKOUMEVN KATW KOIAN QAERa

CCDC40 170;25.3 og ouvduao b e eTEpOTOCiA.

CCDC103 179;21.31 | (Knowles, Zariwala and Leigh, 2016)

ODAD1 19q;13.33

ODAD3 191113.2

CFAP298 21q;22.11

CFAP300 11g;22.1

DNAAF1 16q;24.1

DNAAF2 14q;21.3

DNAAF3 19g13.42

DNAAF4 15g21.3

DNAAF5 7p22.3

DNAAF11 8g24.22

DNAH1 3p21.1

DNAHS5 5p15.2

DNAH8 6p21.2

DNAH9 17p12

DNAH11 7p15.3

DNAI1 9p13.3

DNAI2 17g25.1

DNAL1 14924.3

FOXJ1 17g25.1

LRRC56 11p15.5

NMES8 7pla.l

OFD1 Xp22.2

PIH1D3 Xg22.3

RSPH1 21922.3

SPAG1 8qg22.2

TTC25 17921.2

ZMYND10 | 3p21.31
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FBN1 oxeTi{opevo FBN1 15921.1 MpdéTrTwon pITpocIdous BaABidag, didracn NG
Marfan ouvdpopo QOPTNAG OTO ETTITTEDO TWV KOATTWYV Tou Valsava,
TPOTITWON TPpIYAWXIVOG BaABidag, S10ykwon
NG £yyUG TIVEUUOVIKAG apTnpiag
(Dietz, 1993)
Avaipia Fanconi BRCA1 17921.31 MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
BRCA2 139g13.1 gMKoIvVwvia, avoixtég PBotdAleiog  TTépOC,
BRIP1 17923.2 I00UIKN) OTéEVWOn aopTNg, Situs inversus
ERCC4 16p13.12 (Mehta and Ebens, 1993)
FAAP100 17925.3
FANCA 16924.3
FANCB Xp22.2
FANCC 9q22.32
FANCD2 3p25.3
FANCE 6p21.31
FANCF 11p14.3
FANCG 9p13.3
FANCI 15026.1
FANCL 2pl6.1
FANCM 14921.2
PALB2 1p12.2
RAD51 15g15.1
RAD51C 17922
REV7 1p36.22
RFWD3 16g23.1
SLX4 16p13.3
UBE2T 1g32.1
XRCC2 7036.1
FREM1 oxengdueveg FREM1 9p22.3 MeookolAiokn ETTIKOIVWVIQ, TIVEUMOVIKA
O1aTaPAXEG(AUTOCWHIKS oTévwon
UTTOAEITTOUEVO (Li and Slavotinek, 1993)
TTPOTUTTO)
Campomelic Dysplasia | SOX9 17924.3 >uyyeveig KapdIoTTaBeIEg
(Unger, Scherer and Superti-Furga, 1993)
Thiamine-Responsive SLC19A2 1924.2 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA

Megaloblastic Anemia

ETTIKOIVWVia
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Syndrome

(Sako, Tsunogai and Oishi, 1993)

RNU4atac-opathy RNU4ATAC | 2q14.2 MeookolAiakn ETTIKOIVWVIQ, HMECOKOATTIKA
ETTIKOIVWVIA, I0OUIKA OTEVWON AopTrG
(Duker et al., 1993)
Encephalocraniocutane | FGFR1 8pl11.23 loOuIKA oTEVWwon aopTAg
ous Lipomatosis KRAS 12pl2.1 (Moog and Dobyns, 1993)
Microcephalic PCNT 21g22.3 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
Osteodysplastic ETMIKOIVWVIa, BaTd woeIdES TPra
Primordial Dwarfism (Duker et al., 2021)
Type I
FBXL4-Related FBXL4 6016.1- MeookolAlakn ETTIKOIVWVIaQ, METOKOATTIKA
Encephalomyopathic gl1l6.2 ETTIKOIVWVIA, avoixTog BoTtdAAgiog Tépog, Batd
Mitochondrial DNA woeldéc TpAua, TeTparoyia Fallot, averrdpkela
Depletion Syndrome TpIYAWXIVag BaABidag
(Almannai et al., 1993)
NKX2 oxeTI{OpeVES NKX2-1 14913.3 MeookolAlakn ETTIKOIVWVIQ, HMECOKOATTIKA
dlaTapaxEg ETTIKOIVWVIA, BaTO WOEIBES TPRUA
(Patel and Jankovic, 1993)
Jacobsen guvdpouo contiguous | 11g23.3- 2UVvOPOUO apIOTEPNG UTTOTTAACTIKAG KOIAIOG
gene g25 (OMIM 147791)
deletion
LEOPARD oUvdpouo PTPN11 12924.13 AuoTtrAacia aopTIKAG Kal PITpogidoug BaABidag,
RAF1 3p25.2 TIVEUUOVIKA OTEVWOT), QVETTAPKEIA TTVEUNOVIKNG
BRAF 7934 BaABidag, METOKOATTIKA ETTIKOIVWVIAQ,
METOKOIAIOKL ETTIKOIVWViQ
(OMIM 151100, 611554, 613707)
Carpenter auvdpopo RAB23 6p12.1- AvoIXTOG BOTAAAEIOG TTOPOG
pll.2 (OMIM 201000)
Mucopolysaccharidosis | IDUA 4p16.3 Avettdpkeia piTpogidols BaABidag, averTdpkeia
type IH (Hurler 00PTIKNG BaABidAG, BATO WOEIBEG TPAHA
oUvOpPOO) (OMIM 607014)
Mucopolysaccharidosis | IDUA 4p16.3 AopTIKr] oTévwon
type IS (Scheie (OMIM 607016)
oUvOpPONO)
Pseudoxanthoma ABCC6 16p13.11 MpoTTwon uITpogidoug BaABidag
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elasticum XYLT1 16p12.3 (OMIM 264800)

XYLT2 17921.33
Adams-Oliver DLL4 15qg15.1 MeookolAiokA eTTikoIvwyvia, TeTpaloyia Fallot,
ouvOpouo 6 OVWHOANIEG Twv MPeyGAWV ayyeiwv Kal Twv

BaABidwv Toug
(OMIM 616589)

Mivakag: Zuvdpoua Kai dlaTapaxEG TToU OXETICOVTAI JE OUYYEVEIC KOPOIOTTADEIEG.

4.4

TAZINOMHXH XYITENQN KAPAIOIIA®GEIQN

H tagivéunon Twy ocuyyevwv kapdlotrabeiwv(ZK) ytropei va givai:

1.

o]

AVATOMIKA: N OUadOTTOINCN TWV CUYYEVWY KAPDIOTTABEILY OF ETTINEPOUG OUADES
BaoiCeTal otV avatopiky avwuolia TTou diamoTwvetal. Qotdoo, yia va ivai
XPAOIUN N Katatagn autr Ba TTPETTEl va CUPTTEPIAQUBAveEl TV Baputnta Tng
BAGBNG kKaBwg Kai TIG ETTINEPOUG OUVODEG BAGBEG.

KAIVIKR: n KAQOIKA Tagivounon Twv cuyyevwyv kapdiotradeiwv Baoifetal otnv
OIAKPION TOUG Of KUAVWTIKEG KAl OKUOVWTIKEG ME PAon TO TTOC00TO TNG
0&UaINOOPAIPIVNG TOU QiJOTOG  OTTWG METPIETAI UE QVTIKEIPEVIKO TPOTIO ME TO
TTOAMIKO  OGUUETPO. 2ZTIC KUAVWTIKEG ouyyeveic  Kapdlotrdbeieg  ouvavTape
KEVTPIKOU TUTTOU Kudvwon kabwg Adn amd Tnv 0opTl O KOPEOWOSG TNG
aigoo@aipivng o€ ofuydvo gival XaunAog. I1d1aiTepn TTPOCOXH ATTAITEITAI WOTE N
dIdyvwon TNG KUAvwong va unv  yivel ge BAon  TO UTTOKEIYEVIKO XPWHO TOU
0éppaTog TOu KOABWG n amoéxpwaon Tou OEPUOTOG OE OUVOUOOWO HE TO €AV
OUVUTTAPXEl avaldia 1 TTOAUKUTTapaldia eTnpeddel TNV TENIK atTdXpwon TOu
oéppatog. Ta Opia  PETALU  KUAVWTIKWY KAl OKUAVWTIKWY  OUYYEVWV
Kapdiotrabeiwy dev gival oTeyavd KaBwG gival dBuvaTo pIa KUGVWTIKA HOPPr] OTTWG
n Ttetpaloyia Fallot va TTapoucidletal WG OKUOVWTIKA Yo OUVTOPO XPOVIKO
dIdoTNUa KAl OUVAMQ, MIO OKUGVWTIKA HOP®H OTTWG OTEVWON TIVEUHOVIKAG
BaABidag va TTapouciaoTEl WG KUAVWTIKA ETTI  €yKATAOTAONG TTVEUPOVIKAG
uTTéPTAONG.

OUOo TTaPATTAVW TAEIVOUAOEIG €POCOV OUVOUAOTOUV HETAEU TOUG TTPOKUTITOUV

TTOAAQTTAOI CUVOUQGCHOI CUYYEVWY KAPBIOTTABEIWY OTTWG KUAVWTIKEG WE aTTdé@pagn,

OKUQVWTIKEG PE ETTIKOIVWVIA KAl GAAEG. ZUVETTWG OTav €geTACoUpE €va TTaidi ival

aTTOPAITNTN TOCO0 N AVATOMIKN KATATagN 600 Kal KAIVIKA TNG TagIivOunon TNV €KAOTOTE

XPOVIKH OTIYHN O10TI yia Hop@ry cuyyevoug KapdIoTTABEIag PTTOpEl va JETATTEDE ATTO

TNV JIa Katnyopia oTnv GAAN KaBwg PeTaBAAAETal N AIPOBUVANIKA TG CUMTTEPIPOPG

o€ ouvdapTnon Ke Tov Xpovo. IMevikdTepa 10XUEI N TTAPAKATW KATNyoploTToinon:

KuavwTikEG ouyyeveig KapdIoTTABEIEG:
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1. coBapéc atro@PaKTIKEG PAGREG OTTWG aTpnaia TPIYAWXIVOG

2. avavTIOToIXiEG OUVOETEWY OTTWG PETABEON PHEYAAWY ayyEiwV

3. evOOKAPDIAKEG ETTIKOIVWVIEG PE DEEIOAPIOTEPT] DIAPUYH)

4. ouvduaopoi Twv TTapatTavw OTTw¢ cofapr TeTpaloyia Fallot

AKUQVWTIKEG OUYYEVEIG KAPDIOTTABEIES:

1. Amag kal ETpiag BaputnTag PaABIBIKWY OTEVWOEWV OTTWG OTEVWON TPIYAWXIVAG, TIVEUUOVIKAG
2. OTEVWOEIG ayyEiwv OTTWG I0BUIKN OTEVWOT A0PTAS

3. evOOKaPOIAKES 1 EEWKAPBIAKES ETTIKOIVWVIEG HE ApPIOTEPODECIG DIaPuyr OTTWGS JECOKOATTIKA/UECO

4.4.1 ENIKOINQNIEZ (SHUNTS)- ANAMIZHZ AIMATOZX
Emikoivwvieg opifovtal o1 guyyeveic KapdIoTTABEIEG OTIC OTTOIEG N MOVN i N Kupiapxn

QVATOMIKA avwpaAia TTou KaBopilel TNV alJodUVAIKY KAl CUVETTWG TNV KAIVIKE €IKOVa

gival n TTapouaia €TmKoIvVwViag YETAU Twv OUO KUKAOQOPIWY TNG TTVEUMOVIKAG Kal

OUOTNUOTIKAG  KUKAOQOPIaG ME TV HOPQPA MECOKOATTIKNG , MECOKOINIOKNG

ETTIKOIVWVIAG 1) ETTIKOIVWVIOG TWV ayyeiwv (aopToTTVEUHOVIKE). MTTOopEi va gival hikpou

£WGg onUAvTIKOU peYEBOUG.

Alpgoduvapikn:

H aipoduvapikr NG eTIKOIVWVIAG £6apTaTal a1Td dUO TTAPAYOVTEG:

1. 10 PéyeBoG TNG €vOOKAPDIOKNG N £EWKAPDIAKAG ETTIKOIVWVIAG dpa 0 OYKOG TOU
QipaTog TToU dIaQEUYEL.

-MIKPOTEPEG ETTIKOIVWVIEG TTEPIOPICOUV TOV OYKO aiuaTtog TTou dlo@elyel atrod
TNV JIa KukAo@opia oTnv GAAN otroTe dev etTnpeddeTal dueca n dlagopd Twv
TMETEWY,

-MEYAAEG ETTIKOIVWVIEG ETTITPETTOUV TNV EAEUBEPN por| aipaTog peETAgU Twv dUo
KUKAOQOPIWV YEYOVOG TTOU ETTNPEACEI TIG TTIECEIG TWV U0 KUKAOPOPIWV KaBWG
givar peyaAlTePOog O OYKOG aipatog TTou n KABe KukAogopia KaAegitar va
OIOXEIPIOTEI,

2. Tnv dlagopd PETALU TNG TTiEONG TNG OUCTNMATIKAG KOl TIVEUROVIKAG KUKAOQOpPIag
OTO Onueio NG emKolvwviag. TlMapadooiakd n  Trieon TNG OUCTNPATIKAG
KUKAoQopiag eival peyaAUTepn atrd Tnv TTiECN TNG TIVEUNOVIKIG KUKAO®OPIOG,
OTTOTE n «QIUATIKA porl €xel KateuBuvon amd apioTePd TPOG Ta  OEeCIA
(apioTepodedia diaguyn-left to right shunt). Qotéoco o€ TepITTWON MIKPOU
MEYEBOUG XpOvIag ETTIKOIVWVIAG 1 HEYAAOU EYEBOUG TTIKOIVWVIOG ,eykaBIdpueTal
oTadIOKA TIVEUMOVIKI UTTEPTAON ME OTTOTEAECOHA Tnv OTAdIOKA €giocwon Twv
mMECEWY Twv OU0 KUKAOQOPIWV (au@ITTAEupn aipaTik por})) kai Adyw Tng
OUVAMIKOTNTAG TOU QAIVOUEVOU ME TNV TTAP0od0 Tou XPOvou Kal avaAoya pE TO

HEyeBog NG BAABNG (peyaAutepn BAGBN, AiydTepog Xpdvog/pikpdtepn BAARN,
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TEPIOTOTEPOG XPOVOG) eykabioTaTal To cUVOPOUO Eisenmenger pe ammoTéAeoua n
aIJaTIK PoA va €xel kateuBuvon ammd de€Id TTPOG Ta APIOTEPA(DEEIOQPIOTEPN
dlaguyn-right to left shunt).
MNa 10 XPOVIKO OIA0TNUA TTOU ETTIKPATEI N aploTEPOodegId dlaguyn TTPOKEITAl yia
OKUQVWTIKEG OUYYEVEIG KaPDIOTTABEIEG, WOTOOO OTAV ETTIKPATACEI N OELI0APIOTEPN
dlapuyn TOTE YETATPETTOVTAI O€ KUOVWTIKEG KABWG TO N 0EUYOVWEVO aiga odnyeital

OTnNV CUCTNUATIKA KUKAO®OPpIA.

4.4.1.2 MeookoAmikn emikoivwvia(Atrial Septal Defect- ASD)

EikOva: ATTEIKOVION HEGOKOATTIKAG
ETTIKOIVWVIAG e dlaguyn aigaTog atrod
aploTePd TTPOG Ta OECIA.

(https://www.heart.org/en/health-

topics/congenital-heart-defects/about-

congenital-heart-defects/atrial-septal-

defect-asd)

EmdnuioAoyia:

H pepovwuévn HECOKOATTIKN ETTIKOIVWYVIO aTTOTEAED TNV BeUTEPN TTIO CUXVH HOP®PN
ouyyevoug KapdioTrdbeiag avTirpoowTtrelovtag 10 10% autwv. QoTtdoo, 10 85-90%
aQuTwV KAgivouv autépaTa péxpl TNV nAikia Tou evog €toug  (Hoffman and
Kaplan,2002). Avahoya e To @UAO n ouxvOoTtnTa OTa BrAca GToua cival 2:1 o€ oxéon
ME Ta GppEVa.

AvVaTOMIKA TrEPIYPAQN:

To YECOKOATTIKO dId@payua oxXnUaTiCeTal HETA TOV TOKETO £QOCOV TO TTPWTOYEVEG KAl
TO QEUTEPOYEVEG DIAPPAYUO EVOWNATWOOUV PE TOV GAEBWON KOATTO WOTE va KAEIOEI
T0 WoeIdEg TpAua. O1 PECOKOATTIKEG ETTIKOIVWVIEG avAAoya MPE TO €VTOTION TG
MECOKOATTIKAG ETTIKOIVWVIAG dIAKpivovTal O€:

1. TlpwToyEVEIG PECOKOATTIKEG ETTIKOIVWVIEG(ASD primum): n €mMKOIVWVIO BPIOKETaI
XOUNAG o€ KOVTIVI] ammooTacn amo TIG KOATTOKOIAIOKEG BaABideg (TpIyAwxIva Kal
MITPOEIdNG A diyAwxiva). Epdcov uttdpyel duoTrAacia Tng UITpogidoug BaABidag
TOTE N AVWHOAIQ AUTH KATATAOCETAI OTNV OUAdA TWV EAAEINATWY TWV KAPBIOKWY
TTPOOKEPOAQiWY 1 OYKWHATWY. Apopd 10 15-20% OAWV TWV HPECOKOATTIKWV

emkoivwviwy. Eivar mBavév va cuvdudletal pe avemmdpkela TnG MITPOEIOOUG
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BaABidag pe atroTéAeopa va auAveTal n TTieon eviOg TOU ApIoTEPOU KOATTOU Adyw
TTOAVOPOUNONG TOU QiATOG ATTO TNV ApPIOTEPA KOIAIa Kal va auédveTal o BaBudg
apIoTEPODELIAG DIAPUYIG.

2. AeutepoyeveiG PECOKOATTIKEG ETTIKOIVWVIEG (OStium secundum): n €TTIKOIVWViA
BpiokeTal OTO PEOOV TOU HPECOKOATTIKOU Odla@pdyuatog Otmou 1o HEyEBOg NG
EMKOIVwVIag TToIKINel ammd  pIkpd  (Batd  woeldég TpAua) Ewg  MPeEYAAo
(OeuTepoyeVNG PECOKOATTIKY eTTIKOIVWVIA). A@opd TO0 75% Twv HECOKOATTIKWV
ETTIKOIVWVIWV.

3. EAMAcipata @AeBwdoug KOATTOU (Sinus venosus): evtoTrieTal oTnv eKBoAR TNG dvw
N K&TW KOIANG QAEBag atrd Tov Oe€I6 KOATTO Adyw avwuaAng ouvévwong Tou
PAeBwWOOUG KOATTOU pE Tov Bei KOATTO. QOTOOO UTTAPXEI DUCXEPEI OTO Va TEBEI N
Oldyvwaon Adyw TNG B€ong TNG ETMIKOIVWVIAG. ZUuXVA OUVUTTAPXEI ME QVWHOAN
€KQUON TIVEUUOVIKWV QAEBWV atmd Tov O€€I0 KOATTO avTi atmmd Tov aploTePO.
AQopd 10 5% TWV HECOKOATTIKWY ETTIKOIVWVIWV.

4. EMAcipata ote@aviaiou kKOATTou (coronary sinus): n didyvwon Jtropei va TeOei
OTav aTTeIKOVICeTal DIEUPUPEVOS OTEQAVIAIOG KOATTOG, €TTITTAéOV N aploTeph dvw
KOIAl QAEBa ekBAAAel oTov apIoTEPO KOATTO HE ATTOTEAECPA TnVv TITWON TOU
KOPECHOU OgUAINOoPAIPIVNG TOU aipaTtog o€ 0EUYOvo AOYwW TNG O£gIoapIoTEPNG
OIaPUYAG.

5. MeOOKOATTIKEG ETTIKOIVWVIEG KOVTA O0TNV €KBOANR TNG Gvw 1] KATW KOIANG OAEBOG.

(Menillo AM et al, 2022) (l'eppavakng et al., 2015)

Ostium
secundum

Eikéva: Ameikévion Twv TOTTWV  TNG

£00KOATTIKAC ETTIKOIVWVIAC .
Tricuspid H ne S

valve (https://www.sciencedirect.com/topics/medi

cine-and-dentistry/atrial-septal-defect)

Coronary
sinus

MaBoguaoioloyia:

H PECOKOATTIKA ETTIKOIVWVIO QVAKEI OTAV KOTNYOPid TWV AKUAVWTIKWY OUYYEVWV
KapdioTraBeiov Kai  apXikd odnyei oe apioTepodelid dlaguy amd Tov apioTEPO
KOATTO TTPOG ToV 0€gId KOATTO KATA TNV @ACN TNG S100TOANG TNG KAPdIAG. ZTadIoKé Je
TNV TTAP0dO TOU XPOVO OPWG o1 BECIEG KOIAOTNTEG dlaTeivovTal Kal UTTAPXEl augnon

OYKOU QipaTog OTNV TIVEUMOVIKH KUKAo@opia. QoTdéoo OTav n evooBwPOKIKN Trieon
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MEIWVETAI KATA TNV QVOTTIVEUCTIKO KUKAO €ival duvatdv va trapartnpnBei diagpuyr) atrd
Ta Oe€Id TTPog Ta apIoTEPd. TO KATG TTOCO QOPTWVETAI N TIVEUUOVIKA KUKAOQOpIa
eCapTartal atrd 10 PEYEBOG TNG MECOKOATTIKAG ETTIKOIVWVIAG, ATTO TV EVOOTIKOTNTA TWV
KOINWV KaBwg Kal amd TIG avTIOTAoEIg Twv OU0 KUKAOQOPIWY dnAadh Tng
OUCTNMATIKAG KAl TG TIVEUPOVIKAG. AOYw Twv PeydAwv dykwv TTou N de€Id Kapdid
KaAgiTalr va dlaxeipioTei TTaparnpeital utreptpogia TG 6€€IA¢ Kolhiag Adyw augnong
TWV OIACTOAIKWY OYKWV QiaTOG TTOU KOAEITal va OIOXEIPIOTE, TEANIKA €TTIKPATEN N
oegloapioTepr] diaguyr Kal n TTVEUNOVIKI UTTEQTAON. Z€ TTPOXWPNMEVESG TTEPITITWOEIG
AOYW NG xpoviag empPdapuvong TG Oe€IAg KUKAoPopiag KaTtaAnyel o€ Oe€Id Kapdlakn
QVETTAPKEIQ N OTToia emMIdEIVWOVETAI OTTO TNV UTTapén TNG TTVEUMOVIKNG uTTéptaong. (Le
Gloan et al., 2018) (leppavdkng et al., 2015)

MeveTikA aiTioAoyia:

Atrial Septum
defects
NKX2.5
GATA4
TBX20
MYH6

TBXS

Eikéva: Emypappatiky avagopd Twv yovidiwv TTou
EXOUV aveupeBei O€ OIKOYEVEIEG HE HECOKOATTIKEG

emkoivwvieg. (Vecoli et al., 2014)

H peCOKOATTIKA eTmIKoIvwvia Katd Bdon eugavidetal ue oTTopadiko TPOTTIO , WOTOCO
MEAETEG €xOuV ATTOBEIGEI OTI O€ KATTOIEG OIKOYEVEIEG UTTOPED éva Kal JOVO yovidlo TTou
KANPOVOUEITAl UE QAUTOOWHMIKG ETTIKPATH TPOTTO va TIPOKAAECEl TOV QAIVOTUTTO.
(Johansson and Sievers, 1967; Zettergvist, 1960; Zettergvist et al., 1971) (Marla J.
F. O'Neill, 2012) Apxikd, petaAAGéeig Tou yovidiou ASD1 1o oTroio BpiokeTal OTO
XPWHOCWUA 5p, TTPOKAAET TTPWTOYEVI) MECOKOATTIKN eTTiKovwyvia (OMIM 108800) kai
KAnpovoueiTal e QUTOOWMIKG €TTIKpaTh TpoTTo. ‘Etteira petaAAdgeig Tou yovidio
GATA4 (OMIM 600576) TTou €dpAleTal OTO XPWHUOOWUA 8p23 Kal KWAIKOTTOIE Evav
KPiOIuO  pETAYPO@IKO TTapAyovTa yia Tnv  avamrtuén g Kapdidg, TTPOKOAEI
MECOKOATTIKA  €TTIKOIVwvia TUTTOU 2 (ASD2) Kai KAnpoOVopEiTal PE AUTOOWHMIKO
emkpatr TpoTutto. Mia mlavr) yeTAAAagn TTou £xel TauToTroinBei TrepIAauBavel pia
MN  TTapavonuatikl  PETAAAaEn avtikatdoTtaong, oT10 Kwdikévio 886 oT1TOU
avTIKOTAoTAONKE N youavivn atmmd adevivn yeyovog TTou odnyei oTnv avTikaTdoTaon
NG YAukivng ammé oepivn oTn Béon 296 pe ammoTéAecua TNV PEiwan TNG IKAVOTNTAG
mPocdeong oto DNA kal dpa Tnv avacoToAn TnG PETAYPAPIKAG Tou dpacTnEIdTNTOG
(Garg et al., 2003a). QoT1é0c0 e BAon PIa PeTayevEDTTEPN MEAETN BEV TEKUNPIWONKE N
ouvdeon METOEU auTAG TNG METAAAOENG Kal TNG  EUPAVIONG  PECOKOATTIKNG

emkoivwviag. (Ramegowda et al.,, 2007) ‘Emeira pia aAAn petdANaén peTatéTNIoNg
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TAQIGIOU OTO &V AOYW YOVidIo €xel WG OTTOTEAEOUA €va TTPOWPO  KWOIKGVIO
TEPUATIOPOU, ETTOUEVWG KWOAIKOTTOIEITAI £va TTPOIGV TO OTTOI0 €ival HPETAYPAPIKA
adpavéG KAl OXeETICeTal pPE TNV eKOAAWON TNG OUYKEKPIPEVNG OUYyyEVOUG
KapdloTrdBelag. AANN PeTAAAOEN atToTeAE N diaypagn TG youavivng otnv Béon 1075
TOU g&wviou 5 n oTToia OpOoIWG 0dnyei oTov idIo PaivéTuTro. (Hirayama-Yamada et al.,
2005) EmmAéov, un TrapavonuaTikéG METOAAGEEIC oTo  TBX5 yovidio dpouv
avaoToATIKG oTnv aAAnAeTTidpacn PeTagl Twy TTPoidvTwy Tou TBX5 kai Tou GATA4
yoviSiwv TTPOKAAWVTAG HECOKOATTIKN emmiKovwyvia (Garg et al., 2003a). EirpdoBeTa
, METaAAGEEIC un vonuaoTikég  (Gutierrez-Roelens et al.,, 2006), TTapavonuaTIKEG
(Hirayama-Yamada et al., 2005), aAAayng TTAaiciou avayvwong (Watanabe et al.,
2002) oto CSX yovidio 1o otroio BpiokeTal 010 Xpwuocwupa 5935 (Turbay et al.,
1996) «kai kwdikotroiei TNV NKX2.5 homeobox mpwTteivn ouoyertiCovial Pe Tnv
onuIoupyia OeUTEPOYEVOUG HETOKOATTIKOU Odlappadypatog (OMIM  108900). To
TEOTUTTO  KAnpovounong cival  autoowikd  emkpatég. ‘Emeara 10 NKX2.5
aAAnAoemdpd pe TO TTPOiGv Tou Yyovidiou TBX5 dnuioupywvrag Tmoavd éva
OUMPTTAOKO A€ITOUpYiag TTou aTTapTifeTal atrd Ta TTPOoIOVTA TwV Yovidiwv GATA4, TBX5
kal CSX. (Schott et al., 1998) H atrAoaveTTapKeIa o€ OTTOIOOATTOTE ATTO TO TTAPATTAVW
yovidla Ptropei va odnynoel o€ avwuoAieg Tou JECOKOATTIKOU dlappdyuarog. ( Marla
J. F. O'Neill, 2012) Ev ouvexeia, 1o yovidio MYH6 (myosin heavy chain-6 gene)
Bpioketal 010 XpWHOowWUa 14011-12 Kal eKQPAZETAl KUPIWG OTOUG KOATTOUG NG
Kapdidg, ol MPETOANGEEIC TOU OTIOIOU €XOUV WG QTTOTEAECUA TNV  dnuioupyia
OEUTEPOYEVOUG ECOKOATTIKOU Slagpdyuartog (OMIM 614089). (Ching et al., 2005b)
Mo ouykekpigéva n PETAANAEN avTIKATAOTOONG TNG I00AEUKIiVNG aTTO aoTrapayivn
oTtnv 8¢éon 820 (1820N) Tou MYHG6 yovidiou OxeTi(eTal UE TOV OUYKEKPIPMEVO QAIVOTUTTO
Kal TTapdAAnAa 10 yovidio TBX5 puBuicel Tnv ékppacn Tou MYH6 pe amrotéAeopa
METAANaypéveg pop@ég Tou TBX5, Ommwg autég aveupiokovtal oto Holt-Oram
oUvOpONO, va xavouv Tnv IkavotnTa pubuiong tou MYH6. Etepdluyeg peTaANGEeIg
oT1o yovidlo TBX5 mrpokaAolv 1o oUvdpouo Holt- Oram (Basson et al., 1997, Li et
al.,1997) (Garg et al., 2003a) kai oxeTiCovral PE BIATAPAXEG TNG OUVEXEIOG TOU
MECOKOATTIKOU dlappaypaTog. Mo ouykekpipgéva 1o TTpoidv Tou TBX5 kal To NKX2.5
TTPOCdEVOVTAI ATTEUBEIOG OTOV UTTOKIVNTH) TOU YOVIOiou TTou KwdIKOTToIEl TO cardiac-
specific natriuretic peptide precursor type A (NPPA), wotéco n petdAagn G8OR
(avmikatdoTaon yAukivng atmd apyivivn) oto TBXS yovidio odnyei og amoTuxia
OUVEPYIOTIKAG  EVEPYOTTOINONG TOU  UTTOKIVNTA  aQutoU e  OTTOTEAECHO  va
OnuIoupyouvTal KapPOIOKES aVWHOAIEG 0TO 75% Twv aoBevWV Kal avwdaAieg Twv Gvw
dkpwv o€ TTooooTd 100% Twv acBevwv. (Basson et al., 1999. Ada Hamosh ,2018)
(Li et al., 1997c) (Anne M. Stumpf, 2011) (Ching et al., 2005) Emiong, 10 yovidio
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TBX20 10 OTT0i0 £DdPALETAI OTO XPWHOOWHA 7pld avhKel OTNV OIKOYEVEID TwWV T-box
YoVISiwV Kal KWOIKOTTOIE TTPWTEIVEG TTOU £XOUV TOV POAO UETAYPAPIKWY TTAPAYOVTWY
oTtnv diadikaacia Tng opyavoyéveons (Meins et al., 2000) kal o€ TTEPITITWON TTOU PEPEI
ETEPOCUYEG METANNGEEIC OTTWG O AVTIKOTAOTACEIG TNG I00AEUKIVNG ATTO PEBeIovivn
(1152M) , 1nG yAoutapivng o€ KwdIKOvIo ARgNg (Q195X), TnG I00AEUKivNG aTTO
peBeovivn  (1121M) T16TE OnUIOUPYEITAI QAIVOTUTTOC HECOKOATTIKAG  ETTIKOIVWVIAG
(OMIM 611363). (Kirk et al., 2007; Posch et al.,, 2010) (Patricia A. Hartz, 2013)
AkoAoubwg, 10 yovidio ACTCL Bpioketal oto Xpwpocwua 15914 kar eTepdluyeg
METOAAGEEIC O aQuTd TTPOKAAOUV OEUTEPOYEVH] WECOKOATTIKA emmikoivwvia (OMIM
612794). H yevotutrnon pe Tnv Pondeia YIKpodopu@opwy BEIKTWY ATTOKAAUYE TNV
ummapén MIag amAOTUTTIKAG TTeEpIoxnS 15.1cM oT1o yxpwpoécwua 15913-g21 Trou
oxeTiCeTan pe autov Tov QaivoTtutro. (Matsson et al., 2008) (Marla J. F. O'Neill, 2009)
To yovidio TLL1 BpiokeTal 01O XpwWHOCWHA 4932, KWOIKOTTOIE MIO HETAAAOTTPWTEACN
Kal  eTePOlUYEC METOANGEEIC O0€ aQUTO TTPOKOAOUV  OEUTEPOYEVH] UECOKOATTIK
ETMIKOIVWVIa he TOavo oxnuaTtiopd aveupuopatog (OMIM 613087). Mo cuykekpipéva
EXOUV aveupeBei  TTOPAVONUATIKEG METAOAAAEEIC OTTWG n avrikataoTaon Tng
peBelovivng atrd Asukivn otn B€on 182 (M182L) , Tng BaAivng atrd alavivn otn B£on
238 (V238A) , TnG 100Agukivng até BaAivn otn Béon 629 (1629V) TTou odnyouv GTov
ev AOyw @aivoTuTtro. (Stanczak et al., 2009)(Marla J. F. O'Neill ,2009) ETiTTpocB£TWG,
10 yovidio CITED2 gival TOTTOBeTNPEVO OTO XpwHOOoWHA 6023.3 Kal JETaANAEEIG O€
QuUTO JTTOPEI va TIPOKOAEOOUV EiTE OEUTEPOYEVH] HECOKOATTIKI ETTIKOIVWYVIO €TE
eMeippata @AeBwdoug kKOATTou (OMIM 614433). Mo Cuykekpiuéva, TTPOoOnkn 27
Ceuywv Bdocwv odnyouv oTnv TTPooBnRKN 9 VEWV APIVOEEWVY OTO TEAIKO TTPOidV TOU
yovidiou petagu TnG yAukivng otnv Béon 178 kai Tng ogpivng otnv Béon 179
0dNYwWVTaG O€ DEUTEPOYEVH NECOKOATTIKN £TTIKOIVWYVia. ETriong, diaypagr] 6 {suywv
Baoewv atmd 10 yovidlo odnyei og diaypagry dUo auIvoEEwy, TNG ogpivng otnv Béon
198 kai TNG YAukivng otnv 8éon 199, odnywvtag o€ eAAEippaTa GAEBWOOUG KOATTOU.
(Ada Hamosh, 2017) (Sperling et al., 2005) (Marla J. F. O'Neill, 2012) ‘Etreita, 10
yovidio GATAG KWOIKOTTOIEI HETAYPOPIKEG PUBUIOTIKEG TTPWTEIVEG Kal £dpAdeTal OTO
Xpwuoowpa 18qgll, o1 peTaAAGEEIC TOu oOTToiou odnyouv O€ OEUTEPOYEVH
MECOKOATTIKA €mmkoivwvia (OMIM 614475). ‘Exel TtautotmoinBei  TTOPAvVONUATIKN
METAAAGEN OTO yovidio autd  TTOU KANPOVOUEITAI PE TO QUTOOWMIKO ETTIKPATEG
TIPOTUTTO OTNV OTToIa N avTIKAaTdoTaon TNG youavivng ammd ahavivn otnyv B6éon 551 tou
efwviou 2 odnyei og avTikatdoTacon Tng oepivng otnv Béon 184 amd aotrapayivn
(S184N) otnv TTEPIOXN €vepyoTToinong TnG TpwrTeivng. (Lin et al., 2010) Mia opdda

METAAAGEEWY O€ auTd TO YOVidIO TTPOKOAOUV TTAYKPEQTIKY AYEVEDIA KOl YECOKOATTIKN
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EMMKOIVWVIA  METOEU GAAAWV  CUPTITWHATWY TToU  dlagépouv  avaloya peE Tnv
MEAETWMEVN UETAAAAEN:

- eTepdCuyn de novo PeTAAAQEN avTikaTAoTAONG TNG adevivng atrd youavivn otnv
Béon 1354 Tou €Cwvio 4 Tou GATAG yovidiou TTou odnyei o€ avTIKOTACOTAON TNG
Bpeovivng ammd ahavivn otnv Béon 452 (T452A) otnv Trepioxn Tpdodeong TG
TpwrTeivng pe To DNA.

-eTepOCuyn de novo PeTdAAagn diaypagrg 8 Ceuywv Bdoewv oTo €€wvio 5 odnyei o€
aAAayr TTAaigiou avayvwaong Kal dnuioupyia TTPOWPOU KwOIKOVIOU TEPUATIOHOU TNG
METAQPpPAONG.

-eTeEPOCUYN de novo PETAAAAEN avTIKaTaoTaoNG TNG KUToCivng atmé Bupivn atnv Béon
1366 Tou e€wviou 4 odnyei oe avrikatdoTaon TNG apyivivng amod KuoTeivn oTnv Béon
456 (R456C) atnv mrepioxr Tpoéodeong oto DNA .

-eTEPOCuyn de novo PETAAAAEN avTiKaTaoTaong Tng youavivng amod adevoaivn atnv
Béon 1367 Tou e€wviou 4 odnyei O0g avTIKAtaoTaon TNG apylvivng ammo 1oTiIdivn atnv
B¢éon 456 (R456H) oTnv mTepioxn Tpoadeang TnG TTpwTeivng ato DNA

- €TepOluyn de novo PeTAAAaEN avTikaTdoTaong Tng adevivng atmd youavivn oTnv
Béon 1396 Tou e€wviou 4 odnyei g AVTIKATACTACN TNG GOTTAPAYIVNG ATTO ACTTAPTIKG
0&U oTnv Béon 466 (N466D) oTtnv Trepioxn TTPOodeong TNG TTpwTeivnG ato DNA

- €TepOluyn de novo PEeTAAAQEN avTikaTdoTaong Tng youavivng amo adevivn otnv
Béon 1399 Tou e€wviou 4 odnyei og avrikatdoTaon Tng alavivng atmo Bpeovivn oTnv
Béon 467 (A467T) otnv meploxn Tpdadeong Tng Tpwrteivng ato DNA(Allen et al.,
2011)

-eTepOCuyn dlaypagr 2 feuywv Bdocwv (1504delAA) oTto e§uwvio 4 emTnpeddel Tnv
IKavoTnTa TTP6adeong Tou TrpoidvTog (Yorifuji et al., 2012)

-eTEpOCUyn de novo diaypagry 1 Celyoug Bdocwv  amotéAecua Tnv dnuioupyia
aAAayng Tou TTAQICIOU avAYVWONG HE OCUVETTEID TTPOWPO KWOIKOVIO TEPUATIOPOU
(Val358Cysfs34Ter) (Yu et al., 2014)(Marla J. F. O'Neill ,2014)( Marla J. F. O'Neill,
2012)

To yovidio HAND1 TT0oU €3pddleTal OTO XPWHOCWHA 5033.2 KAl KwOIKOTTOIEI évav
METAYPOQIKO TTapdyovTa TTOU €ival aTTapaitnTog yia Tnv avamTuén tng kapdidg(Riley,
Anaon-Cartwight and Cross, 1998). MetaAAd&elg oto yovidlo auté TTPOoKaAoUv
TTOIKIAIQ OUYYEVWYV KaPBIOTTABEIWV OTTO JECOKOATTIKEG ETTIKOIVWVIEG £WG TO GUVOPONO
TNG UTTOTTAQOTIKNAG O€EIAG 1 aploTePAS Kapdidg (OMIM 602406). Mo cuykekpipéva,
Mia JETAAAOEN TTOU TTPOKaAEi aAAayr Tou TTAaigiou avayvwong, Adyw diaypa®nig NG
youavivng amd tnv B8éon 376 , £xel TauToTTOINBEl OTI OXETICETON PE TNV EPQPAVION

UTTOTTAQOTIKAG  KolAiag. (Reamon-Buettner et al., 2008; Reamon-Buettner et al.,
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2009) (Marla J. F. O'Neilll

,2012) Ta Trdved yovidiwv TToU Ba TTEPIEXOUV T

OUYKEKPIYEVA yovidia gival duvaTtdv va Katadeicouv TIG HETAANGEEIG OE auTd.
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H KAIVIKA €IKOVa TNG JECOKOATTIKAG ETTIKOIVWVIAG £¢apTaTal atrd 1o pEyeBog TNG, TNV
eVOOTIKOTNTA TWV KOIAIWV KOl TIG AVTIOTACEIG TwV OUO KUKAOQOPIWY TToU KabBopifouv
Tov Babud TG apioTePOdECIAG DIAPUYNG. 2&€ OAPKETEG TTEPITITWOEIS ME  MIKPA
MECOKOATTIKA €TTIKOIVWVIO O acBeveiG €ival aCUPTITWHATIKOI WG TV evnAIKiwon.
2TOdIOKA ME TNV EYKATAOTAON TNG TIVEUPOVIKNG UTTEPTOONG TA CUPTITWUATO
mepIAapBdvouv ducTIvoia aTnv TTPOOTTABEIa, aduvapia, Kudvwaon, TTANKTPOSAKTUAIA,
OUYKOTT], aiocbnua TToAPwY Kal appuBuieg Adyw d&idtaong Twv KOATTWvY. Me tnv
TTAPodO TOU XPOVou €yKaBIoTATAl TO CUNTITWHATA TG KAPOIOKAG AVETTAPKEIAS OTTWG
aoKiTn, TTEPIPEPIKA OIOAUATA KAl NTTATOCTTANVOUEYAAIa.

AlayvwoTIKA TTpoocéyyion:

duoikn egétaon:

Kard tnv didpkeia Tng akpodaong eivar akouotd €va crescendo-decresendo
OUCTOAIKO QUonua TUTTOU £€WBONONG OTNV £0TIG AKPOACNG TNG TTVEUNOVIKNG BaABidag
AOGyw auénong Tou OGYKOU TOU QiOTOG TTOU WOEITalI TNV TTVEUNOVIKI) KUKAOQOpia Kal
oT1a0epOG 1 TTaPAdOgog dIXAOUOG Tou OeUTeEpoU Kapdlakou Tévou Adyw TNng
KaBuoTepnuévng OUYKAIONG TNG TIVEUMOVIKNAG BaABidag. e mepimTwon HeyaAng
apIoTEPODECIAG BIaPUYNG OIOTTICTWVETAI TTPWIYO 1 HECO OI0OTOANIKG KUAICHO OTO
aploTePO OTEPVIKO Oplo. (Mepuavdkng et al., 2015) Otav eykataoTaBei TTVEUUOVIKA
uTrépTaon €ival akouoTdg S4 TOVOG PE aKOuoTO QUONUA AOYw QVETTAPKEIAG TNG
TIVEUUOVIKAG BaABidag.

ATreIkovIoTIKEG péBodol:
AkTIVvOoypa@ia:

H akTivoypagia Bwpaka acuxvd TTPOKUTITEl QUOIOAOYIK] OTAV TO HMECOKOATTIKO
ENeIpa gival pIkpo. QOTOCO O€ TTEPITITWOEIG ONUAVTIKAG ETTIKOIVWVIAG, TTApATNPEiTal
auénon TNG AINATWONG TWV TTVEUPOVIKWY QYYEIWV Kal TIPOTTETEIA TTVEUROVIKOU KWVOU.
Ta epIpepIkG ayyeia givar opatd (ypauués Kerley B) kai og Tpoxwpnuéva otadia
@OPTIONG TWV  KAPSIOKWY KOIANOTATWY  atrelkovifeTal N kapdid e  auénuéveg
dlaotdoelg. (Mleppavakng et al.,, 2015) Ze TePITTTWON SEUTEPOYEVOUG PECOKOATTIKAG
ETTIKOIVWVIOG ME QVETTAPKEID TNG MITPOEIOOUG BaABidag diatTioTwvovTal aunUEVES
0100TACEIG TOU OpPIOTEPOU KOATTOU. Ze TTEPITTTWON uTrowiag Holt Oram Bewpeital
XpNoiun n dievépyeia akTivoypagiag Tou TTpooBeBAnuévou dvw Akpou yia TNV akpifni

aTTEIKOVION TNG TTaBoAoyiag autou.
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Eikéva: AkTivoypagia Bwpaka acBevougs e
MECOKOATTIKN ETTIKOIVWViQ GTNV OTTOia QaiveTal
n au&¢non Tou KapdI0BwWPAKIKOU OEiKTN Kal N

augnuévn algaTWwon TWV OYyYEiwV OTIG TTUAEG

TwvV TIveupodvwy.(Jones J, 2010)

Ytrepnyxokapdioypagia:

H péBodog autr Bewpeital TTEPIOGOTEPO euaioBNTN Kai €10IKA yia TV didyvwaon oxl
MOVO Twv O1a0TACEWY TOU HECOKOATTIKOU €AAgipatog, Twv dlaoTtdoewyv TnG Oe€Idg
KOINiag Kal KOATTOU aAAd Kal Twv TTIECEWV TwV OeCIWV KOIAOTATWY yia TBavr @oOpTIoN
oykou Tng 0¢€idg kolhiag. EmmrAéov diagaiveTal n TTOPOUCia ouvOdWY AVOTOMIKWY
AVWHPOAIWY TTEPAV TOU HECOKOATTIKOU €AAgipatog. H ekTipnon Tng OuvatoTnTag
Bepatreutikig  TTapéuPaong oe  TaldId  yivetal  emmiong MéOw NG
uTTEPNXOKAPSIOYPAPiag, wWoTOO0 O€ HEYAAUTEPEG NAIKIEG AUTEG O TTANPOPOPIES
MTTOPOUV va atrokTnBouv péow Tng dloico@Ayeiag utrepnxokapdioypagiag H xprion
Tou Doppler BonBd oTnv diatioTwon TNG KaTEUBUVONG PONG dIaPETOU TOU EAAEINATOG
KaBwg Kal n moavoTnTa UTTapgng TEPIOPIOTIKAG eTTIKoIVwviag. (Mepuavakng et al.,
2015)

Eikéva: YTrepnxoypa@ikr atrelkévion
pMEoOKOATTIKOU eAAgipaTog. (Revels and
Wang, 2019)

x

B

HAekTpokapdioypdenua(HKI):
To nAekTpokapdioypdenua cival QUOIOAOYIKO O€ TTEPITITWON MIKPAG MECOKOATTIKAG
EMKOIVWVIAG. QOTO00 0€ HEYAAUTEPEG ETTIKOIVWVIEG DIATTIOTWVETAI N UTTEPTPOPIA TWV

oe€lwv KoIAOTATWYV. o ouykekpipyéva oe TTePITITwon didtaong Tou de€lol KOATTOU
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OIOTTIOTWVOVTAI

oguaixua uywnAa P. Emiong ptTopesi

va  OUVUTTAPXEI

aTeAg

QTTOKAEIONOG TOU BEEIOU OKEAOUG HE €IKOVA ISR OTIG OECIEG TTPOKAPDIEG ATTAYWYEG.

IMI

DN TR e

AvTiBeTa gival TBavo va uttdpxel apioTep oTpoen Tou dgova Adyw uTTEPPOPTWONG

Eikéva: Atreikévion areAolg
ATTOKAEIOUOU TOoU O£€I0U OKEAOUG [E
eIkova rSR og V1,V2,V3 kai eupu S
og V5,V6,1, Avl (https://litfl.com/right-
bundle-branch-block-rbbb-ecg-
library/)

TNG apIOTEPAS KOIAIAG, €UpnUa XAPAKTNPIOTIKO OTIG TTPWTOYEVEIG UECOKOATTIKEG

ETTIKOIVWVIEC TTOU  UTTOpEI

va odnynoel

oc TIPWTOU PaBuol  KOATTOKOIAIOGKO

ATTOKAEIONO. QOTO0O 0t OEUTEPOYEVH] MECOKOATTIKA ETTIKOIVWVIO ouvavTidue Oe€id

oTpopny Tou dfova. Eivar xprioiun n oievépyeia 24wpou Holter puBuol waote va

EVTOTTIOTEI N TTapoucdia Tuxov appuBuIwY OTTWG KOATTIK HAPMOPUYH, KOATTIKOG

TITEPUYIOUOGS KAl TTAPOEUCHIK KOATTIKI) Taxukapdia.

it oo A

)
! }de;\,»," AP
" L
M8 e b 0
A A AR AT AR A N S
t

Eikéva:

HAekTpokapdloypdenua  evog
TTadlol 7 ETWV ME EUPEYEDN
MECOKOATTIKI]  €TTIKOIVWVIO  OTO
oTroio dlagaivovTtal Ta ogUaIXHa
p Kopara, o) ateAng
QATTOKAEIOPOG TOU oeglou
okéAoug Kai n de€Id oTPOPR TOoU

agova.(Gopalakrishnan, 2017)

Eikéva: Znueio crochetage oTig
amaywyég I, Il kar aVF: TTpokerTal
yIO TNV EYKOTTA KOVTA OTNV KOPUYH)
ToU R KUPOTOG TO OTTOI0 guvavTaTal
ouxva o€ ao0EVEIG UE JETOKOATTIKN
emkoivwvia. EmirAéov @aiveTai n
0e€1a aTpo@r| Tou dfova pe BeTIKA
QRS oTig ammaywyég 1L, Avf kai
apvnTiké QRS oTtnv I.
(https:/itfl.com/crochetage-sign-
ecg-library/)




MayvnTiK Kal a§ovIK Topoypa@ia Kapdidg:

H payvnTikr Kai agovikr] Topoypagia Kapdidg atmmoTeAouv XpACIPEG PeBSdoUG yia
TNV ameikdévion Tou okpIBoug HeyéBoug  Kal  EVTOTTIONG TNG  MECOKOATTIKAG
ETTIKOIVWVIAG. EKTINA TIG dIaOTACEIG TOU BEEIOU KOATTOU KAl KOIAIOG, TOUG OYKOUG TTOU

KaAoUVTal va SIaXEIPIOTOUV KABWG Kal TNV AsIToupyia Twv dU0 KUKAOQOPIWV.

4.4.1.2 MeookolAlakn emikoivwyvia ( Ventricular Septal Defect-VSD)
EmdnuioAoyia:

H pepovwpévn  pecokolNiakr —emmikolvwyvia atroteAei 10 20% Twv  OUyyeEVWV
Kapdiotrabeiwv. Evwy 10 TTooooTd avépyetal oTo 50% OTav aveupiokeTal oTo TTAQICIO
ouvouaopévwy  BAaBwyv. Katd ouveErTela  ammoTeAei TNy ouxvOoTeEPn OUYYEVA

kapdiotrdBela. (Yang et al., 2012b; Nepuavdkng et al., 2015)

VSD Blood from
body Blood to
Right | * lungs
atrium
Left
~ atrium
Blood from I
body
Eikéva: Avarmapdotaon PECOKOINIAKAG
Blood from
Right | lungs ETTIKOIVWVIiaG
ventricle =\ . . . .
(https://childrensnational.org/visit/conditio
Ventricular Left _
Septal * ventricle ns-and-treatments/heart/ventricular-
Defect
septal-defect-vsd)

AvVATOMIKA TrEPIYPAPN:

To peookolAiakd Ola@payua TTPOKUTITEI aTrd TNV EVOWMATWON TOU MUIkKoU Kal

MePBpavwdoug dlo@pdypaTog. O1 HECOKOIAIGKES ETTIKOIVWVIEG DIAKPIVOVTAI OF :

1. EAMAcipoTta TOU pePBpavwdoug TuAuatog — TrepiEUPpavwdnsg (membranous,
perimembranous) Tou PECOKOIAIOKOU OlIaQPAYHATOS: a@opd TO HEUBPAVWOES
THAMO TOU PECOKOIAIOKOU BIoQPAYUATOG HE eTTEKTACN TTEPIE TOU SlappAyHaTog,
TA OTTOIA £XOUV TACT AUTOMATNG OUYKAEIONG.

2. EMAcipara Tou puikoU Tufuatog(muscular) Tou pecokolAlakou dlappAayuaTog:
Alagppayuaro¢ €iod6dou(inlet): evrotmion AUECA KATW OTTO  KOATTOKOINIOKEG
BaABideg. ‘Evraén oe eMAeipata kapdliakwyv TTPooKe@aAaiwy. Qotdéoco dev
TTOPOUCIACOUV TAOH QUTOUATNG CUYKAEIONG.

Aokidwodoug diagppayuarog(trabecular): pikpoU pey€éBoug pe TGon autoOPATNG
OUYKAEIONG.
Aiagppadyuarog e€6dou(outlet): eivar atrotéAeopa AavBaopévng eubuypdupiong Kai

€Vong TNG HUWOOUG PE TV PEPPBPavVWON Poipa TOU HECOKOIAIOKOU SIo@PAYUATOG.
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Doubly committed
Subarterial VSD
(AKA Subpulmonary, Outlet,

supracristal, and Conal eptal) Eikéva: Atreikévion Twv moavwv

i WV~ NG MECOKOINIKAG
ETTIKOIVWVIAG.
(https://pedecho.org/library/fetal/F

et-VSD)

Membranou s) Muscular VSD

Inlet VSD Muscular VSD (AKA Trabecular)
(AKA Trabecular)

FeveTikn aiTioAoyia:

Ewéva: Arneucovion tov vrevbovov
Ventricular Septum yovidiwv mov 0dnyodv e
defects pecokoliokn emkowvovia. (Vecoli et
NKX2.5 al., 2014)
GATA4
TBX20
TBXI
TBXS

To yovidio GATA4 T10 oTroio BpiokeTal O0TO XpwHOoWPa 8p23 TTapoudidlel pia
€TEPOCUYN METAANAOEN N oTToia 0dnyei o€ peookolAiok emmikoivwvia (OMIM 614429).
To Tmpoidév Tou yovidiou autoU avAkeEl OTnv olkoyévelad Twv GATA OUVOETIKWV
TTPWTEIVWV TTOU ATTOTEAOUV HETAYPA@IKOI TTAPAYOVTEG TTOU €AEYXOUV TNV €K@PAcH
TWV yovIdiwv. ZuyKkekpiyéva 1o yovidlo GATA4 kwdikoTrolgi éva TTpoidv To OTT0io
puBuiCel Tnv diagopoTtroinon Tou puokapdiou (Durocher et al., 1997; Zhang et al.,
2008). Mia TrapovonuaTiki JeTAAAagN (missense) R43W oTo yovidio autd odnyei o€
éva peTaypa@ikd TTPOIOV PEIWNPEVNG dPACTIKOTNTAG O OXEOon PE TNV Ayplou TUTTOU
TPWTEIVN 0dNywvTag 0€ PECOKOIAIOKY €TmKoivwvia. (Peng et al.,, 2010). 'Exel
TauTtoTroINBei pia PETAAAQEN o€ eTepoluywTia TTOU a@opd Tnv QvTIKATACTAON TNG
youavivng otnv Béon 1075 atrd adevivn o1o €§wvio 6 Tou yovidiou auTtou TToU €XEl WG
QTTOTEAECPA TNV AVTIKATAOTOON TNG YAUKivng otnv B€éon 359 amd Aucivn (E359K) oe
Mia upnAd ouvtnpnuévn Trepioxr Tou C-TeAIKOU AKpou PE aTTOTEAECOUA TA PEAN TNG
OIKOYEVEIOG TTOU PEPOUV TNV PETAANAEN auTr) €Xouv TTEPINEPPRPAVWON PMECOKOIAIOKA
emKoivwvia. EiTAéov, pia etepofuyn PeTAAAAEN avTIKOTAOTOONG TNG KUTOCIVNG OTNV
B¢éon 1325 amd Bupivn oTo €§WvIo 7 Tou idIou yovidiou 0dnyei o€ avTikardoTaon Tng

aAavivng otnv Béon 442 atrd BaAivn (A442V) otnv uwnAd ouvtnpnuévn TrEPIOYK TOU
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C-TeNlkoU dKpou e OUVETTEID TNV OnMIoupyia TTEPINEPPPAVWAOUG UECOKOIAIOKNG
ETMKOIVWVIag pe dlaguyn aigaTog atrd apioTepd TTpog Ta degid. EmmpoobeTa uia
METAAAOEN avTikaTtdoTaong TnG KuTtooivng otnv Béon 1220 amrd adevivn TTou agopd
évav TTaIdIaTPIKO a0Bevh JE HECOKOINIOKHA ETTIKOIVWVIA 0dnyei o€ avTIKATAOTOON TNG
TpoAivng otnv Béon 407 amd yAoutapivn (P407Q) o1o C-TeAikO dkpo. TEAOG éxouv
TautotroiNBei dUo emTTAéov PETAANGEEIC aQVTIKATAOTOONG TNG youavivng otnv Béon
886 amd kutoaivn Kal TNG KuTooivng oTnv Béon 127 amd Bupivn TTou €xouv wg
atmmoTéAeopa avTikatdoTaon Tng yAukivng otnv Béon 296 amd apyivivn Kal NG
apyivivng otnv B8éon 43 ammd TpuTIToPAvVn AvTIOTOIXA, ME QAIVOTUTTIO JECOKOIANIAKNG
ETMIKOIVWVIAG Kal oTnv deUTepn TTeEPITTTWoN TrePINEPBpavwdn. (Zhang et al., 2008;
Peng et al., 2010; Wang et al., 2011a) To yovidio CITED2 10 o1r0io BpickeTal aTO
XpwHoocwua 6924, To otroio £xel amrodeixBei o1 diadpauaTifel onuavTikd poAo aTnv
kapdioyévean pubuifovtag Tnv dpdon Twv HIF1A® kai TFAP2C*. Mo ouykekpiyéva,
oe évav acBevr) Pe TTEPINEUPPOAVWON PECOKOIAIOKA ETTIKOIVWYVIO OTO €EWvio 2 TOU
yovidiou autoU diammoTwonke diaypaen 27 {euywyv BAcewy o€ TEPOCUYN KATAOTAON
yeyovog TTou £XEl WG aTToTEAEOUA TNV dlaypaen 9 apivoéwy (serl70_glyl78del) atrd
TO TENKO TIPOIOV TO OTToi0 Trapouadiale peEIWPEVN EVEPYOTNTA HE QVTIKTUTIO TNV
MEIWMEVN evepyOTNTa TwV TTapayoviwyv HIF1A kar TFAP2C. (Sperling et al., 2005)
To yovidio NKX2.5 10 otroio Bpioketal otnv Tepioxn 5935.1 mmapdyel pia TTpwrTeivn-
METAYPAPIKO TTAPAYOVTA N OTTOoIa TTEPIEXEI KAPDIAKSO OUOIWTIKO KOUTI Kal aAANAETIOPA
pe Ta TBX1, TBX5 kai TBX20 ye amotéAeopa va gival e§aIpeTIKA ONPOVTIKA 0TNV
avaTTuén Tou Kapdiayyelokou cuaTiuaTtog. O akOAouBeg eTepdluyeg HETOAAAEEIS OTO
yovidlo auto éxouv aveupeBei OTI CUOKETICOVTAI E TOV QAIVOTUTTO TNG HMECOKOIAIOKAG
ETTIKOIVWVIAG:

- avTIKOTAOTOON TNG KuTooivng otnv Béon 848 amd adevivn oto €§wvio 2 odnyei o€
avTikardoTaon NG TPoAivng otnv Béon 283 amd yAoutauivn (P283Q)

-avTIKOTAoTOON TNG KUTOoivng oTnv B€éon 175 amd youavivn odnyei o€ avrikatrdotaon
NG TTPOoAivng oTnv B¢on 59 atrd ahavivn (P59A)

-avTIKOTAOTOON TNG KUTOOoivng oTnv B€éon 998 amd youavivn odnyei o€ avTikatdotaon
TNG TTPOAivng oTnv Béon 257 o€ alavivn (P257A)

(Peng et al., 2010; Wang et al., 2011b; Chen et al., 2010)

To maveA yovidiwv TTOoU TTEPIEXEI TA CUYKEKPIMEVA yovidla PTTOpEl va KOTadEILEl TIG
avwTEPW PETAANGEEIC. TTEpav TwV onuEIaKWY PETAANGEEWY O€ yovidla, N UTTOAOPTIKN

MECOKOIAIOKE ETTIKOIVWVIO XWPIG TTVEUMOVIKI] OTEVWON CUVAVTATAlI O€ TTEPITITWON

3 TIpoKertan yio. TV TPOTEIVIKY VITOOUAS0. TOL ETEPOSIHEPODS HETaypopucoD mapdyovta HIF mov
eunepiéyel PAS domain kot katéyel TpotayovicTikd pOAO 6TNV KLTTOPIKT andvinoT o cLVONKEG
vro&iog

* TIpoteivn 1 omola &xEl POLO HETAYPOPUCOD TOPEYOVTA OTNV SI0SIKOGIO TNG OPYOVOYEVESTC
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Tplowpiag 18 N 13. TENOG N MECOKOINIAKN ETTIKOIVWYVIA CUVOVTATAlI 0¢ TTANBwpPa

OUVOPOUWYV OTTWG avaAUBNKE OTO TTPONYOUNEVO KEQAAQIO.

Ewéva: I'eveakoywd

| O
O€VOPO OKOYEVELNG LE

1 2 3 4
I
HUEGOKOIALOKT] EMIKOVAOVIOL

[ omov ta. atopa V1 kot 11
@Epouv TV 1010 petdAraén
E359K oto yovidio
i GATAA4. (Zhang et al.,
+ 2008)
1
& / @® Vs»

A + Surgery

Ewoéva: T'evealoykd
S€VOPO OIKOYEVELNG IE
LLEGOKOIALOKT] EMKOVOVIQL
omov + : popeig etepoluyng
LETAAAOENG, - : U1 QOpEIS.
(Wang et al., 2011a)

1 —O

-

+
N

I
S
£

1 2
[ D——‘ i .— Ewéva: F'evearoyikd 34vipo
- - & - - OLKOYEVELNG LLE LEGOKOIALOKT|
1 2 3 4 3 6 7 EMKOWVAOVIO TOV PEPOLV TNV
petdAraén p.R43W cto
1] yovidio GATA4. (Yang etal.,
1#| 2= 3 4~ 5 6* 7+ 8~ 9 2012a)
v .
1* 2= 3 4~ 5+

MaBoguaoioloyia:
2¢& OAOUG TouG TUTTOUG PECOKOIAIOKAG ETTIKOIVWVIOG TTAPATNEEITAI AIJATIKA por atrd

Ta apIOTEPA TTPOG Ta OeCIG (apioTePOdEEIG dlaguyn). H aiyoduvauikr Tou @aivouévou
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QuUTOU €EaPTATOI ATTO TO PEYEBOG TOU €AAEINATOG, TNV EVOOTIKOTNTA TWV KOINIWV KOl
TNV QVTIOTOON TWV TIVEUPOVIKWY ayyeiwyv. To yeyovdg 6Tl To aipa dia@elyel KATd Tnv
OIdpKeEIa TNG OUCTOAAG TWV KOINIWV €ival onuavtikd KabBwg 1o dlaguydv diua
kateuBeiav atmd Tnv Oefld KoIAia €IoEPXETAl OTNV  TIVEUPOVIKA KUKAOQOpia e
atroTéAeopa Tnv €MIRApPUVON TNG. AOYW TOU OTI TO KAPDIAYYEIAKO CUOTNUA OTTOTEAEI
éva KAeloTd KUKAWPG n emPBapuvon TnG TIVEUUOVIKAG KukKAo@opiag odnyei o€
EMPBApUVON TWV CPICTEPWYV KAPBIAKWY KOIAOTATWY KAl TNV OTadIaKn eykaTdoTaon
kapdiakng avetrapkelag. (Meppavakng et al., 2015)
AlayvwoTIKA TTpocéyyion:
duoikA e&étaon:

2€ TTEPITITWON MIKPAG JECOKOIAIOKNG ETTIKOIVWVIOG KATd TNV dIAPKEIA TNG akpdaong
OIATTIOTWVETAI OAOCUCTOAIKO (QUONUA TTOU UTTOPEI va cuvodeUeTal atTd YnAdenon
poiCoU HE EVTOTTION APIOTEPG TTAPACTEPVIKA. EAV N PECOKOINIOKA ETTIKOIVWVIQ €ival
MEYAAN TOTE DIATTIOTWVETAI PMECOBIAOTOAIKO KUAIOHA AOyw augnuévng TTVEUMOVIKNG
QAEPBIKAG €TIOTPOPAGS Kal SIXAoUOG Tou deUTEPOU KAPSIOKOU TOVOU, TaUTOXPOVA N
kapdiakr won eival évrovn. ETi avdamrugng TTVEUPOVIKAG UTTEPTAONG O JeUTEPOG
KapdIakoG TOVOG gival HovApNG Kal duvaTtdg o€ Eviaon.
HAekTpokapdioypdenua:

2TV TIEPITTITWON MIKPOU HECOKOINIOKOU €AAEIPATOG DIATTIOTWVETAI  QUOIOAOYIKO
nAekTpokapdioypdenua. QoTO000 O€ HEYOAUTEPEG ETTIKOIVWVIEG UTTAPXEl €IKOVA
UTTEPTPOYIAG TWV APIOTEPWYV KOIAOTATWY. ETTi eykaTdoTaong TTVEUHOVIKNAG UTTEPTAONG
OIATTIOTWVETAI €IKOVA UTTEPTPOYIOG TNG OegIAC KOINOG. & TTEPITITWON TTVEUPOVIKAG
uTTEPTAONG SIATTIOTWVOVTAI EUPAHUATA CUUPBATA YE TNV UTTEPTPOYIa TNG BEEIAG KOIAIOG
(RVH), Mo ouykekpiyéva diatmriotwvovTal uynAd R oTig V4 kai V1, BaBid S kUpata o€
V5 kai V6, aTpo®n Tou agova 1Tpog Ta degid (avaloya pe Tnv nAikia Tou TTaidiouv), R
potiBo og V1 ( pIKpO g Kal wynAd R ) eupnua opkeTd €10ikd yia RVH,TEAOG apKeTa
€I10IKO eupnua atroteAei kal To BeTIKO T otnv V1 kai V4 o€ Taudid atrd 3 nuepwv £wg 6
eTwv. EmrAéov agloloyeital o Adyog R/S o otroiog gival auénuévog oTig V1 kai V2
evw oTnv V6 o0 Adyog autdg eival kKadTtw Tng povadag. (Mattu A,2019 ) (Brady W,
2020) (Straus DG,2021) (Surawicz B, 2008)
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AkTIivoypagia Bwpaka:
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Eikéva: ATeikOvIOn Twv amaywywv o€
TEPITTTWON  UTTEPTPOYIOG TNG  apIOTEPASG
KOIANiaG.

(https://pedclerk.bsd.uchicago.edu/page/vent

ricular-septal-defect )

Eikéva: HAekTpokapdioypdenua
oe Taidi  PE  PECOKOIAIOKN
ETMKOIVWVIQ N ommoia  €xel
TIPOKAAEDEI UTTEPTPOYIa TwV U0
KOIAlwyv.  Ameikévion  wnAwv
olpacikwy QRS  diaoTnuaTwy
omng V2,V3V4 amaywyég. To
Qaivépevo  autd  ovopadetal

Katz-Wachtel. (
https://litfl. com/biventricular-
hypertrophy-ecg-library/ )
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Eikéva: AxTivoypagia Bwpakog o€
Bpé@og 3 unvwv pe dlayvwouEvn
MECOKOINIGK)  ETTIKOIVWVI  oTnv
oTToia gival EMPAVIAG n
Kapdiopeyolia, n TIPOTTETEIQ  TOU
TIVEUMOVIKOU KWVOU Kal n augnuévn
TIVEUMOVIKA alpdtwon.

(Jones,2014)

Mapatnpeital aténon Tou KapdioBwpakikou deikTn Adyw Kapdioueyaliag, TTPOTTETEIA

TOU TTVEUPOVIKOU KWVOU KABWG Kal auénuévn aiddrwon Twv TIVEUHROVIKWY ayyeiwv

OTIG TTUAEG TWV TTVEUHOVWV.

Y1repnxokapdioypagia:

KapdlotdBelag.  ETpOcOeTa  TTPayUATOTTOIEITA

QIJOBUVAIKA TOug eTTIRApUVON.

Eikéva:  Atmeikévion  pong
aiparog d1a TNG HECOKOIANIOKAG
ETMKOIVWVIOG O€ VeEoyvo 23
nuepwyv. (Gaillard,2009)

ATtroTeAei TNV péBodO didyvwang eKAOYNG yia TNV eVTOTTION TOU UEYEBOUG ,Tou TUTTOU
TOU €AAgiJaTOG KOl TNG KaTeEUBuvong TNG pong diauéoou Tou eAAgipaTog. EmimmAéov

gival duvarh n dlatrioTwon TuxOv €MTTAEOV AvWUAAIWY OTa TTAQICIO TNG CuyyEVOUG

MéTPNONn TOUu TAXOUG TwV

TOIXWHATWY KAl TWV TTIECEWV TWV KAPOIOKWY SIAPEPICUATWY WOTE Va SIATTIOTWOE N




4.4.1.3 KoAtrokolAiakn emikoivwvia ( Atrioventricular Septal Defect-AVSD)
EmidnuioAoyia:

AtroteAei TTepiTTou TO 4-5% TOU GOUVOAOU TWV OUYYEVWYV KAPOIOTTABEIWY KOl N
emmimTwon ™G ival 4 ava 10.000 dwvTtavég yevvAoelg. (Reller et al., 2008)
AvaTouIKA TTEPIYPAQN:

Mpodkerrar yia oudda TTabAoewy TTou £TTNPEACEI TA KOATTOKOIAIGKA dIa@PAyHaTa Kal TIG
KOATTOKOIAIOKEG BaABideg. Ta evdokapdiakd TTpooke@dAaia avaduovTal aTo ETTITTEOO
TNG KOATTOKOINIGKAG aUAAKOG WOTE va Xwpifouv TO0 KOATTOKOIAIOKO KavaAl o€ &€egi Kal
apIoTEPO , Avw Kal KATW oxnpatiCovrag TV TPIYAWXIVA Kal TNV PITPoeIdr) BaABida.
Eival amapaitntn n évwon Twv dakTUAiwy Twv dUo BaABidwyv KabBwg Kal N évwaon aTo
Onueio autd ToU PECOKOATTIKOU KAl PECOKOIANIOKOU Ola@PAYMATOS YIO TOV ETTITUXA
oXNUaTiopd Twv evOOKAPDIAKWY TTPOCKEPAAQiWY. ZUVETTWG ATTOTUXIO 0TV OMaAR
évwon Twv Oopwyv Tou TTpoava@gépdnkav  odnyei o€ EAAEINa KapPOIaKWV
TTPOOKEPAAQiwY 1] KOATTOKOIAIOKO KavAaAl. H TTAApNG pop@r TNG ovouddeTal TTARPES
KOATTOKOIAIOKO KOVAAI  Kal  a@opd ouvduaouévn artroTuxia oxnuaTiopoUu  TOu
MECOKOATTIKOU Kl  PECOKOIANIGKOU  JIa@PAyUaTog  WOoTE  va  oxnuarti¢etal  To
KOATTOKOIAIOKO KQVAAI e KOIVA) KOATTOKOIAIOKK) BaABida. o CuykeKpiuéva, UTTAPXEI
TIPWTOYEVEG HECOKOATTIKO ENAEINA O€ OUVOUAOUO PE HECOKOINIOKG EAAEINA TOU XWPOU
€10000U. AUTA N avaTodIKr avwuaAia ovopddetal EAAEINA KAPSIOKWY TTPOOKEPAAQiwY

] OYKWUATWV.

Pulmonary arteries

Left atrium

Right
atrium Common

valve

Eikéva: Amreikévion  TTApoug
KOATTOKOIAIQKOU KavaAiou.

(https://radiologykey.com/atrioventri

cular-canal-defects/ )

Left ventricle

Right ventricle
2TIC MEPIKEG MOPYPEC TNG OuyyevoUg KapdloTrdbelag OIAKPIVOUUE TIG TTOPAKATW
TTEPITTITWOEIG:
MepikG  KOATTOKOIAIOKG  KAVAAI  TTPOKUTITEl ammd  Tnv  UTTapgn TTpwToyEvoUg

MECOKOATTIKOU €AAEINOTOG PE KOIVO OAKTUAIO yia TIG KOATTOKOINIOKEG BaARideg ol
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OoTToieG  €xouv  OIOQOPETIKA oTéuia. EmmAéov  maparnpeital  duoTrAacia NG

MITPoEIdoUG BaABidag (oxioun TNG TTPOOBIag yAwxivag).

Eikéva: Atreikévion MEPIKOU
KOATTOKOIAIOKOU KavaAioU

(https://radiologykey.com/atrioventri

cular-canal-defects/ )

Right antero-superior Superior bridging

Left mural

Eikova: ATreikévion KolvouU
Zones of apposition - o i . .
- Inferior bridging KOATTOKOIAIOKOU — oTopiou.  (Craig,
Right inferior
Common valvar orifice 2006)

MepIKO KOATTOKOIAIOKO KAVAAI TTPOKUTITEl €TTIONG AT TNV UTTAPEN MECOKOIAIOKOU
€AMEINATOG, TO OTTOI0 OTNV TTEPITITWON TTOU KAAUTITETOI ATTO XOPOEG dev odnyei O€

ONMAVTIKA aIgodUVAIKN €TTIRAPUVOTN KAl OVOPAZETAl JETABATIKO.

Eikéva: ATtreikévion
KOATTOKOIAIOKOU  KavaAioU
ME MECOKOINIOKO EAAEIMMQ.
(Craig, 2006) Kal
peTaBaTikou
KOATTOKOIAIOKOU KavaAiou

(https://radiologykey.com/

atrioventricular-canal-

defects/ )

MepikO KOATTOKOINIOKSG  KAVAAI  €XOUPE KAl OTNV  TTEPITITWON  OTTOU N KOIVN

KOATTOKOIAIOKN BaABida xwpileTal Ye TTapouaia IoTou o€ dUO EEXwPIOTA OTOMIA.
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Zone of apposition

Eikéva: ATTEIKOVION ™G KOIVAG
A KOATTOKOIANIOKAG ~ BoABidag n  otroia
woTO00 BI1a0£TEl BUO EeEXWPIOTA OTOMIA.
(Craig, 2006)

Connecting tongue

Separate right and left valvar orifices

ISiaitepn  TTpoooxn xpeldleTar  oTnv  TEPITITwon  Omou  Adyw  TNG  KOIVAG
KOATTOKOIAIOKAG BaABidag o1 dUo KolAieg dExovTal dIaPoPETIKO OYKO QiATOC JE AUECO

QVTIKTUTTO OTNV QualoAoyia Twv dUo KolAiwv. (Meppavakng et al., 2015; Craig, 2006)

FeveTikA aiTioAoyia:

To yovidlo CRELD1 BpiokeTtal 0TO XpWHOOWHA 3p25. ZITAVIEG TTAPAVONUATIKEG
(missense) peTaAAdgelg o€ autd PTTOPET VO TIPOKAAECOUV KOATTOKOIAIOKO KAVAAI OTTWG
n avrikardotaon Tng Kutooivng otnv Béon 4201 atrd Bupivn oTo €§wvio 9 n oTToia
odnyei og avTikatd@oTaon Tng apyivivng otnv Béon 329 amd kuoteivn (R329C) ue
OTTOTEAECPO va OIGKOTITETAI O OICOUAQIOIKOG OEOUOG TNG TTPWTEIVNG, WOTOCO N
METAAAOEN auTh d1aBéTel aTeAry dIEIoOUTIKOTATA. AAANeG TTApaAAQYEG TTOU £XOUV
aveupebei gival n avTikatdoTtaon Tng Kutooivng otnv Béon 4148 amd Buuivn oTo
e€wvio 9, Tng youavivng otnv Béon 1566 amrd adevivn 010 £€wvio 3, TNG youavivng
otnv 6éon 1240 amd adevivn oto e€wvio 10 o1 otToieg 0dnyoUlv OE AUTA TNV CUYYEV
kKapdiomdBela. EmimTAéov, 6TTwG Ba avagepBei aTnv CUVEXEIA, TTANPEG KOATTOKOIAIOKO
KavaAl ouvavtatal o€ Taidid ye ouvdpopo Down kal HETAAAGEEIG OTO yovidio auTd.
EmmpdoBeta €xel aveupeBei ouoxETion peTally PeTaAAGEEWY OTO yovidlo auTd Kal
KOATTOKOIAIOKOU KavaAiou o€ aoBeveic pe ouvdpouo 3p. (Robinson et al., 2003;
Zhian, Belmont and Maslen, 2012; Ackerman et al., 2012)( Hartz,2002) To yovidio
GJA1L BpiokeTal 0TO XpWHOCWHA 6022 TO OTTOI0 KWOAIKOTTOIEI TNV TTPWTEiVN KOVVEEivn-
43 (oIKoyévela KOVVEEIVWV TTOU aTTOTEAOUV OIOPEUPBPAVIKEG TTPWTEIVEG). Z€ PIa PEAETN
£XOUV CUOXETIOTEI Buo TTapavonuaTikéG (Missense) HETAANGEEIG e TNV ekOAAWON TOU
@aivotutrou. (Dasgupta et al., 2001) To yovidio GATA4 BpiokeTal OTO XPWHOCWUA
8p23. ‘Exouv aveupeBei etepdluyeg PETOAAAEEIS OTTWG N AVTIKOTACTACN TNG KUTOGIVNG
otnv B8éon 1037 amd Bupivn kal n avrikatdotaon TnNg kutoaivng otnv B€on 487 ammd
Buuivn o1 otToieg 0dNyoUv o€ avTikatdoTaan TNG TTPoAivng otnv Béon 163 atrd oepivn
(P163S) kai Tng aAavivng otnv Béon 346 amd PaAivn (A346V) avrioToixa e
atmmoTéAecpa TNV Onuioupyia KOATTOKOIAIoKOU KavaAiou. (Rajagopal et al., 2007;

Zhang et al.,, 2008) To yovidio GATA6 Bpioketal 010 Xpwuoowua 18qll. 'Exel
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TauToTToINBEl pIa TEPOCUYN METAAAQEN avTIKOTAOTAONG TNG KUTOOivNG oTnv Béon 740
atro Bupivn TToU £XEl WG ATTOTEAECHUA TNV AVTIKOTACTAON TNG aAavivng otnyv 8éon 178
ato BaAivn  (A178V) 1mou odnyei oTnv ekdAAWGCN Tou @aivoTutTou autou. (Maitra et
al., 2010) TéAog peTaAAdgelg oTo yovidlo ACVRI1 T1Tou BpioKeTal OTO XPWHOCWUA
2024.1 6Twg n avrikatdotaon L343P oxeTiCeTal e TNV QVATITUEN KOATTOKOIAIOKOU

kavaAioU. (Smith et al., 2009) Ta TaveA yovidiwv TTou TTEPIEXOUV aUTA Ta yovidia gival

duvaTtov va KaTtadeifouv TIG avwTEPw PETAANGEEIG.

11
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Ewéva: I'eveoroykd
3€vOPO OIKOYEVELOG LE
KOATOKOIALOKY
EMKOWVOVIN ETIKPOTOVGS
YOPOKTAPO LE OTEAN
S1EGOVTIKOTNTO.
(Amati et al., 1995)

Ewova: I'evealoyd
S€VOPO OIKOYEVELNG LE
KOATTOKOTMOKN
EMKOVOVia ETKPATONG
XOPOKTAPO LLE OTEAN
S1EIGOVTIKOTNTO.
(Amati et al., 1995)

Ewova: I'evearoykd
S£VOPO OKOYEVELOG LE
KOATOKOIAOKY
emkowmvia. (Digilio et
al., 1993)




AlayvwoTIKA TTpocéyyion:

Akpoaon:

2TNV TTEPITITWON TTANPOUG KOATTOKOIAIOKOU KAVOAIOU OIOTTIOTWVETAI CUOTOAIKO

QuoNPa akouoTd OTNV KOpu®r TNG KAPOIAG PE UTTEPDUVAMIKY KapdIoKA waon. ZTnV

TTEPITITWON MEPIKOU KOATTOKOIAIGKOU KAVAAIOU N OKPOOOTIKI EIKOVA TTOIKIAAEI aTTd TNV

MN UTTapEn aKPOAOTIKWY €UupnUATWY £wg TNV diatmioTwaon OIXaouou Tou deUTEPOU

KapdiakoU TOVOU Kal ATTIOU CUCTOAIKOU @QUOHPOTOG TUTTOU €€wBNong Trou eival

OKOUOTO OTO QVWTEPO apIoTEPO OTEPVIKO Oplo Adyw auénuévng ponRg atnv

mveupovikf BaABida. (Craig, 2006; Mepuavakng et al., 2015)
HAekTpokapdioypd@nua(HKI):

€ TEPITTTWON TTANPOUG KOATTOKOIAIGKOU KavaAlou o avwTepog Govag Tou QRS

KupaiveTalr HeTagu -150° €wg-90° Kal UTTAPYXOUV EUPAMATA UTTEPTPOQIAG TWwV KOIAIWV.

TéNog diamoTwveTal TTapdracn tou diactiuartog PR. (Mepuavakng et al.,, 2015)

(Hampton J,2019). Z10 HEPIKO KOATTOKOIAIGKO KAVAAI

ep@avicetal

TTapOUOIOG

avwTePOG AEovag Kal ateARG aTTOKAEIONOG deglou okéNoug. (Craig, 2006)
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Y1repnxokapdioypagia:

Eikova: HAekTpokapdioypdaenua

evog  10xpovou  Traidiol  pe
METARATIKO KOATTOKOIAIOKO KAVAAI
OTO  OTIoi0  OTTeIKOViCeTal N
apiotepy  oTpo@ry Tou  Géova
(BeTik6 QRS o¢ | kal apvnTiké O€
ILI,avf)

(https://apps.childrenshospital.or
a/MML/index.cfim?CAT=media&

MEDIA ID=1732)

Mpoogéper TNV akpIfr) didyvwaon TNG avaTopiag Tng OUuyyeEvoug KapdlioTrabeiag

KaBwg Kal Tou TUTTOU TNG, TIG TTIECEIG TTOU AvaTITUOOOVTAI 0 KABE KapdIakr) KOIAGTATO

Kal TEAOG, evTOTTiCEl TIG IIAITEPOTNTEG TNG KABE TTEPITTTWONG HPE BAON TIG OTIOIEG

AapBavovTal dIayvwaoTIKEG Kal BEPATTEUTIKEG ATTOPATEIG.
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MECOKOIANIGKOU  eAAgippaTOG.
2006)

arreikovi¢ovral ol p(e]olel A

Eikéva: Ymepnyxoypagia o€ BpEQog Ue

METABATIKO KOATTOKOIAIOKO KavAAl OTTou

TOU

(Craig,

4.4.1.4 Avoixtég aptnpiakég | BotdaAAgiog moépog ( Patent Ductus Arteriosus-
PDA)

EmdnuioAoyia:

ATtroTeAei TNV delTEPN 0€ ouxvOTNTA CUYYEVH KapdioTrdBela KabBwg atToTeAEl To 5-7%
autwy We eTTiTrTwon 1 oTig 2.000-5.000 CwvTtavég yevvnoelg. MNMpokeITal yia pJia ouxvi
BAGBN, n emimTwon Tng otmoiag dla@épel avdAoya pe TNV nAkia kunong. Mo
OUYKEKPIJEVA TA TTPOWPA VEOYVA £XOUV augnuévn emmimTwon Adyw HUn QUGCIOAOYIKNG
Quaioloyiag TTapd  KATTOIOG OOMIKNAG OVWHOAIOG CUVETTWG MEAETEG ME augnuévo
apIBud TTPOWPWYV VEOYVWYV Ba UTTEPEKTIUACOUV TNV EmimTwon. AvtiBeta oTa
TEAEIOUNVO VEOYVA O APTNPIAKOG TTOPOG OUYKAIVEI €WG TNV NAIKIA Twv 4-7 nuEPWV
peTd Tnv yévvnon (Hoffman and Kaplan,2002). Zuu@wva pe HEAETEG TTOU BacioTnkav
o€ 1aTPOBIKACTIKA eupriuaTa 70 35% Twv TTEPIOTATIKWY CUYKAEIoONKav €wg TNV nAIKia
TOU €VOG PNVOG, TO 75% £€w¢ TNV NAIKia Twv TPILV PNvwy Kal oxedov 10 100% £wg
TNV nAIKia Tou evog €toug (Scammon and Norris,1918) (Mitchell, Korones and
Berendes, 1971).

AvVATOMIKA TrEPIYPAPN:

NG BAAGBNG.
(https://www.heart.org/en/health-

topics/congenital-heart-defects/about-

congenital-heart-defects/patent-ductus-

arteriosus-pda)

Defect Eikéva: Ameikovion avoixtol PoTaAAeiou
TOpou. TO WJTTAE XPWHCG avatmmapioTd To
QAEBIKO  qipa  evwd TO  KOKKIVO  XpWa
avaTrapIoTd TO apTnpPIakd daiya To OTroio

dlageuyel atTd apioTePd TTPog Ta OeCId PEow
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O BotdaAAglog TTOPOG gival PIa JuwdNng apTnpia TToU KOTA TNV EUPPUIKA Cwr aTTOTEAEI
MEPOG TNG QUOIOAOYIKAG KUKAOQOpPIOG KOBWG €Eao@aAilel Tnv ETTIKOIVWVIA TNG
TIVEUUOVIKAG apTnpEiag Pe Tnv KaTioUoa aopTh WOTE va PNV UTTEPQOPTWVETAI N
TIVEUUOVIKA KUKAOQOpIa atmmd Tnv OTIYUr TToU ol TveUpoveg Ogv AeiToupyouv. H
Barétnta TOoUu PoTaMAciou TTépou egao@alieTal aTrd TIG TTPOCTAYAAVOIvEG TTOU
eKKpivovTal amd Tov TTAGKOUVTG WOTOCO WETA Tnv Yévvnon n GOUYKAIGN Tou
BoTtaAAgiou TOpou etTépxeTal oe OUO PBAMATA: APXIKA N OTTOUCia TTPOCTAYAQVOIVWIV
AOyw artropdkpuvong Tou TTAOKOUVTO O€ OouvOuaoud MPE TNV aug¢non NG MEPIKAS
mieong Tou ofuydvou Pe Tautdxpovn Trapaywyr pilwv ofuyovou TTOU TTPOKAAOUV
QyYEIOOUCTOAR péow Oldxuong  ETMIQEPOUV TNV  AVACTOAR AciToupyeiag Twv
UTTOOOXEWY KOAiOU, TNV €eKTTOAWON TwV KUTTAPWY WHE ATTOTEAECHA TNV €10pON
aofeoTiou oTa KUTTAPG Ta oTToia cuoTéAAovTal. To deuTtepo Bripa trepIAaufaver Tnv
MOKPOOKOTTIKA) OUYKAIOT TTOU ETTITUYXAVETAI OTTO TNV dnuioupyia evog TTPOoKEPAAQiou
MéOWw TOU TTOAAOTTAGCIAOHOU €vOOONAIOKWY KUTTAPWY KOl EEWKUTTAPIOU 1GTOU,
KétTola evOoBNAIOKA KUTTOPA ATTOKOAAWVTAI PE QTTOTEAECHO va avalauBdvouv Ta
QIUOTTETAAIO  vO  OTTOKATAOTACOUV TNV CGUVEXEID OTIOTE  O€  TIEPITITWOEIG
BpoupokuTTapoTTeviag n ouykAion kaBuoTepei. (Sallmon et al., 2021) AAa poplakd
ofpaTa TTou gival onuavTika otnyv diadikacia oUykAIong gival To notch povoTtrdrl, n IL-
15 kai n TGF-B. (Reese, 2018) O avoixtd¢ PBoTaAAElog TTOPOG €ival ouxvog o€
TTPOWPA VEOYVA PE XAUNAG BAPOG yévvnong Kal o€ VEOYVA TTOU (OUV O€ UWOUETPO
(Meiwon PepIKNG TTiEONG 0&UYOVOU) OTTOU £QOCOV dev UTTAPXOUV BAAAEG OUyyEeVEig
KapdIoTTdBeleg yiveTal TTPooTTdBeia CUYKAIONG PE TNV XOPRYNon QavaoTOAEWV TG
TpooTayAavdivng (Un oTepocldr) avTigAeypovwdn @dpuoka A NSAIDS).  Autd
oupBaivel 16T oTa TTPOWPA vEOYVA eV £XEI AKOUA avaTrTuxBei To vasa vasorum Twv
ayyeiwv ue atroTéAeaua va gival SUTKOAGTEPO va emITEUXOEi N TEAIKN oUykAion Adyw
aduvapiag €TTiTEUENG OUVONKWY UTTOgIOG PE aTTOTEAEOMO va eTTavEépxeTal n didvoién
TOU apTNPIaKOU TTOpou. AvTiBeTa 0 Batdg apTnPIaKOG TTOPOG OE TEAEIGUNVA VEOYVA
TTOU TTPOKOAEI anuavTIKr aploTepodefid diaguyr] dev avTtattokpiveTal ota NSAIDS kai
Xpelagetal xelpoupyikn eTéuRacn Kabwg o€ autd To vasa vasorum gival aveTrTuyuévo
Kal Gpa N hN OUYKAION eV OQEIAETAI OTTOKAEIOTIKG 0TV UTToéia, KaBwg auTr) UTTAPXEI
oe IkavotroiNTIkG  Babud. (Kajino et al., 2002) Qotéco, O€ TIEPITITWOEIG
QTTOPPAKTIKWY CUYYEVWV KapdIoTTaBeiwv n §ac@aAion avoixtou BoTtdAAgiou TTOpOU
ME TNV XOpAYyNnon evOOQPAEBIwV TTpooTayAavdIvWV Eival KpioIung onuaciag yia tnv
emBiwon autwyv Twv veoyvwy. (Ramsay et al.,, 1987) (Hung, Yeh and Hsu, 2018;
Ovali, 2020)
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Eikéva: ATTeIKOVION
MOPIOKWY  UNXOVIOHWY
TTOU  €UTTAéKOVTAlI  OTNV

oUykAIon Tou PBoTtaAAgiou
TTOpoU UETA TNV yévvnon
OTIG Agie¢ MUIKEG
! (Ovali, 2020)

iveg

G*

Cat P €=

Dravn by: Fahri Ovali

Vasodilation

MaBoguoioAoyia:

r— Left common
carotid artery

Right common
carotid artery

Right
pulmonary
artery

Ascending

aonta artery

aonta

Vasoconstriction

Aortic arch

Ductus
arteriosus

- Left
pulmonary
artery

— Main pulmonary

Descending

Eikova: ATTEIKOVION

ZXNUaTIKA ™mg
OuUCTNHATIKAG KUKAOQOpPIoG KaBWwg Kal Tng

EMKOIVWVIAG TG MEOW TOu avoixTou
aptnplokou  TOpou  PE TNV QAEBIKN
KUKAo@opia.

(https://radiologykey.com/patent-ductus-

arteriosus/ )

Maparnpeital aigaTikr) por atrd apIoTeEPA TTPOG Ta OeEIG dnAadn atrd TNV CUCTNUATIKNA

KUKAOQOpia TTpOg Tnv TIVEUMOVIKN KukAo@opia. O Oykog aipyatog TTou SIapeUyeEl

eCaptatal atrd 10 PéyeBOG Tou BoTaAAgiou TTOPOU Kal TIG AVTIOTACEIG TNG TIVEUHOVIKNG

KukAogopiag. TeAikd AOyw Tou auénuévou Oykou ETTIOTPOPAG OTTO TIG TTVEUMOVIKEG

QAEBES TTOU KOAEiTal va dIaxeIpIoTei N aploTePH KapdId TTAPATNEEITAI UTTEPTPOPIA TWV

TOIXWHATWY TNG.
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Contraction

lon channel
Cav3.1
Kv2.1

Kv1.5

Kvi1.2
ABCC9
KCNJ8
KCNMA1
KCNMB1
TRPM3
GABRA1

Other
JAGT
NKCC1

Mouse Model
BRG1 SLCO2A1
HPGD BMP9/10

Linked to DA/PDA

Eikéva: AvatrapdoTtacn Tng UTTEPTPOYIag
NG apioTePdg KOINiaGg 0€  TTEPITITWON
gMPEVOVTOG avoIxTOU apTnplakou TTopou.

(https://www.lecturio.com/concepts/patent-

ductus-arteriosus-pda/)

Eikéva: Amekovion  yovidiwv  Ta  oTroia
oxeTiCovtal pe Tnv Aeiroupyia Tou PoTaAAgiou
Topou(DA) kabBwg kal yovidla TTou OxeTiCovTal
ME TNV  TTAPOMOVH]  avoIXToUu  apThnplokou
mopou(PDA). Autd TOo yovidla  PTTOpOoUvV
peANOVTIKA va atroTeAéoOUV OTOXOUG BepaTreiag.
(Lewis TR,2018)

270 XpWHOoWHa 12024 BpiokeTal pia TTePIOXN N oTToia Bewpeital 11 TTPOKAAEI TOV
EUMEVOVTA aVOIXTO apTNEIaKS TTOPO PE AUTOCWHIKO UTTOAEITTOMEVO TPOTTO TBAVA UE
MeEIWpPEVN BIEICOUTIKOTATA. Z€ PIA JEAETN CUOXETIOTNKE AUTOG O YEVETIKOG TOTTOG TTOU
ovopaoTnke PDAL pe Ttov ev AOyw @aivétutio o€ atopa ammo 1o Ipdv. (Mani et al.,
2002) To yovidlo TFAP2B BpiokeTal 0TO XpWHOOWHA 6pl2 OTTOU WIO PETAOTPOPN
OTO IVTPOVIO 2 eTnpeddel TRy Béon paTiopaTtog Tou eEwviou 3 pe atmoTéAeoua pia
METAAAaEN petatdmmong mAaiciou (frameshift mutation) tmou odnyei oe  TTpdwpo
KwOIKOVIO ARgng (Lys170fsTerl78). H perdAAagn autr) Bewpeitar 611 akoAouBei 10
QUTOOWMIKO ETTIKPATEG TTPOTUTTO KAl TTPOKOAE eppévovTa aptnpliakd Tmopo. (Khetyar
et al.,, 2008). AMNN pia eTepOluyn METAAAOEN €xel TauToTroINBEl TTOU aopd Tnv

diaypa@r) Teoodpwv Ceuywv Paoewv OTO €EWVIO 2 TOU idIoU yovidlou TTPOKOAWVTAG
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METAAAQEN peTaTOMONG TTAalciou (frameshift mutation) kai TTPOWPEO  KWOIKOVIO
TEPMATIONOU, pe Tov idlo aivotutto. (Chen et al., 2011) EmmAéov n UtTapén
ETEPOCUYWTIAG YIa Pia JETAAAOEN paTiopaTog oTo yovidlo TFAP2B éxel Bpebei o £€)
MEAN pe avoixtd BoTdAAcio TTépo piog olkoyévelag atrd 1o KouBér. (Khetyar et al.,
2008) H etepoluywTtia otnv diaypaen 4 (euywyv Baccwv oTo yovidlo TFAP2B o€ pia
MNTépa Kal kopn atmd Tnv Kiva oxetiCetal ye tov ev Adyw @aivotutro. (Chen et al.,
2011) To yovidio PRDM6 Bpioketal 010 Xpwudowua 5923, aviKel oTnV OIKOYEVEIQ
Twv PRDM TT0U QTmOTEAOUV HETAYPAPIKOUC TTAPAYOVTEG, MIG METAAAAELN aTTWAELIAg
AgIToupyiag oTnv oTToia N AVTIKATACGTOGN TNG youavivng oTnv Béon 1646 amd adevivn
odnyei oe avTikatdoTaon TnNG apyivivng atnv Béon 549 amd yAoutauivn (R549Q) o¢
Mia upnAd ouvtnpnuévn TTEPIoX Tou WeudapyupikoU dAKTUAIOU UE aTTOTEAECUA TNV
ekONAWON TNG ouyyevoug KapdiomaBeiag Adyw aTroTuxiag Tou HETAAAayuévou
TTPOIOVTOG VA TPOTTOTTOINCEl TNV AgIToupyia Tou yovidiou MYH11 . ETiTTAéov pia GAAN
METAAAQEN atTwAEIOG AEIToupyiag TTPOKOAEI HETAOTPO®N TNG youavivng oTnv B£on 788
O€ KUTOQIiVN Kal €XEI WG ATTOTEAECHA TNV AVTIKATACTAON TNG KUOTEIVNG OTNnVv B€0n 263
ato oepivn (C263S) odnywvTtag We Tov idlIo TPOTTO OTTWGS N TTAPATTAVW OE AVOIXTO
apTNPIaKO TTOPo. TEAOG MIa €TepOlUyn METAAAAEN OTNV OTToia N avTikatdoTtaon Tng
adevivng otnv Béon 1385 amd youavivn odnyei o€ avTikATaoTaon TNG YAOUTAUIvNG
atro apyivivn otnv 8éon 462 (Q462R) 0TO TEAIKO TTPOIOV E ATTOTEAETUA TNV ETTIMOVA
avoixtoUu apTtnplakou Tépou. (Li et al., 2016) Ta mmaveA yovidiwv TTou gAéyxouv Ta

OUYKEKPIPEVA yovidia gival duvaTtdv va KaTadeifouv TIG avwTEPW METAAANAEEIG.
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Ewova: I'evearoykd
S€VOPO OIKOYEVELNG LE
avotyto fotdiielo wopo
AGY® NG peTtdAraENG
VS2-2A > T oto yovidio
TFAP2B. (Khetyar et
al., 2008)
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Ewéva: I'eveakoywd
3£v3POo OKOYEVELOG
pe avoryto PotdrAeto
TOPO AOY® ™G
peTdAAaENG
€.601?5G>A cto
yovidio TFAP2B.
(Chen et al., 2011)

Ewéva: I'eveoroywd
S£vOPO OKOYEVELOG e
gupévovta BotdArelo
TOPO AOY® TNG
HeTaAAOENG
€.435_438delCCGG
o710 yoviolo TFAP2B.
(Chen et al., 2011)

KAIVIKA €IKOva:

2& TTPOWPA VEOYVA N UTTOKAOTT) QiJOTOG ATTO TNV CUOTNUATIKA KUKAO®OpPIa odnyeEi
o€ onUavTiKA €mRAapuUvon NG AEITOUPYIag Twv opyavwy OTTWG TOU EYKEPAAOU, TWV
VEQPWY ,TOU €EVTEPOU KOI TOU HUOKAPDdIOU ME OATTOTEAECPA va  TTAPOUCIACETAI
VEKPWTIKI EVTEPOKOAITION, VEPPIK QVETTAPKEIQ, BPOYXOTTVEUUOVIKI OUCTTAQCIa Kal
aigoppayia eviog Twv KOINwWV Tou eyke@aAou. Tautdxpova n empdpuvon Tng
TIVEUUOVIKAG KUKAOQOpPIag odnyei o€ TTVEUUOVIKH oup@épnon Pe avaykn utrooTripiéng
TNG OQVATIVEUOTIKNG AeiToupyiag. Ta Traidid Tmou @EPouv  AuTA TNV  OUYYEVN
kapdiotrdBela aduvaTouv va TTpocAdfouy Bapog. H KAIVIKN eikéva o€ TTaIdIA TTOIKIAAEI
avaAoya e TO PEyEBOG TNG ETTIKOIVWVIAG KAI TNV AVTIOTAON TWV TIVEUUOVIKWY ayYEiwv
ME €0po¢ aTd aTTOoUCia CUPTITWHATWY €wWG TNV €yKaTAoTAOn  TTVEUMOVIKNG
utTépTaong (ouvopopo Eisenmenger) Kal cup@opnTiKAG KapdIaKnG aveTTdpKelag. To

ouvdpouo Eisenmenger TTPoBAAAEl PE TTEPIPEPIKA OIBAMATA, TTANKTPOBOKTUAIQ KOl
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KuAvwon n otroia gival KAIVIKG onuavTiky étav ouvOUAZeTal e KATAOTAOEIG TITWONG
TNG avTioTaong TNG GAEPRIKAG KUKAoQopiag OTTwg gival n eEdoknon Kal N adg¢non Tng
Bepuokpaoiag. Makpoxpovieg €TTITTAOKEG ATTOTEAOUV N Aoigwdng evdokapdiTida, n
dnuioupyia aveupUoPaTOg OTOV BOTAAAEIO TTOPO KAl O OTPAYYOAITHOG TOU apIoTEPOU
TTaAivOpOUOU AapuUyYIKOU VEUPOU TO OTTOIO DIEPXETAI ATTO TNV TPIYWVIKK TTEPIOXI] TTOU
opieTal atrd TO AOPTIKO TOEO, TOV POTAAAEIO TTOPO KAl TNV KOIVA TTVEUMOVIKI apTnpia
AOYW UTTEPTPOYIAG TNG KOIVAG TIVEUUOVIKAG apTnpiag wg atmmdvinon oTnv TIVEUUOVIKA
uTTéPTAON TToU gykaBioTaral, To yeyovog autd odnyei o€ TTapdAuon Twv QuVNTIKWY
Xopdwv TTou ekdnAwveTal wg Bpdayxog ewvng. (Erdeve et al., 2022) EmmpdobBeTa
oTadiokd eykaBioTatal Ta OnueEia Kal GUPTITWHOTA TG KAPdIAKAS avETTAPKEING OTTWG

TaxUTTVoIaG, TaXukapdiag, NTTaTtopeyaAiag.

eyke@aiou  (IVH),

oidnua(pulmonary

duoTrAagia(BPD),

TAdiola ™G

Hepatomegaly KapdIOKI|g

Eikova: ATmeikévIon ETTITTAOKWV

™ng TTAPAPOVAG avoixTou

apTtnplakou TTépou. O1 €TITTAOKEG
Risk of IVH due to QuTEQ TepIAapBdvouv
fluctuation in blood flow

aigoppayia  OTIG  KOIAIEG

Pulmonary edema and
hemorrhage, increased
need for respiratory
support, pulmonary
hypertension, BPD

TIVEUMOVIKO

TIVEUMOVIKA utTépTaon (pulmonary

hypertension), BpoyxoTTveuuoVIKA

nmratoueyaAia(hepatomegaly) ota

OUHQOPNTIKAG
QAVETTAPKEIAG,

P Risk of NEC

VEKPWTIKA €vTePOKOAiTIda (NEC),
VEQPIKI  QVETTAPKEID N OTToia

TTPoPBdAAAel ue oAiyoupia. (Erdeve

D

etal., 2022)

AlayvwoTIKA TTpocéyyion:

Quoikn e&éTaon:

Kard mnv akpdaon NG Kapdidg dIATTOTWVETAI CUCTOAIKO ) OUVEXEG QUONUA OTNV
€oTia akpdaong TnNG TIVEUMOVIKAG BaABidag pe avravdkAaon oOTnv WHPOTTAATN.
EmmAéov eivar duvatov va wnAa@dral éviovog OQUYHOG OTnV TTEPIPEPEIR AOYw
évrovng KapdIaKAG Wong.

AkTIvoypagia Bwpaka:

2€ TIEPITTTWOEIG MIKPOU peyEBoug avoixTd PotdAAeio 1mépo T1OTE dEV UTTAPXOUV

OKTIVOYPa@IKG cuprjpata. QoTtdéoo oe TrepimTwon  HeydAou peyéBoug BoTdAAsiou
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TTOPOU BIATTIOTWVETAI augnon Tou KapdloBwpakikoU OeikTn Adyw kapdiopeyaAiag,

TIPOTTETEIO TOU TIVEUMOVIKOU KWVOU Kal au&nuévn ayyeiwon Twv TIVEUPOVWV.

21adlokd AOyw KapdIOKrG AVETTAPKEIAG UTTOPEI va €TTEABEI TTVEUUOVIKO oidnua pe

EUPAVEIG TIG YpauuéG Kerley B.

HAekTpokapdioypd@nua:

Eikéva: AkTivoypagia Bwpaka veoyvou e
avoIxTo apTnpiako TOpOo étTou
TapaTtnEeital - uTTEPEOPTWON NG
TIVEUMOVIKAG KUKAO®opiag, JETPioU
BaBuou kapdlopeyaAia, KatdAnwn
TIAEUPOBICPPAYHATIKWV YWVIWV Kal
METOTOTTION TTPOG TA ETTAVW TNG KOPUPNG
NG kapdidgs. (Botz B, 2021)

Eikéva: AkTivoypagia Bwpaka KopITaiod
3 etwv pe avoixtdé aptnpiakd TTOPO.
EAéyxetal n kapdiopeyaAia, n aufnuévn
ayyeiwon OTIC  TIVEUUOVIKEG  TTUAEG.
(Knipe H, 2016)

To nAekTpokapdioypd@nua O€ TTEPITITWOEIG MIKPAG ETTIKOIVWVIAG €ival QUOIOAOYIKO.

Ouwg eTTi onUAvVTIKAG ETTIKOIVWVIOG, Ta ouvnBESTEPO  EUPHPATA Eival N UTTEPTPOYIa

NG apIoTEPAG KOIAiag kai n @AeBokoupikr Taxukapdia.
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Eikéva:
HAekTpokapdioypdenua
€VOG BPEPOUG 3 PNvVwV e
OIAUETPO apTnpIaKoU
TOpOoU 0Ta S5mm GTO 0TT0I0
gival egpavég Ta dIPATIKA
R kOpata atn V1 Adyw
d1dTraong Tou apioTePoU
KOATTOU Kal upnAd R
KUpata otnv V6 evOEIKTIKG
UTTEPTPOYIAG TNG
aploTEPAS KolAiag.
(https://apps.childrenshosp
ital.org/MML/index.cfm?CA
T=media&MEDIA ID=261)

2€ TIEPITITWON TIVEUPOVIKAG UTTEPTAoNnG SIATTIOTWVOVTAl EUupruaTta cupBard pe tnv

uttepTpoia TnG 0e€idg kolAiag (RVH), 1Mo ouykekpiyéva diammoTwvovtal uynAd R
omic V4 kai V1, BaBid S kuuata oe V5 kai V6, oTpo®ry Tou afova 1mpog Ta Oe€id
(apvnTikd émmapua |, BeTikd émmapua aVvf), gR potiBo og V1 ( mikpd g kai wnAé R )
eupnua apkerd €101kO yia RVH, TéAog apkeTd €10IKO eUpnua aTToTeEAEI Kal TO BETIKO T
otnv V1 kai V4 og raidid amé 3 nuepwyv £wg 6 etwyv. EmmmAéov afioAoyeital o Adyog
R/S o omoiog €ival au¢nuévog oTig V1 kal V2 evw otnv V6 0 Adyog auTtog gival KATw
NG povadag. (Mattu A,2019 ) (Brady WJ, 2020) (Straus DG,2021)
Ymrepnxokapdioypagia:

ATtroTeAei TNV PéBodO ekAOYAG yia Tnv dIaTTioTwoN TNG SIAUETPOU TNG ETTIKOIVWVIAG,
TNG KATEUBUVONG Kal TNG TaxUTNTAG pong SIaNECOU TOU €AAEINATOG XPNOIUOTTOIWVTAG
Doppler ameikdévion Kal Twv TECEWV TwV KAPOIOKWY dIOUEPIOPATWY Kal KaT’
ETTEKTOON TNG TIVEUMOVIKAG KAl oUOTNUATIKAG KUKAo@opiag. ETmmAéov eAéyxetal o
BaBuég maAivopdunong Tou aiNaTOg TG CUOTNMPOTIKAG KUKAOQOpPIOG TTPpOG Tnv
TIVEUUOVIKA KUKAOQOPIQ TTPOKAAWVTAG UTTOQIUATWON TWY CUCTNUATIKWY OPYAVWY KAl
UTTEPAIMATWON TWV TIVEUMOVWY. TEAOG eAéyxeTal n Hop@oAoyia Twv KOIANIWY YIa
evoexopevn uttepTpoia A dIGTacn TWV  TOIXWHATWY TOUG KOl YEVIKOTEPQ,
TTapakoAouBeiTal n TTopeia TNG ouyyevoug KapdioTrddbeiag pe Tnv Bonbeia didpopwyv
€IBIKWV OEIKTWV OTIWG N PETPNON TNG TEAODIAOTOAIKNG TAXUTNTAG TNG QPIOTEPAG
KolAiag. ‘Exouv mTpoTaBei U0 ouoThpaTa UTTEPNXOKAPSIOYPAPIKNG TTapakoAolbnong
Tou avoixtoUu aptnpiakou tmopou katd El-Khuffash et al kai Shaare Zedek o6tou
avAaAoya PE TO OUYKEVTPWOEV OKOp AauBAvovTal KPIOIUES ATTOQPACEIG AVTIMETWITIONG.
(El-Khuffash et al., 2015) (Fink et al., 2018; Erdeve et al., 2022)
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% Left to right oW
across PDA

Eikéva: YTrepnyxoypagIikn artreikévion
OI0QUYAG aipaTog ammd apioTepd TTPOG T
0€€Ia Pe aTToTEAECHA TNV UTTEPPOPTWAN TNG
aploTepdg koidiag. (Erdeve et al., 2022)

Eikéva: a) YTTeEpnXoypPaAPIKN
ameikévion ™Mg TTaAivopoung

Kivnong Tou aiyatog KoTd TNV
J Forward flow 5 v 516
Retrograde flow ¥ I00TOA} TG KapdIGG TIPOg TNV

KaTIoUoa 0oPTH ME ATTOTEAEOUA TNV

ch A KAddl

LEEEE L

»

UTTEPPOPTWON  TNG  TIVEUMOVIKAG

KUKAOQOpIaG,
| \ v BRI .~.,-,.‘..,‘, .....1‘. ‘ B)  Amekoévion Doppler  1ng
Retrograde flow 0pBpddpoung Kai TTaAivépoung pong
@opnbirgh. Wl Tou qiyaotog KOTA  PAKOG  TNG

KOINIOKAG Kal TNG Avw HECEVTEPIOG

Image a). Retrograde flow in diastole in Image b). Doppler assessment of coeliac and aptnpiag  pe  amoTéAeopa TV

' superior mesenteric arteries . ;
desccndnngaorta p(‘ UTTOQINATWON TWV OUCTNMATIKWY

Agoviki Ayyeioypagia (Computed Tomography Angiography- CTA)
Me Baon Ta eupriuara TnNG aovikAg ayyeloypagiag o Krichenko epnupe éva ouoTtnua
Tagivounong Twv TUTTWV TOU QVOIXTOU apTnplakoUu TTOpou peE BAcn TO OTToio

AapBavovTal aTToPAcElG OXETIKA PE TNV BEPATTEUTIKN TTPOCEYYION.
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Krichenko angiographic classification of
patent ductus arteriosus (PDA)

=X

Type A (conical) Type B (window)

Eikéva:  Ameikévion
TWV TUTTWV
avoixtou  apTnplakou

Type C (tubular) Type D (complex) Type E (elongated) 'ITépOU. (Krichenko et

0 ()OS
v T8 e | 3|, 19809)
I

4.4.1.5 ApTnpIak6g Koppog ( Truncus arteriosus)

EmidnuioAoyia:

O apTnpiokdg KopUSS atToTeAsl pia oTTévia cuyyevly KapdloTrdlsia TTou atravtaTal
o1o 1% Tou ouvoAou Toug WOTOOO €ival utrelBuvn via T0 4% Twv KPIioIHWV
TTEPIOTATIKWY. H emimTwon Tou eivar 7-21 og kdBe 100.000 {wvTavég yeVVOEIG.
(Reller et al., 2008; Hoffman and Kaplan, 2002)

AvaTouIKA TTEPIYpPA®Pn:

Eikéva: ATteikOvion  aptnpiakou

KopuoU pe auvodd UECOKOIAIOKA

Truncus €TTIKOIVWVia.

(https://www.heart.org/en/health-

V3D

topics/congenital-heart-

defects/about-congenital-heart-

defects/truncus-arteriosus)

H atrotuxia dlaxwpIiouou Tou KOIVoU apTnPIoKoU KOPUOU aTrd evOOauAikéd did@payua
OTNV AopTr Kal TNV TIVEUUOVIKH apTnpia, £Xel wg amoTéAEOPa TNV eykaBidpuaon evog
KOIVOU ayyeiou TToU OVOMAZETal apTnpiakoS KOpuoS Me uovh BaABida n oTtroia
ouxvoTepa  gival  TPIYAwXIva aANG  pTTopeil  va  gival  JITTTUXn, TETPATITUXN KOl
OTTavIOTEPA TTEVTATITUXN KAl CUVOUACZETAI YE PMECOKOINIOKN ETTIKOIVWVIA. AVIKEI OTNV

Katnyopia NG TTARPOUG avdAuiEng Tou aipgatog Twv OUO KUKAOQOPIWV KABWG o
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apPTNPIAKOG KOPHOG TTPOCPEPE! AINATWON OTNV TTIVEUUOVIKI], GTNV CUCTNUATIKA KAl TNV
oTepaviaia kukhogopia. O1 TUTTOI TOU apTNPIOKOU KOpUOU £xouv TTeplypaei AdN atrd
10 1949 amd Toug Collet and Edwards pe Bdon 1o onueio £€KQuUONG TNG TTVEUHOVIKAG
apTtnpiag. ‘ETol dlakpivoupe Toug €6AG TUTTOUG:

Tutog I: H kupia mrveupovik aptnpia (MPA) uttdpyxel kai dixaZeTal oTIG OeCIEC Kal
OpPIOTEPEG TIVEUMOVIKEG apTnpieg. (idlog TUTTog pe Van Praagh TUTT0G A1)

TOtog 1: O1 e€1€C Kal apIoTEPEG TTVEUMOVIKEG apTnpieg ekpuUovTal oTnv OTTiotia Kai
TAdyia emQAveIa Tou KOIvoU aptnpiakou kopuou. (idlog TutTog pe Van Praagh 101T0G
A2)

Totog lll: O1 de€l€g Kal apIOTEPEG TIVEUUOVIKES ApTNPIES eK@UOvVTal atrd TNV OeCIA Kal
apioTep)  TAQyla  ETTIQPAVEID  TOU  KOIVOU  OpPTNPEIOKOU  KOPPOU  avTioToIXda,
(ouptrepihapBaveral otov TUTTO Van Praagh A2)

TUtog IV: O1 de€I€C Kal apIoTEPES TIVEUMOVIKEG apTnpieg dev ekpUOvVTAl ATTO TOV KOIVO
apTNEIOKO KOPHO aAAG atrd AAAG QOPTOTTVEUMOVIKA ayyeia. ZANEPO N MoP®H auTh
BewpeiTal JIa JOPPI TTVEUUOVIKAG OTPNCIAG JE YETOKOIAIOKT ETTIKOIVWVIA.

2tnv Katdragn kard Van Praagh AapBdvetal utrogiv ox1 pévo n B€on ékpuong Twv
TIVEUUOVIKWV apTnpEiwv aAAd Kal n 0trapgn avoixtol aptnpiakoU TTOpou OTTWG Kal N
QVATITUEN TOU QOPTIKOU TOEOU.

Tutmog A1: H kUpia Trveupovikr aptnpia ( MPA ) uttdpyel Kal dIXAZeTal OTIG BEEIEC Kal
QPIOTEPEG TIVEULIOVIKEG OPTNPIEG.

Tommog A2: O1 degI€C Kal apIOTEPEG aPTNPIEG eKPUOVTAl atTd ToV KOIVe apTnpiakd
KOpUO.

TOtmog A3: H pia TTveupovikn aptnpia ek@UeTal atrd Tov KOIVO apTneIako Kopuod Kal n
AAAN ekQUETal aTTd TOV AVOIXTO ApTNPIOKO TTOPO 1 TNV AOPTH.

Tommog A4: YTTapxel uTToTTAaCia Tou apTnpIakoUu TOEOU 1 SIOKEKOUUEVO AOPTIKO TOEO
ME ouvod0 gupEyEDN avoixTé apTnpiakd TTOPO.

(Parikh R,2018)(Van Praagh, 1987)
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Collett and Edwards

Type Il Type Il
Van Praagh

apTtnplakou

Edwards
Praagh.

Eikova: Ateikévion

TWV TUTTWV

KaTd Collet

(https://pedecho.org/li

Type A-1 Type A-2 Type A-3 Type A-4 truncus)

brary/fetal/fetal-

MaBoguaoioloyia:

Eikéva: AvatrapdoTacn ™Mg
KUKAOQOPIOG QipaTog oTnv TTEPITITWON
KolvoU apTnpiakou Kopuou. (public
domain)

RA. Right Atrium SVC. Superior Vena Cava TV. Tricuspid Valve
RV. Right Ventricle IVC. Inferior Vena Cava MV. Mitral Valve
LA. Left Atrium MPA. Main Pulmonary Artery

LV. Left Ventricle Ao. Aorta

2€ auTtou Tou €idoug TNV ouyyevr) KapdIoTTadela TO QAERIKO aipa eMOTPEPEI OTOV
0€€10 KOATTO aTTd TNV CUCTNUATIKA KUKAOQOpPIa JEow TNG KATW KoIANG QAERAG Kal TNG
avw KoiAnNG @AERag, émeira odnyeital otnv Oe€Id KOINia Kal ammd ekei pEOw TNG
MECOKOINIOKAG ETTIKOIVWVIOG QVOPIYVUETAI PE TO aipa TnNG aploTePAg Koldiag. To
0gUYOVWHEVO aipa atTd TNV TIVEUPOVIKI KUKAOQOPIQ EI0EPXETAI OTOV APIOTEPO KOATTO
MEOW TWV TIVEUPOVIKWYV QAEBWV Kal atmrd ekei odnyeital oTnv apioTepd  KolAia.
Emopévwg uttdpyel TARPNG avauign  UETagU ofuyovWwPEVOU Kal Pn OEUYOVWUEVOU
aipgaTog pe atmmoTéAeopa To avauixBév aipa va odnyeital JEow Tou KoIvoU apTnpIaKou
KOPHMOU OTIG TIVEUHOVIKEG apTnpieg, TO AopTIKO TOLO Kal TNV OTEPAVIAIG KUKAOPOpIa.
Katd cuvétteia, n umapgn evog Koivou apTnpiokou Kopuou We pia BaABida cuvdéeTal

KAl PE ETTIPEPOUG QVWHOANIEG OTTWG O avoIXTOG apTnEIaKOS TTOPOG, TO OIOKEKOPUEVO
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aopTikd TOEO, N €OQAAUEVN €KQUON TWV OTEQPAVIAIWY apTNEIWY, N OTévwon
TIVEUUOVIKAG apTnpEiag Kal dAAeg. MEow TnNG HPECOKOINIAKNG ETTIKOIVWVIOG apXIKA
TTOPOUCIAZETAl ApIOTEPODECIA dlaguyr n oTroia eTMPBAPUVEl T TOIXWHATA TNG OEEIAG
KOINIAG Kal UTTEPQOPTWVEI PE aia TNV TIVEUUOVIKA KUKAo@opia. Ev TéAel TO TTOCO
ypriyopa Ba avorrtuxBei TTVEUPOVIKR) UTTEPTAON Kal To oUvdpouo Eisenmenger
eCapTdral Kal arréd TIG TIVEUPOVIKEG avTioTdoelg.(Martin, Karamlou and Tabbutt, 2016;
Marcelletti, McGoon and Mair, 1976; Niwa et al., 1999; Puri, Allen and Qureshi,
2017)

FeveTikn aiTioAoyia:

OFT 3
myocardium §

TBX1 expression
SHF cells «—-» cNCC

“INTERACTION” Eikéva: ATeikévion Twv HOPIGKWY

MNXAVIOUWY TTOU  EUTTAEKOVTAI

TBX1 deletion
(haploinsufficiency)

TOU KolvoU apTnpiakou Koppou.

maBoyéveon Tng TeTpaloyiag Fallot kai

OFT defects SHF: second heart field
in 22q11DS Cncc: cardiac neural crest
OFT :outflow tract
Tetralogy of Fallot Truncus arteriosus | (Yamagishi etal., 2016)
Malalignment of Aplasia of
OFT septum OFT septum

To yovidlo TBX1 Bpioketar o010 XpwuoOcwWPa 22011.2 Kal KwWOIKOTIOIEI GNUAVTIKO
METAYPOQPIKO TTaPAyovTa, KOTA OUuvETTEID N dlaypa@r €vog felyoug PBaoewv
(1223delC) oTto yovidlo autd odnyei O METATOTTION Tou TTAQICIOU avAyvwong
(frameshift mutation) pe atmrotéAeopa Tnv dnuioupyia evog TTPOWPEOU KwOIKOVIoU
AAENG pe amroTéAecpa O MPETAYPOQPIKOG TTapdyovTiag va xdvel Tnv C TEPMPATIKN
Teploxn. Mevikdtepa pIKPOdIaypa@EéG OTo yovidlo autd €xouv evoxoTroindei yia Tnv
ekdNAwWON auTig TNG ouyyevoug KapdiotraBelag. (Goldmuntz et al., 1993)(Yamagishi
H,2016) To yovidio NKX2-5 Bpioketal 010 Xpwpoocwua 5035.1 kal KWOIKOTTOIE
METAYPAQIKO TTapdyovTa €EQIpeTIKG ammapaitnto oTnv avamtuén Tng kapdidg. H
eTEPOCUYN HETAANAEN R25C £xel cuOXETIOTEN PE TRV dnuIoupyia Koivou apTnpiakou

Kopuou. (McElhinney et al., 2003) To yovidio NKX2-6 BpioKkeTal OTO XPWHOCWUA
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8p21.2 kal eTmiong KwOIKOTTOIEl  PETAYPAPIKG TTapdyovTa. H avTikardotaon Tng
Buuivng otnv Béon 451 amd kutooivn oTo €wvIo 2 0dnyei o€ aviikardotaon NG
@aivuhaAlavivng otnv Béon 151 atd Acukivn (F151L) pe ammotéAeopa Tnv dnpioupyia
KolvoU apTtnplakoU kopuou (Heathcote et al., 2005). 'Exel TautotroINGei yia ogoduyn
METAAAQEN OoTNV OTToIa N TTPOCONAKN £vdg Celyous Baoewy (€.453_454insT) odnyei o€
TTPOWPO TEPUATIOKO AGYW avTIKATACOTAoNG TNG Aucivng atrd KwoIKOVIO TEPUATIGHOU
(Lys152fsTer0) ye ammotéAecpua Tnv dnuioupyia auTtrg TNG ouyyevoug KapdloTrdbeiag.
(Ta-Shma et al., 2014) To yovidio GATA4 BpiokeTal 0TO0 XpwWHOcwWUa 8p23.1 Kal
KWOIKOTTOIEI PETAYPAPIKO TTAPAYOVTA HE OTTOTEAECHO N METGAAAEN TTou odnyei o€
avTikaTdoTtaon Tng Bpeovivng otnv Béon 330 amd Tnv apyivivn va dnuioupyei éva
TPOi6V TTou TTapouci@lel peiwuévn ouvepyaoia PeTagl Twv NKX2-5 kar GATAG n
oTToia €ival onuUAvTIKA yia TNV €KQPacn yovidiwv TTou oxeTifovTtal JE TNV avaTTTugn
™S kapdids. (Yamagishi, H. 2016) To yovidio GATA6 BpiokeTal 0TO0 XpWHOOWUA
18011.2 kal KwdIKOTToIEl JETAYPAPIKO TTapdyovta. Mia eTepdluyn peTdAAagn n otroia
agopd Tnv dlaypaen 2 (cuywv PBAcewv OTO £&WvIo 5 Tou yovidiou autou, odnyei o€
TTPOWPO TEPUATIOUO HE ATTOTEAECHA O HUETAYPAPIKOG TTAPAYOVTAG TTOU OXNMATICETAI
va unv givar AeItoupyikog Kal va aAANAETIOpG pe apvnTIKO TPOTTO PE TNV TTPWTEIVN
aypiou TuTTOU. ETITTAéOV €X€I TauTOTTOINGEI pIa eTEpOAOYN WETAAAAEN TTOU agopd TNV
MeTaoTPOPN TNG adevivng oTnv Béon 1396 o€ KUTOOiv OTO £§WVIO 4 e aTTOTEAEOUA
TNV avTIKATAOTAON ThG aoTrapayivng otnv Béon 466 atrd 1omidivn (N466H). 211 dU0
TTaPATTAVW HETAAAGEEIC dnpIoupyEiTal KOIVOG apTneIakog kopuds (Kodo et al., 2009).
‘ETraima pia akOpn PETAAAAEN agopd Tnv avTIKATAOTOON TNG KUTooivng oTtnv Béon
1366 a1rd Bupivn OTO €§WVIO 4 Pe aTTOTEAECHA TNV AvTIKATAOTAON TNG QpPYIVivng oTnV
Béon 456 amd kuoteivn (R456C) n otroia ptropei va TTPOKAAETEl KoIve apTnploko
KOPHMO HETAEU AAAWV ouyyevwv KapOIOTTABEIWY TTOU GUVODEUETAI OTTO TTAYKPEQTIKI)
ayeveaia. (Allen et al., 2011) To yovidio NRP1 Bpioketal 010 Xpwudowua 10pll kai
KwOIKOTTOIEI évav ouvuttodoXEéa £VOG UTTOBOXED TUPOCIVIKAG KIvaong. ‘Exel aveupebei
MIa opoduyn TTapaAAayr) dyvwoTtou onpaaciog (€.248+2T-G, NM_003873.5) n otroia
TTPOKOAEI TNV aTTWAEIO £vOG €Ewviou Kal dpa Tov TTPOWPO TEPUATIOUO TNG TTPWTEIVNG
TTOU KWAIKOTTOIEI Kal TNV €KONAWON TNG ouyyevoug kapdiotrdbelag. (Shaheen et al.,
2015) To yovidio PRKD1 Bpioketal 010 Xpwpoocwua 14912 kai KWOIKOTTOIEI HIa
Kivaon oegpivng/Bpeovivng. ‘Exel TautotroinBei pia rapaAdayr) aBéfaing onpaciog
OTnNV OTToia UTTAPXEI AVTIKATAOTOON TNG Kutoaivng atrd Bupivn otnv Béon 1852 (
NM_002742.2) tou odnyei o0& TTPOWPO TEPUATIOWO Kal MOavad ekdAAwoN TnG
ouyyevoug kapdiommdbeiag. (Shaheen et al., 2015) Ta 1aveA yovidiwv TTou eAéyxouv
TA AVWTEPW YoVidIa PITTOPET va XPnoIPoTToINBoUV yia TNV £pyacTnPIakr] didyvwon Twv

AVWTEPW TTAPAAAQYWV.
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KAIvIKA €Ikova:

H kAiviki eikéva eaptdtal o€ peyaAo Babud amd Tnv €kQuon TnG TIVEUMOVIKNAG
apTnpiag atmmd Tov aptnpPIakod KOpHo. Katd CuveTTEId N CUUTITWHATOAOYIO TTOIKIAAEI
ammd Kudvwon £wg kapdlakn avemdpkeia. Qotéoo autoU Tou TUTTOU N OUYYEVAG
KapdioTrdBela yiveralr eu@avig non amd Tnv veoyvikn NAIKia KaBwg ekdnAwveTal Pe
peiwon Tou dladepuikoU KopeopoUu TNG ofuaigoo@aipivng o€ oguyovo <95% OTTwg
METPATE PE TO DIABEPMIKO OEUMETPO HE OUVODA ekONAWON KEVTPIKAG Kudvwong. Edv
Oev dlayvwoTei oUvToda PETa TNV yévvnon Ta veoyvd auTd avaTrTUOOOUV TAXEWG
€IKGVA CUPQOPNTIKAG KOPSIOKAG QVETTAPKEIOG PE CUUTITWHOTA TNV PEIWPEVN OiTionN,
TOV ABapyo, TNV avaTTveuoTiKA OUOXEPEID PE EICOAKEG HECOTTAEUPIWY Kal avaTtréTaon
TWV PIVIKWYV TITEPUYiwY, TNV Taxukapdia kal nrratoueyaAia. (Puri, Allen and Qureshi,
2017)

AlayvwoTiKN TTpocéyyion:

Akpéaon:

Katé Tnv akpdéaon tng Kapdidg ival akouoTo To KAIK £6WONONG, 0 povhApng deUTEPOG
KapdIaKOG TOVOG Kal TO OUCTOAIKG QUONMPA. Z€ TTEPITITWON TTOU UTTAPXEl AVETTAPKEIX
NG HovApng BaABidag Tou apTnplakoU KopUoUu TOTE gival akouoTd Kal TO SIGOTOAIKG
Quonua.

AkTIvoypagia Bwpaka:

2TV akTivoypogia Bwpaka eival edeaviic n  kKapdlopeyaAia pE auénon  Tou

KapdI0BwpaKIKOU BEIKTN KAl N auénuévn TTVEUROVIKN ayyEiwan.

2016)

Eikéva: AkTmivoypagia  Bwpaka

5xpovou TTaidiol Pe Koivd apTnpIoKO KOpUo

T0mou | omnv  omoia  @aiveTal
EKOETNMOOUEVN Kapdioueyaia,
utrepouydvwon TWV TIVEUUOVWV

QVTIPPOTTIOTIKA Kal 1 auénuévn ayyegiwon
TouG. EmmAéov umtGpxel HPETATOTIION TOU

apTnplakou Té6¢ou TTpog Ta defid. (Tatco V,

4
‘
g
x
b
&

HAekTpokapdioypdepnua:

[132]




O1 aM\olwoelg gival un €18IKEG KAl CUVADOUV HE UTTEPTPOYPIA TNG OEGIAG KAl ApPIOTEPNG

KOINiag opatég AON atmd TNV PPe@IKA nAKia. e peyoAuTtepa TTaidia TTapatnpouvTal
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KoIVO apTnplakd kKopud. Eivai

egeavig n Oegid oTpo@r) TOu
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A
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Ymrepnxokapdioypagia:

(https://apps.childrenshospital.o
rg/MML/index.cfm?CAT=media

&MEDIA_ID=1571)

ATtroTeAei TNV PEBODBO ekAOYNG yia TNV akpIBA SIdyvworn TG ouyyevoUg KapdIioTTaleiag

KAl TwV ouvodwv avwldaAiwy. Mo oguykekpipgéva yia va emTeuxOei opIoTIKr diIdyvwon

TIPETTEl VA €ival EPJPAVIG O KOIVOG ApPTNPIAKOS KOPUOG, N UETOKOIAIAKK] ETTIKOIVWVIQ

Kal n povipng BaABida. EmimTAéov  uTTOpEi va @avei n KareuBuvon porg Tou aigaTog

MEOW TNG MECOKOIAIOKNG ETTIKOIVWVIOG Kal n mlavoTnTa TaAivopounong moootnTag

aiyatog péow NG PaABidag Adyw averrdpkeiag Tng pe Tnv PoriBsia Tou Doppler.

2UVOdEG AVWMOAIEG OTTWG N OTEVWON TNG TIVEUUOVIKAG APTNEiAg, To DIOKEKOPPEVO

apTNPIaKO TOEO, O avoIXTOG apTnPIOKOG TTOPOG Kal AAAEG OI OTToiEG WUTTOPOUV va

opIoTOUV PE OKpPIiBeIa HEOw TOou uTTEPNXOU. TEAOG n uttepnxokapdioypagia KabioTd

Eikova: YTTEpnNXOoKapdIoypagIKr

ameikévion  €mMPAKOUG  Ggova  Tou

KolvoU  apTnpiakoU  Kopuou o€

ouvduaoud JE TNV HECOKOIAIGKNA

emkolvwvia. (Abel et al., 2021)

ZTEVWTIKEG R aTTOPPAKTIKEG BAABIOIKES Kal ayyelakég BAGRES:

[133]



https://apps.childrenshospital.org/MML/index.cfm?CAT=media&MEDIA_ID=1571
https://apps.childrenshospital.org/MML/index.cfm?CAT=media&MEDIA_ID=1571
https://apps.childrenshospital.org/MML/index.cfm?CAT=media&MEDIA_ID=1571

MpdkeiTal yia ouyyeveic KapdIOTTABEIEG OTIC OTTOIEG N POvN i N EMKpaTouod

QAVATOMIKA avwuaAia givai:

1. notévwon PaABidag,

2. YToBaABIdIKA ) utTTEPBAABIBIKA OTEVWON

3. n oTévworn o€ KATTOI0 CNUEIO TG TTVEUUOVIKAG 1] CUCTNUATIKAG KUKAOQOPIAG

4. n arpnaoia BaABidag

Actoxie¢ otov oxnuamioyd Twv PaABidwv odnyolv oe oTévwaon R arpnaia

Kdamroiag BaABidag (TpiyAwxivog, WITPoEIdOUG, AOPTIKAG A TIVEUUOVIKAG). To

YEYOVOG aUTO £XEl WG ATTOTEAECOHA QAPEVOS TNV aTPOia dOUWV TTEPIPEPIKA TNG

BAGBNG kai ageTépou eite TNV TTapapovl PBatol woeldolg TpAuaTog H/Kal

BoTtdAAgiou TTOpou giTe TNV dnuioupyia TTABOAOYIKAG HETOKOIAIAKNG ETTIKOIVWVIOG

avaloya pe Tnv uiotauevn BaABIdik BAGRN trpokeigévou va eEac@aAioTel n

QIMATWON TWV IOTWY TOU EURPUOU-vEOYVOU (CUVODEG AVATOMIKEG aVWHAAIEG).

Eikéva: Amekdvion Twv — OXETIKWV
Béoewv TwV BaABidwyv OTTWG ival opaTég
amd TAvVW.
(https://femedicine.medscape.com/article/
1923144-overview)

H Ttveupoviky BaABida Bpioketar otnv Oe€IG KoINia kol PéCwWw QUTAG TO UNn
o&uUyovWHEVO aipa odnyeital atmd Tnv OegId KOIAa OTIG TTVEUHOVIKEG apTnpieg yia
ofuyovwan. H aopTikr} BaABida BpiokeTal oTnv apioTEPA KOIAIG KOl METAQEPEI TO
0&UYOVWUHEVO aipa atrd TNV apIoTEPA KOIAiQ TTPOG OTAV AOPTH YIA TNV TTPOCPOPG
TWV avayKaiwv BPETITIKWY OUCIWV OTOUG I0TOUG Tou avBpwTtrivou owuatog. H
TPpIYAwXIva BaABida xwpilel Tov 616 KOATTO aTTO TNV O€EIA KOIAia KAl N JITPOEIBNG
BaABida xwpilel Tov aploTepd KOATTO atrd TNV apIoTEPE KolAia.

( https://lemedicine.medscape.com/article/1922899-overview )

MaBoguaoioloyia:

H Baputnta autg TG opddag cuyyevwv KapdioTrabeiwyv eEaPTATAl OTTO TOV
BaBuod TNG oTEVWwoNg n oTToia TTOIKIAAEI aTTO ATTIA OTéEVWON £wg ATPNOia Kal atro
TIG OUVOOEC AVATOMIKEG avWMPOAieg. Mepovwpuévn oTtévwon KATmolag amod TIg
BaABideg £¢6OOU TTVEUPOVIKAG A AOPTIKNAG 0dnyel O€ UTTEPTPOPIO TNV UTTOKEIEVN
KoIAia Adyw augnong ¢pyou CUCTOANG.

XapaKTNPIOTIKA UTTEPTPOYIAG Juokapdiou:
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1. TO TTETTAXUOUEVO MUOKAPDIO €xel aUuENUEVEG AVAYKEG O AINATWON YEYOVOG
TTOU TO KOBIOTA €UAAWTO O€ IOXAIMIA OE TTEPITITWON MEIWHEVNG QIPATIKAG
Tapoxng. H ioxaipia pye Tnv ogipd TG odnyei 0¢ ivwon Tou PUOKAPdIoU UE
atroTéAETUa TNV OIATACT) TOU.

2. To TIETOXUOUEVO HUOKAPDIO XAPAKTNPICETOI ATTO HEIWMEVN €VOOTIKOTNTA
YyEYyovog TTOU CUveTTAyeTal  Tnv dIaoTOAIK Tou OuoAciToupyia KaBwg dev
MTTOpEl va  @IAogevAoel Tnv  avauevopevn TToodTNTA  QigaTog KOTd TNV
O1a0TOAR, JE aTTOTéEAETUA TNV PEiwan TNG KapdIoKAS TTApPoXAG.

KAIvIkn €IKOva:

Autég e€aptwvtal og peydho BaBuo ammd Tov Pabud Tng oTevwTtikKAS BAGBNS n
oTToia ME TNV O€Ip& TNG 00NYEei o€ UTTEPTPOYIa Kal pEiwon TNG Kapdiakrg TTapoxng. Ol
NTTIOTEPEG OTEVWOEIG UTTOPEI VA €ival AOUUTTTWHATIKEG AAAG va avaTTapdyouv KAIVIKA
onueloAoyia omrdTe yivovtal avTIANTITEG JECW TNG QUOIKAG €€€TAoNG KATA TNV SIAPKEIQ
aKpoaong TnNG Kapdidg Kal YnAA@nong Twv TTEPIPEPIKWV TPUEEWY. ZTIC OOBapES
OTEVWOEIG TNG CUCTNUATIKAG KUKAOQOpPIag Adyw peiwong NG KapdIakng TTapoxng
oTNV TTEPIPEPIKT KUKAOPOPIa Ta CUUTITWHATA TTEPIAGUBAVOUV OUYKOTITIKA €TTEICO0IO
ME OTTWAEIQ OCUVEIBNONG, OKPOKUAVWON, MHEIWMPEVN aAVTOXN OTnNV KOTTWOnN. ZTIG
OOBapéG OTEVWOEIG TNG TIVEUUOVIKAG KukKAo@opiag avaloya pe Tnv BAGRn T1a
CUUTTTWPATA TTEPIAAUPBAVOUV TTVEUNOVIKO 0idnua, dUCTIVOIQ, KUAVWOTN ETTAYOMEVN
amdé aoknon. EmTAéov OTIGC OOBAPEG OTEVWOEIG TTAPOTNPEITAI PEIWPEVN QIPNATWON
KapdIdg PE CUUTITWHOTA TO TTPOKAPDIO AAYOG Kal TIG OTNBAYXIKEG €VOXANOEIG. 2¢€
ooBapdtateg amToPPA&elg n KAIVIKA €Ikéva yiveTal €KdnAn Katd Tnv veoyvikA NAIKia pe

uTTOTAON, 0EOBATIKN 0&EWaN TTOU UTTOPET va odnyroouv TaxUuTata oTtov 8dvarTo.

4.4.2.1 Zrévwon loBpou aoptAg ( Coarctation of Aorta)
EmdnuioAoyia:

H 100uikr) oTévwon aopTrG aTToTeAE TO 6-8% TwV ouyyevwyv KapdioTtabsiwy. Ta
ayopia gival 00 Qopég TTIBAVOTEPO va TTAPOUCIAoOUV ICOUIKN OTEVWON AopTHG O€
ox£0n PE Ta KopiTola. H emmitTwon Tng véoou civarl mrepitrou 4 o1ig 10.000 wvTavég
vevvnoeig. (Reller et al., 2008; Hoffman and Kaplan, 2002)

Avaropikn reprypaen-fabouaocioloyia:
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Coarctation of the Aorta

Defect

Eikéva: ZxnuaTikfp aTTelkévion Tng
I0BMIKAG OTEVWONG AOPTAG.
(https://www.heart.org/en/health-

topics/congenital-heart-defects/about-

congenital-heart-defects/coarctation-

of-the-aorta-coa)

21NV ePBpPUIkn Cwn dvwbBev Tou BoTaAAgiou TTOPOU UTTAPXElI O I0BUOG TG AOPTAG O
OTTOI0G ATTOTEAEI TO OTEVOTEPO TUAMA TNG AOPTAG. MeTd ToV TOKETO OTAV OUYKANBEi O
BoTdAAgI0G TTOPOG OTAV CUVUTTAPXEl OTEVWON TOU I0BOU TNG AOPTAG, TO KATW PEPOG
TOU OWPATOG UTTOaPOPEUETAl OE aija evw To Avw TUAMO TOU OWUATOS apdeueTal
KAvoVIKG KaBwg o1 apTnpieg auTEG eK@UOVTAl TTPIV TO TTABOAOYIKO TURUA TNG AoPTNG.
2€ autoév TOoV TUTTO OuyyevoUug Kapdlommdbeiag Aoimmoév eival onuavtikdé va pnv
OuyKANBei o PoTdAAelog TOPOG KABWG péow autoUu pe OeCloapioTepry dlapuyn
eCao@aAifeTal N aINAGTWON TOu KATW MEPOUG TOU owHaTog. QOTO00 OE TTEPITITWON
OUYKAIONG N aploTeEPA KOIAia TTa0YiCel HE TNV CUOTOAN TNG va OTEIAEl aipa géow Tou
OTEVWHPEVOU TUMAPOTOG YEYOVOG TTOU TNV OONYei O€ UTTEPTPOPIA PE ATTOTEAEOUA
MEANOVTIKG va ouufei Kapdlakn KAuWnN Kal averrdpkela. H atévwon utropei va eivai

MEMOVWUEVN ) OTO TTAQICIO ETTIMAKOUG UTTOTTAOGIOG TOU Q0PTIKOU TOEOU.

Fevemikn aiTioAoyia:

CFC1/CRYPTIC* MATR3*
FOXC1* NFATCT1*
HEY2* TBL1Y*
LEFTY2* TBX1*

TRPM2" aopTng. (Parker and Landstrom, 2021)

CoA & IAA

Eikova: ATeikdvIon YEVETIKWV TOTTWV TTOU

oXeTiCoVTal JE TNV EPPAVION ICOUIKAG OTEVWONG

Aorta »i

2TNV TTEPITITWON TNG I0OMIKAG OTEVWONG A0PTAG OEV UTTAPYXOUV UEAETEG OI OTTOIEG VA
€XOUV OUCXETIOEI TOV QAIVOTUTTO HE OUYKEKPIPEva yovidla. QoTO00 uTTdpyouv
Tapaldayég aBéBaing onuaciag (VOUS) ol otroieg pével va atmodeixBouv JeAAOVTIKA
OT ouoxeTtiCovral.  To yovidlo MYH6 [pioketar oto Xpwpoéowpa 14qll Kai

KWOIKOTTOIEI TNV Puoaivn-6. ATTO peAETN o€ loAavdoUg £xel TauToTToINBEI N TTAPAAAay)
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R721Y n otroia aveupeBei oe TrepiTTou 7 dropa ammd Ttoug 39 TTOoU TTapoucialav
100Uk oTévwon aopTthg. To yovidlo HEY2 Bpioketal 010 Xpwudowpa 6922 Kkal
atroteAei oTOX0 Tou yovidiou NOTCHL. ‘Exel tautotroinBei n E1262-G1301del kai n
Y1843X TmapaAhayry n otroia WETASU AAAWV Ouyyevwv  KaPBIOTTABEIWY  EXEI
OUOXETIOTEI e 1I0OUIKA OTEVWON TNG OOPTAG. ZUVETTWG OEV UTTOPEI VO CUCXETIOTEN
&ekabapa pe Tov v AOYyw QaivOTUTTO Kal AUTH €ival n aitia TTou ol TrTapaAAayEG auTég
dev avagépovtal otnv Bdon Clinvar. Emiong oe trovTikia Ta otroia dgv dlaBéTouv
Kavéva avTiypa@o Tou yovidiou TTpokaAoUvTal BavaTn@opes CUYYEVEIG KAPOIOTTABEIEG.
To yovidlo TRPM2 Bpioketal oto Xpwuoowpa 21922 kal TTapaAAayéc aplOuou
avTiypdewy (CNVs) Bewpeital 0TI cuoxeTiCovTal e TNV €kOAAWON 1I00UIKAG OTéEVWOoNG
aoptig. To yovidlo MATR3 Bpioketal 010 Xpwudowua 5931, PId XPWHUOCWHIKA
METATOTTION TOU YoVvidiou auTou éxel aveupeBei oe Evav aoBevh pe ouvdpouo Noonan-
like kai 108Uk} oTévwon aopTAg. To yovidio MCTP2 BpiokeTal 01O XpwUOCWHA
15926. ‘Exouv TautotroinBei dITAaciacuoi, dlaypagEég KAl TTAPAVONUATIKES
(missense) petaAAd&eic A60T, G203D, kair Y235C ol otroieg ouaxeTiCovral Pe Tov
@aIvoTUTIO 1 AAAeG ouyyeveic kapdiommdBeiec. To yovidio TBL1Y Bpioketar oT0
XPpwHoOowua Y. Mia PeEAETN €xel OUCYXETIOTEI N €UEAVION TNG IGOUIKAG OTEVWONG
aopTNG HE TTapavonuaTikég (missense) TmapaAlayég (D69H and R176W). Qotdéco0 n
ouvdeon autr dev £xel avattapaxBei oe (wika povtéAa. To yovidio MEIS2 BpiokeTal
OTO XpwHOowua 15914 Kai €XEl CUCXETIOTEI ME TOV  QAIVOTUTTO, ETTITTAéOV
KAnpodoTeiTal Je TOV AUTOCWHIKO emmiKpaTouvTa TUTTo. (Verheije R, 2019) To yovidio
NR2F2 BpiokeTal 0TO XpwHOowHa 15026.2 kal TTPOKAAEI TOV QaIVOTUTIO QUTOV E TOV
QUTOCWMIKG ETTIKPATH TUTTO KAnpovouikoTnTag.(Al Turki et al., 2014) (Qiao et al.,
2018; Bashamboo et al., 2018) (Moosmann et al., 2015; Bjornsson et al., 2018;
Peterson et al., 2004; Gessler et al., 2002; Sanchez-Castro et al., 2016) To yovidio
SMADG6 Bpioketal oTOo XpwHOowPa 15022 kal TTapavonuaTtikéG  (missense)
METOAAGEEIC O auTd eguBuvovTal yia Tnv ekOAAwON TNG I1I0BUIKAG OTévwong Tng
aoptg. (Tan, HL et al, 2012) Ta 1aveA yovidiwv PTTOPOUV va XPnaoigoTroinouv yia

TNV £PyacTnPIaKr SIAyvwan TWV avwTEPW TTAPAAAQYWV.
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Aortic Coarctation

1

Minimally Affected

Deceased

Ewéva: I'eveoroykd 6€vopo
OlKOYEVELNG HE 1GOLIKT GTEVOOT
0OPTNG G TEGOEPLG YEVEEC.
Avtoocopkd emkpatég mpdTLTO.
(Beekman and Robinow, 1985)

|

KAIvIKA gIkéva:

!

D A

IJ_‘I [:I [E |£ é Ewéva: I'eveoroywd
S€VOPO OIKOYEVELNG LE

6OUIKN oTévmon aopThg
o€ Tpeic yeveds e
OVTOCMUIKO ETIKPATEG
TPOTLTO e VYNAN
S1E166VTIKOTNTO KO
TOWKIAT] EKQPACTIKOTITAL
(Gerboni et al., 1993)

2Tnv 100Uk oTévwon aopTAg TapatnpolvTal dU0 MPOPQEG €kdAAWONG, N MIa

QTTOTEAEI TNV TTPWIYN MOPPA N OTToia TTAPOUCIAZETAl KATA TNV BPEQPIKN nAKia aTOV
TPWTO XPOvo CwNG Kal n OeUTEPn €ival n KaABuoTEPnUEVN HOPYr) OTnV OTToia TA

CUPTITWHATA €KONAWVOVTAI JETAYEVESTEPO OTNV TTAIBIKA NAIKIa. ZTNV BPEe@IKA Yopen

TNG VOOOU TA CUUTITWHATA TTAPOUCIAlovTal auéows YETA TNV OUYKAION TOU avoiXTou

apTNPIaKoU TTOPOU JE KaPdIOOaVATIVEUOTIKF) KOTAPPEUON Kal Kudvwaon. AvtiBeta oTtnv

KaBuoTepnuévn popPry EKONAWONG TTOU OPEIAETAI OTIG AVOOTONWOEIG TWV QYYEIWV
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,OTTWG  TWV  PECOTTAEUPIWY, TWwV UTTOKALIDIWY, Twv €0W MPOOTIKWY KAl TwvV
OTTOVOUAIKWV apTRPIWY, TTOU ETTITPETTOUV OTNV ATTW AOPTH VA KAAUTITEl TIG AVAYKEG
TNG o€ aipa. Tautdxpova TTapoUCIAdETal apTNEIOK UTTEPTAON N OTTOI0 OPEIAETaI EiTE
oe dlarapaxn AEIToupyiag Twv TACEOUTTOdOXEWY, EiTE 0 avVWHPOAN Joppoloyia Tou
QOPTIKOU TOLOU META TNV XEIPOUPYIKI ATTOKATACTOCK TOu, €iTe o€ dlatapayn
AIToupyiag Twv veEQPWY TIou €ival uTtevBuvol yia Tnv  dlaTtApnon oTabepnig
apTnpIakng Trieong. ETmTAéov cuutrTwpaTa ammoteAouv n dlaAsiTrouca XwAOTNTa, N
eMioTAEN KAl n TTWwon Bepuokpaciag Twv KATw AKpwv. ZTIG EMITTAOKEG QUTAS TNG
ouyyevoUug kapdlommdbeiag  diamoTwveTal KatamAngia kalr of€waon, Ol OTToiEg
TTapatnpouvTal Kupiwg oe adidyvwoTeg Trepimtwoelg. (Brickner E,2007) (Crawford
M,2009) (Kloss and Morgan, 2010)
AlayvwoTIKA TTpOocéyyion:
duoikA e&éTaon:
H akpoaaTikr €ikOva TToIKIAAEl avaAloya Pe TNV BapUTnta amd aTmroudia QUCTHHATOG
£wg TNV UTTaPEnN CUCTOAIKOU QUOHHATOG AKOUCTO OTO aploTeEPO Avw OTEPVIKO OPIO
KAl oTNV TTEPIOXN avaueoa oTIG wuoTtAdTeS. (Kloss and Morgan, 2010) EmimpdoBeta
OIATTIOTWVETAI DIOPOPd TTiEONG METAEU TwV AVW Kal KATW dkpwv Adyw peiwong tng
apTNPIAKNAG TTEONG Twv KATW dKpwv. YTTapxel duokoAia wnAdenong pnplaiwv
oQUEEWV AOYW WEIWONG apTNPIOKOU OQUYHOU Kal KEpKIdounplaia KabuoTépnon Twv
OQUYHNWV.
AkTIVOypa@ia Bwpakog:

2TV akTIvOypogia Bwpakog Trapatnpeital KapdiopeyoAia e avénon Tou
KapdI0BwpaKIKOU O€iKTn, €IKOVA TTVEUPOVIKAG CUP@OPNoNG OTa TTIVEUUOVIKA TTedia

oTa TTaIdIA KAl YTTopEi va gival avTIAnTTTr n d1dtaon aviolodag aopTAG.

Eikéva: AkTtivoypagia Owpakog evog
Taidlou  pe  100UIK  OTévwon aopTAG.
ATmreikoviCetal n didracn Tou QOPTIKOU
T6EoU dnuIoUPYWVTOG TO Onueio 3,
XOPOAKTNPIOTIKO yia TNV didyvwaon Tng
vooou. ( Gailllard F,2009)
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HAekTpokapdioypdenua:

Eikova:

aoBevr) he 1I00UIKN OTEVWON GOPTAG OTNV
otroia @aivetalr n diGATACN TOU QOPTIKOU
TOEOU Kal N OTTWAEIQ TNG OUVEXEIDG TNG
KATW ETTIQAVEIAG TWV TTAEUPWV AGYW TWV

AvaoTOPWOEWVY TNG KukAogopiag. (Bickle

2020)

AkTIvoypagia Bwpaka o€

H eikéva toikiAAel atrd QuaioAoyIKO Kapdioypdenua £wg dIATTioTwaon UTTEPTPOQIag
0e€1a¢ Kolhiag og veoyvd TTOU OTnV TTAIOIKA NAIKIO PETATTITITEl O€ UTTEPTPOPIQ
apIoTEPNG KOIAiag. AuTtd o@eileTal oTo OTI OTNV €UPPUIKN KUKAo®opia To pOAo NG

ouoTNUATIKAG avtAiag Tov €xel n OggId KOINia evw PETA TOV TOKETO O POAOG auTOG

EMPOPTICEl TNV APIOTEPH KOIAIQL.
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Eikova:

HAekTpokapdioypdenua  evog
Bpépoug 6 pnvwv Pe 10BUIKNA
oTévwon aopTig OTO  OTI0io
givar opar n utePTPOYia NG
aploTepdg KolAiag pe uynAd R
kai BaBid S oe V5 kal V6,
avaotpopry T oe aVL kai

dlaTaPAXEG ETTAVATIOAWONG UE

.

r«‘-’f apvnrikd T og V5 kai V6.
(Kloss and Morgan, 2010)
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Ytrepnyxokapdioypagia:

ATroTeAEi TOV akpoywviaio AiBo yia Tnv atTeikdvion Tou Babuou oTévwaong Tou 100uoU
NG aopTG KAaBwg Kal Tnv oavr) Utrapgn emmAéov aAAoiwoewy. AvatrapioTaTal n
KatelBuvan Tng porng diauécou Tou avoixToUu aptnpiakou Trépou. Emimpdobeta
atreikovifetal To PéyeBOG TWV KOIMIWV Kol ekTigdTal n Asimroupyia Toug. QoTtdo0
uTTtdpxouv  OUCKOAIEG  aTTEIKOVIONG  QVEUPUOHATIKWY  dlatdoewv 1 gyyUg

ETTAVOOTEVWOEWV.
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Eikova:
YT1repnxokapdioypaIkn
ATTEIKOVION TNG I0OUIKAG
otévwong  aoptng(CoA).
EmmAéov @aivetal kai n
KaTiouoa aopTr).

(Desc Ao)(Gnhanam et al.,
2019)

MayvnTiK Topoypa@ia Kapdidg Kal afoviKR Topoypaia kapdidg:

AtroTeAei TNV KaAUTEPN PEBOSO ATTEIKOVIONG OXI HOVO TNG OTEVWONG TOU 10800 TG
aopTg 600 TG TTAPOUG JopPoAoyiag Tou aopTikou TéEou. EmmmmAéov, amoTeAei Tnv
MEBOBO ekAoyNRG TTapakoAoubnong acBevwyv PETA TNV XElpoupyikh di6pBwaon Tng ev
AOyw ouyyevoug kapdiotrdBelag. Emiong mpooépel 3D atreikévion OAwv Twv
OopwvV TNG Kapdiag yia KaAUTEPN KTiMNON Tou BaBuou TnG aTévwaong Kal Tnv diagopd
mMETEWY UETAEU Twv OlauePIOUATWY TNG KAPOIAG OTTOTE KOl OVOMACETAl HayvnTIKA

ayyeloypagia.

Eikéva: MayvnTikrp Topoypagia Kapdidg
OTnV OTToia ATTEIKOVICETAI N I0OUIKA OTévWwon
Tng aoptig. Me Ttnv PBorBela autig Tng
peEBOSOU ATTEIKOVIONG MTTOPET va
artelkovioBei OAOKANPO TO QOPTIKO TOEO ME
QaTTOTEAEOPA VO €ival EUKOAOTEPN N EKTIUNON
Tou BaBuou Tng oTévwong. (Bhatt et al.,
2022)
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3D PC-MRA
(volume rendering)

4D blood flow visualiziation
(systolic streamlines)

Eikova:

MayvnTiki

ayyeloypagia

y 2 COA
. ,/n‘.‘ /
AAo “ /,‘;
. "‘ \

Kapdidg o€ 4D diaoTaoElg.
PC-MRA: phase contrast

magnetic resonance
angiogram
(Joshua  Robinson and
vel[oc;l)i Michael Markl (Dept. of
s ﬂ Radiology, Northwestern
peak 0.5
systole 5 University).

EmimrAokég:

2TIG HOKPOTTPOBETHES ETTITTAOKEG TNG VOOOU CUMPTTEPIAAUBAVOVTAl TO £U@Payua Tou
Muokapdiou Bava Adyw TNG apTnPIaKAS UTTEPTAoNG N otroia diadpduel yia PEYAAO
xpoviké didotnua. (Pickard et al., 2018) EmmAéov, TOo aveUpuopa GOPTAG TTOU
ammoteAei pia mOav e€m Aok kaB' OAn Tnv Oidpkeia (wAS Tou acBevolg Kai
mapoucidletar oto 10-13% Twv evANKwY aoBevov pe TTapdyovia Kivouvou Tnv
XEIPOUPYIKN 010pBwan o€ peyaAlTtepn nAIKia n oTroia euBuveTal yia TNV TupRwdn por
TOU aipaTog TTou TTPOKaAEi evdoBnAiakr BAGRN. (Jata B et al, 2020) EmmimrpdoBeTa 10
QYYEIAKO eyKePAAIKO eTTeloddIo (Pickard et al.) atroteAei upia mOavh €mITTAOKA NG
I0BUIKAG OTévwong aoptnG. TEAOG, MTTOpEl va eykaTaoTadei evdaptnpitida Kai
evOOKaPAITIOO KABWGS N aug¢nuévn TaxuTNTa PORG HECW TOU OTEVWHEVOU TUAHATOG KAl
N TTaAIivépounon aipatog atréd 10 Eva SIQUEPIoHA OTO GAAO, dNUIOUPYOUV HIa CUVONKN
TPOKANONG &vOoOnAiakhg PAABNG oTnv aptnpia pe moavhy €méKTAON TIPOG TO

£vOOKAPDIO.

2018 1435

Eikéva:

YTTepNXoypa@IKn

(Desc Ao) oTa

2019)

aTrEIKOVION

eKBAGOTNONG OTNV KATIOUOQ AOPTH

TTAdiola

evdapTnpitidag. (Gnanam et al.,

4.4.2.2 Z1évwon aopTikNg BaABidag ( Aortic Valve Stenosis)
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EmidnuioAoyia:

H o&itrtuxn aoptikp BaABida atroteAei Tnv cuxvotepn PAGPRn TTepIopiIcUoOU TOU
XWPOU EKPONAG TNG apIOTEPAG KOIAIAG Kal aTTOTEAEI TO 6% TOU GUVOAOU TWV CUYYEVWV
kapdlotrdBeiwv. Zuvavrdaral oe 3-4/10.000 Cwvtavég yevvioels. (Reller et al., 2008;
Hoffman and Kaplan, 2002; Kitchiner et al., 1994)

AvVATOMIKA TTEPIYPAQN:

H aoptiki BaABida €xel oxAWa nUICEAVOU Kal atroTeAEiTal ammd Tov QOPTIKO
0akTUAIO (aortic annulus) kai TIG TPEIG TITUXEG (aortic cusps) TNV apIoTEPR oTEPaviaia,
TNV Oe€Id oTePavIaia Kal TRV PN oTe@aviaia TTuxh. Ze péyebog n de€id oTepaviaia
TITUXA KAl n Jn oTegaviaia TITuXh €ival PeyaAlTepeg O€ OxEON WE TNV GpIOTEPNH
oTepaviaia. H ovopaoia Twv TITUXWY TTPOEPXETAI ATTO TNV €KQUOT TWV OPWVUHWY
oTeQaviaiwv ayyeiwv, dnAadn n de€id oTepaviaia aptnpia ekeuetar atmmo Tov Oe€id
aopTIKO 1 aANwG TTPOCOIo aopTIKG KOATTO Kal N QpIoTEPH OTe@aviaia apTnpia
EKQUETAI aTTO TOV APICTEPSO Q0PTIKO ) OTTioBI0 aopTIKG KOATTO. OI aopTIKOi KOATTOI i
KOATTOI TOU Valsava BpiokovTal dvwBev Twv TITUXWY TNG QoPTIKAS BaABidag oc pia
TPIYWVIKA  TTEPIOXN TNG aviolodg aopTAG N otroia eu@avidetal dieupupévn Kal n
UTTapén TOUg €CUTTNPETEI WOTE KATA TNV OIAPKEID TOU AVOIYHATOG TWV YAWXIVWV TTOU
OupBaivel Katd@ TNV OUCTOAA va pnv Ammo@PAcoovVTal T OTOMIO €KQUONG TWV
oTeQaviaiwy ayyeiwv. Avatouikd n Evwon Twv KOATTwyY Tou Valsava pe tnv aviouoa
aopT) ovouddeTal aopToKOATTIK) oUlPBOAR (sinotubular junction). O1 yAwxiveg Tng
aopTIKAG PaABidag dev  evwvovtal e  TEVOVTIEG XOPOEG Kal  ETTOPEVWG  Oev
ouykpatouvtal atrd Bnhocideic pueg. O aopTIKOG SAKTUAIOG aTtroTeAEl vav 1oXUpPo
Ivdn 10T6 0TOV OTToI0 TTPOCPUOVTAI Ol YAWXiVES TNG aopTIKAG BaABidag. To KAcioiuo
autnG TnG PoABidag ot ouvduaoud e TO KAEIOIMO TNG TTVEUMOVIKAG BaABidag
TTapAyouv Tov JeUTEPO KAPDIAKO TOVO, O OTT0IOG Eival aKOUOTOG KATA TNV akpdaon
NG Kapdidg. EidikdTepa n aopTikr) BaABida TTapdyel TNV ouvioTwoa A2 oTov deUTEPO
kapdiakd Tovo. (Ho, 2009; Koenraadt et al., 2018)
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Right coronary sinus

Normal
aortic valve

Closed

Open

Sinuses of valsaiva

Sino-tubular juncion

\
. \ Ventriculo-arterial
Right coronary cusp / \ Junction

Non-coronary cusp Mitral valvo Loft coronary cusp

Left coronary cusp

Aortic
valve stenosis

Closed

Open

Eikova: ATeIkOvion TnG @QUOIOAOYIKAG
avartopiag Tng aopTiKAG BaABidag kal ol
ox£0¢€IG Ye TNV aviouoa aoptr. OTtrou a)
right coronary sinus — 6€€10¢ aTe@aviaiog
KOATTOG, left coronary sinus -apioTepdg
aTe@aviaiog KOATTOG, hon coronary sinus -
un  oTeaviaiog  KOATTOG,  sinotubular
junction - QOPTOKOATTIKy  GUUBOAN,
ascending aorta - aviouoa aopTd, b)
sinuses of Valsava — k6ATToI TOU Valsava,
coronary ostium — oTéuyio oTEQaviaiou
ayyeiou, left coronary cusp -apioTepn
ote@aviaia  yAwyiva, mitral valve —
pITpo€Idng BaABida, non coronary cusp
— Mn oTegaviaia yAwyiva , right coronary
cusp -0g€IG oTepaviaia yAwyxiva ¢) avw
oyn TnNG aopTikAG PBaABidag kal Twv
YAWXIVWV [« (Devarajan and

Subramaniam, 2011)

Eikéva: Atreikovion Tng OTévwong
NG aopTikAG PaABidag kai Tng
MEIWPEVNG AEITOUPYIKOTNTOG TNG.

(https://www.fortisescorts.in/tavr/kn

ow-about-aortic-valve-stenosis )

H ouyxvotepn mmaboAoyoavaTouikh avwpaoAia gival n ditrtuxn aopTikr BaABida n

OTToia UTTOPEI VA TTPOKOAECEI €IiTE TUYYEVH AOPTIKA OTEVWON EITE ETTIKTATN AOPTIKA

oTévwaon O10TI TO UTTOOTPWHA TTPOUTTAPXE! KOl EEENICOETAI YE TNV TTAPODO TWV ETWV.

H oitrtuxn aoptik BaABida mpokUTrTel ammd agUu@uon U0 €K TwV TPIWV YAWXIVWY

étTou diakpivoupe dUO TTEPITITWOEIG;

1. XZopg@uon 0dedidg oTepaviaiag Kal pn ote@aviaiag yAwyivag £xer wg

ammoTéAecpa TOoV oXnuaTioud dImTuxng copTikAG PBaABidag n otroia éxel

MeyaAUTepn BaveTNTa va cuoXeTioTel e BaABidikA ducAsiToupyia.
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2. XZopg@uon dedidg oTe@aviaiag Kal apIoCTEPAG OTEQAVIAiag YAwXivag €XEl
WG aTroTéAeCua TOV OXNMOTIONG BITITUXNG QOPTIKAG BaABidag n otroia
OXeTICeTal e MIKPOTEPN TTBavOTNTa BOABISIKAG TTaBoAoyiag kal augnuévn
mOavOeTNTA TTAPOUCIiag ICOUIKAG OTEVWONG AOPTAG.

(Cripe et al., 2004)

Mtropei va cuvodeletal ammd oTévwaon f avemdpkela TNG aopTIKAS PBaABidag kal atmd
oidraon / avelpuopa TNG aviolodg AopPTAG. ZTTavIOTEPA QVEUPIOKETAI WOVOTITUXN
aopTikf BaABida kai n duocTrAacia Tou aopTikou dakTuAiou. (Roberts and Roberts,
1991) AAAo aiTio atToTeAEl N 1810TTABrG OKANPWON TNG TPIYAWXIVAS aopTIKNAG BaABidag
ME aofeoTotroinon n otroia pe TNV TTAP0d0 TwWV €TWV TTPOKOAEI OTévwaon AOyw
evatréBeong AImmdiwyv Kal TTPOoIOVTWYV QAEYUOVAG. ETTopéVG N aopTIKr) OKAjpuvon Kal
ivwon  METATTITITEl O€ QOPTIKN oTévwon. H pérpnon tng Aimmotrpwreivng A (Lpa)
aTroTeAEl onuavTikG deikTN TTPoddou TNG okAnpuvong TG BaABidag. (Pedriali et al.,
2020)

Normal Rheumatic Calcific Bicuspid

Eikéva: Atreikévion
aimiohoyiag oTévwaong Tng
aopTIKAG BaABidag. ( Otto
C, 2007)

Type 1A (53%) Type 2A (11%) Type 3A (6%)

Aortic valve
Type 1B (19%) Type 2B (6%) Type 3B (5%)

Pulmonary valve
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Eikéva: Ameikévion Twv TOTTwV TnG OiTTTUXNG aopTikAG PaABidag 6TTwg auTn
@aivetal amd Tavw : otov TUTTO 1A n Be€Id Kal n apioTePH aTeQaviaia yAwxiva
gival evwEVES Kal TTApapEVEl PiIa opaTth pa@r avTiBeta oTtov TUTTO 1B dev gival
opati n paoen. Emera, otov TUTTO 2A umtdpyxel cUUTITUEN TNG O€gIAG Kal un
oTeQaviaiog yAwxivag kai gival opath n paer], evw oTtov TUTTo 1B dev cival opath
n paen . TéAog oTov TUTTO 3A N ApPICTEPR OTEPAVIAiIa KAl N KN oTe@aviaia yAwxiva
EVWVOVTAI PE TTApAPOVA TNG pa@ng, avtibeta otov TUTTO 3B dev eival opath n
paen. MapdAAnAa oe TTapevBEéoeig eugavifovtal ol ouxvoTNTEG Tou KABe TUTTOU.
NC — non coronary leaflet (un otepaviaia yAwyiva) , LC — left coronary leaflet
(apioTepny aTtepaviaia yAwyiva) , RC - right coronary leaflet (6€€id oTte@aviaia
vAwyiva) , LCA — left coronary artery (apiotepry otepaviaia aptnpia ) , RCA —
right coronary artery (6e€id ote@aviaia aptnpia). (Schaefer et al., 2008;
Koenraadt et al., 2018)

TéNog agiCer va avagepBei TTapdTI dev €ival OUYYEVEG OTI TO CUXVOTEPO QiTIO
EMKINTNG  OTévwong Tng aopTikAG PaABidag ortnv TaidIk nAKia eivar o
PEUMPATIKOG TTUPETOG O OTT0IOG ATTOTEAEI AvOOOAOYIKOU TUTTOU avTidpaon 2-6
eBOOUGdEG PeTA aTTd AOIHWEN PE UTTOBEPATTEUBEVTA B AIMOAUTIKO OTPETTTOKOKKO
opddag A 0 OTTOI0G TTPOKAAEI OTPETTTOKOKKIKA @apuyyiTida. O1 ekdNAWOCEIG Tou
PEUMPATIKOU TTUPETOU TrEPIAaUBAVOUY TNV KapPdiTIda oTnv oTtroia eival Tméavr n

EYKaTAOTAON  OTéEVWONG TNG  OOPTIKAG  PaABidag, n  apbpimnida, n

OTTEIPAUATOVEQPPITION, T peUPaTIKG olidia kal n Xopegia Sydenham. (MCeppavdkng
et al., 2015)

Eikéva: Atreikévion KATTolwv atmd Ta CUUTITWHATA TOU PEUPATIKOU TTUPETOU. 2T
QPIOTEPG QAIVETAI N OTPETTTOKOKKIKA QapuyyiTida kai 6e¢id Ta uttoddpia olidia.

(https://emergencyeducation.org.au/acute-rheumatic-fever/ )

(https://www.medicinenet.com/rheumatic fever/article.htm )

MaBoguaoioAoyia:

H otévwon Tng aopTiking PaABidag avTippoTTioTIKA odnyei o€ uTTEPTPOYPIa TNG

apIoTEPAG KOINIAG e UWNAR KAion TTieong HEOW TOU OTEVWTIKOU TUAMATOG Kal alénon

TOU UETAQOPTIOU TTOU AUTH] KOAEITAI va DIAXEIPIOTE. ZTAdIAKA GPWG N ApIoTEPA KoIAia
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aduvatei va avTIpPOTIEl PE ATTOTEAECUA VA OIATEIVETOI ETTOPEVWG ETTEPXETAI N
O1aoTOAIK] duCAgIToUpyia TNG. 2TO OTASIO AUTO TA OTEQAVIQIA ayyeia aduvatouv va
KOAUWOUV TIG QAVAYKEG TOU UTTEPTPOPIKOU MUOKOPDIOU HE ATTOTEAECHO aAuTO va
odnyeital o¢ 1oxaidia. MOAIg eykaBioTartal n didtacn TG aApIOTEPAG KoIAiag Adyw
ivwong 161e 0 OYKOG TTAAPOU PEIWVETAI OTTWG KAl N KAPJIOKA TTAPOXN ME ATTOTEAECHA
TNV Heiwan TNG KAion TTieong dia ToUu OTEVWTIKOU ONUEIOU KABWG ETTEPYXETAI GUOTOAIKN
oucAcitoupyia. Ev kaipw eykadioTaTtal KapdiakA aveTTAPKEIA Kal KOATTIKA JOpUapuUyh.
(Donner et al., 1983; Lewis et al., 1974)

Aortic valve area (cm?) ~ >1.5 1.5-1

Mean gradient (nmHg) ~ <25 25-40

<1

>40

Eikéva: Tagivounon g Bapdtnrag tng
oTévwong aopTikAg BaABidag avdaioya
pe Tnv em@dveia TnG PaABidag (aortic
valve area oe cm2), Tnv kAion Trieong
Tou Onuioupyeital (mean gradient o€
mmHg) kai Tnv Taxutnta Kivnong Tou

aipaTog puéow TnG PaABidag (jet velocity

Jet velocity (m/s) <3 3-4 >4

AS: Aortic stenosis. Khandheria, 2008)

oe m/s). (Dal-Bianco, Sengupta and

MeveTikA aiTioAoyia:
Aortic Valve

Eikéva: ZxnuaTtiki  otreikévion  Twv
yovidiwv TTou oXeTiCovTal he TNV EKONAWON
NG OTévwong TnG 0opTIKAG PaABidag.
(Parker and Landstrom, 2021)

To yovidio NOTCH1 Bpioketar ato Xpwuéowua 9934, 10 TTPOIGV TOU Yovidiou
OTTOTEAEI ONPAVTIKO PUBUIOTH TNG METAYPAPIKAG dPaCTNPIOTNTOG KAl N QUOIOAOYIKA
TOU AgIToupyia €yKeITal TNV KATaoTOA TNG Asitoupyiag Tou RUNX2 1ToU atroTeAEi
puUBUIOTH TNG 00TEORAACTIKAG dpacTnPIOTNTAG. QOTOCO O TTEPITITWOEIG HETAAAAEEWV
n aoptik BaABida aduvaTei va avarrtuxBei opbd kai Tautdxpova odnyeital ypriyopa
o€ aofeoToTroinon. Ze TEPITTTWOEIG utToAeIToupyiag Tou NOTCHL utrepAeitoupyei 10
SOX9 1mou 0dnyei o€ aocBeaTotroinon kal To yovotrdn Wnt/B-catenin 1mou TTpowoei
TNV ooTeoyéveon. (Zhou et al., 2019; Garg et al., 2005; Acharya et al., 2011; Pedriali
et al, 2020) T[apavonuaTtikég (missense) peTaAAGéelg oTo B0 yovidio
TautoTToINBNKAV o€ MIa PEAETN TTou peAeTouoe lMeppavolg acBeveic pe ditTrTuxn
aopTik BaApida. (Mohamed et al., 2006) To yovidio SMAD6 Bpioketal OTO

XPWHOoWUa 15922 kal €xouv TauTOoTTOINBEI TTapavonuaTikég YETAANGEEIS (missense
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mutations) TToU OXETICOVTAl PE TOV OUYKEKPIUEVO @QAIVOTUTTO. [0 OUyKEKpPIPEVa
QVeUPIOKETAI OUO N CUVWVUNEG TTAOPAAAQYEG Ol OTTOiEG 0dNyoUv Ot avTIKaTtdoTaon
TNG KuoTeivng oTnv B€on 484 atrd tnv gaivulaAavivn Kal Tng TTpoAivng otnv Béon 415
atrd Aeukivn otnv Tepioxy MH2 pe atrotéAecpa Ta TTPOIOVTA AuTd va aduvartouv va
avaoTeilouv atroTeAeopatik@ 1o povotrati BMP kar BMPR1A TTpokKoAwvVTag Tov
@aivotutro. (Tan et al. (2012) EmimrAéov évag €Tepdluyog OITTAACIOONOG €1 (euywv
Bacewv ¢.1168 173dup odnyei emiong otov idlo @aivoTtutro. (Park et al., 2019).
AMN\eg TTapaAAayég atmoteAoUv TNV avTikatdoTtaon Tng youavivng otnv 8éon 42 amod
adevivn  Tou odnyei 0€ avTikatdotacon Tng TPUTIToQAvng oTnv Béon 14 atd
KWOIKOVIO TepPaTIoNoU (W14X) kai Tnv diaypa@r] evog (euyoug Baoewy TTou odnyei
o€ aAAayn Tou TTAaigiou avayvwaong Kal dnuioupyia evog Tpdwpou Kwdikoviou AfEng
ME @aivoTuTTo diTTuXNG aopTikAG BaABidag, 108UIKAG oTévwong QopTAS Kal
aveupuopatog oTtnv aviouca aoptr. (Luyckx et al.,, 2019) To yovidio ROBO4
Bpioketal o1o Xpwudowua 11924 10 otmroio TrepiExel 18 e€wvia. (Huminiecki et al.,
2002) ‘Exel TautotroinBei o petaotpo®ry €.2056+1G-T oT0 Ivipovio 12 TTOU
TTPOKAAEl TTapdAcipn Tou e€wviou 13 otrdTe TO TTPOIGV dev TTEPIEXEI 36 apIVOEEa OTNV
ooun Tou. H peTafoAn auth €xel w¢ atmoTéAeopa Thv ivwon Kal aoBeoToTroinon TG
BaABidag kabwg n TTapaAAayr) autr mMOPA apvNnTIK& 0TO evOOBAAIO KOl TNV KUTTOPIKNA
AeiToupyia pe peiwpévn Aeitoupyikdtnta tou BMP, TJP1 , VE-cadherin kai NOTCH1
Kal aog¢non AsitoupyikdtnTag Twv  alpha-SMA kai SNAIL. Ta idla PeTABOAIKA
TPOTUTTA BIaPOPOTIOINONG TTAPATNPOUVTAI OTNV AVTIKATAOTOON TNG KUTOOivng OTnV
Béon 190 atrd Bupivn TToU £XEl WG ATTOTEAECHA TNV AVTIKATACOTACH TNG ApyIvivng oTnV
Béon 64 ammd kuoTeivn otnv Béon 64 (R64C). (Gould et al., 2019) Ta TTaveA yovidiwv
TTOU TIEPIEXOUV TA QVWTEPW Yovidla JTTopoUv va  XpnoigotroinBolv yia Tnv

£PYQOTNPIAKA dIAYVWON TWV AVWTEPW TTAPAAAAYWV.
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Ewova: I'evearoykd
3€vOPO OKOYEVELOG PE
dimTuym aopTIKy
BoApida. N:
@vcloloykoc, U: dev
eréyyxOnke. (Clementi et
al., 1996)

| G

I N

KAIVIKA g1kéva:

2€ ATTAg HOPPAG QOPTIKA OTEVWON TA TTAIBIA TTAPAPEVOUV OCUPTITWHATIKA KaBWG N
aplioTePA KolAia pTTopEl va DIaXEIPIOTEN TO HETAPOPTIO PE MOVO CUPTITWHA TNV €UKOAN
kOéTTwon. AvTiBeta oe ocofapdtepn vOOO UTTApxeEl oTnBdyxn, OUcTIvola Kal
OUYKOTITIKG €TTEI00dIO (TpIdda oTévwong aopTiKAS PBaABidag). Eival onuavtiké va
onueIwBel 6T oTnv TTaIdIKN NAIKia N BaplTnTa TNG AOPTIKAG OTEVWONG YETABAAAETAI
0€ ouvAPTNON ME TNV avATITUEN KaBwg augdveral n ToodTNTA QiJATOG KOI CUVETTWG
TO METAQOPTIO TTOU KOAEITAI va dIaxeEIpIOTEI N aApIOTEPA KOIAQ. ZUYKOTTA UTTOPEI va
TTAPOUCIACTEI OTNV TTPOOTTABEIa Adyw PEIWPEVNG TTAPOXAG O axéon We Tnv {NTnon
Kal oTnv npegia AOyw KOIANIOKAG Taxukapdiag. ETmTAéov oe TTpoXwpnuévo oTddio
eykabioTaral KapdIakr) AVETTAPKEID KOl appubpieg OTTWG KOINIOKA Pappapuyr] TTou
TTpoKaAei Eagvikd Bdvaro. (Eroglu et al., 2006)

AlayvwoTIKA TTpocéyyion:

duoikn g&éTaon:

Katd tnv didpkeia TNG QUOIKAG €¢€Taong wnAa@ATal utrEPOUVANIKA KapdIakn waon
(utTepoTEPVIKOG POiCoGg). ETTiong, cival akouoTd kapdiakd QUONUa CUGTOAIKOU TUTTOU
egwlnong oto avw 6816 oTEPVIKG Oplo Pe €vTaon n oTroia cupPBadilel pe Tov Babud
oTévwong €I0IKA €dv 0 aoBevAg yeipel TTPoG Ta euTTPOG. ETriong To guonua autd givai
OKOUOTO OTNV 0QayITISIKA EVTOMN Kal 0T KAapwTIBIKA ayyeia. O 2° kapdiakdg Tévog
OIxddeTal, woTe n UTTapgn evog QuaoioAoyikoU S2 va atroTeAei To povadikd onueio 1o
otroio ptropei pe BePaidtnTa va arroppiyel Tnv didyvwaon autr). H Trieon mTaAuou

(S1a@opd peTa&u ouoTOAIKNG Kal SI00TOAIKAG TTiEONG) €ival HIKPOTEPN.
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Mild aortic stenosis Moderate aortic stenosis Severe aortic stenosis

5 5 51 5 1 5

|
I lI

=== Aortic Valve (A2)

=== Pulmonic Yalve (P2)

Paradoxical split S

S1 iz S S
Expiration Inspiration

- Hortic Yalve (A2)
s Pulmonic Valve (P2)

Eikéva: Atreikévion dixaouou 20V
kapdiakou Tévou S2. H évtaon
peTaBaAAeTal avaAoya Pe ToV
BaBuod TG oTévwang.

(https://www.healio.com/cardiolog

y/learn-the-heart/cardiology-

review/topic-reviews/aortic-

stenosis/physical-examination )

Eikéva: Atreikévion dixaouou 20V
KapdiakoUu Tévou.

(https://www.healio.com/cardiolo

gy/learn-the-heart/cardiology-

review/topic-reviews/aortic-

stenosis/physical-examination )

Kard tnv didpkeia ¢ akpdaong diamoTwvetal kKAayy didvoigng akouoTri oTtnv

Kopupn TNG KApdIAg KUpiwg ae TTEPITTTWOEIG dITTTUXNG QOPTIKAG BAABISAG. € WIKTA

BAGRN

(oTévwon kal aveTTdpkela) €ival akouoTd éva TTPWIHO SIACTOAIKO @UONUA.

Katd tnv didpkela TG QUOIKNAG EETAONG DIATTIOTWVETAI APTNPIOKA UTTEPTAON.

HAekTpokapdioypdenua:

To nAekTpokapdioypd@nua oTnv oTévwaon TnG aopTiKAG BaARidag eival eVOEIKTIKO TNG

UTTEPTPOYIOG TNG apPIOTEPNG KolAiag. EmmpooBeta ptropei va  dlomoTwOouv

aAoiwoelg Tou Kopatog T kal XapnAd &ggid mpooBia duvapikd. Eival xprioipyo va

OievepynBei 24wpo Holter puBuou Adyw TOU KIVOUVOU ep@AvionG BavaTneopwy

apPUBUIWY aKOPa Kal 0€ aoUUTITWHATIKG TTaidid. (Wolfe et al., 1993)

TP WY, | A—

7157 Il — / I Vi !
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| Eikéva: Atreikovion

| S aAoiwoewv ST-T KUPATWV
OTIG APIOTEPEG TTPOKAPDIES
- ATTaYWYEG

o NAEKTPOKAPSIOYPAPAUATOG.
(https://www.intechopen.com/c

hapters/45032)



https://www.intechopen.com/chapters/45032
https://www.intechopen.com/chapters/45032
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/aortic-stenosis/physical-examination

| | |
w}i “ ’:t\/.!-‘,\"\-—\,\'_\-—w } ’MWM!"%‘JNA‘AJ/\
T Vi | | [ i i, ] !
{ ~' | @
4 ' 4 | | |‘ I l l

| |
il il f | ft | ’ i |
LAl i i | VSE PRI J

MMM&WWV—.JV?* ‘ \‘_«4\/\#"4‘—“'.—,"—‘"

|
B
n =

e e e

Jlima G=cx S5
' ﬁ"“**-‘”“‘,”‘iv‘rﬁ*‘“’r‘”rt*'f“*{u N~~~
| i l .
ilan S Ee e ay SHSEEE

] . P .
{ | f i A f
; ITmLﬁNM_MMMM" e A b AN e AT e A e A Irn

AkTIVOoypagia Bwpakog:

Eikova:
HAekTpokapdioypa@nua aTo
OTTOIO ATTEIKOVICETOI N
UTTEPTPOQIa TNG APIOTEPAG
KOINiag pe upnAd R oTig
apIoTEPEG TTPOKAPDIES
ammaywyég V5 kai V6 , 6TTwg
Kal aveoTpaupéva T oe | kal
Avl.

(https://thoracickey.com/aorti

c-stenosis-9/)

Eival opat) n didtacn avioloag aopTrg e TOavVA TTapOoUCia ETTACBECTWOEWV.

Ytrepnxokapdioypagia:

Eikova: AkTivoypagia
Bwpakog oTnV oTToia
arreikovi¢etal n diaTaon
avioloag aopThG Je
dleupuvan Tou
pecoBwpakiou. ( Gaillard F,
2011)

AtroTelei TNV PéEBOBO ekAOYNG yia Tnv SIGyvwaon TNG UTTOKEIMEVNG avwdaAiag, TNV

moavr UtTapén cuvodwy BAABwy Kal TNV aTTeIKOVIoN TNG apIOTEPNAS KOIAIAG yia TUXOV

utrepTpoia. EmmmAéov pe Tov umépnxo kaBiotatar duvath n  PETPNON  Twv

QVOTITUOOOUEVWY TTIECEWY OTA KAPSIOKA SlaUEPIoUATA Kal KUPIwG oTnv apioTepd

KoINia pe Tnv e€icwon Glanz étmmou ZuoToAIKA TTiEon aApIoTEPAS KOIAIAG=225*TTdx0G

OTTIOBIOU TOIXWHATOG aPIOTEPAG KOINIAG e CUOGTOAR TTPOG TNV BIANETPO TNG APIOTEPAG

KoINiag og ouoToAn. EmmpdoBeTa, uttoAoyileTal n KAion Trieong pe tnv Bondeia tng
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eCiowong Bernoulli kal atreikovigetal n por; Tou aipgartog pe TNV PEBodo Doppler.
TéNog, atroTeAei xprioiun néBodo yia TNV avarapdoTaon TNG avatouiag, Tou apiBuou,

TOU TTAXOUG Kal TwV YAwXiVwy TG aopTIKAG BaABidag. (Glanz et al., 1976)

Eikéva:
YTtrepnxokapdioypagia
KapdIdg oTO OTT0I0
QATTEIKOVICETAI TO OTEVWHEVO
OTOMIO TNG AOPTIKAG
BaABidag.

>16M10:0.8 cm? AV gradient
2.84 m/s

(https://thoracickey.com/aorti

c-stenosis-9/)

LT

+ Area 0.809c¢c

4.4.2.3 YroBaABi1dIkA aopTikh oTévwon ( Subvalvular Aortic Stenosis )
EmidnuioAoyia:

H utroBaABIdIki aopTikh oTévworn atroTeAei T0 10-14% Twv TTEPITITWOEWY AOPTIKAG
oTéEVWOoNG Kal BewpeiTal Pia vOoog €TTIKTATN 1} OUYYEVAG KABWGS TTapOoUCIAleTal ouxvda
META ammd xeipoupyikh 816pBwon TG oTévwong Tou 108uoU TG aopTAS 1 TNG
MEOCOKOINIOKAG ETTIKOIVWVIAG ] KOATTOKOIAIOKOU KavaAiou. (Kitchiner et al., 1994; Liu et
al., 1997) Katd Baon diayiyvwoKeTal TNV TTPWTN OEKAETIO TNG wrG Tou TTaIdIoU Kal
eTTNPEAlel Ta ayOpIa oUXVOTEPQ aTTd TA KOPITola PE avaloyia 2:1.

AVaTOMIKA TTEPIYPAQN:
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1. 2.
Eikova: Ameikévion uttoBaABIOIKAG aopTiKAG oTévwong 1. Muikf utreptrAacia
KATwOeV TNG aopTIKAG BaABidag kal 2. MeupBpdvn 1Tou eutrodifel TNV €KPON AipaTog

Tpog TNV aopth. ( https://perfusfind.com/subvalvular-aortic-stenosis-muscular-type/

kal https://perfusfind.com/subvalvular-aortic-stenosis-membranous-type/ )

2TOV XWPO €§OOOU TNG apIOTEPNG KOIAIAG N OoTéVwon CUVavTATal TTPIV TNV COPTIKA

BaABida (utToBaABIBIKA AOPTIKA OTEVWON).

H uttoBaABIBIKN oTévwon UTTOpEl va o@eileTal oTNV UTTAPEN IVOPUWOOUG PEPBPAVNG
TTOU ATTOTEAEI TO OUXVOTEPO QITIO, GTNV OCUMMETPN TTAXUVON TOU HECOKOIAIOKOU
d1a@pAypaTog OoTa TTAQICIO TNG UTTEPTPOPIKAG OTTOPPOKTIKAG HUOKOPDIOTTABEIag, o€
TTAOVACOVTa 10TO KOATTOKOIAIOKOU TTPOOKEQaAQiou Kal og Atutin TTPOoQUON TWV
YAwxivwv TnG pirpoeidoug BaABidag. (Meppavdkng et al., 2015) H mmaBoguaioloyia
NG OuyyevoUg auThg KapdioTTdbeiag eival Opoia PE TNV OTEVWON TNG OOPTIKAG
BaABidag kaBwg TeAIKA Adyw TnNG auénuévng TaxuTnTag PE TNV OTIoid TO aipa
TTPOOKPOUEl OTnV aopTiK BaABida, o1 yAwxiveg Tng TTaxUvovTal Kal ETTOUEVWG
uttoAeitoupyouv. (McMahon et al., 2004) H kKAIvIKA €IKOva gival KOIVH JE TRV OTEVWON
TNG AOPTIKAG BAABidaG.

FeveTikn aiTioAoyia:

H utmooopTiki oTévwon ©Otv Bewpeital katd Bdon KANPOVOUIKA  OUyyeEvAG
KapdioTrdBela. YTTapyxouv dUO ava@opEG O€ OIKOYEVEIEG, OTNV MIA OIKOYEVEID TTACXEI N

adepPn Kal 0 adep@POG Kal oTNV GAAN N UNTEPQ Kal N KOPN XWwPIiG WoTO00 VA UTTAPXEI
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OUYKEKPIUEVN CUOXETION WE yovidia. (Gale, Cartmill and Bernstein, 1974; Richardson,
Menahem and Wilkinson, 1991) 'Exel aveupeBei pia oikoyévela otnv Toupkia otnv
OTToia 01 yoveig cival deUTepa EAdEPPIA UE XOAPOAKTNPIOTIKA (PAIVOTUTTOU TO KOVTO
avaoTnua, PPAyxog @QwvAG Kal TIVEUUOVIKH vOoo. EmmmpocBeta n untépa eixe
ATPOPIKEG PVNTIKEG XOPOEG HE ATTOTEAEOUA WEUDEIG XOPdEG va TTApAyouUV Qpuvnon
EVW O TTATEPAG €iXe aopTIKA oTévwaon Kal BouBwvokniAn. O1 T€éooepig atmd Toug £8
OTTOYOVOUG €iXaV UTTAOOPTIKA OTEVWON TTPOOOEUTIKOU XOAPAKTAPA KATA TNV avyatrTugn
KAl KOVTO avAaoTnua PE ATTOTEAECHO va TIBETal N uTTOWia yIa AQUTOCWMIKY ETTIKPATA
KAnpovouikétnta. QoT1éoo cival MOAvVA KAl N UTTOAEITTOPEVN KANPOVOMIKOTNTA WE
WeudEG TTPOTUTTO ETTIKPATOUS KAnpovouikétntag. (Onat, Onat and Domanig, 1984)
‘Emrerra éxel avagpepBei n TePITITwon dU0 adep@PwyV TTOU PEPOUV UTTOOOPTIKA GTEVWOT
00PTNG O GUVOUACUO HE BOAEPOTNTA KEPATOEIOOUG, WUXOKIVNTIKN KABUoTEPNON Kal
utroTtAacia péong ypauung mpoowtou. (Fryns and Van den Berghe, 1979)
AlayvwoTIKA TTPOCEYYIoN:

Ta eupAuata TG KAIVIKNAG €&ETaONG €ival TTAPOPOIa YE TV OTEVWON TNG AOPTIKAG
BaABidag pe TIc diagopég OTI dev gival akouoTA n KAayr didvoigng, €ival akouoTo
OIA0TONIKO QuUOoNPa AGyw Tng TTAAIVOPOUNONG aigatog HEow TNG aopTiKAG BaABidag
Kal &gv UTTApXel TTapddogog dixaoudg Tou deuTepou KapdiakoU Tévou. TEAOG O
XEIPIOPOG Valsava gival Xprioipgog otnv d1a@opodidyvwaon Tou TUTTOU TNG UTTOOOPTIKAG
oTévWong KaBwg o€ TTEPITITWON UTTEPTPOPIKAG MUOKaPdIOTTABEIag n éviaon Tou
OUOTOAIKOU QUONPOTOG QUEAVETAI VW) O OTOBEPN UTTOQOPTIKA OTEVWON n éviaon
peiwveTal.  (Devabhaktuni et al.,, 2018) H efétaon ekAoyAg atmoteAei n
utTEPnXokapdioypagia n otroia KaBIoTé eQIKTA TNV akpIBA ateikévion Tou TUTTOU TNG
BAGBNG, emmAéov pe Tnv BoriBeia Tou Doppler arreikovifeTal n por Kal YTTopEi va
METPNOEi N KAion Tieong. QoTO00 O KOAPdIAKOG KABETNPIAOUOG €ival OKPIBECTEPOG
000V agopd TNV PETPNON TWV TTIECEWV KAl TNV dIATTIOTWON ETTIHEPOUG avWHOAIWY. To
NAEKTPOKAPSIOYPAPNHA KAl N AKTIVOYPOQia BWpakog TTapouaiddouy idia EUpAPATA YE
TNV OTévwaon TnG aopTIKAG BaABidag kai dev eival €1dikd yia Tnv akpifny didyvwaon

aAAG BonBouv etmikoupikd. (Currie et al., 1986; Bengur et al., 1989)
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Eikéva: YTTepnNXoypaQIkn
QTTEIKOVION TNG  UTTOOOPTIKNG
oTévwaong, eaivetal n yePBpdvn
pe TO BEAog. AOV- aortic valve
(Sadeghian et al., 2008)

4.4.2.4 YrepBaABidikn aopTik oTévwon ( Supravalvular aortic stenosis)

EmidnuioAoyia:

H utrepBaABidiki aopTikh oTévwon Trapouciddetal o 1 oe kdBe 25.000 {wvTtavég

yevAoeig kal agopd 10 0.05% TWwv TTEPITITWOEWY CUYYEVWY KAPDIOTTABEIWV.

(Vindhyal MR et al, 2022) To 1T0000TO Twv TTAIBIWV TTOU QEPOUV UTTEPPBAAPIDIKN

aopTIKA oTévwaon cival TTepiTTou 8-14% 6owv dlayvwoTnkav Pe aopTikr oTévwon. (Liu

et al., 1997)
AvVATOMIKA TrEPIYPAPN:
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1. 2.

Eikéva: Atmeikovion avartopiog NG utrepPaABIdIKAG oTévwong aoptAg 1. TUTTOU
KAEWUdPag kal 2. EupUTepn uttoTTAOCIa TNG avioUoag aopThG.
(https://perfusfind.com/en/supravalvar-aortic-stenosis-focal-type/ Kal
https://perfusfind.com/en/supravalvar-aortic-stenosis-tubular-type/ )

2Tnv avioloa aopTl n oTévwon ouvavidral HETd Tnv  aopTik  BaABida
(uTTePPAABIDIK QOPTIKA OTEvwon) €mAvw otmd To emiTmedo Twv OTEQAVIAiWY
aptnpiwv. (Boeckel et al., 1999) & ommAvIEG TTEPITITWOEIG ITTOPEI va ouvodeUETAl OTTO
arpnoia 1 otévwon oTegaviaiou ayyeiou. (Sabzi, Heidari and Faraji, 2018)
EmmpdoBeTa, o1 yAwxives TNG aopTiknG BaABidag uTTopei va TTapouciddouy TTaxuvon
ME OUVETTEID Va PNV gival TOOO eukivnTeg. (Stamm et al., 1997)

H utrepBaABIdik oTévwon PTTOPEl va o@eileTal €iTe O TTAXUVON TOU €AQOCTIKOU
XITWVa TNG aviouoag QopTNAG €iTe O UTTOTTAOCIO TOUu aopTikoU TOEOU E€iTe OTNV
dnuioupyia evég pepBpavwdoug 1 puopeuBpavwdoug SAKTUAIOU JECW TOU OTTOIOU N
Kukhogopia cupmédetal. (Vindhyal MR et al ,2022). To 60-70% Twv TTEPITTTWOEWV
TTAPOUCIACEl EIKOVA EVTOTTIONEVNG OTEVWONG TTOU OVOAZeTal "KAEWUdpa”. AvTiBeTa n
eupuTEPN UTTOTTAOCIO TNG avioloag 0opTrGg ouvavidralr oto  25-40% Twv
mTepIMTWOoewy. (Latson LA, 1998)
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Eikéva: ATTeikOvion Twv TUTTWY
NG UTTEPBAAPBIBIKAG  AOPTIKAG
otévwong. (van Son, Edwards
and Danielson, 1994)

Discrete Diffuse
(hourglass) (tubutar)

H traBoguaioloyia auTig Tng ouyyevoug KapdIoTTAbeIag gival KoIvh) e TNV OTEVWON
TNG aoPTIKAG BaABidag kal emMITTAEOV, AOyw TnG au&nuévng OUCTOAIKNG apTnPIaKnG
Tieong Tou egnyeital amd TO @Qaivopevo Coanda Trapatnpeital dIATaon Twv
OTEPAVIAIWY aYYEIWV TTOU PTTOPEI va 0dNYyACEl O€ ICXAIUia Kal dIEUPUVOT TWV KOATTWY
Valsava. (Stamm et al., 1997; Vincent, Buckberg and Hoffman, 1974; van Son,
Edwards and Danielson, 1994; French and Guntheroth, 1970)

H kAIvikn] eikéva gival KOIVA JE TNV O0TEVWon TG 0oPTIKAS BaABidac.

FeveTikn aiTioAoyia:

270 Xpwpoowua 79ll Bpiokerar To yovidlo TTou KWOIKOTTOIEI TNV €AACTIiVny Kal
€UBUVETAI VIO TIG KN CUVOPOMIKES HOPYES QUTAG TNG OUyyevoUg kapdioTrdbeiag. ‘Exel
TautotroinBei wia diaypaer) 100 Ceuywv Bdocwv petall Twv e€wviwv 27 kai 28 ol
oTT0ieG TTPOKOAOUV UTTEPBOABISIKA AOPTIKA OTEVWON PETALU GAAWV XAPOAKTNPIOTIKWY
Aoyw EéMewng oG yAukotTpwteivng oTo TEAIKO TTpoidv (Ewart et al.,, 1994).
EmmAéov €xouv Bpebei un vonuatikég (nonsense) Kal TTapavonuoTikég  (missense)
METAANGEEIG, peETaANGEEIG BEong paTiopaTog (splice site), diaypagng {euywv Baoewv
TTOU CuaxeTiCovTal Ye TNV ouyyevh kapdiomdBeia (Li et al., 1997a). Mo cuykekpiyéva
n diaypan evog voukAeoTidiou otn B€on 1821 oTo e§wvio 26 odnyei o€ aAAayr) Tou
TAQIGiOU avayvwong woTe va dnpioupyndei TTpdwpPo KwdIKOVIO AAENG HETAPPAONG.
EmmpdoBeta  pia avrikatdotaon Tng adevivng amd youavivn oTtn B8éon O€KTN
MOTiOPaTOG TOUu Ivipoviou 15 €xel OUOXETIOTEI PE TNV OUYYEVH QUTA avwuaAia.
Mepitrou 14 e1epbdluyeg onuelaKkES HETAANGEEIC a@opolv Tov TTPOWPO TEPHATIONO TNG
TTPWTEIVNG KAl 0dnyouv oTov £V Adyw @aivoTutro. OTTwg N JETAOTPOYN TNG KUTOOIVNG
oe youavivn oTtn Béon amodéktn patiopgaTtog Tou Ivipoviou 15. O1 Urban et al
Bewpouv OTI N AcIToupyIKr ATTAOAVETTAPKEIQ TOU YOVIDIoU auTou €uBUVETAl VIO PEYAAO
000016 TNG UTTEPPRAABIBIKNG oTévwong aopTns. (Urban et al., 2000) Mia petdAAagn
avTIKaTdoTaong TnG Kutooivng atmd Bupivn otnv Béon 1324 oTo €€wvio 21 A oTnv
B8¢éon 1708 o010 €€wvio 25 0dnyei €Tmiong o€ TTPOWPO TEPUATIOPO TNG TTPWTEIVNG ME

aTroTéAECPa TNV dnuioupyia Tou gaivotutrou. H TTpooBrkn upiag Bdong Bupivng oTo
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KwoIkévio 606 oTo €&wvio 26 TOU Yyovidiou odnyei o€ aAAayry Tou TTAaigiou
AVAYVWONG HE ATTOTEAECHA TOV TTPOWPO TEPUATIONO TNG pETAPpaons. (Tassabehji et
al., 1997) (Li et al., 1997a). 210 €¢wvio 18 n eTEPOluUyn dlaypadr evog Celyoug
Baoswv €xel avTikTutto O0TO €§wvio 22 OTToU eP@avideTal éva KwdIKOvIoO ANENG Kal
MAAIOTO O QQIVOTUTTOG OTNV OUYKEKPIPMEVN WETGAAOEN akoAouBei TO QaIvOUEVO TnG
emmiomreuong. (Boeckel et al., 1999). H avrmikatdoTaon tng Tupoaivng otnv Béon 150
a1ro KWOIKOVIO TepPaTIonoU (Y150X) oT1o €€WvIO 9 €XEI CUCXETIOTEN UE TOV QAIVOTUTTO
oe Téooepa aTopa amo 1o Ociypya 100 atéuwy Xxwpic woTdoo va SIaTTICTWVETAI TO
@aivouevo Tou 1I0pUTA. 210 €€wvio 10 n avrikardoTacn TnG Aucivng otnv Béon 176
atro KwdIKévIo TepuaTiogou (K176X; 526A-T) cuoxeTiodOnKe pe Tov QaIvOTUTIO O€ 2

aropa atro 1o idlo deiypa. (Metcalfe et al., 2000)

AM\ayA dbSNP

VOUKAgoTI®iou

Mepioxn

AAAayn o€

TMPWTEIVN

Zuyyevig
Kapdlotradeia

c.373G>T Novel

E¢wvio 7

p. Gly125*

MeOOKOATTIKA
ETTIKOIVWVIQ,
TTEPIPEPIKN)
TIVEUUOVIKA
oTéEvVWOn,
uTTEPRBAABISIKA

QoPTIKA OTéEVWON

€.1621C>T rs137854453

E¢wvio 24

p. Arg541*

Y1repBaABidikni
QaopTIKA

TTEPIPEPIKI
TIVEUNOVIKFA OTEVWON

oTEVWON,

c.1814delG Novel

E€wvio 26

p. Gly605Valfs*70

Y1repBaABidikni
QaopTIKA

TTEPIPEPIKN)
TIVEUNOVIKF OTEVWON

oTEVWON,

€.1621C>T rs137854453

E¢wvio 24

p. Arg541*

MeOOKOATTIKN
ETMKOIVWVIQ,
TTEPIPEPIK
TTVEUMOVIKA
oTévwon,
utTEPROABISIKNA

QOPTIKA OTEVWON

€.1028delG Novel

E€wvio 18

YtrepBaABidikni
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Gly343Valfs*121

QOPTIKN

TTEPIPEPIKN)
TIVEUMOVIKF OTEVWON

oTévWwon,

C.266G>A

Novel

E¢wvio 6

p. Gly89Glu

Y1repBaABidikn
QopPTIKN

TTEPIPEPIKI)
TIVEUMOVIKFA OTEVwon

oTévwon,

€.1393dupG

Novel

E¢wvio 22

p.
Ala465Glyfs*127

MeOOKOATTIKA
ETTIKOIVWVIQ,
TTEPIPEPIKN)
TIVEUUOVIKA
oTéEvVWOn,
uTTEPRBAABISIKA

QoPTIKA OTéEVWON

c.445delG

Novel

E¢wvio 9

p. Vall49Tyrfs*34

Y1repBaABidikni
QOPTIKN

TTEPIPEPIKN)
TIVEUMOVIKFA OTéEVWoN

oTévWwon,

c.959_960dupGCAG

Novel

E¢wvio 17

p.
Leu322Argfs*55

MeookolAlakn
ETTIKOIVWVia,
UTTEPRAABIDIKN
QOpPTIKN
TTEPIPEPIKN)
TIVEUMOVIKF OTEVWON

oTévwon,

Cc.133G>A

Novel

E¢wvio 6

p. Gly45Arg

Y1repBaABidikni

QoPTIKA OTéEVWON

c.1218delG

Novel

E¢wvio 20

p.Phe407
Leufs*57

Y1repBaABidikn
QOPTIKN

TTEPIPEPIKI)
TIVEUUOVIKA OTEVWON

oTEVWON,

Mivakag: >uyyeveig KapdIoTTaBeIEg TTOU TTPOKUTITOUV ATTO TTAPAAAQYEG OTO yovidio
NG eAaoTivng (ELN). (Zhou et al., 2022)

H 1moodtnTa Tou MRNA TTpoidvTOG GTOV AO0PTIKO I0TO O€ TTEPITITWON PMETAGAAAENG TOU

yovidiou TnNgG eAaoTivng €ival onUAvTIKA PEIWPEVO O OXEON ME TOV QUOIOAOYIKO 10TO.

O1rwg @aivetal OTIG TTAPAKATW EIKOVEG:
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Ewéva: I'evealoykd
3€vOPO OIKOYEVELOG ME
vrepParPidikn otévoon
aoptg. (Eisenberg et al.,
1964)

Ewova: I'evealoykd
SEVOPO 0KOYEVELNG LE
vrepParPdkn otévmon
aoptG S:
vrepParPfidikn otévoon
aoptg, H: dyvwoto
Kapdakd TpoPAnua, A:
UECOKOATIKNY
emkowvmvia. (Schmidt et
al., 1989)
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L Y O N NEP .
e O 3 3 i (Chiarella et al., 1989)
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1B v - @,
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NONNY N o % 29
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[J O Not affected
[*s] @ Presumably affected
[d @ Affected (mild ) grade1

HEgH
[_i-l é) ECG and echo performed
O ECG performed

[A & Death

Hl P Affected [moderate) grade 2 Ij C) Pulmonary stenosis

I @ Affected (severe) grade3

@ Abortion

§ Affected. no information
AlayvwoTIKA TTpocéyyion:
Ta eupAuata TG KAIVIKNAG €&étaong eival idla e autd TNG OTéEVWONG TNG OOPTIKAG
BaABidag. QoTtéoo uTTdpxOouv KATTOIEG BIOPOPEG OTTWG HN OKOUOTO @QUONUA O€
o@ayImdIK evioun Kal KapwTideg, atrouaia kAayng didvoigng kabwg n PAGRn dev
eTTNEEadel dueoa TNV aoptik BaABida. To @aivouevo Coanda TTpoBAETTEI OTI TO aipa
KaBWG KIVEITAI TTEPVWVTAG TO OTEVWHEVO TUHMA ETTOPIETAI OTO TOIXWHA TNG QOPTAG HUE
QTTOTEAECUA N apTnpIakr Trieon oTo 0¢gi xépl va eival peyaAuTtepn atmd auTrv OTO
apioTepd xépl. (French and Guntheroth, 1970) Ztnv utrepnxokapdioypaia oI KOATTOI
Tou Valsava eival diaretapévol kal n oTévwon eival duvaTtov va aTTeEIKovifeTal oav
“kAewudpa” i va gival ouvexng. Qotéco ue Tnv xprion Doppler Adyw uttepekTipnong
NG KAiong Trieong €ival atrapaitntn n dievépyeia Kapdliakou KABETNPIaoUoU WOTE va
uttdpéel akpIfrig pétpnon Twy méoswv. (Vindhyal MR et al ,2022) (van Son, Edwards
and Danielson, 1994)
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Eikéva: 2XNUOTIKNA arreikévion

@aivopévou Coanda. (French and

Jet st
et stream Guntheroth, 1970)

Aortic
Left valvular
ventriclte stenosis

Eikéva:

YTepNXoypo@iky  atreikdvion
NG uTTEPPBAABIOIKNG OTEVWONG
aopTAG  TUTTOU  KAEWUdPOG.
( https://www.jaypeedigital.com/
book/9789351528449/chapter/c
h37)

Eikéva:

Kapdiakdg  KaBeTnplaouog
pe  pigtail otov  otroio
Qaivetal TO OnueEio  Tng
otévwong kabwg kal Ta
otepavigia ayyeia  (RCA-
right coronary artery,
LMCA-left main coronary

artery).

Aortic :
Sinuses (https://www.annalspc.com/

viewimage.asp?img=AnnPe
diatrCard 2011 4 2 213 8

4.4.2.5 Atpnoia aopTikng BaABidag ( Aortic valve atresia)

EmdnuioAoyia:

H emimrwon Tng atpnoiag tng aoptikAG PaABidag eivar 1% emi Twv {wvtavwv
YEVVNOEWV. 2€ TTOOOOTO 73% €TTnpeddovTal Ta ayopia TTEPICTOTEPO ATTO T KOPITOIA.
(Talner, 1998)

AvaTtopia:
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HP;.I;-"

IvC

C
DA
DAO//.{l;fA
VSD

RV

Eikova : Amreikévion atpnoiag aopTikng BaABidag n otroia
ouvOudleTal e KavovikoU peyéBoug aploTepd  KolAia,

MECOKOIAIOKN ETTIKOIVWVIQ KAl avoIXTO apTneIiakd Topo.

RPA- right pulmonary artery RS- right subclavian
artery

LPA- left pulmonary artery RC- right coronary artery
SVC- superior vena cava LC- left coronary artery
IVC-inferior vena cava LS- left subclavian artery
AA-ascending aorta VSD- ventricular septal
defect

PDA-patent ductus arteriosus LV- left ventricle
DA-descending aorta RV-right ventricle

(Esmaeilzadeh, Naderi and Tabaei, 2011)

Eikova: Atreikdvion atpnoiag aopTikng BaABidag e
ouvodd utroTTAagia TNG apIoTEPAS KOIAiag, arpnoia
NG MITpogIdoug BaABidag, uttoTrAacia Tng avioloag
aopTAG Kai ouvitmapgn avoixtou BoTdAAsiou 1

aptnpiakoU  Tépou. (https://perfusfind.com/mitral-

atresia-aortic-atresia-hypoplastic-left-ventricle-and-

interrupted-ascending-aorta/)

H atpnoia tng aoptikAg PBaABidag cupBaivel 6tav ol TITUXEG TNG Eival TTAAPWG
OUYKOAANPEVEG PETAEU TOUG Kal OEV ETTITPETTOUV TNV PON QiPATOG HECW QUTWYV. ZTNV
TAEIOVOTNTA  TWV  TTEPITITWOEWY OUVUTTAPXEI ME TO OUVOPOPO UTTOTTAQOTIKAG
apIoTEPNG KOINiOG. H povn TTEPITITWON OTnv  OTToid OUVUTTAPXEl  QUOIOAOYIKOU
MEYEBOUG apIoTeEPA KolAia gival n ouvlTTapgn MECOKOIANIOKNAG ETTIKOIVWVIOG.  AuTO
oupBaivel 010 4-7% Twv aoBevwy pe arpnoia aopTikAG BaABidag Kal atroTeAEi pia
e€alpeTikG oTTAvia KaTdoTOON.

MaBoguoioAoyia:

2TV TTEPITTTWON NG atpnoiag aopTikAG PaABidag pe ouvodd PECOKOIAIOKN
ETTIKOIVWVIA TO aiga TTou @BAvel oTov aploTEPO KOATTO KIVEITAI dIa TG MITPOEIBOUG

BaABidag otnv @uaoloAoyikKwy SlI00TACEWY apPIOTEPA KOIAIa Kal a1Td €Kei PEOw TG
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MECOKOINIOKNG €TTIKOIVWVIAG odnyeital otnv de€Id KolAhia n otroia avaAaufdvel Tov
POAO TNG CUCTNUOTIKAG AVTAIOG KAl wOei TO PETPIWG 0EUYOVWHEVO aipa Yéow TG
TIVEUUOVIKAG KUKAOQOPIAG KAl TOU avoIXTOU apTnpiakoUu TTépou oThv KaTiouoao aopTr).
H avioloa aopTh €ival UTTOTTAAOTIKA KABWG dEXETAI aipa attd TV TTAAIVOpOUNon Tou
aigatog HECw TOu avolxToU apTnElokou TTépou TO OTToI0 €ival XAPNAAG TTIECEWC.
AvTiBeTa uwnARG TMEoewg aipa odnyeital oTnV CUCTNPOTIKA KUKAOQOpIia PHECwW Tou
avoixToU apTnPIaKoU TTOPOU HE ATTOTEAECUA N KOTIOUOO AOPTH Va €ival QUCIOAOYIKI)
o€ didueTpo. H aviocoppoTtria autr) Twv PeyeBwy cupBaivel 10T KaTd TN dIAPKEIA TNG
EUBPUIKAG avatTTugnG N por] Tou aiuaTog €ival auTh TToU €TTNPEACEI TNV AVATITUEN TWV
ayyeiwv. H auénuévn Kukhogopia PECw TnNG TTVEUUOVIKNG KUKAO®OpPIOG WTTOpEi va
00nyAoel 0€ TIVEUPOVIKG oidnua kal To ouvdpopo Eisenmenger. TeAikd eykabioTaTal
Kapdlakrh avettdpkela Adyw TNG eAATTWHPEVNG TTAPOXAG AiUATOC TTPOG TA OTEPAVIAIQ
ayyeia Ta OTToIa QINATWYOVTAI PHECW TOU TTAAIVOPOPOUVTOG QipaTOog OTnV aviolod
aopt. (Esmaeilzadeh, Naderi and Tabaei, 2011) (Watson and Rowe, 1962)
(Bandlamudi et al, 2022)

FeveTikA aiTioAoyia:

H atpnoia Tng aopTikAg BaABidag Bewpeital Katd BAcn OTTOPaAdIK VOOOG, WOTOC0
EXEl avaepOei o€ DUO OIKOYEVEIEG N TTAPOUCIaA TNG €V AOYW OUYYEVOUG KapdIoTTABeIag
OTOUG aTTOYOVOUG TwV olkoyeveliwv autwy. (Brekke, 1953; Rao, Gootman and Platt,
1969)

KAIvikA gikéva:

Metd tnv yévvnon Otav eykaTaoTadei n €CWPATPIO KUKAo@opia (oUykAgion
woeId0UG TPARUATOS Kal BoTdAAsIou TTOpoU) n aTtpnaia NG aopTIKAG BaABidag utropei
va odnynoel TaxUuTata o€ KUKAOQOPIKA KatatrAnéia kai oféwon n omoia €dv dev
QVTIMETWTTIOTEI Aueca kaTaAnyel oe Bavato. Ooov agopd TNV KAIVIKA €IKOVA TNG
MOP®NG TIOU OUVUTTAPXEI ME HECOKOIAIGKN  ETTIKOIVWVIO O KOPEOPOG  TNG
ouaiyoo@aipivng o€ Oguyovo eival XAuNAOG OTTWG HETPIETAI PE TO OIAOEPUIKO
0EUPETPO Kal UTTAPXEl KUAvwaor. Zuvodd CUPTITWHATA MTTOPEl va atroTeAolv n
aduvayia aiTiong €18IKA oTa veEoyvda Kal N PeiwpEvn TTpOoAnyn Bdapoug. (Bardo et al.,
2001) EmmiitAéov ouvavTatal duoTTvola €10IK& aTAV TTPOCTTABEI0 uE ouvodd TaxUTTvoIa
oTtnv TTAclowngia Twv aocBevwyv. (Watson and Rowe, 1962) (Bandlamudi et al, 2022)
AlayvwoTikA TTpooéyyion:
duoikn e&éTaon:

Katd v akpdéacn eival akouoTd @uonua €&wbnong oTtnv €0Tia akpdéaong tng
TIVEUMOVIKAG PBaABidag Adyw Tou peydAou Oykou aipatog TTou odnyeitar otnv
TIVEUMOVIKA KukAo@opia. ETmirAéov diammoTwveTtal utrotaon (65/45 mmHg) kai TTi

EYKATAOTAONG KAPSIAKNG AVETTAPKEIOG SIATTIOTWVETAI NTTATOOTTANVOPEYaAia, didTaon
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oQayimidwyv QAeBwv kal cuvodd oidnpara. (Watson and Rowe, 1962) (Bandlamudi et
al, 2022)
HAekTpokapdioypdenua:

Eival opathy n d€€1d otpo@r] Tou déova Kal n utrepTpo@ia TNG OeCIAG KOIAaG (uwnAd
R og de€iéc amaywyég V1 kal VAR, Babid S oe apiotepéc amaywyég V5 kal V6) n
oTroia avaAauBdvel Tov poA0 TNG CUCTNPATIKAG avTAiag. ETiTAéov oTIg amaywyég |
kai Il To T karaomdral, Kal ouoiwg 10 ST TUAUA OTIC QPIOTEPEG TTPOKAPDIES
ammaywyég. (Von Rueden and Moller, 1978) (Bandlamudi et al, 2022)

AkTIVOYpa@ia Bwpakog:

2NV oKTivoypagia Bwpakog To oxAUa TNG KAPOIAG eu@avieTal OTPOYYUAS
ETTITTAEOV UTTAPXElI TTPOTTETEIN TOU TIVEUMOVIKOU KWVOU KAl €IKOVA TTVEUUOVIKOU
oidnuartog. (Watson and Rowe, 1962) (Bandlamudi et al, 2022)
Ytmrepnxokapdioypagia kai CT ayygioypagia:

H diayvwon Tng atpnaoiag 1nG aopTikng BaABidag yiveTal yéow NG UTTEPNXOYPAPIag
N CT (computed tomography) ayyeloypagiag. O péBodol autoi atroTeAOUV TIG
ecetaoelg ekhoyng. H péBodog Doppler ptropei atmeuBeiag va dlayvwaoel TNV EAAEIYN
pong dlayéoou TNG aoPTIKAG PaABIdag. 2Tnv TTePITTTWON TNG ayyeloypagiag CT

MTTOPEl VO aTTEIKOVIOTOUV PE PeYAAN AeTTTopépEla oI cuvodég PBAARes. (Jagia et al.,
2016; Mahesh, 2011)

Eikéva: CT ayyeioypagia A)

UTTOOEIKVUEI TNV UTTOTTAACTIKA aviouoa
oopT EVW TO TPiywvo Oeixvel TNV
QualoAoyikoU pey€Boug kartioloa aopTh,
B) 1o BéAog deixvel Tov avoixtd BoTAAAgIo
mOpOo evw TO Tpiywvo Oeixvel T
QUOIoAOYIKA ayyeia TTou ekpUovTal aTTd To
00pTIK6 TOEO, C) €ékguaon aTe@aviaiwyv
ayyeiwv  kai  €mmiong  @aivetTal N
MECOKOIAIOKN ETTIKOIVWVIO KATWOEV auTwv
D) 10 B€AOG UTTOBEIKVUEI TNV HECOKOIAIOKA
ETTIKOIVWVIQ KAl O 00TEPIOKOG UTTOOEIKVUEI
TNV QUOCIOAOYIKOU peyéBoug  aploTepd
KoIAia.

(Jagia et al., 2016)

4.4.2.6 Z1évwon piITpoeldoug BaABidag ( Mitral Valve Stenosis)

EmdnuioAoyia:

H ouyyevng oTtévwon Tng MITpocidols PaApidag artroteAei pia otrdvia ovrotnTa n
otroia emrnpeddel TTepitrou 4 avda 1.000 aoBeveig pe ouyyev kapdiotrdbeia. Agicel va

ONUEIWBEI OTI TO CUXVOTEPO aiTIO TTPOKANONG OTEVWONG TNG MITPOEIBOUG BaABidag
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OTTOTEAEI O PEUPATIKOG TTUPETOG, WOTOOO ETTEIDN Eival ETTIKTNTO KAl OXI OUYYEVEG DeV

Ba avaAubBei TTapakdaTw.

AVATOMIKA TTEPIYPAPN:

Annulus

Left Atrium

Posteromedial
Papillary Muscle

Cime Mo

‘ Anterolateral
[)(Dapillary Muscle

Anterior Leaflet

Posterior Leaflet

hordae Tendineae Eikéva:

ATTEIKOVION  QUOCIOAOYIKAG
AvaTOMIag TNG MITPOEIBOUG
BaABidag. (Chandran and
Kim, 2015)

H otévwon uirpoeidoug BaABidag wg ouyyevAg KapdIoTTéBela oPeiAeTal O AVWHAAIESG

TOU OUCTAMATOG UTTOOTAPIENG TWV TITUXWV TNG PaABidag dnAadn Twv BnAociduwv

Huwv. Kavovikd n uirpocidng BaABida civar diyhwxiva dnAadr atroTteAcital amd yia

TTPOCOIa PeEYAAUTEPN KAl PIO MIKPOTEPN OTTIOBIA TITUXHA O1 OTTOiEG CUYKPATOUVTAIl OTTd

TEVOVTIEG XOPOEG Ol OTTOIEG PE TNV O€IPG TOug TTPOCPUOVTAl o€ dUO BnAocIdeic PUeg

( TpooBioTTAGYIOG Kai oTioBiopécog). Annulus — dakTUAIog, anterior leaflet — TTpdoBia

yAwxiva , posterior leaflet — otrioB1a yAwyiva, chordae tendineae — TevovTieg XOpOEG ,

left atrium — apioTePOG KOATTOG , left ventricle — apioTepr) KolAia , posteromedial

papillary muscle — omoBiopyécog OnAoeidrg pug, anterolateral papillary muscle —

TTPO0BIOTTAGYIOG BNAOEIBNG UUG.

&

2. Hypoplastic MS

3. Supramitral Ring

4. Parachute Mitral Valve

Eikéva: ATTEIKOVION TWV CUXVOTEPWY AVOTOUIKWY TUTTWY OTEVWONG TNG MITPOEIBOUG

BaABidag.
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1.

3.

TumIKf oUyyeEvAG oTévwon MITpoEIdoug BaABidag: TTapaTnpeiTal TTAXUVON TwvV
opiwV TWV YAWXIVWV TNG WITPoEIdOUG BaABidag kal Tautdyxpova SIaTTIOTWVETAI
TTAXUVON-BPAXuvon TWV TEVOVTIWV XOPOWYV HUE OTTOTEAECHA N atTrdéoTaon PETagU
TOUG va JIKpaivel Adyw avaTrtuéng Ivwdoug 1oTou. TENOG o1 BnAocideig pueg eival
uTTOTTAQOTIKOI. MapaAAayég autoU Tou TUTTOU TTEPIAAUPBAvVOUV €iTe TNV aTtTeuBeiag
TTPOOPUOTN TWV TEVOVTIWV XOPBWY OTO HUWAEG TOIXWHA TNG apIOTEPAG KOIAIO €iTE
TNV TTPOoQUON Twv YAWXIVWV atreuBeiag oToug BnAoeideig pueg xwpig Tnv
MECOAGRBNON TwV TEVOVTIWY Xopdwv. H péon nAikia emBiwong eivail epitrou T 3
€N CwNG.

Zrévwon MITposidoug BaABidag oTo TACiIcIO UTTOTTAAOCTIKAG OPICTEPAS
KapdIAdg: oTnv TTEPITITWON auTh OAa Ta avaTopiKa €€apTipaTa TG MITPOEIdOUG
BaABidag eival uttToTTAQCTIKA OTTWG Kal TO OTOMIO PE ATTOTEAEOHA N WEon nAIKia
emBiwong va gival o1 5 nuépeg (wng.

Y1repBaAPidikog SakTUAIOG: atmmoTeAei évav dAKTUAIO IVWOOUG 1I0TOU TTEPIPEPIKA
NG MITPOEIDOUG BaABIdAG TTPOG TNV TTAEUPA TOU KOATTOU O OTTOI0G TTaPEUTTOdICE!
TNV por Tou aipaTog dlauéoou TNG PBaABidag oe TToikido BaBud avaloya pe TIg
ouvod£G BAGBEG. ZuvnBwg ouvuTtdpxel HE OTEVWON TOU 1I08UoU TNG aopTAG f/Kal
UTTOOPTIKN oTévwaon A/kal piITpoeldr) BaABida diknv aAegimtwTou. H péon nAikia
emBiwong e€apTdTtal o€ PeyadAo BaBud atrd TIg CUVODEG AVWAAIEG KAl KUMAIVETOI
£wg Ta 6 £Tn CWAG.

Mitpo£1dng BaABida diknv aAedimTwTou: oTn TTEPITTTWON AUTA N TTPOOPUON
TwV YAwXivwv oupBaivel oe povApn BnAocid pu (avti yia d00) o oT1Toi0g
ouykpateital ammd Ppaxeieg TEVOVTIEG XOPOEG ME OTTOTEAECHA TO OXAMA TNG
MITPOEIBOUG BaABidag atrd “piTpa (OTEPUA KABOAIKWY ETTIOKOTTWY)” VO YETATTITITEI
oc OXAUA OAEGITTTWTOU, yeyovog TTou €mTnPeddel Tnv Asitoupylikotnta mg. O
MovhPNG BNAOEIBNG PUG TTPOEPXETAI OTTO TNV CUPTITUEN Twv SUO PUGCIOAOYIKWY WG
atroTuyia dlagopoTroinong Toug Katd tnv didpkela tng 5" — 197 gBdoudadag
KUnong. EmmmAéov o1 Bpaxeieg TevovTieg Xopdég OxI uOvo gival BUOKAPTITEG OTAV
Kivnon oAA& kai oTeveuouv To OTOMIO TNG PBAABidOG. Z€ QPKETEG TTEPITITWOEIG
OUVUTTAPXEl ME OTEVwOon aopTikAG BaABidag, utroTTAacia aopTikoU TOEoU Kal
oTévwaon 100poU aopTrG (TEooepig BAGBEG) pe atmoTéAeoua Tnv dnuioupyia evog
ooBapou cuvdpoduou TTou ovopaletal ouvdpopo shone complex (ORPHA:99063)
ME oOoBaprf uttovopeuon TNG AeIToupyiag TG OUCTNMPATIKAG KUKAOQOPIAG.
YTTApYXouUV Kal PEPIKEG UOPPES auTOU Tou OUVOPOUOU OTIG OTToie¢ ouvdudlovTal
Ouo 1 TpeIg atrd TIG TéooepiS PAABeS. QoTd00 N dikNV AAEEITTTWTOU HITPOEIONAG

BaABida utTopei va atroTeAei Kal pepovwpévo eupnua. H péon nAikia emiBiwong
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QUTA TNG ouddag aocBevwy eival Ta 10 £tn Trepitrou. (Meppavdkng et al., 2015;
Hakim et al., 2010)
(Ruckman and Van Praagh, 1978)

5. Mitpo&1dfg BaABida pe d1TAd oTdHIO: OTOV TUTTO AUTS UTTAPXEI TTEPICOEIA I0TOU
YAwxIVWy  oTa  TTAciola  TTepicoelag  evOOKAPDIOKOU  TTPOCKEQPOAQiOU  UE
atroTéAecpa va dnuioupyolvTal dU0 OTOUIO HECW TWV OTTOIWV TTOPOUCIAZETAl N
por] Tou aipatog. QoTé00 TOOO Ol TEVOVTIEG XOPDEC OGO Kal Ol BnAocIdEiC pueg
gival @Quololoyikd.  EpBpuoloyikd n avwpodio auth TTPOKUTITEl AOyw [N
EMTUXOUG OlaxwpiohoU TnG WITpoeidolg PBaABidag amd 10  evdokapdiakd

mpookepaaio. (Rao, Gajjar and Desai, 2012)

MaBoguaoioAoyia:

Mitral stenosis
obstruction to left atrial emptying

Difficulty in ? LA pressure —= Change in LA function
LV filling

4+ Pulrncn'\ry venous p essure

Per nvdscul'\r edema f Pulmonary artery pressure
luminal narrowing \
/ardlac Stable with
output mild symptoms
Reversal 0? plu\rnona Y Severe pulmonary
blood flow hypertension
+ Pulmonary compliance 4 Pulmonary vascular
# Work of breathing resistance

Right ventricular overload

Tricuspid regurgitation

H mpwtommabAg maboguaioAoyikry BAGPN cival n augnuévn kAion Ttieong dia Tng
MITpOEIBOUG BaABidag n otroia eCaptdTal amd TOuG €ENG TTAPAYOVTEG: KAPDIOKN)
Tapoxn, Baputnta oTévwong Kal Kapdiakog puBudg. Zuvettwg n KAion Trieong
augdvel 600 augavovTal Ta PeyEBn autd, yia TTapddeiypa eav auéndei n KapdIakn
TTAPOXN OTTWG O€ TTEPITITWON avaluiag, TOTE augdveTal Kai n kKAion Trieong. H apioTtepd
KOINia katd Tnv  didpkela TNG dIGCTOAAG TNG  OEXETAI QA PECW TNG MITPOEIBOUG
BaABidag woTe OTNV CUVEXEID KATA TNV GUCTOAN TNG va TTPOWONOEI TOV OYKO TTAAUOU
OTnNV OUCTNMOTIKA KukAo@opia. Qotéco Adyw Tng otévwong Tng PaABidag civai
OUOKOAN n TTANpwWON TNG ApPIOTEPAG KOINIOG PE ATTOTEAEOUA O aPIOTEPOG KOATTOG va
ETMQPOPTICETAI OKOPA TTEPICOOTEPO. ETTOPEVWG, Adyw Twv TMECEWV TTOU KOAEiTal va
OIaXEIPIOTEN O APIOTEPOG KOATTOG DIOYKWVETAI KOI UTTEPTPEPETAI O MIA TTPOCTTABEIO vVa
dlatnpAoel oTtaBepr) TNV KapdIakr TTapoxr Teéfoviag 1o aiga dia TNG OTEVWHEVNG
MITPOEIBOUG PBoABidag Pe QTTOTEAECUA N UTTEPTPOQPIA TOU aAPIOTEPOU KOATTOU va
AgiToupyei wg uméoTpwUA yia TV TTUPodOTNON appubuiwyv. Metd 10 O0TAdIO TNG
UTTEPTPOPIOG Ol AUENUEVEG AVAYKEG OE AINATWON TOU KOATTOU UTTOPEi va odnyAoEl o€

IOXOIJia JE OTTOTEAECOUA TNV €YKATAOTAON iVWONG N OTTOI0 €TTNPEAEI TNV CUGTOAIKI)
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Kal dIA0TOAIKY AsIToupyia Tou KOATTOU. ETTITTpdoBeTa n augnon Tou kapdiakou puBuou
yla OTTOIODATTOTE AOYO €TTIQPEPEI PPAXUVON TNG BIACTOAIKNG TTEPIODOU TNG APIOTEPAG
KOINIAG JE OTTOTEAECHA VA MEIWVETAI O OYKOG TTAAPOU KAl ETTOMEVWG N KAPDIAKN
mapoxn. EmmAéov, TapouciddeTal  TIVEUPOVIKA  UTTEPTOON e PEOn  TTieon
TIVEUUOVIKAG apTnpiag >20 mmHg Adyw Tn¢G ammod ocipdg augnong Twv TMECEWV OTO
TIVEUHOVIKO QAEBIKO cuoTnua n otoia oTadlakd emnpedlel Tov 0efid KOATTO
00NYWVTag TOV O€ UTTEPTPOYIa Kal ev TEAEl Ivwdn SidTtacn PE TEAIKN) CUVETTEIQ TNV
eykatdoTaon 8e€1ag KapdlakAS avetTapkelag. (Simonneau et al., 2019; Hugenholtz et
al., 1962; Horstkotte, Niehues and Strauer, 1991; Moore, Flores and Cooper, 2014)
KAIviIkA €Ikéva:

Ta maidid pe otévwon PITpoeidoug BaABidag utmopei va TTapoucidoouv éva gacua
OUPTITWHATWY o1ré oTadlakd eEeAiocaduevn dUCTIVOIO Kal UTTEPTAON £€wWG apPUBUIEG,
0e€1d kKapdlakn aveTrapkela (dlaTaon Twv oQayiTidwy PAERWY, TTEPIPEPIKA 0IdAUATA,
niratopeyaAia) kal aipvidio Kapdiakd Bdvarto €I0IKG TNV TEPITITWON Tou Shone’s
OuVvOPOUOU TO OTTOIO gival BavaTnNPOPo KATA TNV VEOYVIKA 1 TTaIdIKA nAIKia epooov
TTapapeivel adidyvwoTo Kal dev uttdpéel éykaipn TTapéupBacn. AAA CUUTTTWHOTA
QATTOTEAOUV 0 BrX0OG, N AVATITUEIOKN OTACIUOTATA, N KUGVWON Kal O ACIHWEEIG OTTWG N
evOOKOPDITION. & KATTOIEG TTEPITITWOEIS  €KONAWVOVTAl  TTOANATTAG  €TTEI00dIN
TIVEUUOVIKOU OIDANATOG TO OTTOIa PTTOPEl va dlayvwoTouv AavBaopéva we eTTeioddia
Bpoyximdag. ZTig emMTTAOKEG TNG VOOOU KaTATAOOETAI N dnuioupyia Bpoupwy oTnv
aploTePd KolAia eTTi €d&@ouUg appubuiwy Kal n TTpowdnaon TG OTNV CUCTNHATIKA
KukAo@opia pe atroTéAeoua tnv BpopBocuBoAr. ANwOTE £xel HEAETNOEI N oUCOXETION
OTPOYYUAOU OXAMOTOG apIoTEPAG KoIAiag Pe augnuévn moavoTnTa BpouBoguBoAIKnG
EYKEQOAIKNG vOoou. AAAN emITTAOKN TTou Trapouciadetal otravia givalr 1o Bpdyxog
QPWVNG Kal n duogayia wg aTTOTEAECHA TTAPAAUCNG TOU aApIoTEPOU TTaAivdpopou
Aapuyyikou veupou yvwoTéd Kal wg Ortner ouvdpopo. H TTapdAuon auth Tou veupou
oupBaivel Adyw oupTtieong Tou atmd pia SloyKwHEVN TIVEUPOVIKH apTnpia. Z1ravia
ouvavTaTdl Kal TO MITPOEIDEG TTPOOWTTEIO OTTOU AOYW TNG AyYEIOOUCTOAAG O€
ouvduaoud pe TNV xounAn kapdlokf TTapoxr] Trapatnpouvtal  epubpokuava
CUyWHOTIKA. TEAOG N QUUOTITUCT ATTOTEAEI XAPAKTNPIOTIKO CUPTITWHA AOYW NG
auénong Twv TIECEWV OTIG TIVEUPOVIKEG QAEReS. (Hakim et al., 2010; Nunes et al.,
2014; Mohamed and Zain, 2004; Munroe and Rally, 1963)
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mitral facies

Eikéva:  Atreikévion MITPOEIBIKOU
TTpoowTreiou OmToU  Ta  CUYWHMATIKA
edeaviCovtal  epubBpokuava  Adyw
TNAEQYYEIEKTAOIAG ME ouvodo

cyanotic reds and congested TIEPIPEPIKN WXPOTNTA.

cheeks for telangiectasia (https://www.gastroepato.it/en_stenosi
and pallor around

della_valvola_mitralica.htm )

AlayvwoTIKA TTpOocéyyion:

KAIvikn e&étaon:

210 TTaIdId Ye OTEVWON UITPOEIdoUG BaABidag cival akouoTd OAOCUCTOANIKO @uonua
QpPIOTEPG  TTAPOOTEPVIKA AOYyw TTaAIVOPOUNONG aipatog HECW TNG MITPOEIDOUG
BaABidag kai dIACTONKO KUAIOPA OTnv KOopu®r TnG KapdIdg €1dIKA OoTnV apIoTEPN
TAQYIO KOTAKEKAIUUEVN BEOTN. Z€ apXIKA oTAdIa TNG véoou o 1°¢ kapdiakdg TéVOG gival
EVTOVO OKOUOTOG, O€ HETAYEVEOTEPA OTAdIO OTAV €XEl €YKATOOTOBEI TTVEUPOVIKNA
uTTEPTAON 1N €VTOOT TOU 2°Y KapdIaKOU TOVOU QUEAVETAI TAUTOXPOVA HE TV EUPAVION
evog decrescendo S100TOAIKOU QUOHHOTOG (TTou ovoudletar Graham Steel) kai gival
moav N YynAdenaon utrepoTEPVIKOU Poifou AOYyw TNG UTTEPTPOYPIAG TNG BECIAG KOIAIOG.
H emikpouon petagu Ttou 2° kai 3% pecOTTAEUpIOU  BIOOTAPATOG OPIOTEPA
TTOPACTEPVIKA HTTOPEI va atrokaAUWel TNV dIOyKWOoN TNG APIOTEPNG TIVEUUOVIKAG
apTnpiag. e eykaraotaon Oe€Idg KapdIOKAG AVETTAPKEIAG OKPOAOTIKA Eival QvTIANTITO
OAOCUOTOAIKO @uonua TTaAivopounong Tou aipgatog dia TnG TpiyAwxivag BaABidag
aploTepd TTapacTepvikd. (Munroe and Rally, 1963)

Severe mitral stenosis
Mild mitral stenosis  Severe mitral stenosis with atrial fibrillation

R ‘Sl Ny S1 N )
=== (pening Snap

HAekTpokapdioypd@nua:
AOyw TnG uTTEPTPOYIag Tou apioTeEPoU KOATTOU (eupU kouBwpévo P otnv Il kai

dipacikd P otnv V1) kai emKpATnon Tou de€lol agova Adyw utrepTpo@iag NG Oe€Idg
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https://www.gastroepato.it/en_stenosi_della_valvola_mitralica.htm
https://www.gastroepato.it/en_stenosi_della_valvola_mitralica.htm
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/mitral-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/mitral-stenosis/physical-examination
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/mitral-stenosis/physical-examination

KolAiag (apvnTikd €mapua QRS otnv | kai BeTikd otnv aVf ). Ta P autd ovopdlovTal

dldpkela >40ms.

Eikéva: Aipaciké P pe

(https://litfl.com/left-atrial-

enlargement-ecg-library/ )

Eikova: EupuU

KouBwpévo P.

>110ms

( https://litfl.com/left-atrial-

enlargement-ecg-library/)

AkTIVOYpa@ia Bwpakog:

2TNV OKTIVOYPOQia Bwpakog cival eueavig n dIOyKwaon Tou apioTepoU KOATTOU TTou
gival ePeavig wg eubelaoudg Tou aploTEPOU KAPSIAKOU XEIAOUG il wg BITTAN TTapuen.
ETtriong epgavidetal eIKOVa CUPQOPNONG OTIG TIVEUROVIKEG PAERES EIDIKOTEPA TTPOG TIG
KOPUPEG KOl EVTOVEG TTVEUMOVIKEG APTNPIEG OTIG TTUAEG. ZTIG OOBAPEG TTEPITITWOEIG
avayvwpigeTal EIKOVA TTVEUPOVIKOU OIBARUATOG KAl N UTTEPTPOPIa TNG OeIAg KOIAiaG.
TéNOG n dIGYKWON TOU APIOTEPOU KOATTOU WTTOPEI va TTPOKAAéCEl avUywaon  Tou
aploTeEPOU KUplou Bpoyxou. Epdoov eykaraoTabei kapdiakr) aveTTapKEIa €ival OPATEG
ol ypaupég Kerley B Tou atmmoteAoUv evOoAoBidieg OXIOPEG OTOV TIVEUPOVIKO BIAUECO
1I0TO AOyw TNG aduvapiag TTapOXETEUONG TOU AEP@IKOU UypoU TWwV TIVEUPOVWY. Z€
TTPOXWPENUEVES TTEPITITWOEIG TTAPATNPEITAI AIPOOIdNPWON TwV TIVEUUOVWY. (Munroe
and Rally, 1963) ( Bickle I, 2016)

LEFT
AP ERECT

Ytrepnxokapdioypagia:

[171]

Eikéva: AkTtivoypagia Owpakog oTnv
oTroia gival epeavig n kapdlopeyolia pe
Tov €uBglaoud Tou apioTeEPOU KapdiakoU
x€iloug, emmAéov oOTn Oe€Id TTUAN oI
TIVEUMOVIKEG apTnpieg givai
mpoefdpyxouces  kal  OldxuTa  givai
auénuévn n aipdrwaon Adyw auénuévwv
TMETEWV OTIG TIVEUUOVIKEG QAEBEG.
(Bickle I, 2016)



https://litfl.com/left-atrial-enlargement-ecg-library/
https://litfl.com/left-atrial-enlargement-ecg-library/
https://litfl.com/left-atrial-enlargement-ecg-library/
https://litfl.com/left-atrial-enlargement-ecg-library/

21ov Bpaxu agtova Tng aTTeEIKOvIoNng (short axis view) Tng apioTepAg KoIAiag givail
opaTdG 0 APIBPOG TWV BNAOEIdWY PUWV KAl TO OXAHA TWV YAWXIVWV. 2TOV ETTINAKN
agova (long axis view) gival opaTég ol TEVOVTIEG XOPOEG, TO HNKOG TOUG, N TTPOCPUON
TOUG KOBWG KOl O QAVTIKTUTTOG TOUG OTNV KOVOVIKN AsiToupyia Tng PaApidag
(AerToupyikdTNTA). MeVIKOTEPA O UTTEPNXOG KAPDIAG atroTeAEl TNV e6ETAON EKAOYNG YIO
TNV aTTeIkOvIon TNG oTeVWTIKAG BaABidag aAAd kal cuvodwv avwuaAiwy TTou PTTopEi
va ouvnyopoUv utrép Tng Uttapéng Shone’s cuvopoduou. H uttepnyxokapdioypagia
KaBIOTA EUPAVEIG TIG AEITOUPYIKES AVTIPPOTTACEIS TNG KApdIAg OTTwG TNV SI0YKWanN Tou
aploTePoU KOATTOU Kal TnG 0eidg Kolhiag. EmmpdoBeta civar duvarr n didyvwon
moavrg eykatdoTaong e€mMTTAOKWY OTTwG o1 kapdiakoi Bpoufol. H atreikédvion
Doppler pe kopu@aia Afwn Twv Te0adpwy diapepioudTwy (apical four chamber view)
™G Kapdidg Bonbd ortnv OdlammicTwon NG QIMOOUVAMIKAG CUUTTEPIPOPAS TNG
otévwong pe Tnv BonBeia g egicowong Bernoulli kar otnv ekTipnon Ttou euBadou
emeaveiag NG PaABidag. Qotéco KATTolIEG QOpPEG eival OUOXePAS N OIaPOPIKA
O1dyvwaon TG aAnBoug diknv aAegimmTwTou pITpoeldr BaABida amd Tnv weudn A Tnv
Opola pe aAECITTTWTO POABiIdA, O QUTEG TIG TTEPITITWOEIS KPIVETAI QTTAPAITATN N
ammeikévion HE QaOVIKA Topoypagia 1 payvnTtikg Topoypogia woTe va  Eival
Aetrropepng. TéEAog n Velocity-encoded cine-magnetic resonance imaging (VEC-MRI)
aTtroTeAEl TNV TTI0 TTPOCPATN PNEBODO n oTToia €ival IKavr) va JETPAOEl TNV TaxUuTnTa
pong Ola TNG oTevwTIKAG BaABidag. MNa akpiféoTtepn PETPNON TWV TIECEWV TWV
OlaPEPIOUATWY TNG KapdIAg KABwG Kal TNG TTiEong evoervwong Twv TPIXOEIDWV
TIVEUUOVIKWYV ayyEiwv TTPoTINATAl 0 KaBeTnpiaoudg Tng kapdidg. (Hakim et al., 2010)
(Hartiala et al., 1993)

Mild Moderate Severe Eikéva: YTepnxoypagiki kararagn

‘ BaputnTag oTévwong ™mg

Mean gracient (nm Hg)* ~— Lessthan'§ 510 reater than 10 UITpoEIBoUc BaABIBac GTTou mean
. dient = kAion Tricong, pul

Pulmanary artery sysoli lessthan3)  30-50 Greater than 50 gracient = Kion mieons, puimonary

presstre (mm Ho)

Vale area (end) Greaterthan 15~ 10-15 Less than 1.0
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artery systolic pressure =
OUOTOANIKR}  TTiEon  TIVEUMOVIKNAG
apTtnpiag, valve area = em@aveia

BaABidag. (Baumgartner et al.,




Eikéva: YTrepnxoypa@ikr) atreikovion tng Kapdidg
€VOG aoBevoUG 2 €TWV PE OTEVWON MITPOEIOOUG
BaABidag. Ze auTh @aivovTal Ol TTETTAXUCUEVEG
YAwYiveg TnNG MITPoEIdoUg PBaABidag ,o1 Bpaxeieg
TIETTAXUOMEVEG  TEVOVTIEG  XOpOEG  Kal  TO
TTEPIOPICPEVO AVOIYUA TOu aTopiou TnNG BaABidag.
(Burbano, 2020)

Eikéva: YTTeEpnXoypagIkr atreikévion
UTTOTTAQOTIKAG MITPOEIOOUG BaABidag pe cuvodd

UTTOTTAQOTIKA apIoTEPA KOIAia o€ évav acBevh 7

nuepwyv. (Burbano, 2020)

4.4.2.7 Atpnoia piTpogidoug BaABidag pe adiktn aopTikA BaABida
EmidnuioAoyia:
H atpnoia tng pitpogidoug BaABidag pe GBIkt TNV aopTikr BaABida atroTeAEi pia
oTravia ouyyevr] kapdioTrdbeia. Mo ouykekpiyéva agopd AiyoTepo attd 10 1% OAwv
TWV ouyyevwy kapdlotrabeiwy. (Rao, 2022)

AVOTOMIKA TTEPIYPO®PN:

Eikéova: A) H oopty Bpiokerar otnv
0e€id TpOobia BEon vy N TTVEUUOVIKA
apTnpia otnv apiotepr] omicBia Béon
OTIWG QaiveTal oTNV €§WTEPIKA ATTOWN
™G kapdidg, B) dev Taparnpeital
0iodo¢ peTagU TOU APIoTEPOU KOATTOU
KOl TNG apIOTEPAG KOIAIOG OTO £dagog
TOU apIOTEPOU KOATTOU, C) aTTelkovion
NG 0efIdg KolAiag n oTtoia  gival
IKQVOTTOINTIKOU  JeyéBoug ammd  Tnv
oTroia ekQUETAI N aopTr (METABEON TwV
peydAwv  ayyeiwv) (Frescura and
Thiene, 2014)

H atpnaoia tng pitpogidoug BaABidag Bewpeital pia omdvia ouyyevr KapdloTradeia

Kal ouxva ouvoéetal Pe TNV UTTapén €mMTTAéOV avWHPOANIWY OTTWG N OTEVwon TNG
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TIVEUUOVIKAG BAABIdAG, N oTévwaon 1l atpnaia Tng TTveupovikAg BaABidag (oT1o 25-30%
TTEPITITWOEWY), N OTEVWON TOU 1I08PoU TNG AopTG f DIAKEKOUPEVO AOPTIKO TOEO (OTO
30% TWV TTEPITITWOEWY), N PETABEON TwV PEYAAWY ayyEiwy, 0 avoIXTOG BOTAAAEIOG
TOpo (010 80% TWV TTEPITITWOEWV) Kal To cor triatriatum. (Friedman, Murphy and
Ash, 1955; McMahon, Morgan and Walsh, 2014; Keith, 1978; Eliot et al., 1965) Mia
oudda cuyypa@Eéwy TTPOCTTABNCE VA KATNYOPIOTTOINGEl TNV aTpnaia TG MITPOEIdoUS
BaABidag Bacifouevn oT1o péyeBog TNG apioTEPAS KOIAiag, TNV Béon Twv PEYAAwWV
ayyeiwv kabBwg kar Tnv UTttapén eutrodiou oTto Xwpo €E6O0U TG O€eCIGG KOIAIAG.
(Moreno, Quero and Diaz, 1976; Eliot et al., 1965)

ol \\l;ié}']l%t SB:'%% Eikéva: Kartaraén Tng arpnoiag
MITpogIdoUG  BaABidag e  ABIKTN
I. Normally related great arteries 52 (7)7 43 (5)  9(2) © BaABIS . o¢
Absent left ventricle £0)  3(0) (o) | @oP"M ParBida e Bdon mv Bon Twy
Hypoplastic left ventricle 40 (5) 36 (3)  4(0) | HevéAwv ayyeiwy, 10 peyeBog
Normal left ventricle 6 (1) 4(0)  2(1) | apioTepdg Kolhiag kai Tnv UTapén f oxl
Single left ventricle 2(1) 0(0) 2(1) euTroBiou GTO y@po £E6B0U e BEEIGC
I1. Transposed great arteries 30 (7) 14(1) 16(6) | kohiagc. POTO-pulmonary outflow tract
Absent left’ ventricle ) 15 4) 6 (1) 93) obstruction. ZTi¢ TTapevOioeig BpiokeTalr o
Hypoplastic left ventricle 10 (3) 3(0)  7(3) ) ] ] )
Normal left ventricle 4(0)  4(0) 0(0) | OPIOHOS TwV TIEPIOTOTIKWY ATTO TNV HEAET
Single left ventricle 1(0) 1(0) 0(0) | Twv Moreno tou 1976. (Moreno, Quero

H ovrtétnta Tng atpnaoiag G uITpogidoug BaABidag ue aBIKTn aopTiky BaABida Ba
TIPETTEl VA dlaxwpileTal atrd To OUVOPOPO TNG APIOTEPNG UTTOTTAACTIKAG APIOTEPNG
KapdIdg Kabwg eTTPOKEITO yia OUO OIOKPITEG OPAdEG VOONUATWY HE OIOPOPETIKA
TTaBo@uaioloyia, TTpdyvwaon Kail KAIVIKA eikova. (Moreno, Quero and Diaz, 1976)

H apiotepd kolhia AOyw axpnoiag PTTopEl va €ival UTTOTTAQOTIK ] va AEITOUpyEi
KAVOVIKA O€ KATTOIEG TTEPITITWOEIG KAl TAUTOXPOVA O apIOTEPOG KOATTOG UTTEPTPEPETAI
Kal diateivetal Adyw augénong tou €pyou TngG. MNa va eival cupBary pe tnv {wn n
ouvlnAkn auth Ba TTPETTEl va UTTAPXEl avoiXTOG BOTAAAEIOG TTOPOG 1 JECOKOATTIKA
emkoivwvia. (Keith, 1978) Ze k&troia TTaidid Trapatnpeital SITAEE0d0G de€Id Kolhia. H
atpnoia TG PITPoEIdous BaABidag TTpokeIuévou va €xel TNV KaAUTEPn TTPOyvwan Ba
TIPETTEl VO OUVOOEUETAI ATTO EUPEYEDBN PECOKOATTIKN ETTIKOIVWVIA Kal PETpiou Babuou
oTévwon TnG TTVeUHOVIKAS BaABidag. Edv gival uttapkTég SUO KoIAieg TOTE Ba TTPETTE
VO EVWOVOVTAI JE HECOKOIANIAKN ETTIKOIVWVIO woTe va gival cupBarr pe Tnv (wh. (Rao,
2022)

MaBoguaoioloyia:

To aipya emoTPEPEI aTTd TNV TTVEUHOVIKI KUKAOQOPIa PJETW TNG TTVEUNOVIKNAG QAEBOG
TTPOG TOV apIoTEPO KOATTO OTTOU AOYyWw TngG artpnaoiag Tng MITposidous PaABidag dev

MTTOPEI va TTpowBnBei aTnv apioTepd KOIAia PE atToTEAEOUA va €ival amapaitnTn n
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UTTapén MECOKOATTIKAG ETTIKOIVWVIOG WOTE PEOW TNG Oe€IAC KolAiag To aipa odnyeital
otnv de€Id KolAia 1 TNV povhpn KolAia Kal atrd ekei odnyeital otV AopTr TTPOG TNV
OUCTNMOTIKA  KUKAOQOpPIO Kal  OTIG TIVEUMOVIKEG apTnpieg TTPoG TNV QAEBIKNA
KUKAOQOpIQ. Z& TTEPITITWOEIG UE ATPNOIA TNG TTVEUUOVIKNAG BaABidag To aipa odnyeital
OTOUG TIVEUUOVEG HECW TOU avOIXTOU BOTAAAEIOU TTOPOU Kal OTTAVIOTEPA PECW TWV
OOPTOTTVEUMOVIKWY ayyeEiwy. ATTOTEAEOUA TwV avwTEépw gival TO KAAd ofuyovwuévo
aipa atd TNV TTVEUHOVIKA QAEBO va avapiyvUETal JE TO U OEUYOVWHEVO aipa aTré TNV
0e€Id KolAia, yeyovog TTou odnyei o€ TITWON TOU KOPEOHOU TNG ouaioo@alpivng o€
o&uyovo kal TNV ekOAAWGCT TOU CUPTITWHATOG TNG Kudvwaong. (Rao, 2022)

KAIvikA gikéva:

Ta ouugmmwuata ouvABwg Trapoucidlovral Katd Tnv  VEOYVIKA NAIKia  Kai
mepIAapBAvouv  avaTiveuoTiky duoxépela, TaxUTTvola, Taxukapdia, Kudvwaon Kal
OUOKOAIa TNV CiTIoN. 2& HeyaAUTEPN NAIKIA TO CUUTITWHOTA TTOU ETTIKPATOUV €ival Ol
OUXVEG QVOTTVEUOTIKEG AOIMWEEIC OTTWG Kal N kaBuaTtépnon Tng avamTuéng. To dépua
TTapouoIadeTal Yuxpod kal KoOAwdeG. (Aliyu, Gambo and Igoche, 2015) H péon nAikia
emBiwong civail ol €€ uAVEG, evw N PEYIoTN didpkela wng gival Ta 16 £€1n. (Watson et
al., 1960) Z¢ TTepiTITWOoN TToU OgV UTTAPXEI PECOKOATTIKN) ETTIKOIVWVIA TA CUUTITWHATA
EeKIVOUV OUEOWG PETA TNV YEVVNON Kal ETTIKPOTE N KUAvVWOon, n TaxUTTvola Kal N
avaTveuoTIKA duoxépela. EAv UTTApXEl TTVEUHOVIKR OTEVWON 1 atpnoia n KUKAo®opia
eCapTdTtal atrd TNV TTAPAPovA TG PaTdtnTag Tou BoTaAAgiou TTOpoU PE ATTOTEAECHO
OTav €KEIVOG OUYKANBOE va eTIKPATACEI N KUGAVWON, N AVOTTVEUOTIKA dUOXEPEIa Kal N
MeTaBoAIK o&éwon. Otav n trveupoviky BoABida eival dBiIKTn TOTE 01 TECEIG OTNV
TIVEUMOVIKA KUKAOQOpPIa augdvovTal PE OTTOTEAEOHUA VO €YKATAOTABEI oUPPOPNTIKA
Kapdiakr averrdpkela (taxutrvola, Taxukapdia, kapdiopeyadia). (Rao, 2022)
AlayvwoTIKA TTpOcéyyion:

Akpoéaon:

Ta 0oKpoOOTIKA euprjpaTa TroIKIAAOUV avaAloya PE TIG OUVOOEG OVWHOAIEG TTOU
UTTAPYOUV. 2TnV TTAEIOVOTNTA TWV TIEPITITWOEWY Eival OKOUOTO €va OUCTOAIKO
@uOoNUa, WoTGOO0 OE KATTOIEG TTEPITITWOEIG €ival TTIBAvVO va UTTAPXEl HETODIAOTOAIKO
Quonua. ‘Exouv avagepBei TTEQITITWOEIS OTIG OTTOIEG €xel dIATOTWOEI n UTTApPENn
TpiTOoUu Kapdlakou Tovou. (Aliyu, Gambo and Igoche, 2015) Z¢ TrepiTTTwon arpnaiog n
ooBapng OoTévwong TnG TTVEUMOVIKAG BaABidag o deUTepog KAPdIaKOG TOVOG E€ival
Movipng. Edv uttdpxel otévwon Tng TVEUPOVIKAS BaABidag eival akouoTd @uonua
mpowbnong oTnv  eoTia akpdaong TNG  TIVEUPOVIKAG  PBaABidag apioTepd
mapacTepvikd. (Rao, 2022) WnAaenTikd OIOTTIOTWVOVTAI OOBEVEIC TTEPIPEPIKES
oQUEeEIG OTaV OUVUTTAPXEI OTEVWON Tou 10000 TNG aopTAG 1 SIOKEKOUHUEVO QOPTIKO

16¢0. (Aliyu, Gambo and lgoche, 2015) O 8100£pUIKOG KOPECHOG OE 0EUYOVO [E TNV
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Bonbeia TOU OLUUETPO OIATTIOTWVETAI XAWMNAGG AOyw TnG avaueigng Twv Ouo
KUKAOQOPIWV OTO £TTITTEDO TNG HECOKOATTIKAG £TTIKOIVWVIAG. (Moreno, 1976)

HAekTpokapdioypd@nua:

210 NAeKTPOKAPSIOYPAPNUA SIATTIOTWVETAI N UTTEPTPOQIa Tou BeEIOU KOATTOU Kal
NG 6€gIdg KolAiag. EmmirAéov gival mBavr) n ouvitrapén @AeBokouBIKnG Taxukapdiag.
Mo ouykekpipéva n diatacn Tou Be€loU KOATTOU gival eupavig Pe Ta oEukdpuga P
(Trveupovikd P) otnv ammaywyn Il kai n &idtaon TG 8€€1AG KOINiag pe Tnv OeCId
oTpo®nA Tou GEova (apvnTikd émapua QRS otnv | kal BeTikd émapua otnv avF), S
heyaAUTepa atré Ta R omig amaywyég LILIT (S1S2S3 potifo) kal avwuahieg oto ST-
T KOPA. Ze TIEQITITWOEIG UTTEPTPOQIAG TNG O€CIGG  KOIAiaG  TTPOTIUGTAI N
TPAYHOTOTTOINON BIEUPUUEVOU NAEKTPOKAPDIoYpaPAUaTOS HE 15 atmaywyég woTe va
aglohoynBei To UYog Twv KUPATWY R Kal S 6TTwg Kal 0 Adyog R/S oTig ammaywyég V1,
V6, V3R kai V4R. o ouykekpipéva o Adyog R/S>1 o1ig amaywyég V3R kai VAR
gival evOEIKTIKOG UTTEPTPOYiag TnG 6e¢Ids Kolhiag. (Mercadante, Kim and Clark, 2021)
2170 12% TWv TTIEPITITOEWY TIAPATNEEITAI QPICTEPH OTPOPH TOou dgova (BeTIKO
émapua QRS kal apvnTiko émapua aVvf). (Rao, 2022)

AkTIVOoypagia Owpakog:

TNV aKTivoypagia Bwpakog diatmoTwveTal KapdlopeyaAdia Kal auénuévn aiudtwaon
TWV TTIVEUUOVIKWV TTESIWV aU@OTEPOTTAEUPA £QOOOV OEV UTTAPXEI EUTTOBIO OTO XWPO
€€6O0U TNG BECIAG KOINIOG, O€ dIOPOPETIKA TTEPITITWON UTTAPXEI MEIWON TNG AINATWONG
TWV TTVEUPoVIKWYV TTediwv. Eivar mBavé va cuvuttdpyel Kai didykwaon Tou apiaTepou
KOATTOU. XTI €TMITTAOKEG QAUTAG TNG OUuyyevoUg KapPdIOTTABEIng avhkel To 0gU

TTVEUMOVIKO 0idnua TO OTTOI0 €ival EUPAVES PE QUPOTEPOTTAEUPES DINOATEIG.

JeooTTAEUpiou Ola0TANATOG

Igoche, 2015)

Eikéva:  AxTivoypagia  Bwpakog
Bpépoug 5 unvwv aTnv oTroia gival EPPavis n
KapdlopeyaAia Kal N YETATOTTION TTPOG Ta Avw

NG KOPUYPNG TNG Kapdidg ato UWog Tou 50V

uTTEPTPOYIag TNG Oe€Idg KolAiag. uvodd eivai

EMQAVAG N auénuévn  alpdtwon
TIVeupovIKwy  Trediwv. (Aliyu, Gambo and
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Ymrepnxokapdioypagia:

H utrepnxokapdioypagia atmmoTeAei onuavTiki p€Bodo didyvwong Kal atreikéviong Tng
aTpNTIKAG MITPOEIdOUG BaABidag oe cuvOUOOPO HE TIG OUVUTTAPYXOUCEG OVATOUIKEG
avwpaAies. TNa Tov okoTo auTo yivetal xpAon Twv peBddwv M-mode, Doppler, color
flow mapping kai SonoScape S8000. (Aliyu, Gambo and Igoche, 2015) Me Tnv
BonBeia Tou echo-Doppler ptropei va avayvwpioTei n atpnTikr yepBpdvn f n amouadia
ouvdeong PETAEU Tou de€lou KOATTOU Kal TNG 6e€Idg KolAiag. EimTAéov avayvwpileTal
n umapgn OopuPopwy avwHOAIWY OTTWG O avoiXTog POTAANAEIOG TTOPOC Kal N
MECOKOATTIKA €TIKoIVwvia. Avartrapiotatal n oTpofIAwdng ponr Tou aipatog Kabwg
TEPVA ammd TOV aApTnpEIakd TTOPO, O€ TIEPITITWON ATTOUCIiag TNG HECOKOATTIKAG
emkoivwviag. EmmpdoBeta petpiétar 10 péyeBog TOUu apIoTEPOU KOATTOU Kal
OIOTTIOTWVETAI €AV UTTAPXEl MOVAPNG KOIAia 1 duo, oTnv OelTeEPn TTEPITITWON
eCeTadeTal €Av GUVUTTAPYXEI METABEON ayyeiwv Kal PJECOKOIAIOKA eTmKovwvia. Eivai
ONMAVTIKN N EKTIUNON TNG TIVEUPOVIKAG BaABidag dnAadn eAéyxeTal eAv gival atpnTIKN
N €av cival oTeVWTIK PE TNV BorBeia ouvexoug kataypagns Doppler. TéAog eival
XPNOIUN N UTTEPOTEPVIKN ANWn WoTe va dIaTTIoTwOEl N UTTapén oTévwong Tou 1I00uoU

TNG aopPTAG 1 SIOKEKOUUEVO aopTIKO TOE0. (Rao, 2022)

Eikéva:  Ameikovion — de
Kopu@aia Auwn TWV
TEOOAPWV KapdIaKwV
KOINOTATWY TNG aTpnoiag g
pITpogIdoug BaABidag (AMV)
(Rao, 2022)

KafeTnpiaopég tTng Kapdidg:

O kapdiakdg KaBeTnEIaouds atroTeAei pia PEBODO €EQIPETIKA ONUOVTIKA OTnV
METPNON TWV TTIECEWY TWV BIAPEPICUATWY TNG KAPdIAS Kal Twv dUo KUKAo@opiwv. Mo
OUYKEKPIUEVO ouxva cuvavTtaral alénon Twv TTECEWV TOU OpIoTEPOU KOATTOU WE
EMKPATNON TOU KUPOTOG O OTIG KAPTTUAEG TTIEcEwy. ETTiTAéov ptTopei va Bpedei kai
auénon Ttng Tieong oTtnv Oe€Id KoIAia pe €giowon TNG TTiEONg OTNV TIVEUMOVIKA
apTnpia.
4.4.2.8 Atpnoia TpiyAwyivag BaABidag

H atpnoia Tng TpiyAwxivag PaABidag avrkel OTnv KATAyopia TwV KUAVWTIKWY

OUYYEVWY KAPOIOTTABEIWV.
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EmidnuioAoyia:

ATtroTeAei T0 1-2,5% TWwV cuyyevwy Kapdiotrabeiwy. O emITTOAAoHOS TNG VOOOU Eival
mepitTrou 1 epioTaTikd avd 10.000 Cwvtavég yevvioels. (Hoffman and Kaplan, 2002)
(Mai et al., 2019) H ouyyevn¢ autr] KapdIOTTABEIa eV TTPOTINA CUYKEKPIMEVO QUAO,
woTdéoo Ta ayopla TTOPOUCIAoUV augnuévn ETTTITWON TwV UTTOTUTTWVY  TTOU
ouvoualdouv PeTaBeon Twy peydAwy ayyeiwy. (Dick, Fyler and Nadas, 1975)

AvaTouIKA TTEPIYPAPA:

H tpiyAwxiva BaABida atroteAcital amd Tpeig TITUXEG, Tov OAKTUAIO (annulus), Tig
TEVOVTIEG XOPOEC KAl TOUG BNAWdEIC pUes. H emipdvela Tng eival Trepitrou 4-6cm?  Kal
Olaxwpilel Tov 0e€Id KOATTO atrd Tnv de€Id KolAia. O1 TITuxég TNG BaABidag cival n
TPOcOia (ueyaAUTepn o€ PéEyeBog), n otricBia kal n dilagpayuatikr (JIKpOTEPN O€
MEyeBOG). O TTPOCBIog BnAocIdNG YUG TTPOCPEPEl OTHPIEN OTNV TTPOGOIa Kal oTTioBia
TITUXN VW O HECOG BnAoEIBNG Pug oTnpilel TNV oTTicBia Kal TV dIaPPAYMATIKr) TITUXA.
To Ola@payuatikd Toixwpa oTnpiel Ye TNV Pondeia Twv TEVOVTIWY XOPOWvV TNV
TPOCOIa Kal dIAPPAYMOTIKA TITUX, WOTO00 dev €XEl AvayvwpIoTEl WG BNAOEIdAG
Mug.(Rogers and Bolling, 2009) Acitoupyikd ol BnAogidei¢ Pueg oUCTTWVTAI WOTE Ol
TEVOVTIEG XOPOEG PE TNV Kivnor TOUG VO EVWOOUV O€ WEYIOTO BABPO TIG YEITOVIKEG
TITUXEG WOTE KATA TRV OIAPKEID TNG OUCTOAAG TWwV KOIAIWV VA PNV UTTAPEEI
ToAivopéunon aigatog  diapéoou TG  PaABidag.  (Xanthos, Dalivigkas and
Ekmektzoglou, 2011; Lamers et al., 1995)

Anterior
leaflet

Posterior
leaflet

O Coronary sinus

Eikéva: Avatopikr) ateikdvion Tng TpiyAwxivag BaABidag otnv otroia gaivovTal ol

TPEIG TITUXEG: TTPOOBIa (anterior), ottioBia (posterior) , diag@payuaTikn (septal) kKabuwg
Kal ol TevovTieg xopdég (chordae tendineae) T1rou TIG KaBnAwvouv oToug BnAocideig
MUeg (papillary muscle). (Rausch, Mathur and Meador, 2019) Ztnv &eUTtepn €IKOva

atreikovifetal N B€on NG TpIYAwXIvag BaABidag oe oxéon We TOV OTEQPAVIAIO KOATTO
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(coronary sinus) o oTToi0G TTAPEXEl TNV QAEBIK TTAPOXETEUCN TWV OTEQAVIAIWV
ayyeiwv KAl TOV KOATTOKOIAIOKO KOpPBo  (atrioventricular node- AV node).

(https://doctorlib.info/cardiology/practical-approach-clinical-echocardiography/7.html)

Normal annular shape Annular dilation

Eikéva: ATtreikovion TOU
oxXAuaTog ™G TPIYAWXIVOG
BaABidag OTOV  XWPO  TIOU
opoIalel he O€ENQ. Ze TTEPITITWON
d10yKwong TOU
dakTuAiou(annulus) n otoia eivai
OEUTEPOTTABNAG O€  TTEPITITWON
didtraong &ite Tou de€l0U KOATTOU
€ite TNG OeCIGG KOIAiag, TO oXAMA
Mg BaApidag TTOPAUEVEI
oeNoEIBEG OANG ETTITTEBWVETOI OF
BaBuo avaAoyo ME v
utrokeipyevn BAGRN. (Yucel et al.,
2020)

Eikéva: AtTeikOvion Twv TUTTWV TG

arpnoiag NG TpiyAwxivag BaABidag.
(Weinberg, 1980)

MUSCULAR

EBSTEIN AV CANAL

H Tteploxy g  TpiyAwxivag PaABidag eivar  atpnTikf PE  ATTOTEAEOUA VO
TTapePTTodieTal N emKoIvwvia peTalu OeCIGg KoIAiag Kal KOATTOU, KaBwg TO
KOATTOKOIAIOKO OTOMIO €ival KAEIOTO. ZUVETTWG N eIRiwon €apTaTal apevog atrd TV
BaTtéTNTA TOU WOEIBOUG TPAMATOG TTOU €EOO@AAICEl TNV QIMOTIK POR TTPOG TOV
apIoTEPO KOATTO 1) TNV UTTAPEN MECOKOATTIKAG ETTIKOIVWVIOG KAl QQETEPOU ATTO TV
Utrapén kdrmolou BaBuol PECOKOIAIOKAG ETTIKOIVWVIOG A atmmd Tnv diatipnon 1ng
BaTdéTNTOAG TOU OPTNEIAKOU TTOPOoU. H Oe€Id KOIAiO WG ATTOTEAEOUA TWV AVWTEPW Eival
UTTOTTAAOTIK. YTTapxouv TUTTOI atpnaiag tng TpiyAwxivag BaABidag avaloya pe 10

€idog TnG utrokeipyevng BAGPRNG. H TTpwTn Katnyopia Tng otroiag n ouyxvotnta givai
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mepiTou 80% TO €0a@OG TOu Be€lOU KOATTOU gival PUWDEG KAl ATPNTIKO XWpPIig va
uTTdpxel TTapoucia BaABIdIKoU 10ToU o0¢ auTtd. TMapdpolo Pe TNV TTPONYOUUEVN
Katnyopia €ival o pePBpavwdng TUTTog TTou cuvavtaral oe TooooTtd 10% O1Tou TO
£00@OoG Tou BeEIoU KOATTOU agopifeTal atrd PeuBpdvn n otroia gival cupTTayng Kai
eUTTOdICEl TNV QIPATIKA por]. ‘ETTeITa o €mouevog TUTTOG PE ouxvotnTa 5% eival n
BaABidIKA aTpnoia, KaBwg o€ auTtdv Tov TUTTO UTTApPXEl BaABida aAAd ol yAwXiveg eival
EVWMEVEG UE OTTOTEAECHO va unv OlépxeTal aipa diapgéoou autwyv. H avwpalia
Eibstein 1Tou atroteAei kal auTth avatopikd TUTTO aTpnaiag Ba peAetndei oe emduevo
Ke@dAAaio. TENOG oTnVv TeAeuTaia Karnyopia, n otroia arroTeAei oTTdvio eUpnua, AVAKEI
TO KOIVO KOATTOKOIAIOKG KOVAAI PE AVICO dIaxwpIoud Twv  KOIAIWV, O€ QUTAV Tnv
TEPITITWON MIa YAwXiva TNG KOIVAG KOATTOKOIAIoKAS BaABidag atroppdooer Tnv
emKoIvwvia pe Tov 0e€iI6 KOATTO. AAAN ouxvry ouvuttdpxouca PBAAGRN atroTeAei n
TIVEUUOVIKA OTévwaon HeE ouxvotepn Tnv PaApidikou TUtTou oTévwon. (Weinberg,
1980) Zupgewva pe Tnv kartaragn Twv Edwards-Burchell to 1949, otov T1UTO |
QVIAKOUV Ol TTEPITITWOEIG JE aTPNOia TNG TPIYAWXIVOS BOABIdAG XWpPig NETABEON TwV
MEYGAWY apTnpEIwy, N Katnyopia auth xwpidetal o€ dUO UTTOTUTTOUG TOV la OTOV OTT0I0
OUVUTTAPXEI TTVEUUOVIKI aTpnaia e GBIKTO NECOKOIAIOKO didgppayua kal Tov TUTTo I3
TToU UTTapxel UTTORaABIBIKA oTévwaon. ZTov TUTTO |l TTepIAauBdvovTal oI TTEPITITWOEIG
arpnoiag TnG TpIyAwxIvag BaABidag pe ouvodo PeTdBeon Twy PeyYAAWY apTNPIWY, N
Kartnyopia auth  Xwpeifetal TTEpAITEPW OTRV  UTTOKaTNyopia lla OTTou  uTTapxEl
uTTOBaABIBIKN OTEVWON f OTEVWON TNG TIVEUUOVIKAG BAABidag Kal oTnv uTToKaTnyopia

lIB 6mmou dev uTTGpxel OTEVWON TNG TIVEUMOVIKNG KukAogopiag. (Edwards and

AN
it
S P

-

Vasae cavag

a. Ymortumog la: arpnoia TpiyAwxivag BaABidag xwpig HETABEoN TwV pEYAAWV
ayyeiwv pe ouvodd aTpnoia TIVEUMOVIKAG BaABidag kal Utrap¢n A&oikTou
peookolAiakoU dla@pdyuatog. EmmmTAéov uttdpxel BaTtdtnTa ToU BoTaAAgiou

TTOpOU.
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b. Ymoétumog IB: atpnoia TpiyAwxivag BaABidag Xwpig HeTABeon Twv PEYAAWV
ayyeiwv pe ouvodo UTTOBaABIDIKA OTEVWON TNG TTVEUPOVIKAG BaABidag. To

MEYEBOG TNG BECIAC KOINIOG gival ueYaAUTEPO OE oxXEon WE TOV UTTOTUTTO la.

‘ i {';?"kﬂ
S5

c. Ymértumrog lla: atpnoia TpiyAwxivag PaABidag pe PETABEON TwWV HEYAAWVY
ayyeiwv  he ouvodd UTTOROABIOIKA 1 BAABIOIKA TIVEUMOVIKA OTEVwOn.
Mapartnpeital BardTnTa Tou BoTaAAgiou TTépOU.

d. Ymértutrog lIB: atpnoia TpiyAwxivag PoABidag ue PETABeon TWV PeEYAAWY
AYYEIWV Kal XWPIg OTEVWON TTVEUNOVIKNG KUKAOPOPIOG.

(Edwards and Burchell, 1949)

Ymapyxouv Kai GAAeG avaTouikég kaTtatagelic amd Toug Kuhne, Keith et. al.,

Diehl et. al , Rosenthal kar Tandon and Edwards éxouv Trepiypagei. H avatouiki

katdraén amd Rao 10 1980 Trepidaufdvel Téooepig TUTTOUG. XTOV TUTTO |

mepIAauBaveral n arpnoia TpiyAwxIvag BaABidag uye opbd TotmroBeTnuéva Ta

MeyGAa ayyeia. Ztov TUTTO Il TrepIAapBaveral n D-peTdBeon Twv ayyeiwv Kal gTov

Tutro Il TrepidapBdavovtal 6Aa Ta uttOAoiTTa €idn peTaBéocewv €KTOG TNG D-

puetédOeong. O TUTog Il umrodiaipeital oe 5 utrotutoug, o uTréTUTTOG 1

mepIAauBavel Tnv L-yetdBeon Twv ayyeiwv, o utrOTUTIOG 2 TTEPIAQUPBAvEl TNV

OITTAEEOD0 0e€Id KolNia, o utrétutrog 3 TrepIAapPBavel Tnv dITTAEE0dO aploTepd

KOIAia, o uttotutrog 4 trepihapBdvel Tnv D diopBwuévn PeTABeon Twy PEYAAWV

ayyeiwv Kal o umroTtuttog 5 TreplAaupBavel v L diopBwpévn petdBeon Twv

MeyGAwv ayyeiwv . O TUTTOG IV TTEpIAapBAvel Tov avoixTé apTnpiakd i BoTdAAEIo

TOpo. TEAOG KABe TUTTOG KAl UTTOTUTTOG UTTODIQIPEITAI TTEPAITEPW OE TPEIG

KATNYOpPIiEG: N Katnyopia a TrepIAapBavel Tnv arpnaia NG TTveupovikng BaABidag,

n katnyopia b TmepIAauBdvel TNV TIVEUUOVIKN OTévwon 1 utroTrAacia kal n

katnyopia ¢ repIAauBdvel QUOIOAOYIKEG TTVEUUOVIKEG apTnpieg. (Rao, 1980)

NaBoguaoioloyia:
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Superior
vena cava

Right
atrium

veins

Inferior

Tricuspid atresia type IC

(Normally-related great arteries, VSD, no pulmonary stenosis)

Superior
vena cava

Inferior
vena cava

Pulmonary

Tricuspid atresia type IIC

(Transposed great arteries, VSD, no pulmonary stenosis)

Superior
vena cava

Inferior
vena cava

Eikova: Ameikévion TnG pong

aigaTog Og TEPITTWon a) TUTTOU

Ic atpnoiag TNg  TPIYAWXIVOG
v;':;m’y BaABidag pe opBa ToTTOOETNUEVA
pey@Aa  ayyeia Kal Xwpig
TIVEUMOVIKA oTévwaon, B) Tuttou llc
arpnaoiag ™G TPIYAWXIVOG
BaABidag pe  peTdBeon  Twv
MEYGAWV  ayyEiwv  Kal  XWwpig

Tveupoviky oTévwon. (Minocha

PK, Phoon C, 2022)

Eikéva: Atreikévion NG poAng Tou
arpnoia
Xwpig

Kal

aipaTog a) o€
BaApidag

TWv

TPIYAWXIVAG
ueTGBeDN ayyeiwv

B)
TpIyAwxIivag  BaABidag

TIVEUMOVIKN  OTévwon, o€

ulmonary

poins arpnoia

XWpPIig peTaBeon ayyeiwv  Kal
™me

BaABidag 6tTou eival atrapaitnTn

arpnoia TIVEUMOVIKNG

n parétnta TOU PoTaAAeiou
Toépou yia TV €Edo@AAion Tng
aiparwong. (Minocha PK, Phoon

C. 2022)

H tropeia Tou pn oguyovwpuévou aipatog atmd TNV QAEBIKN KukAogopia ¢Bdavel oTov

Oe€i KOATTO Kai £TTEITO 0ONYEITAI OTOV APIOTEPO KOATTO HECW TOU WOEIBOUG TPHKOTOG A

TNG MECOKOATTIKNG ETTIKOIVWVIOG KAl ATTO €KEI OTNV APIOTEPA KOIAiQ, OTTOU TO diud

pTTOpPEl va akoAouBrjoel dUo 0doUg avdaAoya pe Tnv ouvodd BAARN eite péow NG

MECOKOINIOKNG €TTIKOIVWVIAG va €10éABel oTnv Oe€ld KOIAia Kal aTrd ekei OTnv

TIVEUMOVIKA KUKAOQOpia PECW TnNG TIVEUMOVIKNAG apTtnpiag cite péow Ttou Bartou

apTnpIiakoU TTOpou va €I0éABel aTTeuBeiag oTnV  TTVEUMOVIKN

KukAogopia e

apIoTEPODBECIA dlaguyry €pOoov UTTAPXEl aTpnoia 1 oTévwaon TnG TIVEUMOVIKNAG

KukAogopiag. Qotdéoo Adyw TOU OTI n OegId Kolhia dev dExeTal kaBdAou aipa eav

OUVUTTAPXEl aTpnaoia TTVveUdoVIKAG BaABidag kal ABIKTO PECOKOIAIOKS TOiXwHa TOTE

gival uTToTTAOOTIKN. EdQv déxeTal aipa péow TNG HECOKOIAIOKAG ETTIKOIVWVIAS £QOCOV N

TIVEUMOVIKA KUKAO@oOpia dev TTApaKwAUETAl, TOTE n OeCIA KOIAia €x€l HEYAAUTEPO OYKO

OAAG oNUAVTIKA PIKPOTEPO O€ oXéon KE TNV apIioTEPA KolAia n otroia avaAapBdvel Tov

pOAO TNG ocuoTnuaTikAG avTAiag. H aplioTepd KolAia wg ouaTnuatikh avTAia otadiokd
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UTTEPTPEPETAI AOYW TOU QUENUEVOU OYKOU QiJATOG TTOU KOAEITAlI va OIOXEIPIOTE, HE
atroTéAeOPa oTadIOKA va odnyeital o€ ivwan Kol KaT ETTEKTACN  MEiwon Oykou
TToAPoU. Me Tnv TTP60odo TNG vVOoOU OTAdIOKA UTTOPEI VA ETTNPEACTEN KAl N MITPOEIBIKA
BaABida Tng otToiag N AsIToupyia duoxEPAIVETAl ATTO TOV QUENKEVO OYKO QiATOG WOTE
TEAIKA va odnyeital oe averrdpkela. (Rao, 2000) EmimTAéov Adyw NG avAapigng tou
QAEBIKOU QipaTog, YE TO aipa Twv OTEQAVIGIWY ayyeEiwv Kal To apTnplakéd aiya otnv
apIoTEPG KOINid O KOpeoHOS TnG ofuaigoo@aipivng o€ 0Ofuydvo MEIWVETOI HE
atroTéAeopa autd va eival opatd wg Kudvworn. To TTocooTO KOPECUOoU eEapTATal O€
MeyaAo BaBud atd tnv BatdTnTa TNG TTVEUPOVIKAS KUKAO®opiag. (Rao, 1983)
MeveTikA aiTioAoyia:

Ol un OuvOPOUIKEG MOPYEG E€UQAVIONG TNG OCUYYEVOUG KapdIOTTABeIag £Xouv
OUOYXETIOTEI e dUO yovidla. QOTOCO TTPETTEI VA YiVOUV TTEPAITEPW MEAETEG WOTE N
ouoxétion va ioxupotroinBei. Apxikd To yovidio ZFPM2/FOG2 [pioketar oTO
XPwHOowUa 8922 kal £xel atmodeixBei ae TTovTiKia OTI TPOTTOTTOIEI TNV AEITOUpYia Tou
yovidiou GATA4 kabwg ocuvdéeTal Pe To N-TEAIKO SaKTUAIO WeudapyUpou Kal PEIVEI
TNV dPAOCTIKOTNTA TOU KATA TNV dIdpKela TG dnuioupyiag Tng kKapdidg. (Svensson et
al., 1999) (Pizzuti et al., 2003) H cUvdeon PeTagU ENAEIPNG TOU YoVIBiOU Kal aTpnaiag
NG TPIYAWXIVOG BaABidag €xel ammodeixBei pdvo o€ TTovTikia Ta oTroia KaTéAngav arod
ouu@OPNTIKA KaPOIOKr QVETTAPKEIA. KATA OCUVETTEID TTEPAITEPW MEAETN TTPETTEI VO
TPayHOTOTTOINGEl 08 AvBPWTTOUG TTPOKEIUEVOU Va edpaiwBei N cuoxETion auth. To
yovidio HEY2 pBpioketal o010 XpwWHOOWHa 6022.31 Kal KWOIKOTTOIEl TO yovidio
“gridlock”oT10 Hecddeppa. H PeAETN TTOU TTPOCTTABNCE VO CUCXETIOE! Ta yovidia auTd
ME TNV PN ouvdpouikA atpnoia TG TpiyAwxivag BaABidag oe 40 Italoug trou dev
OuVvOEOVTal OUYYEVIKA UETAEU TOUG ATTETUXE VA TEKUNPIWGCEI ATTOAUTA TNV GUOXETION,
a@AVOVTAG XWPOo Yia TTepaITépw £peuva. (Sarkozy et al., 2005) EmitTAéov yovidia TTou
é¢xouv aveupebei va ouoxetiCovralr givar Ta NFATC1, NKX2.5, kai MYH6. Tlio
OUYKEKPIYEVA TO Yovidlo NFATCL aviKel 0TNV OIKOYEVEIQ METAYPAPIKWY TTAPAYOVTWYV
Rel/NF-kB ka1 800 Trapavonuatikég (missense) TTapaAAayEég Jovnpwy VOUKAEOTISIwV
(SNPs) , 61mou n TpoAivn avTikabiotatal atmod Tnv Acukivn otnv Béon 66 oTo £€wvio 2
Kal n 1701L 61Tou n 100Agukivn avtikaBioTatalr atmd Tnv Agukivn otnv Béon 701 oTo
e€wvio 8 €xouv OUOXETIOTEI Pe TNV aTpnoia Tng TpiyAwyxivag BaABidag oe évav
aoBevr). QoTtéo0 o1 TTapaAAayEG auTtéG Bewpoulvtal PEIWPEVNG OIEICOUTIKOTNTOG
Kabwg o uyiig Tatépag TIG @épel. (Abdul-Sater et al., 2012) Ta maveA yovidiwv
MTTOpEl va xpnoigotroinBolv yia Tnv  gpyaoTtnpEiaoki Sldyvwon Twy avwTEpw

METAANGGEWV.
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https://www.omim.org/geneMap/6/818?start=-3&limit=10&highlight=818
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\\ OTTOi0  €UTTAEKETAI TO  yovidio
/ oy "N | NFATCL. (Abdul-Sater et al.
. ‘ ‘ Slras Ve ) 2012)

R nrarc \ HAND2, & DEGS1
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H mapaAiayry povripoug voukAeoTidiou A230P aTo yovidio MYH6 €£xel aveupebei o€

CCND1

Aatopo Pe atpnaoia NG TpiyAwxivag BaApidag. (Posch et al., 2011)

Ewéva: I'evearoywd dévopo
OKOYEVELNG LLE aTpnoiat TNG
Tpryddyvag Borpidac. To
atopo 112 pépet vromhacio
g TPy dywvac. (Kumar et
al., 1994)

I '}

KAIvikA gikéva:

Mepitmou 10 80% TWv ACBevv TTOU QEPOUV artpnaia TG TpiyAwxivag PaABidag
TTOPOUCIACOUV CUUTITWHATA O€ dIAoTAPA evOg prva TrepiTTou atmd Tnv yévvnon.
Avaloya pe Tov BabBud Trapouciag ETTIMEPOUG AVWHOAIWY OTTWG HECOKOATTIKA N
MECOKOINIOKN €TTIKOIVWViQ, Batdétnta peydAwv ayyeiwv, owoTr ouvdeouoloyia
MEYGAWV ayyeiwv n cuptrTwpaTtoAoyia TToikiAAEl amd kKudvwon éwg cofapr Oegid
Kapdiakr averTdpkela. MevikdTepa UTTApXOoUV dUO KAIVIKOI TUTTOI, O £vag OXETICETAI E
MEIWMPEVN TTVEUUOVIKA ayyeiwon Kal o deUTEPOG PE augnuévn TIVEUMOVIKY ayyEiwan.

Otav ouvuTtdpxEl TIVEUPOVIKA aTtpnoia f oTévwaon TOTE TTPOECAPXOUV N KUAvwon, n
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UTTOgaIMIa Kal N o&€won KaBWG PEIWPEVOS OYKOG QiATOG QTAVEI OTOUG TTVEUHOVEG
yia aigdrtwon PJéow Tou BoTaAAgiou TTOpou. Ta CUPTITWMPATA €ival eggavhl atmd Tnv
VEOYVIKN 1 BPEPIKNA NAIKIO Kal ETTIOEIVWVOVTAI JE TO KAGUO. 2€ auTa TTEPIAUBAVOVTAI
eKTOG Q1O TNV KUdvworn, n KaBuoTtépnon Tng avdamTugng, n Peiwpévn 6pegn, ol
TTOAATTAEG TTAUCEIG KOTA TNV SIAPKEIA TOU TAIOPATOG KAl N QVATIVEUOTIKI dUOXEPEIQ.
2€ aoBeveig Pe Pn eTTNPEQACHEVN TTVEUMOVIKA KUKAOQoOpia n augnuévn KukAogopia
TPOG TOUG TIVEUUOVEG WTTOPEI va odnyAocel o€ dUCTIVOIA, OUXVEG AOINWEEIC TOu
QVOTTIVEUOTIKOU CUOTAMATOG Kal €UKOAN KOTTwon. Movo otnv TepimTtwon TTou n
TIVEUMOVIKA KUKAOQopia eivar dBIKTn Trapatnpeital kapdlakh aveTtdpkeia Adyw
UTTEPPOPTWONG TWV TIVEUMOVWY ME aiga, avTiBeta oTnv TTEQITITWON aTPNTIKAG
TIVEUUOVIKAG BaABidag To aipa TTou eBAvel TEAIKG OTOUG TTVEUNOVEG JECW TOou BaTou
aptnplokoU TTépou dev €ival apKETO WOTE va odnynoel ot KAPDIAKH QVETTAPKEIX
(Taxutrvola, OuoTivoia, opBoTtrvola, OlaQopeon, nITatoueyaAia, didtacn  Twv
oQayimidwy QAEBwY). ZTIG €MITTAOKEG TNG vOoou avikel n evdokapdimida Kal ol
KOATTIKEG appuBuieg o1 oTroieg oupPaivouv o TTaIdId PeyaAlTepnS nAikiag. ‘Eva
XOAPOKTNPIOTIKO eUpnua TO OTTOI0 €ival duvatdv va dIaTTIoTwOEl eTd TNV nAIKia Twv 3-
6 punvwv gival N TTANKTPOdAKTUAIA. TEAOG OTNV TTEPITITWON KUAVWONG gival duvatov
va diamoTwBei ToAukutTapaiyia. (Dahnert W,2011) (Dick, Fyler and Nadas, 1975;
Marcano et al., 1969)

AlayvwoTIKN TTpooéyyion:

Akpoéaon:

Katd tnv akpoéacon o TTpwTog KaPdIakdg TOVOoG eival povhpng AOyw atrouciag
oUyKAIONG TNG TPIYAWXIVOGS BaABidag kal emITTAéoV gival akouoTo £va 0AOCUCTOAIKG
Quonua OTO APIOTEPO KATW XEIAOG TOu OTépvou TTou dnuloupyeital Adyw Tng
TTapadoéng Kivnong Tou aigaTog PEOW TNG MECOKOIAIOKAG ETTIKOIVWVIag. E@oéoov
OUVUTTAPXEI TTVEUMOVIKN atpnoia T6Te dev AKOUYETAI TO QUONKO AUTO KAl avTi auTtou
gival akouoTo €va ouvexég puonua Adyw Tng pong aipatog diapgéoou Tou BoTaAAgiou
TTOPOU. Z& TTEPITITWON OTEVWONG TNG TIVEUPOVIKAG KUKAOQOpIaG €ival duvartdv va
UTTApXEl YnAaenTtodg poiCog apioTepd TTaPACTEPVIKA UE ouvodO uonua eEwenong.
HAekTpokapdioypdenua:

210 nAekTpokapdioypaenua eival egeavh Ta uwnAa emappata P (“Himalayan P
KUpata” Ta oTroia gival JeyaAUTepa atrod 2,5 mm Kal PTTOPEi va XapaKTNPIoOTOUV WG
TveupovikG P) Adyw uTttepTpogiag Tou Oeglou kOATTou. EmimrpdoBeta duvaral va
uTTdpxel aploTepds dgovag (BeTIkO émapua QRS otnv | kai apvnTikd otnv aVF) Adyw
TNG AVTIOTABUIOTIKAG UTTEPTPOYIag TnG apioTePrg KolAiag. (Edwards and Burchell,
1949) Ze& peyaAuTtepa TTaIdIA PTTOPED va KATAYPaPOUV KOATTIKEG appuBbuieg OTTWG o

KOATTIKOG TITEPUYIOUOG Kal N KOATTIKA pappapuyr. H utmeptpoia Tng apioTepdg
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KOINiag eival gugaveic Babid S oe V1 kal V2 (de€I€C KAPDIOKEG ATTAYWYEG) O€
OuVOUOOUO Pe YnAG R og V5 kal V6 (apioTepEG KAPDBIaKESG atTaywyEg). Ze strain Tng
apIoTEPAG  KOINIOG ouvavTwvTal apvnTikd T TTou  ek@pdalouv Tnv dlatapaxn
emavaroAwong. EmimmAéov kpivetal cwoTr n dlgpeuvnon Tou acBevoug pe Holter
puBuou o auTtég TIg TTEpITTTWOoElS. (Davachi, Lucas and Moller, 1970; Rao, 2000)

-90°

TRICUSPID ATRESIA
LV & jRV_FORCES

180° o°

Eikova: e mepimmwon atpnoiag Tng

TETRALOGY OF FALLOT PULMONARY ATRESIA . , . P
R LVH + 4RV FORCES TpIiyAwyivag BaABidag o dgovag cival

mBavé va gival apioTepdg. (Rao, 1984)

mo

ECG-FRONTAL PLANE MEAN QRS VECTOR ("AXIS*)

Eikéva: HAekTpokapdioypapnua

evog Tmaidlol pe  aTpnaoia

TPpIYAwyivag  BaABidag oT1o  otroio
QaiveTal 0 0pIoTEPOG  Afovag, n
UTTEPTPOPIa TNG apIOTEPAG KOIAIaG Kal
MIKpG 1 oTig  Be€lég  TTpoKApdIEg
amaywyég TTou  UTTOdNAWVOUV  TO

MIKPO  péyeBog Tng Oe€lAg  KoIAiag.

AkTIVOYpa@ia Bwpaka:

TNV akTIVOypa@ia Bwpaka PTTOPEI va UTTAPXEl EAATTWON TTVEUPOVIKAG QINATWOoNG
AOyw oTévwaong 1 atpnoiag TNG TTVEUNOVIKAG KUKAOQOPIag. Ze TTEPITITWON TTOU N
TIVEUMOVIKA KUKAOQOpIa dev ePTTOdICETOI TOTE PTTOPEI VO ATTEIKOVICETAI N augnuévn
QINATWON TWV TIVEUPOVWYV Kal KapdlopeyaAia. ‘Etreita ptropei va gival egeavig n
O14raon Tou O€glou KOATTOU pe aTmoTéAEOa n KApdIA va TTaPOUCIAleTal  <<diknv

MAAOU>>.
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Ytrepnxokapdioypagia:

Eikéva: AKTivoypagia Bwpakog evog
mmauidlou  PE  aTpnoia  TPIYAWXIVAG
BaABidag. H kapdid £xer oxiua
unAou  Adyw Tng Oidtacng Tou
apiotepol KOATTou. (Astley, Oldham
and Parsons, 1953)

Eikova: AkTivoypagia Bwpakog €vog
Taidiou  pE  ATPnOoia  TPIYAWXIVOG
BaABidag Kal PYECOKOINIOKA ETTIKOIVWVIA.
Eivar eppavig n auénuévn TIVEUMOVIKN
ayyeiwon kai n didraon Tou Oegiov
KOATTOU.
(https://emedicine.medscape.com/article
/158359-workup#c5 )

ATroTeAEl TNV pEBOBO EKAOYNAG yIa TNV ATTEIKOVION TOU TUTTOU ATPNCIagG Kal TwV TUXOV

eMTTAéOV  AVWHPOAIWY  OTTWG MECOKOIAIOKH ETTIKOIVWVIA 1] aVWPOAEG CUVOETEIG

ayyeiwv. EmmmpdoBeta ameikovidetal To péyeBog TNG O€CIAC KOINIOG 0€ CUVOUQTHO JE

TNV dI4TOaCN TOU BEEIOU KOATTOU KOl TNV UTTEPTPOQIA TOU APIOTEPOU KOATTOU Kal KOIAIOG

Me TNV BonBeia Tng M-mode. AlamoTwveTal n moavr) emBapuvon TG AsiToupyiag Tng

apIOTEPNG KOIAIag Kal atreikovifovTal Ta PeYEDN Twv KOIAOTATWY TNG Kapdidg. TEAOG

ME Tnv BonBeia Tou Doppler diamoTwveTtal n akpIBAG TTopeia TTou akoAouBei To aipa

yla va KataAAgel oTnv TTveupovikh KukAogopia. (Rao, 2021)
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Eikova: Kopugaio mapdbupo
TWV TEOOAPWY  KOIAOTATWV
OTO OTTOI0 QaivETAl N ATpnaia
NG TpIYAwxIvag BaABidag o€
ouvduaoud pe pIkpn Oe€id
KOIAiQ. (Milovanovic,
Stefanovic and llic, 2017)

Kapdiakég kabeTnpliaouég:

AmroteAei emeuPaTikiy pEBoOO didyvwong yia TNV PETPNON TOU KOPEOWOU TOou
apTtnplakou aipaTtog o O2 kal TNV akpIfA PETPNON TWV TTECEWY TTOU AvaTITUCCGOVTAl
OTIG KAPOIOKESG KOIAOTNTEG OTTWG N TEAODIACTOAIKA TTiEGN n OTroia €ival oNUAVTIKN.
EmmAéov Trapéxovral onuavTiKEG TTANPO@OPIEG yia Tnv akpIB avaTtopia TNng
aTpNaoiag, TNV avaTouia Tng TTVEUUOVIKAG KUKAOQOPIOG Kal Ta JEYEDN TWV KOIAOTHTWV.
2uvnBwg TTPayMaTOTTOIEITAl TTPIV TNV ETTEURATIKN Bepatreia WOTE va TTPOCPEPEI
TTOAUTIUEG TTANPOQOpPIEG OTOV 1aTPO TIPOTOU TTPOXWPNOEl OTo  Xelpoupyeio. O
UTTOAOYIONOG TNG TIVEUPOVIKNG KOl GUOTNMOTIKAG POAG KABWG Kal Twv TTlavwyv
TTapekkAioewv dUvaTtal va uttoAoyiaTei ue Baan Tnv apxr Tou Fick kal ye Tnv BonBeia
METABANTWY TTOU PETPIOUVTAI PE TOV KABETNPIOOWO OTTWG TO PVR (pulmonary vascular
resistance) kai n diatmrveupovikr KAion trieong. (Rao and Sissman, 1971; Rao, 2000)

CT ka1 MR ayyegloypaegia:

O1 uéBodol autoi TTPoc@EPoUV UYWNANG avAdAuong atTelkévIon O€ TTEPITITWOEIG TTOU
ATTQITEITAl  PEYAAUTEPO TTOOOOTO AeTITOUEPEING. EIDIKOTEPO €ival €UKOAOTEPO Va
QTTEIKOVIOTEI TO €i00G TNG AVOTOMIKAG avWHOAIaG KaBWG cival EUKPIVEOTEPO €AV TO

£00@og Tou Oe€I0U KOATTOU gival pug N hepBpdvn. (Rao, 2000)
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4.4.2.9 Z1évwon TnG TpiyAwxivag BaABidag
EmidnuioAoyia:

Eikéva: CT omv otoia
atreikoviovral o1 TEOOEPIG
KOINOTNTEG: PaiveTal N ATPNTIKNA
BaABida kal n PIKpOU peyEBoug
0e€1a KolAia.

(https://radiologykey.com/ct-

and-mri-findings-of-cardiac-

defects-in-congenital-heart-

disease/)

H ouyyevig popen TnG vooou atroteAei 10 0,3% Twv Ouyyevwv KopdIoTTaBEIwy.

(Manjunath et al., 2014) levikOTepa aTTOTEAEI MIA OTTO TIG OTTAVIOTEPEG POAPIDIKES

vOOOUG QVTITIPOOWTTEUOVTAG TTEPITTOU TO 1% autwv. Agidel va onuelwBei o1 ol

TTEPIOCOOTEPEG TTEPITITWOEIG OTEVWONG TNG TPIYAWXIVAG BaABIdOG €ival ETTIKTNTEG Kal

KATA KUPIO AOYO OQEiAOVTAlI OTOV PEUNATIKG TTUPETO Kal ETTEITA 0 GAAEG OVTOTNTEG

OTTWG TO KAPKIVOEIDEG OUVOPOHO, TO AUTOAVOOO VOO UATA TOU CUVOETIKOU I0TOU

OTTWG 0 CUOTNUATIKOG £pUBNPATWANG AUKOG Kal TO avTIQWOQOAITTISIKG OUVOPOLO, Ol

KaAoNBeIg Oykol OTTWG TOo KaPdIoKG PUEwua A ol KAKoNBelg HETAOTACEIS TTOU

eutTodiouv TNV Acitoupyia Tng BaABidag. (Seibert et al., 1982; Saskin et al., 2015;

Roberts and Ko, 2008; Pellikka et al., 1993)
AvaToMIKA TTEPIYPAPA:
A B C
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Eikéva: A) n tpiyAwyxiva BoABida
ME TO XOAPOKTNPIOTIKO €EAAEITTTIKO
oxAMa TNG Kal TIG TPEIG YAWXiVEG
NG  TPO6oBia,  omicBia  Kai
dlappayuatiky. B) own amd tnv
O0e€id  KOIAia  OTTOU  QaiveTal N
TTPOOAPTNON g TPooBiag
YAwYivag attd TIg TEVOVTIEG XOPOEG
Kal autég amd Toug BnAocldeig
pUgg, C) 6ywn atd Tov 6e€1d KOATTO
NG TPéobiag yAwyivag. (Dahou et
al., 2019)



https://radiologykey.com/ct-and-mri-findings-of-cardiac-defects-in-congenital-heart-disease/
https://radiologykey.com/ct-and-mri-findings-of-cardiac-defects-in-congenital-heart-disease/
https://radiologykey.com/ct-and-mri-findings-of-cardiac-defects-in-congenital-heart-disease/
https://radiologykey.com/ct-and-mri-findings-of-cardiac-defects-in-congenital-heart-disease/

H otévwon tng TpiyAwxivag BaABidag armroteAei pia BaABidIkry voéoo TTou o@eileTal
OTNnV OTEVWOT) TOU OTOMIoU TNG BaABidag. H oTévwon auTr] OTIG CUYYEVEIGC HOPPES TNG
oQeileTal gite o€ TTaBoAoyia Twv YAWXIVWY TTou 0dnyouv o€ OKAfpuvon Toug, €iTe o€
QVWHANIEG TwV TEVOVTIWY XOPdWV 1 Twv BnAocidwyv Puwy, €ite o TaBoAoyia Tou
dakTuAiou TnG BaABidag.

MadoguaoioAoyia:

H otévwaon Tng TpiyAwxivag BaApidag éxel wg amoTéAeoua Tnv dnuioupyia kKAiong
Tieong peTagu Tou dlapepiouaTog TNG BeCIAg Kolhiag Kal Tou &e€lou KOATTOU. H TTieon
TToU KaAgiTal va diaxeipioTei 0 8e§16¢ KOATTOG gival augnuévog €1dikd Kata Tnv dIdpKEIa
NG d1a0TOANG KaBWwG Adyw NG OTEVWONG TO aia atmoTuyxavel va e10éABel oTnv Oegid
KoIAia pe atroTéAeopa 0 Oe€16¢ KOATTOG va TTapdayel auEnuévo £pyo yia va To EMITEUEEL.
H 1ricon Tou 0e€loU KOATTOU €mMBEIVWVETAI KATA TNV €I0TTVON Kal TNV KaBIoTh B€on
KaBwg autavetal n QAERIKN €MOTPOPN Kal BEATIWVETAI KATA TNV eKTTVOR 1 TNV 6pBia
Béon omoTe pelwveTal N QAEPIK emoTpo®r. Q¢ amoTéAeopa o Oe€I6¢ KOATTOG
UTTEPTPEPETAI VIO VO avTATTOKPIBEl 0TO auénuévo €pyo Kal TeAIKG diateiveTal Adyw
ivwong. Ta IVWTIKA OToIxEid oTo MUOKAPdIO eTTeufaivouv OTO €peBICUOTAYWYO
ouoTnua NG KApdIAG HE OTTOTEAECHO va dnuioupyolvTal appubuicg. ZTadIakd
eykaBioTaral 6€1d KapdIaKr) AVETTAPKEIA KAl TO Aid TTOU CUCCWPEUETAI OTO GAERIKO
ouoTtnua Adyw oTtdong dnUIoOUPYEI CUPTITWHATA OTOV AoBevH.

FeveTikA aiTioloyia:

H oTtévwon Tng TpiyAwxivag BaABidag aveupiokeTal o€ aoBeveig Tou TTAoXouV atrd
TNV vooo Fabry 3 Whipple. (Golamari, Shams and Bhattacharya, 2023) H cuyyevAg
Hoponr TNG oTévwong cival otrdvia kal uttopeAeTnuévn. (Waller, Howard and Fess,
1995)

KAIVIKR €IKOva:

H otévwon 1ng T1piyAwxivag PaABidag eivar  euygavéotepn  Pe  dnuioupyia
OUMUTTTWHATWY KUPiwg KaTd TNV SIGPKEIa TNG AoKNOoNG KaBWwg n Kapdid atToTUYXAVEI
va auénoel Tnv Kapdlak TTapoxr HE ATOTEAEOPa va ekdnAwveTtal dUCTIVOIA,
OUYKOTITIKA €TTEICOOIO KAl €UKOAN KOTTWON. € onuavtikoUu Babuou oTtévwon A
Makpoxpoviag dladpoung TnG vooou OTTou €xouv AdPel Xwpa TTaBOoAOAVOTOUIKEG
aAAayEéG oTnv Asitoupyia TNG Kapdidg Adyw TnNG ouoTnUAaTIKAG GAEBIKNAG UTTEPTAONG
eykabioTatal apyIka de€Id KapdIaKr AVETTAPKEIQ PE TA CUUTITWHATA TWV TTEPIPEPIKWV
oIONUATWYV i OIdNPATWY avd 0APKA, TNG NTTATOUEYONIOG TTOU PTTOPEI va TTPOKAAECEI
GAyog aT1o O€€I0 utToXOVOPIO, TNG auénong Tng TTeong eviog Twv CQAYITIOIKWY
QAeBwV, TOU QOKITN, TNG AIUOTITUCNG KAl ETTEITA APIOTEPH KAPDIOKA QVETTAPKEIQ.
AMN\eg emmiITTAOKEG aTTOTEAOUV N AoINWdNG evdokapdiTida Adyw TOu TPAUPATICHOU Tou

evookapdiou atmd Tnv aug¢nuévn SIaBaABIBIKN TTiEon Tou aipaTog Kal o al@vidlog
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KapdIakOG BAvaTog AOyw Twv appubuiwv TTou TTpokaAouvTal atrd Tnv dIATacn Tou
O€€IOU KOATTOU. Z& KATTOIEG TTEPITITWOEIG TTAPATNEOUVTAI ETTEICODI0 BpOoUBOEUBOANG
OTTWG EYKEPAAIKO QYYEIOKO ETTEICODIO PE CUPTITWHATA aTTd TO KEVTPIKG VEUPIKO
ouaTnua 1 TIVEUPOVIKH €UPBOAN TTou ekdnAwvetal he duoTrvola Kal aiudéttuon. O
KOATTIKOG TITEPUYIOUOG KOl N KOATTIKA HAPHOPUYA ekdNAWVOVTAl UE aioBnua TTaAPWY
(Coffey et al., 2014; Stapleton, 1986; Applefeld, 1990; Trombara et al., 2021)
AlayvwoTIKN TTpooéyyion:

Akpéaon:

H otévwon g TpiyAwxivag BaABidag cival akouoTh wg £va uecodiacToAIKO @uonua
oTnv €oTia akpoéaong Tng TpiyAwxivag PBaABidag OnAadry OoTo apIOTEPO TETAPTO
peooTrAeUplo didotnua. To @uonua autd Tapoucidadel auénuévn €vraon o€
KATOOTACEIS KATA TIG OTroie¢ aufdveral n pon aiuartog SlauéCcOU TNG OTEVWTIKAG
BaABidag OTwWG n Aoknon, n €l0TTvor], To BaBU KABIoHa evw N £€VTOCT TOU HEIWVETAI
OTav PEIWVETAI N QAEPIKA ETTIOTPOPN OTTWGS YIa TTAPASEIYUA KATA TNV EKTTVON 1 O€
o0pBia otdon. EmmrAéov ptTopei va gival akouoTd TO KAIK avoiyuaTog TNG OTEVWTIKNG
BaABidag. To onueio Kussmaul 61T0U KATG TNV €I0TTVON N OQAYITIOIKY QAEPIKN TTiEON
OxI pévo dev pelwveTal aAd ptTopei kKal va augnBei. Ettiong, Adyw Tng o@ayImidIkng
UWNANG TTieong OIATTIOTWVETAI PEYAAO O KUPa OTTOTE JTTOPEl va Bewpndei wg

apTnpIako Kuua. (Fisher, 1984; Wooley et al., 1985)

Eikéva: AlaoToAiké @uonua akouoTd

8
u 31 82 81 METOEU TV S2 kal S1 Katd TNV akpdaon
NG KAPOIAG KOl CUYKEKPIYEVA TNG EOTIOG
akpoaong NG TpiyAwxivag BaABidag.
(https://quizlet.com/156159477/heart-
murmurs-dr-hueber-flash-cards/ )

Aoyw avénong TG  O0@ayImodIkAg
/\ 4 @AeBIKAG TTiEONC.
‘./\ (https://www.grepmed.com/images/13

Eikéva: Kuopota ToU ouvavtwvral

948/waveform-venous-pressure-jvp-

diagnosis )

HAekTpokapdioypdenua:
To nAekTpokapdioypdenua ptropei va O€igel Tnv diaTacn Tou de€loU KOATTOU pECW

TWV UYIKOPUQWV P Ta oTroia XapakTnpifovtal wW¢ TIVEUUOVIKA P €IDIKA OTIG ATTAYWYEG
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I, Nl ko avf >2.5mm. EmmAéov utropei va trapouciactolv appubpics Adyw Tng

O1dTaong Tou O€gloU KOATTOU OTTWG N KOATTIKA HAPMOPUYH KAl O  KOATTIKOG

TITEPUYIONOG PE ATTOTEAEOUA VO Bewpeital SOKIPJO va TTPAYUATOTTOIEITAI OOKIPJOCIA PE

Holter puBuou woTe va @avei n appuBuia. (Morgan et al., 1971)

1oonomo AR AL

AvE
i

Eikova: HAsktpokapdioypdenua
TPIWV aoBevv PE OTéEVWON TNG
TPIYAWXIVAG BaABidag  &tou
Qaivetal Ta WnAd TveEUPoviKa P

oTIg atraywyég Il kar V2. Ztnv

oela oTAAN gaivovTtal ol
O1aBaABIBIKEG KAIOEIG TTiEONG OTNV
@aon ¢ diaoToAng,  6oo

peyaAUTepn eival n kAion Trieong

AkTIVOypa@ia Bwpakog:

TO00 MeyoAUTEPO €ival TO UWog
Twv Kupdtwy P. (EI-Sherif, 1971)

H akTivoypagia Bwpakog atroTeAei €Eétaon TTPWTNG YPOUUAG Kal WPTTopEl va

atreikovioel TNV dldTaon Tou O€€IoU KOATTOU KAl TNV HEIwPEVN aipdtwon Twv

TVEUUOVWYV. H KATW KOiAN @AEBRa etTiong atreikovideTal SlaTeTapévn.

Ytrepnxokapdioypagia:

Eikéva: AKTIVOypagia Bwpakog
a0BevoUg pe OTéEvwon TPIYAWXIVAG Kal
MITpoEIdoUg BaABidag. ATreikovifeTal n
Oldtacn Tou O&€glou  KOATTOU KAl O
eubelaopdg Tou aploTEPOU  KAPdIaKoU
x€iloug. O1 diaaTdoeig Tng kapdiag eival
peyaAUTEPEG TOu @uoioloyikou. (Cooke
and White, 1941)

H utrepnxokapdioypagia atroTeAei TNV €6ETAoN eKAOYAG KABWG UTTOPEI VA ATTEIKOVIOEI

TNV utrokeipgevn BAGRN 1Tou odnyei oe oTévwon TG TpiyAwxivag BaABidag n otroia

MTTOPEl va evToTriCeTal €ite OoTOV OOKTUAIO O OTT0i0g WTTOpEl va eival pIKpdTEPOU




MeyéBoug (valve area), €ite 0 TTETTAXUOUEVEG YAWXIVEG, €ITE OTIG TEVOVTIEG XOPOEG Ol
OTTOIEG PTTOPEI VO KOMMPEVEG ] KOVTEG, €iTE OTOUG BNAOEIBEIG HUEG TTOU UTTOPEI va PNV
ETTPETTOUV TNV €AEUBEPN Kivnaon Twv YAwXIvwy. EmmTpéoBeTta pe tnv Porbeia Tou
Doppler pytropei va atTeIkovIioTEl | por) ToU aiaTog SIaUECOU TOU OTEVWHEVOU OTOUIOU
Kal va ueTpnBoUyv o1 TTECEIG TTOU avaTTTUooovTal oTa Kapdlakd dlauepiopara, yia Tov
OKOTTO autd TIpoTIHATal TO KOopu@aio TTapdBupo Trou aTTelkovilel TIG TEOOEPIG
KapdIakéG KOIAOTNTES. ACloonueiwTo gival 6Tl €TTEIdA 01 PETPAOEIS eTTNPEGlovTal OTTO
TO QVATIVEUOTIKO KUKAO, OTTWG TTpoava@EPBnKe, KPIVETAI ATTapaiTTO QUTEG Va yivouv
Katd Tnv didpkeia NG ATTvolag META TNV EKTTVON i va JETPNBOUV KATA TNV €I0TTVON Kal
EKTTVON Kal va UTTOAOYIOTEI 0 HECOG Opog. ZuvhBwg n TaxUTNTa Kivnong Tou aipatog
Tou uTroAoyiletal gival atmd 1m/s €wg 2 m/s oTnv €I0TIVON , TNV GTIYMI TTOU N
TaxuTnTa Kivnong dlapécou piag QuoloAoyIKAS TpIYAwxIvag BaABidag dev Eetrepva TO
0,7m/s. EmmpdoBera pe TOV UTéPNXO eival duvaTtdv va  ATTEIKOVIOTOUV Ol
TTaBOQUCIOANOYIKEG HETAPBOAEG OTTwG N dIdTacn Tou O€flou KOATTOU Kal TNG KATW

KOiANG @AéBag. (Baumgartner et al., 2009; Faletra et al., 2005)

Eikéva: Karaypaen
SpeCiﬁC ﬁndings UTTEPNXOYPOPIKWV EUPNUATWY Td
Mean pressure gradient >5mmHg| oot urodevouv o
ITnﬂow time-velocity integral > 16(())0cm g;g:’;”g Me;:gpre%;f;vg:’giv;i
12 >190ms |, o
Valve area by continuity equation® <1 cm® veT:;?y KTLTQQZTM L::::ciltlr:r?v
SUppOFtiVG ﬁndings aTreoTOoN ToU TOEIBEUEl TO Qiua
Enlarged right atrium >moderate ot dedopévo  xpovo,

Dilated inferior vena cava
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EKQPACEl TOV XPOVO TTOU ATTAITEITAI
woTe N KAion Trieong va pelwBei
OTO MIOO TNG WEYIOTNG TIUAG TTou
METPNONKE, valve area — euPadov
NG PaABidag, enlarged right
atrium  -&iatacn  ToU  deCIoU
KOATTOU, dilated inferior cava-
d1dtaon TNG KATW KoiAng QAEBaG.
(Baumgartner et al., 2009; Yim et
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Eikéva: Kopugaio T1apdBupo
ateikéviong TWV TEOOAPWYV
KapdIaKWV  KOIAOTATWY  OTTOU
Qaivetal ue Tnv  PonRBeia  TOU
Doppler n Tuppwdng porj TOU
aipatog Slauéoou TNG OTEVWUEVNG
TpIyAwxivag BaABidag. (Saxena,
2013)

Kapdiakég kafeTnpiaouog:

O kapdIakdG KABETNPIACHOG XPNOIMOTTOIEITAl VIO TNV CUAAOYH OEQOUEVWV OXETIKA WE
TIG TTECEIC TTOU avaTrTuooovTal oTov Oe€Id KOATTO Kal atnv Oe€Id KolAia katd Tnv
OIAPKEIA TWV OIAPOPWYV PACEWY TOU KapdIaKoU KUKAOU. NpoKeIuévou oI JETPAROEIG VO
gival akpieic eival atrapaitnTeg oI TTOAAATTAEG peTprioelg (TTepiTou 8-10 Kapdlakwv
KUKAwV) KaBwg ol éoelg petafdAlovral avaloya ue TiG ¢doeig TG avatrvorg. Ol
TIUEG €ival o1 iIBIEG TTOU I0XUOUV KOl OTNV UTTEPNXOKAPDIOYPAQia, JE ATTOTEAECUA MIO
KAion Ttrieong petagy 5-10 mmHg va utrodnAwvel coBapr] oTévwaon TNG TPIYAWXIVOG
BaABidag. TéAog n kapdiakr) TTapoxn WITopei va utroAoyioTei pe TNV BorBeia Tng
apxng Tou Fick. (Bonow et al., 2008; Morgan et al., 1971)
4.4.2.10 Avwpalia Eibstein

EmidnuioAoyia:

H avwpuaAdia Ebstein ammotedei 10 0,5% TOU OUVOAOU TWV COUYYEVWOV
KapdioTraBelv. ATTOTEAEI PIa OTTAVIO OUYYeVhG KapdioTmdBeia pe emmimtwon 1 avd
20.000-200.000 CwvTtavég yevvAoelg (MeydAn atrokAion Adyw vedTepwy HEAETWYV). Ta
OUo @UAa etTnpeddovTal otov idlo BaBud. (Lupo, Langlois and Mitchell, 2011; Pradat
et al., 2003; Attenhofer Jost et al., 2007)

AVATOMIKA TrEPIYPAQPN:
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Eikéva: Atreikévion Tng avwpuaAiag Ebstein.
RA —right atrium , LA — left atrium, atrialized
RV- pépog Tng o€ KolAiag €viog TOU
0¢e€lou kOATTOU, elongated TV anterior leaflet

: —  ETMUNKUPEVN mpocBia  yAwyiva
Atrialized ¥ TpIYAwxIvag BaABidag, functional TV orifice

RV 4 Adherent TV ¥
/75 K septal leaflet = 8 [ — AciToupylkGO  OTOMIO  TNG  TPIYAWXIVAG

-
«
y
~

BaABidag. LV — left ventricle, adherent TV
septal leaflet -emiKOAANUEVN dla@paAyPATIKN

Elongated TV & __
anterior leaflet \‘

yAwxiva o1o puokapdiakd Toixwpa, true AV

Functional

TV orifice rNng — aAnBég KOATTOKOIAIGKO  BaxTUAIDL.

/| rr————

H avwpaAia Ebstein atmmoteAei pia ouyyevr] kapdioTrdBeia oTnv otroia n oTicBia Kal
n Sla@PayhaTIKA TITUXA TNG TpIyAwxIvag BaABidag eival YETATOTTIOUEVESG TTPOG TNV
Kopu®n TNG KapdIdg Pe atmoTéAeaua éva uéPog TNG OeEIAg KolAiag va BpiokeTal Eviog
Tou 0O¢gflol KOATTOU 0¢ TrolKiAo BaBud avdloya pe Tnv  uTtrokeipgevn  BAGRN.
Mepiypdenke yia TpwTtn @opd atrd Tov Wilhelm Ebstein to 1866 o€ agBevi e autiv
TNV UTTOKEIPEVN TTaBoAOYia. ZTIG TTEPIOCOTEPEG TTEPITITWOEIG CUVOUACETAI PE ETTITTAEOV
BAGBec OTTwg eival To avoIXTO woeldEg TPAWA 1 TToIKIAOU BABPOU PECOKOATTIKN
ETTIKOIVWVIA, OIaTAPAXEG TOU CUCTHAPATOG QYWYIMOTNTAG 1 €TITTAéOV  UOVOTTATIO
aywyiuoTnTag 6mwg 10 ouvdpouo Wolf-Parkinson-White kai BaABIOIKEG avwHAAIES
OTTWG YIa TTAPAdEIYHa N AVETTAPKEID TNG TPIYAWXIVOG BOABIdAG Kal N TTPOTITWON TNG
MITPOEIBOUG BaABidag.
H tpiyAwxiva BaABida 6TTweg éxel Trpoava@epOei atmoTeAsiTal atmd Tpeig TITUXEG: TNV
TPOaOia, TNV otrioBia Kai TNV diagpayuaTikh. ZTnv avwualia Ebstein Trapartnpouvral
KATTOIEG AVOTOMIKEG AAAQYEG OTTWG N ATTOTUYXIa TNG OTTIoBIag Kol TNG dIAPPAYMOTIKAG
TITUXNG va atmokoAAnBouv eufpuoAoyiké atmmd 1o PUOKAPdIO PE aATTOTEAECUA va
TTOPANEVOUV WG IVWOEIG KOl JUWDEIG CUVOEDEIG E TO JUOKAPDIO, N UETATOTTION TOU
dakTuAiou TnNG BaABidag TTPOg To KopUPAio TUAKA TNG KApdIAG KAl N UTTEPTPOQIa Kal
didTaon Tou TPAPATOG TNG BECIAC KOIAiag TTou TTapapével aTov Oe€lo kKOATTo.(Edwards,
1993; Dearani and Danielson, 2000) H rpdoBia 1rTuxr S1aB€Tel TEVOVTIEG XOPDEG Ol
OTTOIEG YTTOPEI VA €ival KOVTUTEPEG TOU PUOIOAOYIKOU ] Un KOAWG OXNUATIOPEVEG UE
atroTéAeopa N KIvATIKOTNTA TNG va TTEPIOPICETAl WOTE TEAIKA va dnuIoupyEiTal €iTe
avetTdpkela SlaPécou aUTAG €ite n idila va dpa wg gutmédio oTnv TTARPWON NG

KoINiag. To TuAMa Tng Oe€ldg KoIAiag TTou PPioKeTal eviog Tou O€CIoU KOATTOU

[195]




QvOTOUIKGA Bewpeital JeEIOC KOATTOG, WOTOOO AEITOUPYIKE CUUTTEPIPEPETAl OTTWG N
0e€Id KolAia.

To 1988 o Carpentier et al TTpoTEIVE éva cUOTNPA TAgIVOUNONG TwV dIOPOPWY TUTTWV
NG avwuaAiag Eibstein étrou otov TUTTO A diatnpeital n Asitoupyikdtnta NG de&IAg
KOINiag, n pop@oloyia TG TTpooBiag TITUXAG €ival QUCIOAOYIKR, N HETATOTTION TNG
oTTioBiag kai dla@payuaTiKAG TITUXNG €ival ATTIA Kal To PEPOG TnG Oe€IAg KOIAiag TTou
TTPOoRAAAEl oTOV OegId KOATTO €ival TTEPIOPIOPEVO [E dIAThPNON TNG AEITOUPYIKOTNTOG
Tou. ZT1O0V TUTTO B n AcitoupyikdTnTa Tng 0€IA¢ KoIAiag gival yeiwpévn o€ oxéon Je TNV
QuaIoAoyik), N TPOGoBia TITUXA TTAPOUCIAdel PN QUOIOAOYIKEG OUVOECEIG OAAG
olatnpei TV AeIToupyikOTNTA TNG , TO TUAPA TNG OEEIAC KOIAiag TTou TTPORAAAEl GToV
0€€I6 KOATTO €ival PETPIOG ETTIPAVEIAG PE PEIWHEVN AEITOUPYIKOTNTA, N WETATOTTION TNG
oTrioBiag kal dlappaydaTiking TITUXAG eivalr pétpia. ZTov T0Tmo C n 0€fid KolAia
TTapouoIAdel HeIwPEVN AEITOUPYIKOTNTA, N TTPOCOIa TITUXA TTAPOUCIAlEl PEIWMEVN
KIVNTIKOTNTA KABWC €ival HEPIKWG GUVTETUNMEVN OTO HUOKAPDIAKO ToiXwHa, TO TUAMG
NG O€gIAg KolAiag TTou TTPORAAAEI OTOV OEIA KOATTO €ival HEYAAO Kal UTTOAEITOUPYEI
KAl N MPETATOTTION TNG OTTioBIag Kal dla@payuaTtikAg TITUXNAG €ival onuUavTikri. ZTov
TUTTO D n 8€€Id Kolhia TTapoucidlel ooBapry uttovoueuon Tng AsiToupyiag g, n
TTPOCOIa TITUXN €ival CUVTETPINUEVN KE TOV JUOKAPOIOKS TOIXWHA, TO JEPOG TNG BEEIAG
KOINiag TTou TTPORAAAEI evTOG TOU OEEIOU KOATTOU gival TTOAU PEYAAO KAl UTTOAEITOUPYED
OnNUAvTIKA Kal n omioBia Kal Ola@PaydaTiK TITuX Oev  AsiIToupyouv KaBoAou.

(Carpentier et al., 1988; Anderson et al., 1979)
‘Type A ‘Iype B 'l')'pg C ‘Type D

| Anterior leaf [ [Anterior leaflgte. | | Anteriorlea J | Anterior leaflet
\ ) X ) \' \
RA RA N\
aRv aRv

\

]
[

RA

'L

Septal/posterior Mild Moderate Severe Extremely severe (tricuspid
leaflet displacement valve sac) Eikéva:
Anterior leaflet Normal morphology ~ Abnormal attachments  Partial adhesionstothe  Severe adhesionsto the Tq&v(’)p non KaTd
and mobility with normal mobility ventficularfreg walland ventricularwall Carpentier et al Twv
restricted motion , Ai
“Atrialized” ventricle Small/preserved Moderate/reduced Large/reduced function Very large /minimal TL.|'|T(A)V. me GVU).UG lag
function function function Eibstein. (Alsaied et
Functional ventricle  Normal/preserved Reduced/preserved Small/reduced function Infundibulum/depressed a'., 2023)
function function function

MaBoguaoioloyia:
AGYW TNG KATWPEPOUG EVTOTTIONG TWV TITUXWV TNG TpIyYAwxIvag BaABidag Eva uEpog
NG 0€CIA¢ KolAiag avartopikd PBpioketar otov Oe€l0 KOATTO aAAd  @uoioAoyIKA

OCUMTTEPIPEPETAI WG PEPOG TNG KOIAIAG e aTTOTEAECHA KATA TNV DIAPKEIA TNG CUCTOANG
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va ouoTrdral pagi ge tnv de€ld Kolhia. Autod odnyei og aduvapia Tpowdnong Tou
aipatog diapéoou NG TPIYAWXIVOG POABIdOG UE ATTOTEAECUO QUTO VA TTOPAMEVEI
OTACIMO evTOG TOU OeCIoU KOATTOU. O BEEIOC KOATTOG TTPOCTTABWVTAG VA TTPOwBRoEl
MATAIO TO aipa TTPOG TNV BEEIG KOIAia TEAIKA UTTEPTPEPETAI, O AUENUEVEG AVAYKEG O€
algdTwon odnyouv Ta YUOKAPOIOKA KUTTAPA O€ IoXaldia YE TEAIKO QTTOTEAECUA TNV
ivwon Tou euodwvel TIG appubuieg. EIBIKOTEPO 01 TTAPOEUOUIKEG Taxuappubuieg
o@eilovTal o€ eMTTPOCOETA POVOTTATIO AYWYIMOTNTAG T OTToIa £X0oUV TNV duvaTOTNTA
VO METOQEPETAl N eKQOPTION TOCO E£uTTpocBev 600 kal OmioBev. (Hebe, 2000)
EmmAéov  ptropei va  dnuioupynBouv emiTTAéov  pOVOTTATIa  aywyiuétnTag OfF
T0000T6 acBevwy atrd 6-36% Adyw TNG KATWEEPOUG PETATOTTIONG TOu &AKTUAIOU TNG
BaABidag oe cuvduaoud pe TNV SIOTAPAYMEVN CUVEVWON HE TOUG BNAOEIBEIC HUEG JE
ATTOTEAECUA TNV dnuioupyiad TOUu KATAAANAOU UTTOOTPWHATOG KAl MTTOPEI  va
odnyhoouv oe aiPvidlo Bavaro. (Frescura et al., 2000; Edwards, 1993; Watson,
1974; Attenhofer Jost et al., 2007) Tig TTepIcOOTEPEG QPOPEG TA EMITTPOCOETA
MOVOTTATIA aywyINOTNTAG BpickovTal TTEPIE TOU OTOMIOU Tng TPIYAWXIvag BaApidag.
(Danielson et al., 1992; Daliento et al., 1997) TeAk& TO Qipya CUCOWPEUETAI OTNV
OuUOTNHATIKA QAEBIKY KUKAOPOPIa dNUIOUPYWVTAG CUPTITWUATA OTACNG OTOV aoBevA.
MapdAAnAa TG0 To PEPOG TNG OECIAG KOINIOG TTOU TTAPAWEVEl OTOV OEEIO KOATTO 000
KAl N AgIToupyIkn O€CIA KOINia UTTEPTPEPOVTAI O€ CNUAVTIKO BABPO PE ATTOTEAECHO VO
dlammoTwveTal Kapdlopeyahia kal aduvauia cwoTAg Asitoupyiag TG 6€§IdG KolAiag
WoTe TEAIKA auTh va diaTeiveTal Kal va AEITOUpYEi wg reservoir aipatog. Emmpdobeta
MTTOPEl Va dIammoTwOEl kKal d1oykwan Tou dakTuliou TNG BaABidag pe atmotéAecua va
MeTaBAAAETaI TO OXAMO TNG, Yeyovog TTou odnyei Ot TTEPAITEPW UTTOVOPEUON TG
OWOTAG A€ITOUPYIKOTATAG TNG Tou odnyei oe TTaAivdopdunon Tou aipatog. H
TTaBo@uaioloyia aANdlel avdAoya pe TIG ouvodEG BAAReEg TTou uTTOPEl va gival
UTTOPKTEG OTTWG Yia TTapAdeIypa n ouvuTtapén TTpoTITwong TG ITPogidous BaARidag.
(Khan and Sheppard, 2006; Edwards, 1993; Dearani and Danielson, 2000; Lev et al.,
1970; Anderson et al., 1979)

MeveTikn aiTioAoyia:

ZuvnBéoTepa n avwuaAia Ebstein  a@opd oTropadikéG TTEPITITWOEIG, WOTOCO OF
OTTAVIEG TTEPITITWOEIG £XOUV avaPePBOEi OIKOYEVEIG HOPPES TNG VOoOU. H avakaTavoun
YEVETIKOU UAIKOU oTnv Trepioxr) 11q oxeTiCeTal e TNV EPPAVION TOU CUVOPOUOU, TTIO
ouyKekpIpéva interstitial dilaypagry 010 xpwudowpa autd 46,XY,del(11)(11921923) i
TpIoWWia 07O id10 Xpwpoowua 47,XX,+der(22)t(11;22)(923;911.2) oxetiCovtal e TNV
egeavion Tng avwpaAiog Ebstein. (de Lonlay-Debeney et al., 1998) AA\eg
XPWHOOWWIKEG QVWHOAIEG TTOU CUOXETICOVTAI PE QUTA TNV Cuyyevh KapdioTrabeia

gival n dlaypaer 1p36 oc ocuvduacud pe SITTAGCIOONO TNG TTEPIOXNG Xp Ewg Xp22.3
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kal T€EAog n diaypaer otnv teploxy 8p23.1. (Digilio et al., 2011) O Trapamdavw
avwuaAieg civar duvatdév va dlayvwoTolv epyacTnplokd pe Tnv PorBeia Tou
@Bopifovtog in situ uBpIdiopou (FISH) i poplakoU KApuoTUTTOU HE PIKPOOUGTOIXIES
(a-cgh). Téhog 1O yovidlo MYH7 T10 otroio Kwdikotrolei To B-myosin heavy chain
OXeTiCeTaN PE TNV UTTOPEN AUTAG TNG ouyyevougs kapdiotrdBeiag. (LaHaye, Lincoln and
Garg, 2014) e 800 olkoyéveleg £xel aveupedei oe Evav atméyovo n avwuaAia Ebstein
oe¢ ouvduaoud pe pia TTapopola avwpoAia otnv piTpocidr) BaABida oe GAAov
amoyovo. (Gouffault, Le Damany and Lenegre, 1960; Yamauchi and Cayler, 1964)
‘Exel mepiypa®n n eviomon Tng avwuaAiag Ebstein oe éva aydépl nAikiag 6 €Twv
KaBwg Kai oTnv B¢ia Tou atd Tnv TTAeupd TNG unTépag. (Donegan et al., 1968) 21n Zpi
Navka €xel eviomoBei n TTapoudia TG avwuaAiag auTtrig TTpoyevvnTikad o OUo
adepPEC TV oTToiwV oI yoveig ATav TTpwTa {adépeia. (Mcintosh et al., 1992) ‘Exel
yivel TTpooTTdBeia n ev AOyw ouyyevr) KapdloTraBeia va cUoXeTIODE pe TTapaAAayEg

oTta yovidla GATA4 kai NKX2.5 xwpic ammotéAeopa. (Digilio et al., 2011)

EBSTEIN'S DISEASE
(¥ INGUINAL HERNIA
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Eikéva: [evealoyikd ©OEvdpo oikoyévelag pe avwpaAdia Ebstein.O1  aotepiokol

uttodnAwvouv BouBwvokniAn. (Donegan et al., 1968)

KAIvIKA gIkéva:

21nv KAIVIKA €ikdva auThg TNG ouyyevoug KapdloTrdleiag TrepIAaudavovtal pia
TA€140a CUUTTTWHATWY Ta OTToia eKONAWVOVTAl avaAoya HPE TNV UTTOKEIMEVN BAGRN
Kal TIG TTaBOo@UOIOAOYIKEG WETOBOAEG TTOu TTpowBel. H KAIvIKA €ikOva PtTopEi va
TTOIKIANEI ammd €va veoyvOd peE ooBapd CUPTITWMOTO €wg éva TTaIdi PeE ATTIA
OuuTITwPAToAoyia avaloya pe Tov TUTTO Kal TIG Ouvodég PAGBeS. Ta cuuTTwuaTa

ETMOMEVWG KupaivovTal ammd Kudvwon Adyw avapigng twv dU0 KUKAOQOPIWY OF
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KOATTIKO £TTiTTEd0 aTTd TA EEIA TTPOG T APIOTEPC, EUKOAN KOTTWON Kal dUoTTvola Adyw
TOU pelwPévou Gykou TTaAPOU, £w¢ aioOnua TTAAPWY Kal aigvidlo Kapdiakd BdavaTo
KUpiwg Adyw TNG TTAPOGUOMIKNG UTTEPKOIAIOKAG TaxXukapdiag r Tou ocuvdpouou Wolf-
Parkinson-White 1 kolNlakwv appuBuiwyv. Tehikd utTopei va eykataotoBei degid
KapdIOKr QVETTAPKEIO TTOU odnyei o€ OTACN aipatog oTnv QGAEPIKA KUKAo@opia e
ouvETTEIQ TNV EKOAAWON CUUTITWHATWY QOKITN, NTTaTopeyoAia, uwnAn c@ayimidIkn
Tmieon kal oidnua ava odpka. TG €mMTTAOKEG TNG vooou TrepIAapBdAveTal n
evOOKapdIiTIdA, Ta £TTEICOSI0 BOPOUPBOEUBOAWY OTTWG AYYEIAKO EYKEPAAIKO ETTEITOOIO )
TIVEUMOVIKA €UPBOAR  Kal TO eYKEPAAIKO atréoTnua Adyw TngG diaguyng aiuatog atrd
0e€iId TPog Ta apioTePd dlaPécou Tou avoixToUu woeldolg TpAMATOS 1 TNG
MECOKOATTIKAG ETTIKOIVWVIOG. 2€ MEYOAUTEPN nNAIKIA MTTOPEI VA TTPWTOEUPAVIOTEI
Kudvwon ASyw Twv TTApOSUCHIKWY GpPUBUIWY TTOU £TTIONG TTpWTOEUPavi(ovTal. ZTa
onueia NG voéoou trepIAapBavovtal n TTANKTPOdaKTUAIA, N ACUPUETPIa TOU BwpaKiKoU
KAWROU pe ouxvoTeEPN TNV APICTEPN TTAPACTEPVIKA TTPOROAR, N augnuévn aayITIdIKN
TTieon Ye PeydAa a Kal v KUPATa Kal N Peiwon tnG évraong Tou apTnpIiakou O@uyuou
AOYW peiwong Tou dykou TTaApou. (Khan and Sheppard, 2006; Giuliani et al., 1979)
Ta Tmaudid ouxvoTepa TTapoucidfovtal Ye TTPOOJEUTIKA OeEIG KOPDIAKK AVETTAPKEIX
oM@ @Tavouv w¢ TNV evnAikiwon. Maidid nAikiag peyalltepa Twv 10 €TWV
TTapoucidafouv appubpiss. (Celermajer et al., 1994) (Attenhoferlost et al _2007Y

1 AV Pathway

2 Atriofascicular Pathway

3 Nodoventricular Pathway

4 Fasciculoventricular Pathway
5 Ventricular Arrhythmia

6 Atrial Tachycardia/Flutter

AlayvwoTIKA TTpOocéyyion:

duoikn e€éTaon:

Eikéva: lMepioxég 1TOU OXETICOVTAI
ME TNV yévvnon appubuiwv oTtnv
avwpaAia Ebstein. (He Beixin et
al., 2021)

AV node - atrioventricular node
(koATTOKOIANIOKOG  KOUPBog) , AV
pathway — atrioventricular pathway
(koATTOKOIANIOKG ~ povoTrdTl),  SA
node - sinoatrial node
(pAeBokopPog) His  bundle -
Oepdarmio Tou His , Atriofascicular
pathway , Nodoventriculae
pathway, Fasciculoventricular
pathway, Ventricular arrythmia —
KOIAIOKN appubpia , Atrial
tachycardia/flutter - KOATTIKA

Katd tnv didpkeia TnG akpodaong o OeUTEPOG KAPDBIAKAS TOVOG €ival QUAIOAOYIKOG

Kal eTTNPEddeTal OVO TNV TTEPITITWON TTOU UTTAPXEI OTTOKAEIOHAG Tou Be€IoU OKEAOUG
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oTréTE dIXAdeTal AOYyW TNG KaBuoTéPNong TNG OUYKAIONG TNG TTVEUNOVIKNG BaABidag. O
TTPWTOG KAPOIOKOG TOVOG AKOUYETAI OIXAOWEVOG UE EVOUVANWON TOU TTapayOUEVOU
NXoU OUYKAIONG TNG TPIYAWXIVOG PBaABidag. EmTTAéov AGyw Tng TTapATACNG TOU
dlaocTApaTog PR n pITposidik TTpoo@opd oTov S1 ptropei va gival pIkp €wWg Kal
artrouoa. Eivar duvatov va akouyeTal TPITOg 1} TETAPTOG KAPOIOKOG TOVOG Ol OTI0iol
eKAUoOvTal Katd TNV OIACTOAIKN @Acn OTav Ol KOIANiEG yepiCouv ue aipa, €av ol duo
auToi TOvol ouvduaoToUv WTTOPEl va yivouv avTIANTITOi WG TTPWIKNO SI00TOAIKG
Quonua. E@éoov eykataoTabei avetrdpkelia TnG TpiyAwxivag BaABidag 1oTE €ival
OKOUOTO £va OAOCUGTOAIKO @Uonua OoTnv €0Tia akpdaong TnNG TpiyAwxivag BaABidag.
(Vancheri and Gibson, 1989; Ozawa, Smith and Craige, 1983; Willis and Craige,
1983) Katd tnv @uoikh €€€taon Tou acBevoug cival duvatdv va pnv TTaparnenbouv
Ta heyaAa KUPaTa V KaBwe 0 BeEI0¢ KOATTOG padi e To HEPOG TNG O£CIAC KoIAiag TTou
TTPOoRAAAEl oTOV B€EIG KOATTO DPOUV WG reservoir Tou aigatog Je aTToTEAECHA QuTO va
MNv TTaAivépopei TTpog Tnv o@ayImdikn @AERa. H xprion diadepuikol ofuuéTpou yia
TNV PETPNON Tou BaBuou Kopeopou Tng oguaigoo@aipivng oe O2 deixvel XaunAd
KOPEOUO AdYyw TNG de€loaploTePG dIAQUYNG OTO €TTITTEOO TOU KOATTOU TTOU TTPOKAAE]
TO CUPTITWHA TNG KUAVWong. AoKIun Bewpeital Kal N ogupeTpia Katd Tnv dIGpKEIa TNG
aoknong, oAAG Kal 0 TTARPNG €AEyX0G TNG apTNPIOKAG TTiEoNG, Tou Kapdlakou pubuou
Kal Tou Kopeopou O2. (Giuliani et al., 1979) (Attenhofer Jost et al., 2007)

HAekTpokapdioypd@nua:

To nAekTpokapdioypdenua TTaidiwv Pe avwuodia Ebstein deixvel ugnAa P
(Trveupovikd) Adyw Tng didtaong Tou de€IoU KOATTOU, TTARPN 1 HEPIKO ATTOKAEIGHO TOU
0e€IoU okEAOUG AOYW ivwong Tou We atToTEAEOUa va digyeipeTal apXIKa TO0 Juok&pdIo
QpICTEPA Kal OTNV GuVvéXela OeCIA Ue ATTOTEAETUA N CUVIOTAUEVN NAEKTPIKA DI€yepan
va eivalr mpog Ta OegId yeyovog TTou OTO Kapdioypdenua @aivetal otnv V1 éva
OIkOpu@o RsR kal oTnv V6 éva Babu S oe ouvduaoud pe TTapdraon tou QRS. To
dldoTnua PR ptropei va  gp@aviCetal TTAPATETANEVO, WOTOCO O€ TTEPITITWON
ouvdpdéuou Wolf-Parkinson-White 10 &1dotnua auté ptropei va  eival  eviédg
QuUOIoAOYIKWVY opiwv i ouvtopo. O puBudg ouvnRBwg cival GAEBOKOUPIKOG EKTOG Kal
€qv €xouv eykataoTaBei appubpieg OTTWG TTAPOEUCHIKY UTTEPKOIAIOKA Taxukapdia,
KOATTIKOG TITEPUYIOWOG 1] KOATTIKY) pappapuyr , KolAlokh Tayxukapdia. EmmTAéov
MTTOPEI va TTapouciacTel TTPpwTou BaBuoU KOATTOKOIANIOKOG OTTOKAEIONOG Adyw TNnG
évrovng didtaong Tou Oe€loU KOATTou. Ta kKuupata R oTig amaywyégs V1 kar V2
epaviCovtal pikpd. Emmpdobeta To QRS tTapoucidlel Tepiepyn Hop@oloyia Kabwg
evidg TOou Ocpatiou His uttdpxel diatapax TG AywylhdotnTag yeyovog TTou
eMTTAéKETAl aTTd TNV Hop@oAoyia Tng OeCIAC KOIAiag evidg Tou Oe€loU KOATTOU.

EmmimmAéov, ptropei va dievepynBei nAekTpokapdioypd@nua YeTd TNV GOKNON WOTE va
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atrokaAu@Bouv Tmlavég appubuicg eTayoueveg atmmd tnv doknon. TEAog ol aocBeveig

TPETTEl va dlgpeuvwvTal ge Holter puBpol woTte va digpeuvnBei n UTTapgn appuduiwy

Katd Tnv didpkeia Tou 24wpou. (Giuliani et al., 1979; Ho et al., 2000; Lev et al., 1970;

Hebe, 2000; Anderson and Lie, 1979; Anderson et al., 1979)

ettt

L

e e e

Eikéva: HAekTpokapdioypdenua
aoBevolg pe avwpalia Ebstein
OTO OTT0I0 QaivovTal Ta TTEPIEPYNS
dlaudpewons QRS oe V4, V5, V6
, MIKp& R og V1 ka1 V2 , TTapdTacn
Tou dlaoTANaTog PR (226ms) kai o
QTTOKAEIONOG Tou OefloU OKEAOUG
pe Tnv RsR diaudpewon oe V1.

(Attenhofer Jost et al., 2007)

Eikéva: HAekTpokapdioypaenua
evog  13xpovou Tmaidiol  peE
avwyaAia Ebstein kai guvdpopo
Wolf-Parkinson-White 10 oT70i0
@aivetal Adyw Bpdyuvong Tou
dlaotAuarog PR kal gppdviong
TOU KUpATOG OEATO.

(https://apps.childrenshospital.or
g/MML/index.cfm?CAT=media&

MEDIA ID=1624)

e i e
12|l BIEHER R BEREH] FIRRMA R B Y AEEEEEEY | | (R EREE L | ERHERER |

AkTIVvOoypagia Bwpakog:

21NV oKkTivoypagia Bwpakog arreikovifetal n kapdiokry okid atmd @uoIoAoyIKOU

MEYEBOUG Ewg ekoeanuaopéva peyeBuuévn Adyw Tng Aeiroupyiag Tou Oe€loU KOATTOU

WG reservoir aipatog. H TTVEUPOVIKA alJATwOon ATTEIKOVICETOI QUOIOAOYIKN) 1] HEIWMEVN.

(Attenhofer Jost et al., 2007)
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Eikova: AkTivoypagia gvog Bxpovou
ayopioU TTou @épel avwpaAia Ebstein
OTnV OTTOIa PAIVETAI N EKOECNHATHUEVN
kapdiopeyoAia. (Radford, Graff and
Neilson, 1985)

Ymrepnxokapdioypagia:

21NV utrepnxokapdioypagia TrepIAapBAavovTal ol ateikovioelg ue M-mode, 2D kal

Doppler. Aivel Tnv duvaTtéTnTa akpIfoug atTelkOVIoNG TNG AVOTOMIOG TwV KAPSIAKWY
OIAUEPIOUATWY O€ KOPUQPAio TTapABupo Twv TECOAPWY KOIAOTATWY KABWS Kal TNG
Mop@oloyiag Tng TpiyAwxivag PBaABidag. MNa va TekunpiwBei n didyvwon Tng
avwuaAiag Ebstein Ba TTRETTEl va ATTEIKOVIOTE N KOPUQAia HETATOTTION TOU OAKTUAIOU
mMe TpiyAwxivag BaABidag katd@ 8 mm/m? . EmmpocBeta péow Tng Doppler
atreikéviong Ptropei va diamoTwOei mlavr avetrdpkela TG TpIyAwxivag BaABidag
KaBwg e€ival gppavig n  TTOAIVOPOPNON TOU QihaTOog MWETOEU Twv  KAPSIOKWV
dlapepIoPdTwy Kai n de€loapioTepr] dlaguyr] HECW TNG MECOKOATTIKAG ETTIKOIVWVIAG.
(Celermajer et al., 1994; Edwards, 1993; Dearani and Danielson, 2000; Roberson
and Silverman, 1989) Ztnv M-mode e¢ivar duvatdév va ateikovioTei n Tapddon

Kivnon Twv yAwxIvwv Tng TpiyAwxivag BaABidag kar n kaBuotepnuévn oUyKAIon TOug

o€ ox€on ME TIG YAwYXiVES TNG MITPOEIdOUGS BaABidag.

Eikéva: YTmepnxoypa@ikr) darreikovion
Kapdidg pe avwpaAdia Ebstein  otnv
otroia @aiveralr n didraocn Tou deloU
KOATTOU, n KATWQEPNG-KopuPaia
METATOTTION TOU daKTUAioU ™G
TPIYAWXIVaG BaABidag oe ouvduaouo pe
MEOOKOATTIKA emmikovwvia. Otou TV —
tricuspid valve (TpiyAwyxiva BaABida) ,
RV — right ventricle (8€€1d koihia) , RA —
right atrium (8€§16¢ kKOATTOG) , LV — left
ventricle (apiotepd KolAia) , LA — left
atrium (apioTepdg KOATTOG). (Varghese,
Revankar and Varahese. 2015)




CT ka1 MRI:

O1 uéBodol auTég TTIAEYOVTAl OE TTEPITITWON TTOU N UTTEPNXOKAPdIoYpagia aduvarei
VO TTPOCQPEPEI TNV AETTTOUEPEID TTOU XPEIACETAI O BepATTWV 1aTPOG. AlevepyouvTal
TapadooIaKd TIPIV KAl META TNV XEIPOUPYIKA aTTokaTdoTaon. Kupiwg TTapéxel
TTANPOPOPIEG OXETIKA HE TIG BIAOTACEIG TNG BEEIAC KOIAIAG Kal TNV AEITOUPYIKOTNTA TG

KaBwg pTopei va arreikovioel Tov PaBud ivwong. Eivar duvartr) n AemTopepPng

ameikévion Tng Taboloyiag Tng TpiyAwxivag PBaABidag. (Eustace, Kruskal and
Hartnell, 1994; Chan and Hanneman, 2015) (Qureshi, O'Leary and Connolly, 2018;

Qureshi, Sommer and Cabalka, 2019)

Eikéva: Cine MRI omnv omoia
arreikovifetal 10 péyeBog Tou degiou
KOATTOU KaBwg To Aeukd BEAOG deixvel
TO onueio TNG TpIyAwyivag BaABidag
EVW TO KiTPIVO BEAOG Beixvel To onueio
NG MITPpoEIdolg PBaABidag, CUVETTWG
gival EMPOVAG N KATWQPEPNG
METATOTTION TNG TPIYAWXIVAG BaABidag
woTe 10 péyeBog TnG OegIAG KOoIAiag
Tou TTPOPRGAAEl eviog Tou Oe€lol
KOATTOU onuaivetal [VE TIG
Olokekoppéveg ypauués. (Romfh et

Kap810k6g KaBeTnpIaopog: al., 2012)

H pébodog autr) €xel TTAéov eykaTaAeipBei yia SlayvwoTIKOUG OKOTTOUG Kal
TTEPIOPICETAl HOVO OTNV TTPOEYXEIPNTIKI QYYEIOYPOQPia WOTE va PETPNOBOUV O TTIECEIG
NG &€CIAG KOIAiag, Tou &e€loU KOATTOU Kal TNG TTVEPOVIKAG aptnpiag. (Attenhofer Jost
et al., 2007) Mg Tnv BonrRBsia Tou KaPdIOKOU KABETNPIGOUOU WTTOPEl va dievepynBei
evookapdiakd nAekTpokapdioypdenua woTe va dIaToTWOEl n TTPoéAeuon Twv
appuBuiwy. EIdIKA pveia TTPETTEl va yivel 0TV NAEKTPOPUOCIOANOYIKI HEAETN KATA TNV
o1dpkela TG otroiag gival duvaTtdv va TauToTroinNBei N TTPOEAEUON TWV APPUBUILV WG
aTToTéEAECPa eMTTPOOBETWY WOVOTTATIWV aywyludTnTag Kal n €1 TOTTOU Bepartreia
TOUG JE KauTnplaouo. 21a TTaidid n dladikacia auTr) dIEVEPYEITAI JOVO TTPOEYXEIPNTIKA
€QOooV gival TekuNpiwpévn n UtTapén ouvdpopou Wolf-Parkinson-White 3 kdtroia

OuYKeKpIuEVN appubuia. (Wackel et al., 2018)
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Eikova: Atreikévion TWV
TTIEPIOXWYV OTIG OTTOIEG UTTAPXEI
TO UTTOOTpWHG  dnuioupyiag
KOINIGKWY  appubuIwv. A)
TTPOEYXEIPNTIKA TO Onueia autd
givar  TTOAUTTANBéoTEPO  OTNV
TEPIOXH TNG OECIAG KOIAiag TToU
TTPOPRAAAEI €VTOG TOU apIoTEPOU
KOATTOU evw B) peteyxeipntikd
Ta onueia autd gival didoTrapta
eviog TG 6e€idg kolhiag. Otrou
PVC - premature ventricular
contraction , VA - ventricular
arrythmias (Moore et al., 2018)

4.4.2.11 Irévwon Tou Xwpou ££6dou Tng dedidg KolAiag ( right ventricular

outflow tract obstructive lesions)

EmidnuioAoyia

H otévwon Tveupovikng BaABidag atroTeAei

évav  Ouxvle TUTTO Ouyyevoug

kKapdlomdbelag pe emimtwon 0,6-0,8 ava 1.000 CwvTtavég yevvioelg. (Botto, Correa

and Erickson, 2001) Atré Toug TMBavoug UTTOTUTTOUG OTEVWONG N OUXVOTEPN E€ival n

oTévwon Tng Trveupovikng BaABidag. (Hoffman and Kaplan, 2002; Reller et al., 2008)

H oTtévwon Tou Xwpou ££6dou TNG OegIAG KOINIaG @aiveTal va TTPOTIUA TIG YUVAIKEG O€

oxéon ue Toug avdpes. (Heaton J, Kyriakopoulos C,2022)

AvaTtopIKi TTepIypaen:

|
branch stenosis (5%)
supravalvular (1-2%)
— valvular (80-90%)

-subvalvular (£5%)

RV

A |

Eikéva: Atreikévion Twv TUTTWV TNG
OTéEVWONG TOU Xwpou ££6d0U TnG OEIAg
KOINiaG KAl 0 KWVIKOG aXNUATIONGS TNG
TIVeUdovIKAG  BaABidag.  (Dr MM
Bartelings and Dr MRM Jongbloed,
Department of Anatomy & Embryology,
Leiden University Medical

Centre, the Netherlands)

Valvular- BaABIOIKr oTévwon
Supravalvular- uttepBaABIOIKr oTévwan
Subvalvular- uttoBaABISIKA oTéEvwon

Branch stenosis-otévwon o€ kKAGdo g

1 TIVEUMOVIKAG apTnpiag

(Cuypers et al., 2013)

H @uaoioloyikr) Trveupovikr) BaABida atroTeAsital ammd TPeig TTTUXEG Kal OUVOEEl TOV

Xwpo €&6dou TNG OeCIGG KOINiaG ME TIG TIVEUUOVIKEG QPTNPIEG WOTE TO [N

0&UYOVWHEVO aipa atrd TNV TTEPIPEPEIR VO 0gUYOVWOEi. ZTov Xwpo €680 TNG deCIGg
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KOINIQG TTPOG TIG TTVEUMOVIKEG OPTNPIEG N OTéEvwon MTTOPEl va PBpioKeTal €iTe OTO
eTTiTTedo TNG TIVeUHOVIKAG PBaABidag €ite UTTORAABIOIKG  €iTe uTTEPPAABIDIKA €iTE
TTEPIPEPIKA OTIG TIVEUUOVIKEG APTNPIES ] KATTOIOV KAGDO TNG. ZTNV TTPWTN TTEPITITWON
TTaBoAoyoavaTouIKG PTTOPEl va diamoTwBei aduvapia dlaXwpIoPoU Twv YAWXIVWV
KAl TAUTOXPOVA Ol YAWXIVEG va gival AETTTEG KAl EUKAUTITEG WOTE va dnuioupyeital éva
KWVIKO OXNMa JE AeTTTO oTOMI0. ETTITTAé0V, TTABOAOYOQVATOUIKA WTTOPEI N TTVEUMOVIKNA
BaABida va artroteAeital ammd OUOTTAACTIKEG TTETTAXUOMEVEG YAWYXIVEG HE BUOKOAIQ
otnv KIvNTIKOTNTA. H Tpitn TTaBoA0oavVaTOUIKA TIEQITITWON  TNG OTEVWONG TNG
TveupovikAg BaABidag eivalr n ditrtuxn Trveupovik BaABida n otroia eivalr apkeTd
oTrdvia Kal guvavTaral ouxvoTepa oTa TTAaiola Tng TeTpaloyiag Fallot. Aeutepedouca
BAGBN Tng oTévwaong atroTeAei n uTTEPTPOYia OTO ETTITTESO TNG TTVEUNOVIKNG X0AvNg
(infundibulum) n otroia poéAIG eykaBIdpuUBEi evioyUel TTEpaITEPwW TNV OTEVWON. MTTopEi
VO OUVOUACETOlI JE QVEUPUOMATIKA OIGTAON TNG TIVEUUOVIKAG apTnpiag Adyw TOUu
QaIvouévou jet, To oTToio akoAouBei n kivnon Tou aipatog. H uttoBaABIdIKA oTévwaon
TNG TIVEUMOVIKNAG BaABidag TTPoEpXETAl ATTO WIA IVORUWDAN OTéEVWON TOU XWPEOU
€€000U TNG O£CIAC KOIAIOG Kal ouvavTaTtal apkeTd ouxva otnv TeTpaloyia Fallot. TEAog
otnv uttePPaABIdIK) OTéEvwon, TO KWAUPMO PTTOPEI va BpiokeTal o€ OTTOIOONTTOTE
onpeio €ite TNG KUPIOG apTNPIOG €iTE 0€ KATTOIO ONWEIO BIXaoHoU Twv KAGdwWV TnG €iTe
TTEPIPEPIKA, OE £vVa JOVO onuEio 1) ag TTOANATTAG onueia. & auTh TNV TTEQITITWON €ival
ouvaTtov €iTe va UTTAPXEl JETAOTEVWTIKN BIATAON €iTE N TTIVEUNOVIKI apTnpia va eivai
oldxuta utrommAaoTikA. (Snellen et al., 1968; Linde, Turner and Sparkes, 1973;
Fitzgerald and Lim, 2011)

%W

Type 1A
i? iﬁ
% zg Eikéva: Amekévion Twv TOTTWV TNG
Type ILA Type IIB
TTEPIPEPIKAG OTEVWONG TNG TIVEUMOVIKNG
aptnpiag. (Trivedi and Benson, 2003)
Type Il Type IV

MaBoguaoioloyia:
H otévwon Tng €£60ou NG d€EIAG KOIAIag OTTOIa0OATIOTE AVATOMIKAG aITIOAoYiag Kal
av ival, £XE1 WG ATTOTEAECUA TNV UTTEPPOPTWAN TOU £pyou TnG BeEIAG KOIAiag n oTroia

odnyeitTal avTiIoTaBUIOTIKA O€ UTTEPTPOPIa TwV TOIXWHATWY TnG. ZTadIaKG T
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ToIXWHATA ASYWw TWV AUEAVOPEVWV ATTAITHOEWY € BPETTTIKE CUCTATIKA WTTOPEI va
odnynBouv o€ 1oxaIdia Je aTTOTEAECHUA TNV dnuIoUPYIa IVWTIKWY TTEPIOXWV KOl TEAIKA
TNV d1IGTacon TG de€Idg Kolhiag. H avetrdpkela TnG deEIAG KOIAiAG atroTeAEl TO TEAIKO
OTadI0 Twv TTaBoPUOIoAOYIKWY  METAROAWY. AdOyw TOU TPAUPATIOMOU TOU
evOOoKapdiou AGyw Tou TTiIdAKA QiuaTog TTOU TTPOCKPOUEl OTNV ETTIPAVEIR TOU KABWG
TO Qipa KIVEITAI aTTd TNV OTEVWHEVN TTEPIOXN augaveTal N MOavoeTnTa TNG EUPAVIONS
evOOKapdITIdAG.

MeveTikA aiTioAoyia:

H kAnpovoupikdTNTa TNG OTEVWONG TnG TIVEUMOVIKAG PBaABidag oxeTieTal
TEPIOCOTEPO HE OUVOpopa OTTwG To Noonan oUvOpopo Adyw PeETAAAGEewv OTa
yovidia PTPN11, RAF1, SOS1 kai KRAS. O1 un ocuvOpouIKEG HOPYPEG TNG OTEVWONG
oxetiCovral pe pETOAAAEEIC oTo yovidio GATA4. (LaHaye, Lincoln and Garg, 2014)
‘Exouv Trepiypa@ei OU0 adepPEG TTOU QEPOUV OTEVWON TNG TTVEUMOVIKNG BaABidag.
(Coblentz and Mathivat, 1952) EmmpocoBeta o€ TTEPITTTWOEIG QIUOMIEIAC EXEl
TTapaTNENBEl YIa TTEPITTITWON 2 adepPWV PE TTVEUHOVIKA OTEVWON XWPIG atrapaitnTa
va Bewpeital 6TI AUTH KANPOVOUEITAI JE TOV AUTOCWHIKO UTTOAEITTOMEVO TPOTTO. (Lamy,
De Grouchy and Schweisguth, 1957) AAAn tapatipnon TepIAaupavel TEooepa
ATOMO HIa OIKOYEVEIOG PE TNV Oouyyevh KapdloTTdbeia, Tov TTatépa, dUO KOPES TOU Kal
évav gyyovo atro Tnv JIa KOPn TTouU @EPEl TNV TTveUoVvIKA oTévwor. (David, 1974)
AMN\O TTapddelyua gival n EPEAvIon TNG TTVEUROVIKNAG OTEVWONG O€ TTATEPA KAl ETTEITA
otnv ko6pn. (McCarron and Perloff, 1974) ¢ pia oikoyévela OTToU UTTHPXAV TTOAAOI
BdvaTtol Bpe@wv o ouvOUAOHO HE auTOUATEG OTTOROALG, BpEBNKav Tpia PHEAN TNG va
PEPOUV  TIVEUMOVIKI)  OTEVWON ME  MIKPOTEPWY  OIOCTACEWY 1] QUCIOAOYIKWV

OlacTdoewv 0e€id koihia. (Klinge and Laursen, 1975)

0y S Y s 1 R

Ewéva: I'evearoyucd
3€vOPO  OIKOYEVELNG TOV

QEPOLV
OTEVOOT).
Laursen,

: [ Lgddllihet

1975)
1234561891001 nnu 5 171 r;/vzoz«n

Omate O remate O rencle, pulmonary stenosis with underdeveloped or normal right ventricle ® Abortus
7] Female, deceased in infancy
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Ewova: I'evearoykd

3€vOpo oKoYEVELS e

TVEVLOVIKT OTEVOON.
(David, 1974)

Ewéva: T'evearoyikd
O€VOPO OKOYEVELUG [LE
EULPAVION £VOG GLVIPOLLOV
7OV GVVOVLALEL KOVTO
avéotmua, parfidonddela,
YOPOKTNPIOTIKO
Tpocm7eio Kot mhava
KAnpovopeitat pe
OVTOCMMUKO ETIKPATEG
npoétumo. (Collins et al.,

1990)

SHORT STATURE (< 150 em |
- = . o PULMONMNARY VALVE STENOSIS

KAIVIKA €IKOva:

H kKAivikr] €ikéva TTapouciddel pia dlokUPavor oTrd ACUMPTITWHATIKEG HOPPES £WG
OOBAPEG CUMUTITWUATIKEG MOPPEG PE KUupiapxo onueio Tnv Kudvwon Kupiwg oTa
VEOYVA TTOU QEPOuUV oolapr OTéEvwaon TnG TIVEUPOVIKNAG BaABidag, kabwg 1O pn
ofuyovwuévo aipa odnyeital aTnv CUGCTNMOTIKA KUKAOQOpPIa HECW TOU QvoIXTOU
woedoug Tpruarog. (Freed et al., 1973) H otévwon NG TveupovikAg BaABidag
XwpileTal o€ TPEig Katnyopieg pe Baon tnv pETPNON TNG KAiong Trieong otnv Doppler
utrepnxokapdioypagia v Ama (<40mmHg), tnv pétpia (40-60mmHg) kair Tnv
ooBapry (>60mmHg). ZTnv TEPITTTWON TNG ATIAG OTEVWOoNG TNG TTVEUMOVIKAG
BaABidag &ev ummdpyxouv CUPTITWPOTA oTa TTadid, ouvrhBwg aTtroTeAei Tuxaio
UTTEPNXOYPAPIKG eUpnua 1 €ival akouoTd To QUONPO Kal n TTopeEia TNG €ival oTnv
OUVTPITITIKA TTASIOWN@ia Twv TTEPITTTWOEWY Kahonbng. (Drossner and Mahle, 2008;
Rowland et al., 1997) AvTiBeTta n KAIVIK TTopeia TNG PETPIAG OTEVWONG TTVEUUOVIKNG
BaABidag civar mBavoTEPO va emdEIVWBEl pe TNV TTEAPOdO Twv €TWV OTTWG QUTH
avTIKOTOTITRICETal atmd TNV ducAcitoupyia TG de€idg kolAiag. (Nugent et al., 1977;

Levine and Blumenthal, 1965) TéAog oTtnv oofapr oOTévwon TnNG TIVEUMOVIKNG
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aptnpiag n emoegivwon gival dueon kal egaptdral amd Tov BaBud empPapuvong g
0e€Idg Kolhiag kaBwg aut odnyeital og  uTTEPTpORia Adyw augnong Tou
TEAOBIAOTOAIKOU OYKOU TTOU KOAEITAI va DIAXEIPIOTEN JE ATTOTEAECUA VA ETTEPYETAI N
ivwon TnG kal va odnyeital oc de€Id kapdiakn avemmdpkeia. (Nugent et al., 1977;
Krabill et al., 1985) AgloonueciwTtn €ival n TTEPITTTWON OTAV OTTOI0 OTA VEOYVA TTOU
YEVVIOUVTAI JE ATTIA OTEVWON PTTOPEI va UTTdpEel eIdEIiVWON EVTOG TWV TTPWTWY 2-3
MNVWV WOTE N ATTIO OTEVWON va JETaTpaTTei o€ cofapr) KaBwg o1 avTiIoTACEIS TwV
TIVEUMOVIKWYV ayyeiwv oTtadiakd peiwvovTal. ZTadiokd JTTopEi va eykatactabolv Ta
OUUTITWHATA  TNG  KAPOIOKAG  AVETTAPKEIAG OTTwG  OUCTIVOIA-KOTTWAON  OTNnVv
TTPOOTTABEIa, TTEPIPEPIKA OIONMATA, TIC VUXTEPIVEG WPEG KATA TNV KATAKAION Adyw
avadlavoung TwV UYpWwV TTOPOUCIAZETAl TTVEUMOVIKO Oidnua HE TOV XOPAKTAPQ
opBoTvolag Kai TEAOG, KoIAlakd GAyog ASyw TnG KUKAOQOPIKNAG CUP@QOPNCNG TOU
Nmatog. AAG CUUTITWHPOTO TTOU MTTOPEI va  TTapouciacTouv o€ ooRapdTEPES
oTeEVWOEIC €ival n oTnBdyxn, Ta OUYKOTITIKA €TTEIOOdIa Kal TEAIKA O aipvidlog
KapdIakoG BAvaTog.

AlayvwoTIKA TTpocéyyion:

duoikn g&ETaon:

2Ta veoyva PE oofapn OTEVWON TNG TTVEUPOVIKAG BaABidag n didyvwon PITopei va
TTpaydaToTTOINBEl PE TV XPAON DIAdEPHPIKOU OEUUETPOU PETPNONG TOU KOPETHOU TNG
oéuaigooaipivng oto aipa. Kard tnv didpkela NG Kapdiakng akpdéaong eivai
aKouoTé Kapdiakd @uonua TUtTou €§wbnong (crescendo-decrescendo) oTnv €oTia
aKPOOOoNG TNG TIVEUUOVIKAG BaABidag dnAadry oto deUTePO PECOTTAEUPIO dIGCTNUA
apIoTEPQ, TO OTT0I0 duVaUWVEl 6Tav augaveTal N QAEBIKA ETTICTPOQPN OTTWG KATA TNV
diIdpkela TNG €10TTVONG. ETiTTAéov, gival xapakTnpIoTIKA N UTTapén €vog KAIK JETA TOV
TTPWTO KAPdIOKO TOVO S1 , To OTT0i0 60O TTIO KOVTA €ival GTOV TTPWTO KAPBIaKS TOVO
1600 TTI0 GOoPapn €ival N OTEvwon WOTTOU €V TEAEI UTTOPET va  UTTAPEEl CUPTITUEN JE
Tov S1. To KAKK €ival akouaTO TNV OTIYUN TTOU N TTVEUPOVIKN BaABida avoiyel Kabuwg
TO aipa Bpiokel avrioTaon OTO OTEVWTIKO €uTTddI0. AKOUN, O OeUTEPOG KOPDBIaKOG
TOVOG dixaleTal Aoyw kKaBuoTépnong kévwong Oe€Iag Kolhiag, 600 ooBapdTepn gival n
otévwon 1600 TTEPICOOTEPOG €ival 0 XPOVOG TTOU XPEIAZETAl yIa TNV KEVWON TNG
0e€1aG Kolhiog omoTe 0 dIXaouog eival peyaAutepog. TEAOG O€ OOPROPOTEPEG
TTEQITITWOEIG UTTAPXEl WNAa®nTOG poifog peTagu Tou 2% kal 3% pecoTTAeUpiou
OIACTAPATOG. € TTEPITITWON OTEVWONG TTEPIPEPIKA TNG TTVEUUOVIKAG apTnpiag f o€
KAtmoiov KAGOO TNG TTOPATNPEITAI TTAPOUCIia TTAPODIKWY UWICUXVWY QUOHUATWYV
OKOUOTWV OTA ayyeia Twv JaoXoAwv TTou oTadiokd eCaAcipovTtal Kal aviavakAoUv
otnv TA4&m. (Vogelpoel and Schrire, 1960; Sholler, Colan and Sanders, 1988)(
Fitzgerald and Lim, 2011)(Hultgren et al., 1969; Stern and Delman, 1968)
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Mild
pulmonic stenosis

51 iiz

=== Aortic Valve (A2)
=== Pulmonic Valve (P2)

Moderate

)

HAekTpokapdioypdenua:

pulmonic stenosis

SI Sl Sz
| | “ |
| |

Severe
pulmonic stenosis

Eikova: ATTEIKOVION AKPOOOTIKWV
EUPNUATWY OE TTEPITITWOEIG TTIAG,
METPIAG Kal OOBapPAG OTEVWONG TNG
BaABidag.

(https://www.healio.com/cardiology

TIVEUUOVIKAG

/learn-the-heart/cardioloqy-

review/topic-reviews/pulmonic-

210 NAeKTPOKAPSIOYPAPNUA AKOPO Kal Ol NTTIOTEPES TTEPITITWOEIC TTapoucIdlouv SeCid
otpogny dfova (apvnmikd émappa QRS otnv | kal BeTikd émappa QRS atnv aVi).
EmmpdoBeta uttdpxouv cuphpaTta utrepTpo@iag Tng  O€CId¢ Kolhiag (wnAd R
QUVAMIKAG OTIG OegIEC TTPOKAPDIEG ATTAYWYEG) Kal strain TNG 8e€1dg KolAiag (WnAd T oTig
TpoKapdieg atmaywyEég). Eival agloonueiwto OTI Ta euprjuarta gival avdloya pe tnv

ooBapdtnTa TG OTEVWONG.

M i

=

‘ ; Eikova:
)| .._ulr‘-.-...fjl/'“ JL J\/"'H!l\/ <% L‘*’“"‘*\’»-&.M

®
A }
( kAJ‘/lw

N '/'\_ ._/j/ o

=

L

HAekTpokapdioypdpnua

evOg 4xpovou TTaudloU e OTéEvwon

NG TIveEUpOVIKNG BaABidag. Eivai

m = = &
f'Ml,/\,.wa\-{ 4*"“1(*\ N BNENBRETD s ALAL /"'LWL\* ,l,.\ ePPavAg n defid oTPoPA Tou GEova,
: " ] " | n umeptpogia TG de€IGC KoIAiag Kal

@ o) & & )

TO strain Tng 6£€IAG KOIAiOG.

=

=

l/‘—-" "/"JJJ\“‘"L'\___V_! A‘-‘"AWJI"A"L“‘

4 ﬁ-—“-

(https://apps.childrenshospital.org/M

ML/index.cfim?CAT=media&MEDIA |

_\,\Jri_l,«ﬂ,l»«m.
&3

D=323)

ISR

AkTivoypagia Owpakog:

TNV aKTIVoypa@ia Bwpakog dIATTIOTWVOVTal eupruaTta Kapdioyeyaliag kal didTtaong
TNG TIVEUMOVIKAG apTtnpiag TTepIPePIKA TG oTévwong. Qotdéoo n didtacn autr dgv
UTTOBOABISIKAG 1 TTEPIPEPIKNG
otévwong. Mrmopei va eival opatdé 10 onueio Chen, oto oToio 10 apIOTEPO

ouvavtdral OTIG TTEPITITWOEIG  UTTEPPAABISIKNAG,

TTVEUMOVIKO ayyelokd OiKTUO €ival eviovoTeEpo o0€ oxéon ME TO OeCI0 AOyw Tng

oTéEVWONG N OTToIa EUVOEI TNV Kivnon Tou aipyatog TTpog Ta aploTepd. (Hacking C et al,
2020)

[209]



https://apps.childrenshospital.org/MML/index.cfm?CAT=media&MEDIA_ID=323
https://apps.childrenshospital.org/MML/index.cfm?CAT=media&MEDIA_ID=323
https://apps.childrenshospital.org/MML/index.cfm?CAT=media&MEDIA_ID=323
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/pulmonic-valve-stenosis
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/pulmonic-valve-stenosis
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/pulmonic-valve-stenosis
https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-reviews/pulmonic-valve-stenosis

Bwpaka €VOG

KapOdloueyaAia.

Eikéva: AkTivoypagia

KOPITOIOU ME OTéVWOnN
TIVEUMOVIKAG  BaABidag.
BE€An deixvouv Tnv eTitacn NG
apIoTEPNAS TIVEUMOVIKNAG

aptnpiag. Aev  aveupioketal

19.20 crn

PA Aneirysm

(Schwalk A et al, 2017)

Eikéva: AkTivoypagia Buwpaka oTnv
oTToia  aTTEIKOVICETal OTNV ApIoTEPG
TUAN aveupuopatiky OIdTacn NG

apIOTEPAG TTVEUPOVIKAG apTnPiag.

Y1repnxokapdioypagia:

AtroteAei TNV PéEBODBO ekAoyAg yia Tnv didyvwon TNG OTéEVWong KaBwg akdua Kal
éutreipol TTaudiatpol BacifOuevol OTnNV KAIVIKE €EETAON POVO WTTOPEI va ATTOTUXOUV
oTnv €ykaipn diayvwor). (Danford et al., 1999) H utrepnyokapdioypagia gival £miong
TTPOTIMNTEQ YIa TNV ATTEIKGVIOT TOU BaBuol Kai TG eVIOTTIONG TNG OTEVWONG, TTIBAVEG
0opuUPOPEG avwuaAieg KabBwg kai Tnv KAion Trieong uwe tv BonRBeia tou Doppler.
EidikéTepa otnv mepimTwon TNG BAABISIKAG TTVEUUOVIKNG OTEVWONG PE TNV PETPNON
NG KAiong Tmieong O&lauéoou NG TIveUupovikAG  PBaABidag eivar  duvati n
KaTnyoplotroinon Tng PBapuTtntag tng vooou yia AOGYoug QVTIUETWITTIONG O ATTIO
(véyiotn KAion Trieong >40mmHg), pétpia (M€yiotn kKAion Trieong 40-60mmHQg) Kai
ooBapr (ué€yiotn KAion Trieong >60mmHg). O utrepnxoAapdioypa@ioTrg €ival
aTTapaiTnTo Va eA£yxel yia TBavr avermdpkela NG TpIyYAwXIvag BaABidag Kabwg KATI
TETOIO UTTEPEKTIMNG TNV KAioN TTieoNng SIAPECOU TNG OTEVWTIKAG TTVEUUOVIKNAG BaABidag.
Me Tnv péBodO auTn gival EQIKTA N €KTiPNON TNG AsIToupyiag TnNG deCIAG KoINiag Kabwg
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KAl TOU HEYEBOUG TNG yIa TNV €KTiUNON TNG TTOPEIAg eyKATAOTAONG TNG KAPDIAKNG
avettdpkelag. EmAéov atreikovieTal Kal 0 0£g16g KOATTOG 0 01T0i0g OTAdIOKA Adyw
TWV TTOBOQUCIOAOYIKWY HETABOAWY JTTOpPEl va OloTabEl, €TOUEVWG UTTOPOUV va
METPNBOUV o1 JIaCTACEISC TOU. XTNV  TIEPITITWON TTEPIPEPIKAG OTEVWONG TG
TIVEUUOVIKAG apTnPiag UTTAPXEl DUCKOAIO OTNV UTTEPNXOYPAPIKA OTTEIKOVION OTTOTE
MTTOPEN va TTpoTINaTAl GAAN pEBODdOG OTTWG N Kapdiakry MRI R CT ayyeioypagia.

O Kapdiakdg KaBeTnploopog atrodidel Ta opBdTEPa atmoTeAéouaTa 6oov agopd Tnv
KAion Trieong o€ oxéon ue Tnv Doppler uttepnyxoypagia KaBws aTToTeAEl ETTEUPRATIKA
MEBOBO. QoTdo0o oe TTaIdIA XpNOoIPoTToIEiTAl MOVO WG BepatreuTikh HEBOOOG TTAPd WG
olayvwaoTikK KabBwg Tnv Béon Tng &idyvwong €xouv KAataAdper o uttépnxog, n
kapdiakh MRI kar n CT ayyeloypagia. H kAion Trieong mou WeTpATal ATTO TOV
kaBetnpiaoud cival pikpoTepn (katd 20-30mmHg) ammd tnv avriotoixn g Doppler
UTTEPNXOYPA®Iag KABWGS oTnV TTPWTN TTEPITITWON O aoBevAg eival UTTO VAPKWON.
(Geva et al., 2002a; Cuypers et al., 2013)

Peak Doppler velocity (m/s) <3 3-4 >4

™Mg oTévwong
TIVEUUOVIKAG
avdaAloya ME

Peak Doppler gradient (mmHg) <36 36 -64 > 64 oe nAma, péTpia
goBapn.

Eikéva: Karnyopiotroinon
BaABidag

UTTEPNXOYPAPIKA eupruaTa

Mean Doppler gradient (mmHg) > 40

Eikova:
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A)YTTEPN)XOKAPBIOYPAPIKH
aTreIkovion ETTINAKOUG
dfova TTapPACTEPVIKA OTTOU
QaIVETAI N KWVIKA OTEVWTIKN
TveupovikA BaABida,

Bpaxeog
dgova TTaPACTEPVIKG OTTOU

B) amekdvion

@aivovTal ol TTETTAXUOUEVEG
OTEVWTIKEG YAWXIVEG.

(Wang et al., 2019)




Eikéva:

OBehiaia Toun kapdiakng MRI o€
A) @don diacToAAg Kai B) ¢don
OUCTOMAG  OTnv  oTroia  €ival
eMeaviAc n  Amma  uttoBaABISIKA
oTévwon ™G TIVEUHOVIKNAG
BaABidag. (Niida et al., 2011)

4.4.2.12 Atpnoia rveupoVviKig BaABidag xwpig HETOKOIAIAKNA ETTIKOIVWVi
AVAKEI GTNV KATNYOPIa TwV KUAVWTIKWY CUYYEVWY KapdIOTTaBEIwVY.
EmidnuioAoyia:

AtroteAei To 1-3% Twv veoyvwv pe ouyyevr) kapdlomdBeia. MNMapouoiddeTal o€ 4-8
mepioTaTikd avd 100.000 Cwvrtavég yevvnoelg. (Hanley et al.,, 1993; 'Report of the
New England Regional Infant Cardiac Program,” 1980; Ferencz et al., 1985;
Daubeney et al., 1998)
AvaTouIKA TTEPIYPAPN:

y.;.

Eikéva:

MaBoAoyoavaTtouiké Trapackelaoua
KapdIAG pe UTTOTTAAOTIKA OEEIG KoIAia
KOl aTpnTIKr) TIVEUUOVIKN BaABida kai
40ikTo  pECOKOIANIOKS  didgpayua.
(https://apps.childrenshospital.org/M
ML/index.cfm?CAT=media&MEDIA |

D=1600&0K)

H artpnoia tng TveupovikAg PBaABidag ptropei va eival pepppavwdoug TUTTOU
(atpnTik BaABida) A Puwdoug TUTTOU. ZTNV TIEPITITWON TTAPOUCiag aTPNTIKAG
BaABidag o1 yAwyxiveg TNG €ival TTANPWGS EVWHEVES JE ATTOTEAECUA VA PNV ETTITPETTOUV
TNV pon aipatog diapéoou autwy. (Daubeney et al., 2002; Braunlin et al., 1982) Ze
auTév ToV TUTTO Oev €TTNPEAETAI OTAV TTAEIOVOTNTO TWV TTEPITITWOEWY O APTNPIAKOS
KWVOG Kal n &e€1ad kolAia. EAv n atpnoia Tng Trveupovikig BaABidag eival puwdoug
TUTTOU TOTE €TTnPedleTal n Oe€Id KOIAia n otroia TTapoucIddeTal  UTTOTTAQCTIKI Kal
UTTAPXEl OTTOUCIa TOU QPTNPIOKOU KWVOU, E€TITTAEOV WTTOPEI va OUVUTTAPXOUV

avwuaAieg Twv oTte@aviaiwv ayyeiwv. (Dyamenahalli et al., 2004; Daubeney et al.,
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2002) H popgpohloyia Tng de€Idg KoIAiag avadloya pe Tov TUTTO TNG ATPNCIAG TTOIKIAAEI
a1t coBapd UTTOTTAACTIKI] PE UTTEPTPOPIKA TOIXWHATA WG ONUAVTIKA dIEUPUPEVN UE
AETTTA TOIXWHATA. ZTNV AVATOUIKA KATATAEN onUavTIKO pOAo TTaidel Kal n JoppoAoyia
NG TPIYAWXIVag BaABidag n otroia e¢aptaTal o€ PeydAo BaBud atrd Tnv OegId KolAia
(AOYw Twv uwnAwv TTIECEWV TTOU QvATITUCCOVTAlI O€ QUTAV) Kal TO QACHO NG
Mop@oAoyiag TG YTTopEi va TTOIKIAAEl aTTd oTévwon £wg avermdpkeia i duoTrAaaia.
Tautéxpova o 0OeCI6C KOATTOG eu@avifetar ue utrepTpogia. Ocov agopd Tnv
oTepaviaia KUKAogopia n otroia @uaoloAoyikd yivetal katd Tnv SidpKeia TNG dIA0TOAAG,
AOYW TWV GNPAvVTIKG auénuévwy TTIECEWY TToU KaAeiTal va diaxelipioTei n 0egid KolAia
UTTAPXEl QVTIKTUTTOG OTnv €UpuBun Aciroupyia autig. EidIkOTEpa o€ TTEPITTTWOEIG
UTmapéng onuavTikG uTTOTTAAOTIKAG BEEIAC KOIAIQG aTnV OTroia avaTrTuooovVTal UYPNAES
méoelg eival duvaTtdv va dnuioupynbouv cupiyyia PETaEU Tng Oe€IAC KOIAiag Kal Twv
OTEQAVIAIWY AYYEIWV WOTE va avakou@ioTei n e€Id KolAia ammd Tnv dlaxeipion Twv
UWPNAWV TTIECEWV PE QTTOTEAECUA va OlaTAPACOETAl N PON QiNaTOG OIANECOU TWwV
otepaviaiwy ayyeiwv. EmiTAéov pe Tnv TApodo Tou Xpovou eival duvaTtév va
EYKATAOTABOUV TTABOAOYOQVATOUIKEG DIATAPAXEG TOU OTEQAVIAIOU CUCTHHATOG OTTWG
gival n oTévwon Twv ayyeiwv Kal ol AavBaopéveg ouvdéoelg NeTagl TG OECIAG Kal
apIoTEPNG  oTePaviaiag KukAogopiag. Adyw Tng oOTadIaKAG OTévwong  Twv
OTEQAVIAiWY ayyeiwv PE TNV TTAPodO Tou XPOvou KATTOIO TUAMOTA TOU JUOKapdiou
gival duvatov va eEaptnOouv atd Tnv Be€Id KOIAIQ yia TNV QINATWON TOUG YEYOVOG
TToU €MOPA oTnVv TTPdyvwaon Tng véoou. (Calder, Co and Sage, 1987; Anderson and
Spicer, 2010; Freedom, Anderson and Perrin, 2005) H Ttveupovikr] KukAo@opia
e€ao@aliCeTal ammd TV ouviipenon Tng Partdtntag TOUu APTNEIOKOU TTOPOU E
apIoTEPODECIA dlaguyr|, Ol AVATOPIKEG AVWHOAIEG TWV TIVEUPOVIKWY QyyEiwv givai
omravieg. TEAOG n apioTepd KolAia eTTnpeddeTal ammd 10 PN KAAG OEUYOVWHEVO aiya
TTOU TNG TTAPEXETAlI aTTd TA ETNPEACMEVA OTEQAVIAIO ayyeia Kal eTTITTAEOV, E€ival
mBOavov va TTapoucIacTei EUTTOdI0 TNV POr TOU QiNOTOG OTNV apIoTEPH Kapdid Adyw
TOU UTTEPTPOPIKOU PECOKOIAIOKOU  diagpdypatog. (Ozyilmaz et al.,, 2014)(
Gorla,2022)(Gittenberger-de Groot et al., 2001)

MaBoguaoioloyia:
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Patent ductus

Eikéva: Zxnuarikr] a1reikovion Tng POong Tou
arteriosus aigoTog Og  TIEPITITWON  aTpnaoiag
TIVEUMOVIKAG BaABidag pe ABIKTO PECOKOIAIOKO
Oldppayua. Maupo BEAoG: pn ofuyovwpévo
aiga, Aeuké  BéAog: ofuyovwpuévo
OIOKEKOUMEVO  BEAOG:  avOPEPEIYMEVO — aija.

(https://thoracickey.com/pulmonary-atresia-

Pulmonary
valve atresia

with-intact-ventricular-septum-2/ )

H atpnoia Tng Trveupovikhig BaABidag o€ cuvdUACHO E TNV ATTOUCIA ECOKOINIOKAG
ETTIKOIVWVIAG €XEI WG ATTOTEAECHA TNV ATTOUCTA AIPATIKAG POAG TTPOG TIG TTVEUNOVIKEG
apTNPicg, WG atmmoTEAeoua n emMBiwon Tou veoyvou va egapTdral o€ peydho Babud
atré TNV ouvtAPEnon Tng Bardétntag Tou aptnplakou r BotdAAeiou TTépou (xopriynon
TTpooTayAavdivng PETA TOV TOKETO yIA TNV oUVTHPNOoN TNG BardtnTag Toug). To aiua
TTou TrayIdeveTal oTnV de€id Kapdid £xel dUo dIGdOUG WOTE VO ATTOUAKPUVOET atTd
QUTAV, €1I0IKOTEPA €iTE PECW KATTOIAG PECOKOATTIKAG ETTIKOIVWVIAG OTTWG TO WOEIDEG
TPAMO KATOAAYEl OTOV apIoTEPd KOATTO €iTe PEOW TWV OUpPIyyiwv HETAEU Twv
oTeQaviaiwy ayyeiwv kal TNG eI KoIAiag odnyeiTal 0TV CUCTNUATIKA KUKAOQOpIa.
2TNV TTPWTN TTEPITITWON TO aiya KateuBuvetal ammd Tov Oegi KOATTO OTOV APIOTEPD
MEOW TOU WOEIBOUG TPMUATOG KAl ETTEITA OTNV APIOTEPA KOIAia Kal aopTr), atrd 4TTou
EIOEPXETAI OTNV TIVEUMOVIKA KUKAo@opia pEow Tou PoTdAAciou TTépou. EmmimTAéov
MTTOPEI va utTdpyel TToikiAMou BaBuou avetrdpkeiag NG TpiyAwxivag BaABidag woTe
va unv avarmTuooovTal o€ PeEYGAo BaBud o1 mEoeEg eviog Tou OefIoU KOATTOU.
levIKOTEPQ O AvOTITUOOOUEVEG TTIECEIG €VIOG TNG O£gIdg KoIAiag auavovtal 600
MEIWVETAI N AVETTAPKEIQ TNG TPIYAWXIVOG BaABidag o€ onueio TTou PTTopei va EeTrepva
TIG TMETEIG TTOU avartrTuooovTal oTnv ouoTNUATIKA KUKAOQopia.

(https://pro.uptodatefree.ir/show/87462)

KAIVIKA €1kéva:

21NV veoyvikA nAIKia n KAIVIKA €ikéva TToIKiAAEl atrd Kudvwon Adyw OegloapioTePrg
olapuyng oto emimedo Twv KOATTWv, OUoTIvola, Tayxutrvola, O£gid Kapdlakn
QVETTAPKEIO EVTOG WPWV aTTd TNV Yévvnon eI0IKOTEPA €AV EEKIVATEI N QUOIOAOYIKA
oUykAion Tou BotaAAgiou mopou. H ocuyyevAg auth kapdiomdBeia eival dueca
Bavatnedépa  o0c OUVIOPO XPOVIKO OIdoTnua PETA Tnv yévvnon €KTO6G Kal av
QVTIMETWTTIOTEN XEIPOUPYIKA. Z€ TTEPITITWON TTOU OUYKANBEi 0 BoTAAAEIOG TTOPOG TOTE
AUECO  ETTEPYXOVTOI TA CUMTITWHOTA TNG UTTogaidiag, METAPROAIKAG 0&Ewong,

Kapdloyevoug ook kal Bavarog. (Leonard et al., 2000; McArthur et al., 1971) lNa Tov
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AOyo auTé cival atrapaitnTo va diac@alioTei n BardtnTa Tou BoTaAAgiou TTOPOU UE TNV
ouvexy éyxuon E1 TpooTtayAavdivng. ZTIG €MITTAOKEG TNG VOOOU QAVAKOUV N
oTNBAayxn, 0 LaPVIKOG Kapdiakog BdvaTog Kal ol appubuicg Adyw Tng TTaBoAoyiag Twv
OTEQAVIAIWY QYYEIWY, N KUAVWON TTOU ETTIMEVEI YIa PEYAAO XpovikO didoTnua eivai
duvatov va odnynoel o€ oUvOpopo UTTEPYAOIOTNTOG ASYW TTOAUKUTTOPAIUIOG HE
EKONAWOEIC TO EYKEPOAAIKO €TTEICOBIO, TIG KEQAAQAYieg Kal Tnv aduvapia eEAoknong.
TéNoG ptTOpEl va €TTEABEI cuu@opnTIK Kapdiakr avertdpkeia Adyw Tng tTaboAoyiag
NG 6€€1Gd¢ KapdIdg n OTToia PTTOPEI va TTapouciaoTel aveEdpTnTa TNG XEIPOUPYIKNG
emdIépbwaong TnG ouyyevoug kapdiotrdbelag. (Fyfe, Edwards and Driscoll, 1986)(
Gorla,2022)
MeveTikn aiTiohoyia:

2€ OTIAVIEG OIKOYEVEIC TTEPITITWOEIS utTooTnpieTal n mOavoTnTa UTTapéng evog
yovidiou TTou odnyei oTnv €KOAAWGCN TOU QAIVOTUTIOU OTTWG OTNV TTEPITITWON OUO
adepPwv Pe TNV ouyyevnh kapdiotrdBeia. (Chitayat, Mclntosh and Fouron, 1992) Z1ig
UTTOAOITTEG TTEPITITWOEIG N OIKOYEVOUG EUMPAVIONG O AKPIRAG MNXAVIOHOG TTOPAMEVEI
AyvwoTog woTéco TriBavoloyeital 0TI cuppaivel apyd katd Tnv dladikaoia Tng
Hop@oyEveong TNG KApdIAG HETA THV dnuloupyia Tou JEGOKOIAIGKOU dIa@PAYHATOS OF
avTiBeon Pe TNV aTpnoia TNG TTVEUHOVIKAG POABIBAG HE HETOKOIAIOKK ETTIKOIVWVIA TTOU
oupBaivel TTpIv, 6TTOU KATTOIO GAEYHOVWONG Sladikaoia OTTwg Aoipwén OPA Xwpig
OHwWG va éxel atrodelxBei n Bewpia auth. (Kutsche and Van Mierop, 1983) MeAéteg o€
MovOZUYWTIKA didupa PE TNV OUYYEVH KapdioTraBeia éxouv avadeitel eupripata OTTwg
n diaypaen 55kb ota yovidia WFDC8 kait WFDC9, xwpig autd va gival TEKUNPIwPEVa
ouvoedepéva Pe Tov @aivotutro. (De Stefano et al.,, 2008)(Gorla,2022) Ze pia
OIKOYEVEIQ TTIOAVOAOYEITAI QUTOOWHMIKOG UTTOAEITTOPEVOG TPOTTOG KAnPovOounong HE
aduvapia AatToKAEIOUOU  TTOAUTTOPAYOVTIKAG  alTioAoyiag, OTou dUo  0depPES
dlamoTwlnke va  @Eépouv  aTpnoia  TNG TIVEUMOVIKAG PBaABidag e  aképaio
METOKOIAIOKO O1APPayUa 0€ GUVOUAGHUO JE UTTOTTAQCTIKA O€EIA KOIAIO KAl pUGIOAOYIKN
TpIYAWYIva BaABida. H uia adeppr) diayvwobnke petd Tnv yévvnon evw n GAAn katd
TNV SIAPKEIQ TNG EYKUPOOUVNG PE TNV BoNBEIa TNG VEOYVIKNG UTTEPNXOKAPOIOYPaQiag
Kata Tnv didpkeia g 22" ¢douddag kunong. H untépa Atav 29 €Twv Ye EAANVIKA
Kataywyn Kal o TaTtépag 26 €TWV PE ITAAIKN KOTaywyr], Xwpig va @&épouv
KapdIayyEIaKEG QVWUOAIEG. 2TV TTPWTN €YKUPoOoUvn Trapoucidotnke S1aBATNG
KUnong otnv 287 ¢fdoudda KUNonNg O OTToiog avTaTtokpinke kaAwg ot diaita. Ol
VEOYVIKEG UTTEPNXOYPOPIKEG  ATTEIKOVIOEIG KOTA Tnv  OIAPKEID TNG  TTPWTNG
gEyKupoouvng Oegv  Trapouciacav  TTaBoAoyikd eupAuata. O  TokeTdg  Eekivnoe
QUOIOAOYIKA WOTOCO ASYyw Wn TTPOOd0oU TEAIKA TTPAYHATOTTOINONKE KAICAPIKA TOWN.

Katd v didpkela Tng TpwTtou 24wpou WG TO veoyvo TTApOUCiace TTEPICTOMATIK
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Kudvwon MdE ATa  avatrveuoTikKh  duoxépela. Kard ouveEtTela  dlevepyrnonke
utrEpnyokapdloypagia kal £yive TTpooTrddeia xeipoupyikhs d16pwong. QoTtdéoo To
veoyvo KatéANEe dUO WPEG WETA TNV XEIPOUPYIKN AVTIMETWITION, KE TNV auToyia va
QTTOKAAUTITEl ATPNCIA TNG TTVEUUOVIKNAG PBAABidag e dBIKTO peocokolAiakd dideppayua,
MIa hePBpAvn TToU TMOAVWG TTAPEUTTODICE TNV KUKAOQOpPIO aiyatog TTpog Tnv
TpIyAwyIva BaABida, uttommAacia Tng 0e€IAG KolAiag, avoixTd BoTdAAelo TTOPO Kal
oTévwon TNG ATTw KUPIAG TTVEUMOVIKNG aptnpiag. O KapudTUTTOG ATAV QUGIOAOYIKOG
46,XX. ZTnv OeUTePn €YKUPOOUVN aTTOKOAU@PONKE katd Tnv Oidpkeia Tng 227
Boouddag kunong artpnoia Tng TTveupovikAG PBaABidag kai uttommAacia Tng degidg
KOIAiag, oTToTE 01 yoveig ammo@acioav va TeppaTioouv Tnv kunon. (Chitayat, Mclntosh
and Fouron, 1992) EmmpdéoBeta €xel avapepBei oikoyevAg eugdvion oe  dUo
Eadépgia, TTOU TIBavoAoyeiTal OTI O@EIAeTal OE QUTOOWMIKG ETTIKPATH TPOTTO
KAnpovounong. H deltepn xpovoAoyikd yevvnuévn €€adéAgn meBave tnv 12" nuépa
CWNAG Kal £pepe aTpnaia TNG TTVEUPOVIKAGS BaABidag, utrottAacia Tng Oe€Id¢ KoIAiag Kai
utrotTrAacia Tng TpiyAwxivag PBaABidag. O TPwWTOG XPOVOAOYIKA  YEVVNUEVOG
€EA0EAPOG €ixe yevvnBei gikool Tpia xpovia TTpiv TNV €£adEA@N Tou aTTd TNV PNTPIKA
Beia kal TEBave Tov TTEUTITO PAvVA CWAG KABWGS €@epe ATPNOia TNG TTVEUMOVIKNG
BaABidag pe &BIkTO pecokolAiokd did@payua, utrottAacia TG OegIA¢ KolAiag Kal
TpIYAwxIvag BaABidag. (Grossfeld et al., 1997) 'Exel ava@epBei pia TepiTITwon 61Tou
OUO HOVOXOPIOVIKEG DIAUVIOTIKEG OIOUNES AdEPPES EPEPAV aTPNOIA TNG TTVEUNOVIKNG
BaABidag pe aképalo PecOKOIAIOKS dld@paypa KatéAngav o€ OUVTOUO XPOVIKO
O1doTnPa PeTd TNV yévvnon. H 10TTavikAg Kataywyng untépa ATav uying kai didvuoe
MIO EYKUPOOUVN XWPIG €TTITTAOKEG WG TNV 27" ¢Bdouada (WG OTTOU XPEIAOTNKE va
dievepynBei emmeiyouca kaloapikr) Topn. O TTaTEPOG ETTIONG ATAV UYING Kal OEV UTTAPXE
IOTOPIKO OUYYEVOUG KAPODIAYYEIAKIG VOOOU OTNV OIKOYEVEID WG TPEIG YEVIEG TTIOW.
Metd Tov BavaTo Twv dIdUPWY dIEVEPYABNKE HOPIOKOG KAPUOTUTTOG ATTO TO YEVWHIKO
DNA T1T0U TTPONABE aTTd KATEWUYHEVO NTTATIKO 10TO Twv OIdUPWY KaBwg Kal atrd To
yevwuiké DNA TTeEpIQePIKOU QigaTog TWV YOVEWV KAl TOU YioU yia oUykpion, Td
atroteAéopaTa TTepIAauBAvouv OTI Kal ota dUo didupa uTtpxe Pia diaypagr 55Kb
OoT0 Xpwuoéowua 20913.12 tou TrepIAauBave Ta yovidia WFDC8 kai WFDC9, n
ouyKpIoN AaTTOoKAAUYE OTI Ta didupa KANPOVOUNoav ToV PUNTPIKO OTTAGTUTTO TTOU QEPEI
Tnv WFDC8 diaypa@r| kai Tov TTaTpIkO atrAdTuTTo TTou @épel Tnv WFDC9 diaypaen. O
yIoG €@epe pOvo Tov TTaTPIKG aTTAOTUTTO WFDC9 XWwpic va @épel KAIVIKA ouyyevh
kapdiotrdBeia. (De Stefano et al.,, 2008) H atpnoia g mveupovikAg BaABidag pe
AOIKTO TO HECOKOIAIOKS SId@payua cuvavtaTal o€ ATOPA TTOU PEPOUV OPOJUYWTIA YIO
METAANGEeEIG oe C677T Methylene Tetra Hydrofolate Reductase pe augnuévn
ouxvotnTa. (De Stefano et al., 2008)
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AlayvwoTikA TTpooéyyion:

duoikn e&€Taon:

2NV KAIVIKA QUOIKA €€€Taon KATd Tnv €TMIOKOTTNON TOU veoyvou gival €u@avig n
KEVTPIKN KUGvwaon €18IKA TTEPIE TOU OTOUATOG KAl TWV OQBAAUWY. Z& TTEPITITWOT TTOU
OUuyKANBei o BoTAAAEIOg TTOPOG TOTE N KUAVWOT €ival yEVIKEUUEVN. ZTNV WnAdenon
TNG KOINIGG €ival duvatdv va aTToKOAU@OEi nTTaToPEyOAia o€ TTEPITITWON TTOU N

MECOKOATTIKA ETTIKOIVWVIQ €ival TTEPIOPICTIKOU TUTTOU PE OTTOTEAECHA TO Qipa va pnv
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TTapPOXETEUETAI YPriyopa DIaUECOU AUTOU OTNV APICTEPR KUKAOQOpPIa Kal va AIUvACEl
oTnVv de€IG KUKAOQYOPIA, O€ QUTAV TNV TTEPITITWOT Ol TTEPIPEPIKOI TTAANOI WnAagwvTal
000¢eveig. AKPoaoTIKG n eIkdva TTOIKIAAEI aTTd aTTOUCia QUONPATOG €WG CUVEXEG
Quonpa Adyw Bartol apTnplakou TTOPoU Kal aveTTdpKeIag TNG TPIYAwxIvag BaABidag.
EidIkOTEPA TO QUONPA TNG AVETTAPKEIOG TNG TPIYAWXIVAG BaABidag eival diaoToAIKOU
TUTTOU QKOUCOTO OTnv €0Tia  akpdéaong Tng TpiyAwxivag PBaABidag apioTepd
TapacTepVIKG AOyw Tng TTaAIvOpOUNoNg Tou aipaTog Slauécou auTng. AvtiBeta TO
Quonua TTou TTapdyeTal AOyw Tou avoixtou PBotdAAgiou TOpou eival CUGTOAIKOU
TUTTOU KOl OKOUOTO OTO OeUTEPO ME TPITO HECOTTAEUpIO didoTnua  aploTEPQ.
EmmpdoBeta Adyw artpnaiag TG TTVEUPOVIKAGS BaABidag o deUTEPOG KaPBIaKAOS TOVOG
gival povApng. O TTpwToC KapPdIakdg TOVOG UTTOPEI va €ival Kal autdg Hovhpng
avaloya pe Tov PBaBud taboAoyiag Tng TpiyAwxivag PBaABidag. (Gorla,2022) O
KOPEOWOG TNG OEUIPIOOPAIPIVNG O€ 0EUYOVO OTTWG PETPIETAI DIAdEPMIKG TTapouCIAlel
eAATTLWON AGYW TNG apIoTEPOBEEIAC diaguyrg, To eUpnua auTo €ival AVAUEVOUEVO OTO
TTAQIOI0 TG KUAVWONG Kai gival avaAoyo €ite eTpnBei o1o dvw 1 KATW AKPO.
HAekTpokapdioypdenua:

270 NAekTpOKAPdIOYPAPNUa TTapatnEouvTal Ta UWPnAd P Adyw UuTTEPTPOYIag Tou
0€€IoU KOATTOU Kal N €TMIKPATNON TwV OUVAUIKWY TNG aPICTEPNG KOIAiag ue OeTIKG
émappa QRS otnv | kol apvnTikd émmapua otnv avf (apiotepdg dfovag). ¢
TTEPITITWON UTTOEVOOKAPDIAG IOXAIUIaG OTaV CUVUTTIAPXE! TTaBoAoyia Twv oTEQAVIAiwyY
ayyeiwv, Ta ST diaotAuata kai Ta T cival enpeacpéva. (Fyfe, Edwards and Driscoll,
1986)
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AkTIVvOoypagia Owpaka:

it

TNG TIVEUUOVIKAG PaABidag  pe
40IKTO  PECOKOIANIOKO  dldgppayua,
OTO OTT0i0 €ival gu@avr) Ta upnAda P
KUhata otnv I, apiotepr) otpo@n
TOU agova.
(https://apps.childrenshospital.org/

MML/index.cfim?CAT=media&MEDI

2TNV akTIvoypagia Bwpaka n TVEUUOVIKA aiudTtwaon TTapouciddetal QuOIoAoyIKA N

Melwpévn avdloya e Tov BaBud apiotepodelidg diapuyrs. H kapdiakr aiAouéTa

TTAPOUCIAZeTal EUMEYEDNG AOYW TNG UTTEPTPOQIOG Tou OegIoU KOATTOU Kal KoIAiag atréd

TNV aveTTapkela NG TpiyAwyivag BaApidag. (Gorla,2022)
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MOBILE

Eikéva: AxTivoypagia Bwpoka evog
veoyvoU To otroio €1orxbn otnv MENN
KAl OTnv utrepnyxokapdioypagia €T€0n n
1dyvwaon ThG atpnoiag TNG TIVEUUOVIKNG
BaABidag e ABIKTO TO PECOKOIAIOKO
S1dppaypa. Eivai EUPAVAG n
EKOETNMOOPEVN KapdioueyaAia Kal

Tautoxpova Oev  TTapATNEEiTal auénon

™G TIVEUMOVIKAG

aigdrwong.

Ytrepnxokapdioypagia:

AtroTeAei TNV PéEBODO €KAOYAGC yIa TNV ATTEIKOVION TNG UTTOKEIMEVNG avwHaAiag Kai
TNV TUXOV UtTapgn emmmAéov BAaBuwv Pe TNV XPrion Tou Kopu@aiou Ttrapadupou
ATTEIKOVIONG TWV TECOAPWYV Kapdlakwy KoIAoTATWY. Eival duvath) n akpIiBAg uéTpnon
TWV PEYEBWYV TWV KOIAOTATWY TNG KAPdIAG Kal n atrelkévion pe Tnv uEBodo Doppler
TNG PONAG TOU AiJATOG PECW TOU WOEIBOUG TPHKATOG KAl Tou apThplakou Tépou. O
ONPAVTIKOTEPOG TTAPAYOVTAG YIa TOV KaBopIoud TNG XEIPOUPYIKAG TTapEupaong eival o
BaBuég utrorAaciag NG deCIGg KolAiag. Me tnv BorBeia color-flow kai Tou Doppler
gival duvatdv va ATTEIKOVIOTEN N POA Tou aiyaTog Kal 0 Babudg TTaAivopounong autou
Olapéoou NG TpIyAwxIvag BaABidag. H akpIfr¢ avaTopia Tou TTVEUHOVIKOU SEvEpou
KaBwg Kai Moavég KoINO-OTEQaVIaiEG TUVOETEIG UTTOPET va aTTelkovIoTouv. (Burch et
al.,, 2008) Me tnv PonBeia Twv UTTOTTAEUPIWY TTAPABUpwWY Egival atrapaitnTto va
QTTEIKOVIOTEI N JECOKOATTIKH ETTIKOIVWVIa N oTToia e€A0@aAiel TNV KEVWON TOU AiJaTog
TTPOG TNV CUCTNUATIKI KUKAOQOPIa Kal va HETPNBOUV TTIECEIG EVTOG TWV KOATTWY WOTE
va atrokaAu@Bei TBavr UTTapén JECOKOATTIKAG ETTIKOIVWVIAG TTEPIOPIOTIKOU TUTTOU. H
Mop@oAoyia TG TpiyAwxivag PaABidag atroteAei Paoikd Tapdyovia  yia TNV
TPOYyvwon, n ekTipnon TepIAauBavel To péyebog Tou dakTuAiou (TTou egapTdTal aTrd
T0 MéyeBog TG Oe€idg KoIAiag), Tnv AcimoupyikétnTa TNG PBaABidag kabBwg n
avetrdpkela TG  TpiyAwxivag PBaABidag ponBd woTte va pnv  dnuioupynBouv
oTeEQaVIAiEG TTOPOAKANWEIS KAl TEAOG TNV Hop@oAoyia Twv yAwxIvwv TG BaABidag.
TéNOG n ekTipnon TG 6€€IAG KolAiag TTepIAapBavel ekTOG atmd To PEyEBOG Kal ThV
AEITOUPYIKA avaTodia auTrig KABwGE N KaAUTEPN TTPOYVWON UTTAPXE! OTIG TTEPITITWOEIG

OTTOU €ival UTTOPKTOG O XWPOG £10000u, ££600U Kal TO Kopugaio Tunpa. (Gorla,2022)
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1 Distance = 0.83 cm

Eikova: Kopugaio TapdBupo arreikéviong
TWV TECOAPWYV KAPDIOKWY KOIAOTATWY

(apical 4-chamber view) oTo oT0i0 €ival
EMPAVAG 1N UTTOTTAAOTIKA O€fId  KoIAia e
UTTOTTAQCTIKO BOKTUAIO TPIyAwXIvag PBaABidag
kal n didraon Tou de€lou kKOATTOU. (Jakamy et
al., 2019)

Kapdiakég kabeTnplacuog:

AtroteAei  emrepBariky HEBOSO yia TNV PETPNON TWV TTIECEWV TTOU AVATITUCCOVTOI
OTIG KapdIaKES KOIAOTNTEG KOBWG KAl yIa TV PETPNON TOU KOPESHOU TOU apTnpIakou
aipartog og O2. O1 diatapaxés 0TV KUKAOQOPIa Twv OTEQPAVIaiwY ayyeiwv KaBioTouv
aTTapPaiTNTn O0€ auTOU TOu €idoug TNV ouyyevr] kKapdloTrdbeia va digvepyeital
ayyeioypagia (aoptoypagia he TNV XPAON WTTAAoVIOU) WOTE va diaylyvwoKovTdl Ol
dlaTapax£G oTNV oTePAVIAia KUKAOPOpia 6TTwG N 0TEvwaon Kal va agloAoyeital TTpd Kai
METO-eyXeIPNTIKA. Katd kuplo Adyo eival atrapaitntn n eKkTignon g UTTapéng
Muokapdiou TTou e€aptdTal armmd Tnv de€Id KolAia yia TNV aigdTwaon Tou Kai he Bdon
OUYKEKPIPEVA KPITAPIA OTTWG N OTEVWON 2 1] TTEPICCOTEPWY OTEPAVIAIWY AYYEIWY, TO
MUOKAPSIO TTEPIPEPIKA TNG OTEVWONG va AauBAvel aipdtwon PJEow CUpPIyYiwv Kal n
aTpnoia Tou oTe@aviaiou KOATTou va TiBetal n dildyvwon authg. EmmpdoBeta n
ayyelioypopia PTTOPEi va atTOKOAUWEl AETTTOPEPEIEG OXETIKA PE TNV aAVATOMIA Kal
Agitoupyia NG TpIyAwxivag BaABidag kai Tng &egidg koihiag. (Loomba and Pelech,
2018)( Gorla,2022)

Eikéva: Ayyeioypagie¢ ot oobeveic pe
arpnoia TveupdoviKAG BaABidag pe &BIKTO
MECOKOIANIOKO Oldgpayua TTou degixvouv 1o
Ppacua ™Mg BaputnTag : A)
AeTrToTOIXWUOTIKA O€Id KoIAia Kal Oe€16g
KOATTOG Kal TaUTOXPOVN dIGTACN KOIAOTHTWY
€TTi ooBapng averrdpkelag TNG TPIYAWXIVAG
BaABidag  kar  pepfpavwdoug  TUTTOU
arpnTikf BaABida , B) de€id KolAia pe xwpo
elo6dou  €Eddou  Kkal  Kopuery e
pepBpavwdoug TuTTou atpnTiK BaABida ,C)
0e€ld Kolhia pe pévo Xwpo €10660U Kal
e€6dou Kkal dnuioupyia ocuplyyiou HETALU
0e€1Gg Kolhiag Kal oTe@aviaiwv ayyeiwv, D)
g€l KoIAia  povoxwpn( MOVO  XWPOG
€1I00600U) KOl UTTOTTAQCTIKI] €T PHUWOOUG
TUTTOU atpnaoiag. (Daubeney et al., 2002;
Yim et al., 2018)
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4.4.2.13 ZUvOPONO APIOTEPAS UTTOTTAACTIKNG KAPDIAG

EmidnuioAoyia:

To ocUvdpPOouO APIOTEPNG UTTOTTAACTIKAG KAPOIAG oav Opog TTPOTABNKE yIa TTPWTN
@opd atd Toug Noonan kal Nadas 1o 1958. AtroteAei 10 2-4% TWV OUYYEVWV
kapdioTrabeiwy pe emimTwon 2-3/10.000 (wvTavég yevvhoelg. ETTAéov atToTeAei Tnv
0elTePN O€ ouxvOTNTA ATTOPPAKTIKI) Ouyyevr KapdloTrdbeia TTou eTrnpeddlel Tnv
apiotepr] kapdid. AuTtr] n ouyyevhg KapdioTrdbela TTapoucidldeTal ouxvoTepa o€
dppeva TTapd oe BAAea droua pe avaloyia 1,5/1 kai gival KaBoAIKA BavaTneopa oTn
VEOYVIKNA NAIKia yia Ta GTopa TTou TNV QEPOUV £QOO00V OEV AVTIMETWITTIOTEI XEIPOUPYIKA,
EKTOG OTTAVIWYV TTEPITITWOEWY OTTOU N CUCTNMATIKI KAl TTVEUUOVIKA KUKAoQoOpia gival
Ot I00PPOTTIA PE OTTOTEAECUO va PNV TTAPOUCIACOVTal CUUTITWHATA €wWG O€
MeyaAUTepn nAikia. (Noonan and Nadas, 1958; Mai et al.,, 2019; Cole and
Eghtesady, 2016; Yabrodi and Mastropietro, 2017; Grossfeld et al., 2019; Fixler et
al., 2010; Gordon et al., 2008)

AvaTouIKA TTEPIYPAPN:

H utrotrAacia NG aploTePAS KApdIAg XapakTnEIiCETal atrd UTTOTTAACIA TNG apIoTEPAG
KOINiag w¢ Ocutepelouca BAGBn n otroia €ivar duvaTtdv va TTpokUyel Pe dUo
MNXaviopoug eite Adyw TTapedtTddiong TNG €I0POAG QiUaTOg OTNV APIOTEPR KOIAIa
ecaitiag arpnoiag 1 otévwong TNG MITPogIdols BaABidag eite AOyw TTapeuTTddIong
EKPONAG aipaTtog atd Tnv apioTePd KOIAa e¢aiTiag oTéEvwong 1 aTpnoiag TNG AopTIKNG
BaABidag. Acitoupyikd n TTpwTapXikh BAGRN odnyei otnv aduvauia Tng aplioTePnS
KOINiag va @épel €1 TTEPAG Tov POAO TNG WG CUOTNUOTIKA avTAia. ETiTpocBera, n
EANITTAG avdaTTTuén TOU 0OPTIKOU TOEOU UTTOVOUEUEI KOO TTEPICOOTEPO TNV AEITOUpPYiQ
NG apIoTEPNG KapdIdg w¢g ouoTnuaTiky avtAia. Kard tnv didpkeia NG EUPBPUIKAG
(wng, n aduvapia TTpowbBNONG Tou aipyatog SIOPECOU TNG OTEVWTIKNAG  AOPTIKAG
BaABidaG €£xel WG ATTOTEAECUA VA AUEAVETAI TO PETAPOPTIO TNG APIOTEPAG KOIAIOG Kal
auTr va odnyeitar og utrePTpoPia Adyw TngG augnong Tou £pyou Tng, OTAdIAKA N
apIoTEPA KOIAia SlaTEIVETAI KAl MEIWVETAI N OUCTAATIKOTNTO TNG. O ouvduaouog
oTévwong TG MITPOoEIdoUg BaABidag odnyei o€ peiwpévn TTARPWON TNG aPICTEPAG
KOINiag pe atrotéAeopa Tnv uttoTTAdcia NG Adyw HEIWPEVOU TTPOQPOPTIOU. ZTOV
apIoTEPO KOATTO TO aipa odnyeital dlapéoou Tou WoeIdoUg TPANATOG aToV OeEI6 KOATTO
Kal a1t €KEi 0dNyeiTal 0TV CUCTAPATIKA KUKAOQOpia. H ouyyevrg auTth kapdioTrdbeia
Tapouoidlel éva @doua Baputntag amd atpnoia TNG MITPOEIdOUG Kal AOPTIKAG
BaABidag pe uTTOTTAQOTIKA apIoTEPr] KoOIAia €wg AT UTTOTTAQOTIKEG BaABideg
(oTeEVWTIKEG) ME oplakd pEyeBOG aploTepng KolAiag. H &e€id kapdid avTioTaBUIoTIKA

UTTEPTPEPETAI KOBWG KaAgiTal va avaldpel ekeivn Tov pOAO THG CUCTNUATIKAG avTAiag.
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To peocokolAiakd Sid@payua oTnVv TTAEIOVOTNTA TWV TTEPITITWOEWY €ival akEpalo
woTdCO OTNV TTIEPITITWON TNG ATPNCIAG TNG MITPOEIBOUS PAABidAS UE QUOIOAOYIKO
aopTIKG TOEO PTTOPET VO OCUVUTTAPXEI HECOKOIAIOK €TTIKOIVWVia. ‘ETTeITa, gival duvatov
va UTTdpXEl oTévwaon Tou 1I08PoU TG 0oPTAG N OTToI TTAOPAKWAUEI TNV QIMOTIKA PORA
OTNV ouoTNUATIK KUKAOQOpia. AAAN OuvodO avaTopIK avwUaAia ouvioTd n
oTévwon Twyv TIVEUHOVIKWY @QAefwyv. ETmTAéov eivar duvatdév va OCUVUTTAPXEI
evookapdiakn ivoeAdoTtwon. (Freedom et al., 1976; Von Rueden et al., 1975) Ztnv
OITTAE€000 BECIA KoIAia gival TTIBavO va aveupioKeTal UTTOTTAAGCTIKY apIoTEPA KOIAIa wg
ouvuttdpxouca TraboAoyoavaTtouik BAGRN. (Norwood, 1991; Gobergs, Salputra and
Lubaua, 2016; Tchervenkov, Jacobs and Tahta, 2000) O1 avaTopikoi UTTGTUTTOI TTOU
£€Xouv TauTOTTOINGEI €ival TPEIC: O TTPWTOG UTTOTUTTOC TTOU QVTITTIPOCWTTEUEl TNV
ooBapdTtepn HOPPN aQUTAG TNG ouyyevoug kapdioTrdbeiag trepIAauBdvel aTtpnTikA
MITpOEIdr BaABida kai atpnTiKA aopTikr BaABida pe ammroTEAEOUA N apioTEPA KolAia va
EXEl TNV MOPO®A OXIOWAG Kal N aviouoo aopTrh va €ival UTTOTTAAOTIKY, O OegUTEPOC
UTTOTUTTOG a@opd OTEVWOoN ThG MITPOEIdoUG PBaABidag Kal atpnoia TG AoOPTIKAG
BaABidag pe atrotéAeopa n aviouoa QOPTA va gival UTTOTTAAOTIKA Kal N ApIOTEPN
KoINia va Ttrapoucidlel coBapr] ouoToAIKA OuoAciToupyia availoyn Tou BaBuou
oTéVWONG, O TPITOG UTTOTUTTOG QVTITIPOOWTTEUEI TNV NTTIOTEPN HOPPH KaBwg o1 duo
BaABideg cival OTEVWTIKEG PE ATTOTEAEOUA N UTTOTTAGCIO TNG apPIOTEPAS KAPdIAG va
ecapTdrtal armmd Tov Babud oTéEvwong AUTWV.

2UPTTEPAOUATIKA, UTTEUBUVN OTEVWON WTTOPEI va TTapaTtnenoEi:

1. orTo eTitredo TNG aoPTIKAG BaABidag

2. TEPIE TNG aOPTIKAG BaABidag

3. oTo £mmiTTedO TOU WOEIBOUG TPAUATOG (TTEPIOPICTIKA YECOKOATTIKI ETTIKOIVWVIQ)

4. o7o emimedo TNG PITPoEIdoUs BaABidag

H emBiwon tou veoyvou efao@ahiletal amd Tnv e€€ac@dAlion Bardtnrag Tou
woeIdoUg TPAMATOG (MECOKOATTIKN) €TTIKOIVWVIA) Kal Tou PoTdAAgiou TTOpou
ETTOpéVWG TO CUUTITWHATA TTAPOUCIAZoVTal EVTOG 24-48 wpwv AOyw CUYKAIONG TOU
avoIXToU apTnplakoU TTOPou, OTTOTE TTIPETTEI va Yivel €vapgn ouvexoug €yxuong
mpooTayAavdivng E1. (Roeleveld et al., 2018; Gobergs, Salputra and Lubaua, 2016;
Yun, 2011)
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(c) MS/AA

(b)

(d)

MAJ/AS

Eikéva: Ateikovion Twv ummotUTTwV TNG
UTTOTTAQOTIKAG  apioTeprG  Kapdiag  a)
oTévwan HITPoEIdng BaABida oe ouvouacud
Je aTévwan aopTikAG BaABidag, B) arpnaia
NG MITPoEIdoUg PBaABidag kal arpnaia Tng
aopTIKAG  PBaABidag,  y)oTévwon  Tng
piTpogidoug  BaABidag pe  aTtpnoia NG
QOpPTIKAG BaABidag, &) atpnoia uITpogIdoug
BoABidag o€ oOuvOUaOPO PE  OTEVWON
oopTIKAG BaABidag. (graphic illustration by

MaBog@uaoioAoyia: 2022)

Dr. Raymond Morales)(Yolandee et al.,

To aipya TTou ETTIOTPEPEI OGUYOVWHEVO ATTO TOUG TTVEUPOVEG HECW TWV TTVEUUOVIKWV
QAeBwv oTov aploTePd KOATTO odnyeital oTov BeCI0 KOATTO PHECW TNG MECOKOATTIKAG
ETTIKOIVWVIAG (WOoEI0ES TPUA) Adyw TNG UTTOTTAQGIOG TNG MITPOEIBOUG BaABidag, TnNg
apIoTEPAG KOIAAG Kal TNG aopTIKAG BaABidag. H UECOKOATTIKR €TTIKOIVWVIQ UTTOPET va
€ival TTEPIOPIOTIKOU A UN TTEPIOPICTIKOU TUTTOU, ETTOMEVWG €TTNPEACEl TNV TTOoOTNTA
TOU aipaTog TTOoU 0dnyeiTal TTPOG TIG TIVEUHOVIKEG apTnpies. Ekei To ofuyovwpuévo aipa
QVOUEIYVUETAI PE TO MN OEUYOVWMEVO aija Kal odnyeital Jéow TnG TPIYAWXIVOG
BaABidag otnv de€IA KoIAia kal atTd eKei JEOW TNG TTVEUMOVIKNG apTnpiag otnv degid
KAl OopIOTEPH TIVEUMPOVIKI apTnpia, £éva PEPOG TOU QipaTog TIOU EICEPXETAlI OTNV
apIOTEPH TIVEUMOVIKA apTnpia TrEpVA OTNV OUCTNMPATIKY KUKAOQOpPIia HECW TOU
BotaAAgiou TOpou (deCloapioTepry dlaguyr)) kal TO utTOAoITTo odnyeital OoTnV
TIVEUMOVIKHA KUKAO@Opia yia o§uyévwaon. H avioloa aopTr) aigatwveTal KaBwg 1o aipa
odnyeiTal TTPOg Ta TTOW O AUTAvV, Ot avTiBeon Pe TNV KaTiouoa aopTh n OTToia
QIMATWVETAI KABWG TO aipa KIVEITAI EUTTPOCBEV TTPOG TNV CUCTNUATIKA KUKAOopia. H
TTOCATNTA TOU QiPaTog TToU 0dnyeital o€ KABe KUKAo®opia gival avTioTpOPws avaioyn
TWV avTIOTAoEWV 0€ KABE pia ammd autég. Ev oAiyoig n avaloyia Tou aiparog Trou
odnyeiTal oTNV CUCTNUATIKA 1| OTNV TIVEUUOVIKY KUKAO®Opia egapTdtal atmmd Tov Adyo
TWV TIVEUMOVIKWY QVTIOTAOEWY TTPOG TIG CUCTNUATIKEG QVTIOTACEIS TWV AYYEIWV.
(Sinha et al.,, 1968) Ze autdév TOoV TUTTO OUYYEVOUG KOPBIOTTABEIOG N TTVEUMOVIKA
EVWVETAI JE TNV OUCTNUATIKA KUKAo@opia TTapdAAnAa péow Tou avoixTou apTnpeIakou
Topou TTapd oe oelpd. (Gobergs, Salputra and Lubaua, 2016) H petafoAikr) ogéwaon
AauBdvel xwpa PeTd TNV yévvnon €ite Adyw OUyKAIONG Tou avoixToUu BoTaAAegiou
TTOPOU €iTe AOYyW HEIWONG TWV TIVEUUOVIKWY AVTIOTACEWY OTTOTE N QIUATIKY POr) TTPOG
TOUG TIVEUPOVEG QUEAVETAI, KATA CUVETTEIO N QIYATIKA POr TTPOG TNV CUCTNMATIKA
KUKAOQOpIa JEIVETAI Kal EVEXEI O KiVOUVOG UTTOAPOEUONG TwV I0TWV. AVTIBETO €AV Ol

QVTIOTAOEIG OTNV TIVEUUOVIKA KUKAO@Opia au¢nBolv TOTE n AIYATIKF) POr TTPOG TNV
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OUCTNHATIKA KUKAOQOpPIa au&AveTal, O QUTHV TNV TTEPITITWON SPWG €ival UTTOPKTOS O
Kivdbuvog Tng utrogaiyiag. Emmopévwg n 100ppoTria Twv avTIOTACEWV Twv OUo
KUKAOQOPIWV TTPETTEl VA €GACPANICETAl WOTE Ol I0TOI va apdeUovTal PE ETTAPKWG
OEUYOVWHEVO aipa Kal va PNV EKONAWVETAI CUPTITWHATOAOYIO.

FeveTikA aiTioAoyia:

To oUvdpouo UTTOTTAACTIKAG apIoTEPNS KapdIdg uTTopei va ouvoieTal e auvdpoua
OTTWG TpiIcwpia 13, Tpicwpia 18, Down, Noonan, Holt Oram, Jacobsen, DiGeorge,
Turner, Ellis van Creveld o6mmwg trpoava@épbnke. Ooov apopd TIG HOVOYOVIBIOKES
METOAAGEEIC €xel aveupeBei 0TI TTapaAAayég apiBuou avtiypdewyv (CNVS) ota yovidia
GATA4 Tou [pioketal o010 Xpwuéowua 8p23.1, MYH11l Trou Ppioketal OTO
Xpwuoocwua 16p13.11, GJA5 T1ou [pioketal O0TO0 Ypwuoocwupa 1g21.2 £xouv
OUOYXETIOTEI PE TNV OUYKEKPIMEVN oOuyyevr KapdiommdBeia. (Carey et al.,, 2013)
EmmpdoBera petaAAageig oto yovidio NKX2-5 1o otroio BpiokeTal 0TO XpwWHOCWHO
5g35.1 odnyouv oTov idlo gaivotutro. (McElhinney et al., 2003; Benson, Martin and
Lo, 2016; Stallmeyer et al., 2010) Mo ocuykekpiyéva o€ PIa PEAETN ATOPWY ME
UTTOTTAOCIa TNG apIoTEPAS KAPSIAG TAUTOTTOIRNONKE PIa TTapavonuaTikr HETAAAAEN oTo
yovidlo NKX2-5. (McElhinney et al., 2003) ‘Etreita o€ gia GAAN YeAETN TauTOTTOIRBNKE
eTEPOCUYWTIA 0€ £va aTTO TA VVEA UTTO PEAETN TTEPIOTATIKA YIA pIa ETAANAEN OTO idIO
yovidlo, R25C, n petdA\a&n aut odnyei o€ oUVOPOPO UTTOTTAACTIKAG APIOTEPNAG
Kapdidg pe atpnoia TG QOPTIKAG Kal uITpoegidoug PaABidag oe ocuvduaoud e
MECOKOIAIOKE ETTIKOIVWVIa JIKpoU peyEBoug. (Stallmeyer et al., 2010) MetaAAGEeig oTo
yovidlo HAND1 1o oTroio BpiokeTal 010 Xpwuoowua 5932 emmiong cuoxetifovTal e
aploTepr) UTTOTTAQOTIKA KolAia. (Reamon-Buettner et al., 2008) 'Exel Tepiypagei pia
OIKOy£vela aTnv oTToia dUo adép@ia TTEBavav aTnv VEOYVIKN TTEPIod0 YE TNV auToyia
va dgixvel UTTOTTAOCIA TNG apIoTEPAG KOIAIAG YE aTpNnoia i UTTOTTAOCIO TOU QOPTIKOU
OTOMIOU Kal avoixTd WOoEIBEG TPAUa O€ ouvduaoul HE avoixTd BOTAAAEIO TTOPO.
Ympée oTnV OIKoyévela pia yévvnon Bvnolyevolg veoyvoU OTO OTT0I0 wWoTOOO0 Oev
TIPAYMOTOTTOINBNKE auTowia Me aToTéAeopa Ta aimia Bavdtou va Trapapeivouv
ayvworta. (Brekke, 1953) EmTpooBeTa £x0uv TTEPIYPAPE] TTEVTE OIKOYEVEIEG Ol OTTOIEG
TTEPINOUBAVOUV BEKATPEIG TTAOXOVTEG ATTO TO OUVOPOWO TNG UTTOTTAACTIKAG OPICTEPNG
Kapdidg kal  PAMIOTO  UTTOOEIKVUETAI  QUTOOWWMIKA  UTTOAEITTOPEVO  TTPOTUTTO
KAnpovounong. ZTnv TTpwTn oIKoyEveld N untépa cival IpAavdr kal o ratépag AyyAog
XWPIG 10TOPIKO ouyyevoUg KapdIoTTdbeIag, ol OTroiol atrékTnoav €vav uyif atTéyovo
XPOVIKG avaueoa ota dU0 adEp@ia TTou £Qepav TNV ouyyevh Kapdiotrdbela. Ztny idia
olkoyévela dUo atrd TOUG OTTOYOVOUG TTOU TTPOEKUWaV ammd Tnv dlacTaupwaon Tou
£TEPOBAAOUG adePPOU TOU TTATEPA KAl TNG TTPWTNG £adEPPNG TNG INTEPAG €Pepav TNV

ouyyev) kapdiotraBeia.(Shokeir, 1971) Ztnv 0e0TEPN OIKOYEVEID Ol yoveig ATav
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OeuTepa EadépPIa Kal N dlaoTaUupworn Toug odrynoe otnv dnuioupyia dU0 aTTOYOVWY
evOg ayoploUu Kal evog KopITaloU ol oTroiol KatéAngav tTnv £Bdoun kal évarn nuépa
QvTiIOTOIXA aATTO CUP@OPNTIKN KAPOIOKA AVETTAPKEID OTO £0AQOG TOU CUVOPOUOU
UTTOTTAOCIAG TNG apIoTEPAG KoIAiag. YTApge évag uying amoyovog amd authi Thv
olkoyévela. (Shokeir, 1971) Xtnv TpiTn OIKOYEVEIQ OI YOVEIG ATAV UYIEIG, N UNTEPA €iXE
TpEIG atmofBoAEg, dUo aydpia Ta otroia TTEBavav Adyw Tou GuvOPOUOU TNG UTTOTTAGGCIOG
NG apIoTEPAS KoIAiag kal dU0 @uoloAoyikoUg atroyovoug. (Shokeir, 1971) ZTnv
TETAPTN oOIKoyévela n OlacTalpwon METAEU OUo OITTAG TTPWTWV EadéAQwv TTOU
MoipdlovTal TOUG TTPOTTATITTOUdES €XEl WG ATTOTEAECOHA OUO ATTOYOVOUG WE TNV &V
AOyw ouyyevn kapdlotrdbeia TTou amefiwoav ouvtoua PETA TNV yévvnon Kal GAAoug
TpEig uyieic atmmoyoévoug. (Shokeir, 1971) Ztnv TEUTITN oikoyévela otnv Il yeved TTapoT
Oev ouvERN emiuigia TTpoékuwav dUo atrdyovol JE TNV ouyyevn Kapdiotrdbeia, otnv IV
yeved ouvéRn dlaoTtaupwaon OelTepwY £CAdEAQWY PE ATTOTEAECHA va TTPOKUWEI £vag
aTrOyovog HE CUVOPOMO apIoTEPNS UTTOTTAACTIKAG KAPDIAG Kal dUO QUOIOAOYIKOI
atroyovol. (Shokeir, 1971) Ze pia emONUIOAOYIKN) HEAETN OTTOU PEAETHBNKavV 38 dToua
TToU £Qepav TO OUVOPONO TNG UTTOTTAACTIKAG apIoTEPAS KAPdIAG, TTapatnenénke ot
o€ mo000T0 19,3% n ouyyevng autr KapdIoTTaBeIa eu@avifeTal O TTPWTOU PaBuoU
OUYYeveiG. Z& TTooooTO AlyéTePO attd 1% gu@avifeTal oe deuTépou BabuoU Cuyyeveig
evw o€ TpiTou Babuou ouyyeveig epgaviCetal o TmooooTd 1,8%. Ta Trapamdvw
OTOIXEia TMOTOTTOIOUV TNV OIKoyevh TTPodIdbean yia Tnv eu@Avion Tng ouyyevoug
auTAg kapdiommdBeiag. (Loffredo et al., 2004) H TTapeuttddion TNG KUKAO®OPIaG Tou
aigatog otnv apioTepr Kapdid UTTopel va o@eileTal o€ éva QACHO QAVWMHOAIWY JE
ONMAVTIKOTEPN TNV UTTOTTAQCIa TNG apIOTEPAS KOIAIGG €wg TNV ATTIO OTEVWON TNG
00pPTIKNAG BaABidag, TNV I0OUIKA OTévwon TNG 0OPTAG Kal TO UTTOTTAACTIKO QopTIKO
T6€0. ZTnV TIPWTN OIKOYEVEID OIaPAiVETaI €va QUTOOWHIKA ETTIKPATEG TTPOTUTTO
KAnpovovikOTNTag KaBwe o€ KABE yevIA UTTAPXOUV TTEPIOTATIKA PE TTAPEUTTODION TNG
AgiToupyiag TG aploTepdg Kolhiag. ‘Exouv aveupeBei owpaTikéG PETAANAEEIS OTO
yovidio GJA1l Trou kwdikotrolei Tnv Kovvegivn 43 o€ aobeveig pe ummoAacia Tng
apIOTEPNG  KOIAIOG, QuTEG  TTEPIAAPPBAVOUV  QVTIKATAOTACEIG,  TTAPAVONUATIKEG
METOAAGEEIG Kal TToAupop@iopoUg. (Dasgupta et al, 2001) Xe dU0 peAETEG TA
oedopéva TTou €xouv AneBei TTapatréutouv oTo OTI N UTTOTTAQCIO TNG APICTEPAG
KapdIdg eival TToAutTapayovTikég aiTioAoyiag. (Brownell and Shokeir, 1976) (Holmes
et al., 1974)H didyvwon Twv Povoyovidlakwy METAAAEEwY yiveTal pe Tnv Pondeia
TTAvEA yovidiwv evw ol TTapaAAayég apiBuoU avTiypd@wy JTTopouv va eVTOTTIOTOUV WE

TNV BorBeia popiakou kapudTtutrou. (Carey et al., 2013)

[225]




Ewévo: Hapdaderypa
YEVEOAOYIKOD  dEVOPOL  OTO
omoio TOPOTPOVVTOL
TMEPLOTATIKA [LE VTOTANGIO TNG
aplotepnc Kapdidc. (Shokeir,

- |
! _6 lioé b é b T h b h [j Uﬁ (5 [5 b Hynoplastic lgf hear Rk

itocted |
Unaffscled i

HYPOPLASTIC LEFT HEART
AFFECTED B
umarrecTen [

Ewova: T'evearoykd
S€vOpO 01KOYEVELNG OTTOL M
dactavpmon devtepov
eEadélomv odnynoe ommv
oovpylo.  amoyévev  ue

(5 ‘,ﬁ \ oOVOpOLLO apLoTEPNG

VTOTAQGTIKNG KopOag.
(Shokeir, 1971)

DES.  J.8.
11-8-1908

HYPOPLASTIC LEFT HEART
arrecren I}
unarrecTeD [

0évOpo  OIKOYEVELDG — UE
EULPAVION TOVL GLVIPOUOL

1 2 3 4
I D_l O D__O Ewova: T'evearoyiko

n (] D/b S HS S O & | i tan o
m CLC’T "R R
N}t

CH.

[226]




HYPOPLASTIC LEFT HEART
Ewéva: Tevearoyd dévdpo
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2005)

H kAiviKii €ikOva Twv aoBevwv pe UTTOTTAAOTIKA apioTepr] Kapdid e{apTtdral o€

MEYGAO BaBudé amd v Bardmra Tou PoTaAAeiou TTdpOU,

T0 MEyeBOG NG

MECOKOATTIKAG ETTIKOIVWVIAG KAl TIG AVTIOTACEIG TNG TTVEUPOVIKAG KUKAOQOPIOG. Z€
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TTEPITITWON PN TTEPIOPIOTIKOU WOEIBOUG TPAUATOG N KAIVIKA EIKOVA QUECWG PETA TNV
yévvnon eival Ao KoBwg PECW Tou avoiXToUu apTneIakoUu TTOPOU Kal woEeldoug
TPAMATOG £Ca0PAAIETAI N CUCTNUATIKA KUKAOQOpia. QOTOC0 PETA TNV OUYKAION TWV
ETMKOIVWVIWY auTwWV  OTIG 24 £€wg 48 wpeg CwNAG, N KAIVIKN €IKOva ypryopa
QVTIOTPEPETAI JE TNV EYKATACTAOH EIKOVAG KUKAOPOPIKAG KATATTANEIag pe TayxutTvoida,
Taxukapdia, OuoTvoia, Kudvwon, uttoBeppuia, ARBapyo, MeTaBOAIKA offwaon,
oAlyoupia 1Tou KataAnyel e Bdvaro. Adyw TNG QIPATIKAG UTTOApdEucnS Twy 1I0TWV
TapatnEoUVTal CUUTITWHATA OTTWG  EYKEQPAAIKN IOXAIMIa ,VEQPIKA aveTTApKEIQ,
NTTATIK QVvETTAPKEIQ, VEKPWTIKA EVTEPOKOAITIOO Kal Kapdlakr 1oxaiuia. ['a Tov Adyo
auTéd eival atrapaitnTn n diaTApnon TNG PaTdTNTAG TOU APTNEIAKOU TTOPOU KAl TOU
WoEIdOUG TPNHUATOG PE XOoprynon TTpooTayAavOIvVwyV. 2€ auTdv TOV TUTTO GUYYEVOUG
kapdioTrdBelag n xopriynon ofuyovou emoOeIivwvel TNV KAIVIKA €IKOva KaBwg To
0&uyOVOo MEIWVEI TIG AVTIOTACEIG OTNV TTVEUNOVIKI] KUKAOQOPIO JE OTTOTEAEGHO QUTA va
OEXETaI TTEPICOOTEPO aipa avTi va SIOXETEUBEI 0TV CUCTNUATIKI KUKAO®OpIa PEOW
TOU avoixToU BoTaAAgiou TTOpou.

2€ TTEPITITWOTN TTEPIOPIOTIKOU WOEIBOUG TPANATOS OTO 2-5% TWV VEOYVWYV N KAIVIKA
€IKOVa €ival OpaAPATIKN) ME €vTOovn Kudvwaon Kal avaTtrveuoTIK duoxépeia atrd Tnv
yévvnon. Edv dev utrdpéel dueon mapéufacn yia dielpuvon TNG HECOKOATTIKAG
ETTIKOIVWVIag TOTE oUvTopa gykaBioTatal kapdioyevég ook Kal Bdvatog. (Green, Pye
and Yetman, 2002; Brooks and Penny, 2008; Abu-Harb et al., 1994; Vlahos et al.,
2004; de-Wahl Granelli et al., 2009)
AlayvwoTIKA TTpocéyyion:
AlpgaToAoyikég e€eTdoEIG:

210V BIOXNUIKO €AeyXO TOU QipOTOG EAEYXETAI N KPEQTIVIVR KAl N oupia aipyarog ol
OTTOIEG €ival AugnUEVEG OE TTEPITTITWON VEQPPIKAG QVETTAPKEIAG, ol TIUEG SGOT Kai
SGPT epgavifovtal augnuéves Adyw aidaTIKRG uttodpdeuong Tou ATTATOG. H yevikA
aipgatog gival Xproign Kabwg atmokaAUTITeEl Ta eTTiTTeda TNG aioo@alpivng, KabBwgs n
VEOYVIKI avaigia avikel otnv O1agopikr Ol1dyvwon €pOooV UTTOPEI va TTPOKAAECEI
Kapdloyevég oK. Ta agpla Tou apTnEIakoU aigaTog gival Xprioiua yia tnv diayvworn
NG METABOAIKAG 0&éwang.
MaApik Oguperpia:

H avaueign TnG ouoTnUATIKAG KOl TIVEUPOVIKAG KUKAOPOPIAG €XEl WG ATTOTEAECUA TV
TITWON TOU KOPETHOU TNG O&UaIOCPaIpivnG o€ 0EuyOvo € TTOCOOTO PETAEU 75-85%
OTTWG peTpdTal Pe TO OIadepuikd oUupeTpo. To yeyovog autd eubBlvetal yia Tnv
EUPAVION TOU CUNTITWHATOG TNG Kudvwong. Eival ammapaitnto oe 6Aa 1a veoyvd va
eAEYXETAI O BIABEPUIKOG KOPEOHOS TOU OEUYOVOU TTIPIV KAl PETA TNV OUYKAION TOU

BotaAAgiou TTépou, apxiké oTo Oegi Avw AKPO Kal ETTEITA OE OTTOIOBNTTOTE KATW AKPO.
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Ta veoyvd pe TTOBOAOYIKEG TIUEG Ba TTPETTEl va TTAPATTEUTTOVTAI VIO TTEPAITEPW
KapdioAoyikd éleyxo pe utrépnyxo. (Fillipps and Bucciarelli, 2015)

Akpoéaon:

Katd tnv didpkeia TnG akpodaong TG Kapdidg dIATTIOTWVETAI N TTAPOUCia JOoVHPoug
duvaTtol deUTEPOU KaPdIaKoU TOVOU O€ TTEPITITWON aTpnaiag TNG aopTiKAG BaABidag.
EmmpdoBera, civar akouoTtd €éva  pPn  €0IKdO OUCTOANKO @UOonuUa apioTePd
TTapPACTEPVIKA, WOTOCO CE QPKETEG TTEPITITWOEIS OV UTTAPXEI KAV AKOUCTO QUONua.
2TNV QVTIKEIMEVIKN €&€Taon OlaTTIoTWVOVTAl aoBeveic TTEPIPEPIKEG OQPUEEISC Adyw
XOUNANG OUCTNPOTIKAG aigatikAg pong. EmmAéov diatmoTwveTal Kudvwaon dEpUaTog
Kalr  uyxpd dkpa. 2mv  wnAdenon TnG  KOIANIOKAG XWPag  OIaToTWVETal
NTTatocTTAnvopeyaAia Adyw TTapapovAg augnuévng TToodTNTAG aiaTtog oTnv QAEBIK
KUKAOQOpIia aTa TTAQiCIO GUUE@OPNTIKAS KAPDBIAKAG QVETTAPKEIQG.

AkTIVOypa@ia Owpakog:

21NV OKTIVoypa®ia Bwpakog dIaTmoTwVETAlI KapdlopeyaAia kal augnuévn aigdtwaon
TWV TIVEUUOVIKWV TTESIWV. TNV TTEPITITWON TOU TTEPIOPIOTIKOU WOEIBOUG TPAUATOG

avaTrTiooeTal TTveupoviké oidnua. (Bardo et al., 2001)

—— x5

Eikéva: AkTivoypagia Bwpakog o€
aoBevr) e UTTOTTAQCTIKI QpPIOTEPR
KapdId OTnv OTToia aTTEIKOVICeTal N
kapdiopeyaAia, n auénuévn
QINATWON Twv Tveupdvwy, To stent
diavoi¢ng Mg MEOOKOATTIKNAG
ETTIKOIVWVIAG Kal  OTTEipEG  MPETAEU
TIVEUMOVIKAG  apThpiag Kol  é0w
MOOTIKAG apThpiag au@oTepdTTAEUpa.
(Williams et al., 2007)

HAekTpokapdioypdenua:

210 nAekTpoKapPdIoYPAPNUa Ta gupriuata gival auBAuxpd KaBwg n uTTEPTPOPia TNG
0e€1a¢ KoINiag €ival avapevopevo eUpnua o €va veoyvo Kabwg oTnv euPpuikn
KUKAo@opia n oucoTtnuatik avtAia TG kapdidg civalr n &egid kolAia. Mépav auTig
TTapatnpeital de€Id oTPOPr) Tou GEova Kal UTTEPTPO®ia Tou deflou KOATTOU (R OTIG
0e€IEC atTaywyég). Ze TePITTTwon KAapdIoKAG IoXaIdiag TTapatnpolvTal aAAayEG OTO
ST-T kupa. (Monaco et al., 2015)
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Ytrepnyxokapdioypagia:

/\'w /LA-

H umrepnxokapdioypagia atroteAei v péBodo didyvwong
apIoTEPNG KapOIAG Kal ouvABwG TTpayuaToTrolEiTal og emTeiyouca PAan oTo £€5agpog
NG METAROAIKAG ofEwong TTou avamTuooetal. Mo ouykekpigéva KaTadelkvUeTal n
utTtoTTAGCia TNG apioTePAS KoIAiag, TNG MITPOEIdoUG Kal aopTiKAS PBaABidag , Tou
QOPTIKOU TOEOU. Zuvdaua o 0e€16¢ KOATTOG, N Oe€Id KolAia , n TpiyAwxiva BaABida kai n
KUpIO TIVEUUOVIKA apTnpia avTioToBuIoTIKG disupuvovTtal. EmmimmAéov  ptropei va
avaTTapaoTaBouv ouvodEg avaTopiKEG BAABES OTTWG N 1I00UIKA OTEVWON a0PTAG . 2TO
Tapdbupo atmmeikdvIonNG Twv TEOOApwWY KoIAOTATWY gival gu@avAg n dlagopd
MeyéBoug peTalu Twv dUo koldlwv. Me Tnv BorBeia Tng atreikdviong Doppler eivai
ouvaTtov va dlayvwoBEl N TTEPIOPICTIKOU TUTTOU PECOKOATTIKR ETTIKOIVWVIA AOyw Tng
onuIoupyiag jet alaTikAG POAS WE UWNAR TaxUTnNTa Kal va JETPNBOUV Ol TTIECEIG EVTOG
TWV Kapdiakwyv OSlauepiopdtwy. MAEov 0 KapdIakog Kabetnplaoudg dev Bewpeital
ATTaPAiTNTOG OTNV dIAYVWaon TOU CUVOPOUOU TNG ApIOTEPAS UTTOTTAACTIKNG KAPBIAG,
KaBwg n utrepnXokapdioypaia TTPooPEPEl OAEG TIG ATTAPAITNTEG AETTTOUEPEIEG. TENOG
pTTopEl va dlevepynOei uTTéEPNXOG OoTNV KOIAIQ yia TNV avadeign mlavwy ETTITTAOKWYV
QTToé TNV QIPJATIK UTTOAPOEUCT TWV VEPPWY KAl ToUu ATTATOG. XTOV €YKEQAAO O
UTTEPNXOG TTPAYMOTOTTOIEITAI OTNV TTPOCOIa TNy WOTE va EVTIOTTIOTOUV TTIBAVEG
BAGBeg Aoyw utroaipdtwong. (Glauser et al., 2011; Rosti et al.,

2011)

1990; Nguyen et al.,
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Eikéva: Ymepnyxokapdioypa®iky €Ikova
TWV TEOOAPWV KOINOTATWY TNG KapdIdg
(postnatal) ME armeikévion ™mg
UTTOTTAQOTIKAG  apIOTEPAG  KOINiOG — ME
ouvodd evdokapdlakr IvoeAdoTwon. RA:
right atrium, LA: left atrium, RV: right

ventricle, LV: left ventricle.(Wenners et al.,

4.4.2.14 AMIaKOTTTOMEVO AOPTIKO TOEO

EmidnuioAoyia:

H emimrmwon Tou OIaKOTITOPEVOU aopTIKoU TéEou eival Trepittou 2 ava 100.000
(WVTAVEG YEVVNOEIG. Z€ TTEPITITWON TTOU OEV YiVEl XEIPOUPYIKA €TTEURACN AGuECa TO
90% TwV veoyvwy KaTaAnyel oTiG 4 TTpWTES NUEPES CWNAG. (Stolf et al., 2013)
AVaTOMIKA TTEPIYPAQN:
2€ auTtév Tov TUTTO OUYYEVOUG KaPBIOTTABEIag SIaTTIOTWVETAI SIOKOTTA TNG CUVEXEIOG
METAEU aviouoag Kal kKatiouoag aopTthg. Kard ouvémeia, n aidTwon Tou THAPATOg
TTPIV TNV OIAKOTT TTPAYMATOTTOIEITAI OTTO TV APICTEPH KOIAIQ VW PETA TNV OIOKOTTA
a1ré TOV BOTAAAEIO TTOPO O OTTOIOG TTPETTEI Va TTapauEivel Batdg. H diakot auTr) TnG
OuVEXEIDG PTTOPEl va gival €ite TTAAPNG 1 va evwvovtal amd pia vwdn Taivia.
(Weerakkody, 2009) To dIOKOTITOMEVO AOPTIKO TOEO CUXVA WUTTOPEI va ouvodeUETal
OO EMPEPOUC AVATOMIKEG QAVWHAAIEG OTTWG HPECOKOIAIOKA ETTIKOIVWVIQ, KOIVO
apTNPIOKO KOPWO, UTTOTTAGCIa KOIAIWY, avwWuaAn €keuon Twv PeydAwv ayyeiwv,
UTTOOOPTIKH 1] UTTEPAOPTIKN OTEVWON KAl aTpnoia TNG aopTIKAG BaABidag. & oTTAvIEG
TEPITITWOEIG aTpNnaiag TNG aopTIKAG BaABidag ptropei va rapatnenBei €¢dptnon Tng
oTe@aviaiag KukAogpopiag atrd Tov KUKAO Willis kaBwg 1o aipa kiveital TTaAivopoua
Katd PAKOG TNG KapwTIBIKAG Kal aopTIKAG TTopeiag. (Tannous, Moulick and Jonas,
2006) H ta&ivéunon Tou dIakoTITOPEVOU QOPTIKOU TOEOU €ival o€ TPEIG KaTNyopieg UE
Baon Tnv Béon oTnv otroia TTapartnpeital N acuvéxeia. Mo ouykekpiyéva oTov TUTTO A

n OIOKOTTH EVTOTTICETAI ATTW TNG £KQUONG TNG APICTEPNG UTTOKAEIdioOU apTnpiag Kal
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agopd 10 40% TWV TTEPITITWOEWY, OTOV TUTTO B n dlakoTr) BpiokeTal YETALU TNG
£€KQUONG TNG aPIOTEPAG KOIVAG KApWTIOOG Kal TG ApPIOTEPAG UTTOKAEIDIaG apTnpiag
TToU a@opd 10 50% TWV TTEPITITWOEWV Kal oTov TUTTO T n d1aKOTT BpiokeTal yyus TNG
€KQUONG TNG apPIOTEPAG KOIVAG KApWTIdOG apTnpiag Kal apopd TrePIiTrou 70 5% Twv
TEPITTWOEWY. KABe TUTTOG PTTopEi va diaipedei Tepaitépw OE TPEIG UTTOTUTTOUG JE
Baon tnv pop@oAoyia TNG UTTOKAEIdioU apTnpiag o€ UTTOTUTTO A UE QUOIOAOYIKNA
UTTOKAEII0 apTnpia, o€ TUTTO B pe avwuaAn de€id uttokAgidio aptnpia kai o€ 100 [
oTov oTroio n 6e€Id UTTOKAEIBIOG apTnpia ek@ueTal attd Tov Oefi PoTAAAEIO TTOPO.
(Sakellaridis et al., 2010) EupBpuoAoyikd To SIGKOTITOPEVO QOPTIKO TOEO TTPOKUTITEI
Katd Tnv dIapKela TNG 515-7" ¢BSouadag KUNoNG oTroTe oxnUaTieTal To aopTikd TOEO.
AMNAN Bewpia n otroia utrooTnpEilel 6T 01 KAPOIOKES OONES avaTTTuooovTal Je Baon Tnv
QIMATIKA por] eviog N dlapéoou auTtwy, Bewpei To DIOKOTITOUEVO QOPTIKO TOEO WG
QTTOTEAECUA TNG MEIWHEVNG PONG aipaTog dIauéCOU TOU GOoPTIKOU TOEou. (Tannous,
Moulick and Jonas, 2006; Patel, Maldjian and Lovoulos, 2015; Varghese et al., 2015)

(Schreiber et al., 1997; Sato et al., 2011; Dillman et al., 2008)

LCC | sa

\J

Eikéva: ATreikovion Twv TUTTwv
OIAKOTITOUEVOU QOPTIKOU TOEOU.
LSA left subclavian artery, LCC
left common carotid artery, 1A
innominate artery, AO aorta , PA
pulmonary artery, DA ductus
arteriosus. (Bravo-valenzuela,

Borges Peixoto and Araujo Junior,

2017)

MaBoguaioAoyia:

H acuvéxeia petagu avioloag Kal KaTIouoag AopTAG €XEI WG CUVETTEIA TNV AINATWON
TOU GVW PEPOUG TOU OWHATOG ATTO TNV apIoTEPA KOINia pEOw TNG aviouoog aopTAG
Kal TOU KATW PEPOUG TOU OWHATOG aTTd TNV O£gId KOoIAia péow TNG KATIOUOO Q0PTAG
Kal Tou BoTtaAAgiou Tmopou. H UTTapén PECOKOINIOKAG ETTIKOIVWVIAG eEao@aAilel TNV
Olox£TEUON QiPaTOG PE PEYOAUTEPN OUYKEVTPWON 0€ 0EUYOVO OTO KATW PEPOG TOU
OWHATOG KABWS TO 0EUYOVWHEVO aipa TNG aploTEPAS KOINOG avapelyvueTal Je TO
QAEBIKS aipa TNG BECIAG KOIAIaG Kal atrd eKei TTPOWOEITaI OTNV KaTiouod AoPTH.
FeveTikn aitioAoyia:

To OIOKEKOPPEVO QOPTIKO TOEO OTTWG TTpoavaPEéPONKE CUVOEETAl PE TO OUVOPOUO
DiGeorge ka1 CHARGE, Ta otroia Tapoucidfouv aAANAOETTIKAAUWN 0oV apopd ToV
@aivoTutro. (Corsten-Janssen et al., 2013) Mo cuykekpipéva oto 50% Twv acBevwv

TTOU @QEPOUV TNV OUYKEKPIYEVN ouyyevr) KapdioTrdBela uttdpxel diaypa®n MAKoug
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mepimou 1,5-3 Mb omnv Treplox) 22qll1.2, otnv TEPIOXA QUTAH  JTTOpPEl va
oupTtrepIAauBaveTal To yovidlo TBX1 10 oTroio oxeTideTal pe 1o ouvdpopo DiGeorge.
(Goldmuntz et al., 1993) To OIOKEKOPPEVO QOPTIKO TOEO TUTTOU B €XEl CUOXETIOTE g
T0 ouvdpopo Pourfour du Petit T0 oTroio OxetiCeTan pe PovOTTAcUpn Pudpiaon,
eEWEPOAAUO Kal TTTwon PBAs@Epou AOYyw UTTEPOPACTNPIOTNTAG TOU CUMTTAONTIKOU
ouoTAHaTOG. (Serra et al., 1986) MetaAAd&Eeig oTo yovidlo NKX2-5 TTou BpiokeTal 010

Xpwuoocwua 5g35.1 £€XOUV OUOCXETIOTEI €TTioNg ME TNV €&V AOYyW OUyyevA

kapdiotrdBela. (McElhinney et al., 2003)

Ewova: FISH dwdwacio og
Vo acBevelg Le doKeEKKOUEVO
aoptikd T6E&0 TOMOL B. To
Bélog detyvel éva Kevipopepég
probe gAéyyov evd to Tpiyovo
deiyver to test probe scFb5.
Ymv  mpdTN  €IKOVO  TO
ypopocopo 22 mopovctalet
VPpOIGHd Kol Yy To V0
probes, pe anotéheopo vo unv
VIAPYEL OlOYpPOP] EVD GTNV
debtepn  ewdvo  TO0  éva
ypopdcopa 22 dev éyel test
probe pe omotéhecpo  va
vrapyer dwypaen. (Lewin et

al., 1997)

KAIVIKA €IKOva:

To veoyvd Oev TTapoucidlel ocuuTITwuaToAoyia PEXP! TNV OUYKAEIon Tou BoTaAAgiou
TOpOU n oTtroia odnyei 0TV €KONAWON KAPDIOYEVOUG OOK TTOU €KONAWVETAI WG
METABOAIKY) 0&éwaon oTov veoyvo yia autd eival armapaitntn n diarpnon Tng
BatéTnTag TOU PE €yxuon evOOQAEBIag TTpooTayAavdivng E1. H mAeiovétnTa Ttwv
VEOYVWV HE DIAKOTITOUEVO QOPTIKO TOEO dlaylyvWOKOVTal OTNV VEOYVIKN NAIKIa evTog
O0Uo eRdopGdwv amd Tnv yévvnon AOyw TngG £vapéng CUMPTITwUATOAOYIaG atmd Tnv
OUYKAEION TOU apTNEIaKOU TTOpou. QOTOCO O€ KATTOIEG TTEPITTITWOEIG OTToU gV
OUYKAEgieTal autopaTa o BOTAAAEIOG TTOPOG 1 N KUKAO®OpIa £I00PPOTTEITAI JECW TNG
MEOOKOINIOKAG ETTIKOIVWVIAG, gival duvaTov n d1dyvwon va KaBUOTEPEI WG TNV TTAIBIKN
nAikia. (Suntratonpipat et al., 2015) To veoyvd mmapoucidlel SUCKOAia oTnv aiTion,
A\Bapyo, TaxuTTvola ,avaTiveuaTiKr) QUOXEPEIQ, avoupia, Kudvwan oTo KATwW HEPOSG
TOU OWHATOG Adyw uTtodpdeuong TnG Katiouoag aopTig 6tav o BoTdAAelog TTOPOG
00¢elel TTpog oUYKAIoN. AAAN ekdAAwaonN atroTeAei N avBeKTIKA UTTEPTOON N OTToIa

ekdnAwvetal oe peyaAutepn nAikia. (Murphy et al.,, 2019) BiBAioypa®IKa EXel

[234]




avoepBei  TTEPIOTATIKO pE TUTTO B diakomtéuevou aopTikou TOLOU TO  OTT0IO
TTapouciaoe Horner's guvdpouo Pe TITwon BAe@dpou, YUon Kal PEIWMPEVN EQidpwan
OTNV apIoTePN TTAEUPA TOU TTPOCWTTOU AdYyw TTiEONG TOU CUPTTAONTIKOU TTAEYHATOG
amoé TNV dI6yKwon TUAUatog Tng aopTig. (Beeresh et al.,, 2013) XTmi¢ €TTITTAOKEG
KATATACOETAI N dNUIOUPYIa PHIKPOAVEUPUOUATWY KATA PAKOG TWV AYYEiWY, N KapdIakn
QVETTAPKEIO Kal N VEQPPIKA avettdpkela. (Stolf et al., 2013; Sakellaridis et al., 2010;
Patel, Maldjian and Lovoulos, 2015) H kAivikj €ikéva BpduBwong Tng aopTng
OMOIGLEl e eKEiVN TOU DIAKOTITOMEVOU OOPTIKOU TOEOU OTTOTE Ba TTPETTEl va TiBeTal
oTtnv diaopikr didyvwaon. (Neal, Mattishent and Reynolds, 2013)
AlayvwoTIKA TTpoocéyyion:
duoikn egétaon:

21NV TEPITITWON OIaKOTITOUEVOU aopTIKOU TOLou OIATTICTWVETAI N KUAVWON OTO
KATW PEPOC TOU OWHATOG KOl O€ TTEPIOXEG TOU AVW CWHATOG TTOU £€apTWVTaAl aTTO TOV
TUTTO TOU OIAKOTITOPEVOU aopTIKOU TOLou. EmmAéov civar duvatdv va uttdpxel
dlapopd apTNPIGKAG TTIEONG METAGU Tou OeCIoU Avw AKPOU TTOU QIPATWVETAI ATTO TNV
0e€Id UTTOKAEIDIO apTnpia o€ oxéon YE TA KATW AKPA TO OTTOIO AIATWYOVTAI ATTO TV
KATIOUOO aopTr Kol CUVETTWGS atmd Tnv Oggid KolAdia. O Sl1odePUIKOG KOPECHOS TNG
0&UOINOOPAIPIVNG 0E 0EUYOVO dIA@EPEl METAEU DEEIOU Avw AKPOU Kal KATW AKpwv,
KaBwg gival peyaAUuTePOg 01O B8 Avw AKPO HE TNV TTPOUTTOBE0N OTI dEV CUVUTTAPXEI
METABEON TwV PEYAAWV ayyeiwv. Z& auTA TNV TTEPITITWON O JIASEPUIKOG KOPETHOG
oT0 aploTePd Avw AKpo eival PeyaAlTepog. O1 TTEPIPEPIKEG TPUEEIG PTTOPEI va PNV
WwnAaewvTal. AKPOAOTIKA O€ TTEPITITWON aTPNCiag TG aopTiKAG BAABIdag o delTepOg
KapdIakoG TOVOG gival povhpng, eTTiong gival akouoTd OUCGTOAIKO uUohua TTpowlnong
ME évraon 2/6 AOyw TnG aufnong TnG TTVEUMOVIKNG KUKAOQOPIOG, O€ TTEPITITWON
MECOKOINIOKAG  ETTIKOIVWVIAG  €ival aKOUOTO OAOCUCTOAIKO @uonua. WYnAaentikd
MTTOPEI va dIaTTIOTWVETAI NTTATOUEYOAAIQ O€ TTEPITITWOEIS OTAONG Tou aipaTog. (Hu et
al., 2017)
EpyaoTtnpiakog éAeyxog:
H AMyn aepiwv aipatog eival 1diaitepa xproiun eE€taon Kabwg gival eVOEIKTIKN TNG
METABOAIKNG 0&Ewang n oTroia gival EkdAAwaN Tou Kapdloyevoug OOK.
HAekTpokapdioypd@nua:
210 nAekTpoKapdioypd@nua eival EUPavAg n uttePTpoQia TnG OegIAg Kal apIoTEPAG

KOINiag kal avwuaAieg oto didotnua ST-T.
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Eikova:

UTTEPTPOYIa  TNG
KOINiag  pe  wnAd
dlatapayxég oTO

2013)

HAekTpokapdioypapnua

didotnua. (Beeresh et

AkTIVOYpa@ia Bwpakog:

2TV OKTIVoypagia Bwpakog MTTopei va  dIATTIOTWVETAI  KAPdIOPEYaAia Kal n
TIVEUMOVIK] QIJATwon MTTOpEl va gival augnuévn. H okid Tou aopTikou TOEoU
atroualadel. (Davis et al., 2013; Patel, Maldjian and Lovoulos, 2015)
Ymrepnxokapdioypagia:

H utrepnxokapdioypagia xpenoigoTroigital yia v didyvwon Tou TUTTOU TG
QOUVEXEIOG TOU OOPTIKOU TOEOU, YIO TOV EVTOTTIONO TNG JECOKOIAIAKNG ETTIKOIVWVIAG ,
TNG aTpnaiag NG aopTikAG BaABidag r Tng oTévwong TEPIE TG AoPTIKNAG BaABidag
(UTTOOPTIKA 1 UTTEPAOPTIKA). Z€ AAAEG TTEPITITWOEIG N aopPTIKY BaABida ptropei va
atreikovietan SitrTuxn. EmimrpdoBera o utrépnyog atreikovifel TNV KABETN TTopEia TG
aviouoag aopTrig Kal BonBd otnv ameikévion Twv dlaoTdoewv TG Oe§IAg KOIAiag
KaBwg ekeivn TTapoucidlel dieUpuvan o€ OXEON PE TNV ApioTEPH KolAia, woTd00 o€
KATTOIEG TTEPITITWOEIG UTTOPEI va dIATTIOTWVETAI UTTEPTPO®IO TNG apIioTEPHG KOIAiag. H
TTPOCPOPA Tou EyXpwuou Doppler éykeiTal 0TV ATTEIKOVION TWV QIPATIKWY POWV KOl
otnv dIAKPIoH TOUuG 0 QPAEPIKEG A apTNPIOKEG PoEG. QOTOOO N XPrion UTTEPAXOU
duoxepaivel TNV d1IAyvwon Tou dIOKOTITOMEVOU aopTIKOU TOEOU KaBwG gival SUOKOAN n
dlagopikr TNG dIAyvworn attd TNV OTEVWOT TNG QOPTAG ME UTTOTTAOOTIKO T6¢0. (Vriend,
Lam and Mulder, 2004; Davis et al., 2013; Sakellaridis et al., 2010) H ayyeioypagia
gival N géBodog TTou BETEl TNV opIoTIKY BIdyvwaon KaBwg atreikoviovTal ol U0 TUPAEG
AKpEG TNG aviolodag Kal KaTiouoag aopTAG Kal TO TTAAPES BIKTUO TwV ayyeiwv NG
aopTng. (Patel, Maldjian and Lovoulos, 2015)

MayvnTik Kai a§oviK Topoypagia/ayysioypagia Kapdidg:

NAOdyw TNG TTOAUTTAOKOTNTAG TNG QAVOTOMIOG Twv QyyEiwv OTnv  TTEPITITWON
OIOKOTITOPEVOU QOPTIKOU TOEOU eival duvaTtdv va XPEIOOTEN PayvnTIKA 1 aEOoVIKN
Topoypagia Kapdidg WOTE va avamopooTadei pe  peyaAUTEPN aKpiBeia  Kai
AeTrTopépela N ouyyevng Kapdlomadeia o€ ouvOUuaoPO MPE TIG OUuvodéG BAGPeG.
MpayuartotroloUvTal TTOANATTAEG TOPEG Ol OTTOIEG 0€ ouvdUAOUd PE TIG TTANPOPOPIES
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TTOU QTTOKTWVTAI ATTO TOV UTTEPNXO XPNOIMOTTOIOUVTAI VIO TOV TTPOEYXEIPNTIKO EAEYXO
kal oxedlaopo. (Sakellaridis et al., 2010; Patel, Maldjian and Lovoulos, 2015; Dillman
et al., 2008)

&
Eikéva: A) oBeNidia Tour agovikAg TOPOYPaQiag dIAKOTITONEVOU aopTIKOU TOEou, B)
QgoVIKA ayyeioypagia dIAKOTITOPEVOU aopTikoU Té¢ou, C)D) afovikr ayyeioypagia 3d
atreIkévIoNS UYNAAG EUKPIVEIAG OTNV OTToia aTTEIKoVIZeTal 0 TUTTOG A1 BIAKOTTITOPEVOU
QOpPTIKOU TOEOU KaBWwG kal n €ékracn Tng TapAmAsupng KUuKAoO®oOpiag Trou
onuIoupynRBnkKe yia TNV KAAUWN Twv avaykwyv Twv 1IoTwv. (Carlomagno et al., 2021)
4.4.3 BAGBeg averrdpkeiag BaABidwyv

4.4.3.1 Avemrdpkeia aopTiKAG BaABidag

AVATOMIKA TTEPIYPAPN:

H avemdpkeia tng aopTiknG BaABidag o@eileTal oTnv aduvayia Twv yAwxivwv Tng
BaABidag va kAgioouv pe armmotéAeopa Tnv TTaAivdpoun Kivnon Tou aipartog TTpog Tnv
apIoTEPA KOIAia Katd Tnv dIaoToAIKr @don TG kapdidg. (Bekeredjian and Grayburn,
2005)

MaBoguaoioAoyia:
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Regurgitant volume load

|

Compensatory mechanisms:
(1) t LV dilation—~t LVED volume andtchamber compliance
(2) t LV hypertrophy (eccentric and concentric) stimulated

by tLV afterload

These compensatory mechanisms maintain a relatively low
LVEDP, adequate forward SV/CO, and sufficient
coronary perfusion pressure

|

Decompensation

|

Steadily increasing regurgitant volume load
Further ventricular dilation — twall stress
Inability to continue further hypertrophy to | afterload
Contractile dysfunction — { EF/SV/CO
t LVEDP

[

Eikéva: CHF-congestive heart failure, CO-
cardiac output, EF-ejection fraction, LV-left
ventricle, LVED-left ventricular end-diastolic,
LVEDP-left ventricular end-diastolic pressure,
LVH-left ventricular hypertrophy, SV-stroke
volume
(https:/iwww.unboundmedicine.com/washingto
nmanual/view/Washington-Manual-of-Medical-
Therapeutics/602529/all/Aortic_Regurgitatio)

[ I

CHF symptoms (due both
to congestion and { CO)

Angina (tcoronary perfusion
pressure and marked LVH)

H avemdpkela Tng aoptikng BaABidag tmaBoguaioloyikd diakpiveral o€ ofgia kal
Xpovia popen. Qotéoo oTa TAdiola TG TTapoucag SITAwMATIKAG Ba doBei éugacn
oTnv Xpovia avermdpkela TNG aopTiKAS BaABidag kaBwg auTh TTpoKaAciTal €ite ammo
OOMIKEG €K YEVETAG avwuoAiec TnG aopTikig PaABidag (oTig yAwxiveg oO1Twg
MOVOTITUXN, OIiTTTUXN, TETPATITUXN PaABida/otov aopTikd SakTUAIo/oTnV pila NG
00pPTAG) €iTe oTa TTACioIO cUVOPOUWYV OTTwG TO Turner, Ehlers-Danlos kai To Marfan.
(Akinseye, Pathak and lbebuogu, 2018; Enriquez-Sarano and Tajik, 2004; Sachdev
et al., 2008)
2NV Xpoévia avertdpkela TG aopTikAG BaABidag ToodTnTa aipatog avaloya Pe Tnv
uttokeigevn BAABRN TTaAivdopouei evidg TNG apioTEPAS KOINIOG HE ATTOTEAECHO TNV
avadiapopewaon Tou puokapdiou cUP@wva e Tov VOUOo Laplace mTou ouvodeleTal
ApXIKG atTd EKKEVTPN UTTEPTPOYIO TOU apIoTEPOU JUOKAPOIoU aTnV OTToia Ta Juolvidia
ETTINNKUVOVTAl AOYyWw TNG O€ o€IpA OUVOEONG TWV CAPKOUEPISiwY PE oTadiaokA didTaon
NG apIoTEPNG KOIANGTNTOG (auénuévo TTPOQPOPTIO) PE OTOXO TNV avénon Tou OyKou
TaApoU. O1 aAAayég auTéG oToXeuouv oTnv SIATAPNON TWV QUOCIOAOYIKWY TTIECEWV
oTnv apioTePd Kolhia (LVEDP) Tnv oTiyur TTou 0 OYKOG TOU QiaTOG TTOU KOAEiTal va
olaxeipioTei augdvetal. Me Tnv Tadpodo Tou XPOvou N TTOCOTNTA TOU TTAAIVOPOUOUVTOG
aigatog augavetar KABwg n vooog TTPOO0dEVEl e OTTOTEAECHO va QUEAVETQI KAl O
OYKOG TTaAAOU, TO yeyovog auTtd odnyei o€ augnon TNG CUCTOAIKAG TTIEONG Kal hEiwon
NG SIAOTOAIKNAG TTiEONG, PE ATTOTEAEOUA TNV augnon TngG Tieong TaApou. H peiwon
TNG OIOOTOAIKNG TTiEONG €TNEEACEl TNV oTe@avidia Kukho@opia. TeAikd Ouwg o

OUVEXWG auEavOueVog TEAOBIOOTOAIKOG OYKOG odnyei TOV pnxaviopd avtippotnong
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TWV TTIECEWV OE ATTOTUXia YE aTTOTEAEOUA N ivwon Tou puokapdiou va eykabioTaTal
ME AMECO QVTIKTUTTO OTNV €UEVOOTOTNTA TOU MUOKAPOIOU woTe TEAIKA n aplioTePd
KOINia atroTuyxdvel va OIaxeIpIoTeEl TO AuEnUEVO TTPOYOPTIO  HE ATTOTEAEOUA va
augdavovtal ol TEAOBIAOTOAIKEG TTIECEIG KAl VO €yKaBIdpUeTal KAPDIOKY QVETTAPKEIQ.
(Flint et al.,, 2019; Ricci, 1982; Ross and McCullagh, 1972; Starling et al., 1991;
Nitenberg et al., 1988; Borer et al., 2002; Bekeredjian and Grayburn, 2005; Babu,
Kymes and Carpenter Fryer, 2003)

MeveTikA aiTioAoyia:

H avemmdpkeia g aoptikig PaABidag cuvdéetar pe Ta ouvdpoua Loeys-Dietz,
Marfan, Ehlers-danlos, Turner, Osteogenesis imperfecta kabwg kai pe cluvdpoua
MIKpOEAAEINGTWY OTTwg 19p13.12, 2p15pl6.1, 9931.1931.3. TéEAOG OUOXeTICETAI JE
TNV VeoyViKN popen Tou Alpha-mannosidosis ouvdpduou.
(https://hpo.jax.org/app/browse/term/HP:0001659)

KAIviIkA g1kéva:

Ta oudTITwpaTa TG XPOVIAG AaveTTdpKelag TnG aopTikiG BaABidag ota traidid
mepIAapBdavouv Tov Brxa, TV duoTrvola WPETA atrd eEAoknon (Adyw TTapodikou
TIVEUUOVIKOU OIBMPATOG), TO aicOnua TTaApwy Adyw NG augnong Twv GykKwv TTaApoU,
TA CUYKOTITIKA €TTEICOIA, TO aioBnua aduvauiag kal TNV BwpakaAyia Adyw pegiwong
TNG OI00TOAIKAG TTiEONG N oTroia eTTNPeddel TNV AIJATWON Tou Puokapdiou. H Xpovikn
EYKATAOTAON TWV CUPTITWHATWY QUuTWV TTOIKIAAEI avdAoya he Tnv PapuTtnta Kai TO
€idog TG ueIoTAuevNG PAABNG. O1 aoBeveig PTTOPE va TTAPAPEVOUV ACUPTITWHATIKOI
yia POKPO XPOVIKO SIdoTnua TTpIv TNV eKOAAWGON TWV TTAPATTAVW CUPTITWHATWY.
EmmAéov eivalr duvaT PETALU TWV CUPTITWHATWY va eyKaTdoTaBolv KapdlaKEG
appubpiec. Ta oupmTwuaTa gu@avifovral KaBwg n vooog odnyei o€ apioTePH
KapdIaKr averrdpkela n otroia odnyei o€ alinon Twv MECEWV OTNV TIVEUMOVIKN
KUKAO@OpIia, TO yeyovog auTtd Je TNV oeipd Tou odnyei o€ egId KapdIakr aveTTapKEIQ.
Ta oupmrrwpata TG O€§Idg KapdIaKNG AVETTAPKEIAG TTEPIAANBAvVOUV nTTatopeyaAia
TTOU JTTOPEi va 0dnyei o€ AGAyog OTO O€egi UTTOXOVOPIO, TTEPIPEPIKA 0IdAuaTA,
opBoTTVOIa Adyw TNG AVOKATOVOUAG TWV UYPWYV KATd TV KATAKAIoON Tou aoBevoud.
(Saura et al., 2008)

AlayvwoTIKA TTpocéyyion:

Eivar onuavtiky n Afyn 1atpikoU 10TOPIKOU Kal N QUOIKA €EETa0N WOTE va gival
€QIKTA N opBny didyvwon.

Quoikn e&éTaon:

Katrd tnv &idpkela 1ng akpdaong Tng kapdidg civar akouoTtd Eva TTPWIKO
decrescendo (TTPOOdEUTIKA PEIOUUEVO OE €vTacon) OIOOTOAIKO UONUA TTOU OKOUYETAI

EVTOVOTEPQ OTO 3°- 4° pecoTTAeUpIO BIGOTNUA aPIOTEPA TTAPACTEPVIKA OTO ONUEIO TOU
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Erb’s. To @uonua autdé augdvetal o€ éviaon OTIG TTEPITTTWOEIC aUuénong Tou
METOQOPTIOU TNG KAPdIAg OTTWG O0TO BaBU k&Biopa. H trieon TTaApou (dlagopd PeTagu
OUOTOAIKNG Kal SI00TOAIKAG TTiIEONG) QUEAVETAI, WOTOCO O€ TTEPITITWOTN TTOU N TTiECN
TTOAUOU pelwBei TOTE €xel eykataoTabei kapdiakry averrdpkela. H akpdéaon Tou
KOpUQaiou o@UYHoU TTOU QUOIOAOYIKA gival akouoTog 0TO 5° HecOTTAEUpIO dIACTNHA
OTnNV HECOKAEIBIKA ypauun cival duvaTtév va PETATOTTIOTEN TTAAYIa Kal OTTioBia Adyw
TNG UTTEPTPOYIaG TNG aploTePAS KolAiag. KaBwg n averrdpkela sivar copapdTepn, T000
M0 oUVTOMO gival To puonua dIOTI ataiTeital AiyoTepOG XpOvog yia TNV £€100ppATTNON
Twv mMéoewv. Eival duvatdv va gival akouoTo T0 PETO-CUCTOAIKO Quonua Austin Flint
oTnVv Kopu@r TG Kapdidg 1o o1roio dnuioupyeital amd Tnv TTPOCKPOUCN TOou
TTaAIVOPOUOUVTOG aipatog oTnv pITpocldr) BaABida. Ta mepipepikd onueia TNG
QVETTAPKEIOG TNG aOPTIKAG BaABidag mpokUTrTouv Adyw Tng Trieong TTaAuoU Kal Tou
augnuévou oykou TTaApou. [Mio ouykekpipéva avayvwpiletal o a@uypog Tou Corrigan
N XOPOG TWV KApWTIdOWY, 0 Op0G QUTOG XPNOIMOTTOIEITAl yIa VO TTEPIYPAWYEl TNV
WNAGPNON UTTEPOUVAMIKWY OQUYHWY €IBIKOTEPA OTO Avw PEPOG TOU CWHATOG OTTWG
TTapadeiyuatog XApIG OTIC KAPWTIOEG apTNPIES, OTIG KPOTAPIKEG apTnpicg. ETTata gival
ouvaTtév va ouvuttdpxel To onueio DeMusset oTo OTToi0 JIATTICTWVETAI ATTOTOUN
Kivnon NG KeQAAAG 0t KABe KaPBIaKO TTaAUS AOYW Twv EVIOVWY OQUEEWV OTIG
KApWTIOEG. 2TN CuVEXEIa gival duvaTOV va dIATTIOTWVETAI O OQUYUOG water-hammer,
OTIG TTEPIPEPIKEG aPTNPIEC O TPUYUOG TTapouaidlel Gvodo N oTToia cuvodeUETal ATTO
ammoToun TTwon. EmmpdéoBeta pmmopei va Ppebei dikOpuPog opuyudg oTOV OTT0I0
KOpu@WveTal OITTAA 0 GUCTOAIKOG apTNEIaKOS 0QUYHOG. AN onueio atroteAei To Hill
KATA TO OTT0i0 N CUCOTOAIKA TTiECN TNG IYVUOKAG OPTNEIOG UTTOPEI VO UTTEPTEPET £WG Kal
60mmHg amd TNV avtioToixn TNG Ppaxioviou aptnpiag, atroTeAei To Mo guaiocBnTo
onueio yia Tnv didyvwaon TG aveTTapkeiag Tng aopTiknG BaABidag. To onueio Becker
avagEpeTal oTnv dIaTioTWOoN Twv OPUEEWY TwV ayyEiwv Tou ap@IBANCTPOoEIdoUg
OTTWG @aivovtal katd Tnv didpkela TG BubookdTTnong. To onueio Muller agopd TIg
0pPaTEG OQUEEIC 0TV OTOQUAN. To onueio Duroziez oTo OTT0i0 KOTA TNV AOKNON
TMiEoNg 01O €yyUG TUANA TNG UNpPIaiag apTnpioag dIATTIOTWVETAI CUCTOAIKO QUONUA O€
QUTAV &VW O€ TTEPITITWON AOKNONG TTieong oTo AW TUAPA TNG OIaTTIOTWVETAI
01a0TOAIKO uonua. To onueio Quincke agopd TNV TTAPOUCIA OPATWYV TPUEEWV TWV
TPIXOEIOIKWY QYYEIWV TV ovUXwV KAt Tnv cuuTtrieon Toug. O KpdT1og MOTOAIOU 1) TO
onueio Traube avagépetal oTnv UTTAPEN CUCTOAIKWY Kal SI0CTOAIKWY AXWV KATA TNV
aKkpoaaon TNG pnplaiag aptnpiag. T€Aog Ta onueia Rosenbach kar Gerhardt agopouv
oQUEEIG TOU ATTATOG Kal OTTANVOG avTtioToixa. (Rahko, 1991)

2TadIaKA OTavV eyKOTAOTAOE KAPDIAKr AVETTAPKEIA TO onuEia TNG AVETTAPKEIAS TNG

00pTIKNG PBaABidag aufAlvovTal Kol OTnv B€0n autwv JTTOPEI va TTaPOUCIACTEI
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eAATTWON TNG TTieoNg TTaAPoU, o S4 KapdiakdG TOVOG O OTToiog Trapdyetal Adyw
OOBapAG UTTEPTPOYIOG TNG APIOTEPAG KOIAIAG TTOU TTapeUTTOdidel TNV TTARPWON TNG
Kard tnv @don Tng OI00TOAAG Twv KOIANIWV (atTwAsia guevdoTdTNTAG) Kal 0 S3
KapdIOKOG TOVOG O OTT0I0G eP@avideTal OTav N aploTePA Kolhia €xel dlaTabei apkeTd

WoTe va yepigel Tpwipa dlaoToMikd. (Bekeredjian and Grayburn, 2005)

Mild aortic reguritation Severe aortic reguritation
Sz S N2 S
HAekTpokapdioypdpnua:

To nAekTpokapdioypa@nUa TTAPOUCIAlEl €UPAUATA Of€ TIEPITITWOEIC CORAPNAS
QVETTAPKEIOG TNG aopTIKAG BaABidag pe autd va meplAauBdavouv TIG PN €IOIKEG
dlatapaxég Tou dlaoTApaTog ST-T, Tov apioTepd Agova, Ta KUPATA Q OTIG ATTAYWYEG
V4,V5,V6 kal upgnAd duvauikd.

AkTIVOYpa@ia Bwpakog:

TNV akTIvoypagia Bwpakog cival duvatdv va eueavioTei n kapdlopeyalia Adyw Tng
XPOVIOG QVETTAPKEIAG TNG aOPTIKAG BAABIdAG. Z& TTEQITTTWOEIG O&Liag atroppuBuIong
TNG XPOVIOG QAVETTAPKEIAG TNG QOPTIKAG PaABidag eival duvatdv va TTOPOUCIACTE
€IKOVA TTVEUPOVIKOU OIAATOG.

Ymrepnxokapdioypagia:

H utrepnxokapdioypagia atroteAei TNV HEBodO ekAoyAg OxI pévo yia Tnv didyvwon
NG QVETTAPKEIAG TNG aopTikAG PBaABidag aAAd kai Tng ocoBapdtntag autng. H
atreikévion pe Tnv Pondeia Tou éyxpwuou Doppler kaBiotd opartr] TNV Kivnon Tou
TTaAIVOPOOUVTOG aipaTog evidg TNG apioTePAg Kolhiag. Me Tnv BorBeia Tou utreprixou
MTTOPEI va OTTEIKOVIOTEI N avatopia Tng aopTIKAG BaABidag (Tng aopTiKAG piag, Twv
YAWXIVWV TNG Kal Tou OaKTUAiou) Kai n Ol0mmioTwon TUXOV €K YEVETAG avWHPOAiag
OTTWG n diyAwxiva BaABida, e ouvduaoud Pe TNV ATTEIKOVION TNG MOP@OAOYIag Kal
NG A€IToupyiag TG apIOTEPAG KOINiag vyia Tnv  diamiotwon Tou Babuou
avadioudpewong tTnG. MNa Tnv katdraén TG XPOviag QVETTAPKEIOG TNG AOPTIKAG
BaABidag xPNOIKMOTTOIOUVTAI UTTEPNXOKAPDIOYPAPIKA €UPrPOTa OTTWG n O0ouR NG
aopTikAG PBaABidag, TTocOTIKOI TTapdauETpol doppler, n diIduETPOg Tou TTiIGOKA
TTOAIVOPOHOUVTOG aiuaTog OToV XWPOo £6600U TNG apioTePAg KolAiag, n avaoTtpogn
por] aiyatog oTnv Katmiouoa aopTh Katd Tn Oldpkela TNG OIACOTOANG, O XPOvog
utTodITTAaCIoopoU TG TTiEoNG, N TTUKVOTNTA Kal n oUyKAION Tou Tridaka aipatog. Mo
OUYKEKPIUEVA, O XPOVOG UTTODITTAACIOCHOU TNG TTiEONG TNG AOPTIKNAG QVETTAPKEING

uttoAoyiCeTal pe Tnv BonBeia Tou Doppler 6tav o  Xpdvog utrodiTTAaciacpou gival
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>500msec TOTE €TMKPATEI ATTIO QOPTIKA AVETTAPKEIA , O XPOVOG UTTOBITTAACIACOU
500-220msec ek@pddlel PETPIA AOPTIKA QVETTAPKEIR Kal TEAOG 0 XpoOvog <220msec
atroTeAei évdeign ooBapng aveTTdpkelag Tng aopTiKAG BaABidag. To eUpog Tou Tidaka
TOAVOPOUNONG TTPOG ToV XWPOo £EOO0U TNG APIOTEPNG KOIAaG (vena contracta)
epooov gival Aiyotepo atrd 0,3cm Bewpeital ATTIA AVETTAPKEID TNG AOPTIKNAG PAABidaG,
0,3-0,6cm Bewpeitar péTpia evw e€av eivar >0,6cm eival coPapry avemdpkeia. To
MEéyeBOG Tou TTidAKO QVETTAPKEIAG avagépeTal aTov Adyo TnG SIaUETPOU TOu TTidaKa
TTaAIVOPOHOUVTOG QipaTog KATW atd TNV aopTik BaABida mmpog Tnv SIAUETPO TOU
OYKOU QihaTOG TTOU EKPEEI ATTO TNV APIOTEPA KOIAIa , OTTOU N avaloyia KaTtw atrd 25%
QVTIOTOIXEI O€ ATIA aveTTdpkela, 25-45% oe pétpia averTrdpkela evw amd 46-64%
QVTIOTOIXEI O METPiOU TTPOG oofapoUu Pabuou averrdpkela Kar TéEAOG >65%
avaépetal oe oofapr avemdapkeld. O Oykog Tou TTAAIVOPONOUVTOG aipatog avd
XTUTTO €ival duvaTtév va uttoAoyioTei ammd Tnv dla@opd PeTau Tou OyKou TTaAUOU
dlapéoou TnG averTapkoUus BaABidag kai piag @ualoAoyikAg aopTiKAG PBaABidag i atd
TNV Sl0POoPd UETALU TOU €£&wWOOUVTOG GYKOU aipatog o€ oxéon Pe Tov YKo aipaTog
TTOU EICEPXETAI OTNV APIOTEPH KOIAIa dlapéoou TNG pITpoeidoug BaABidag, woTe GyKog
<30ml va Bewpeital Ata averrdpkela, 30-44ml pétpia averrdpkela, 45-59ml pyétpia
TTpog cofapn averrdpkeia kal >60ml coBapn avermdpkeia. H em@dveia Tou dpacTikKou
oTopiou TTOAIVOPOUNONG METPATAI PE TNV HEBODBO e£yyUg I00TAXOUG ETTIPAVEING KAl
Bewpeital  Baoik TTAPAUETPOG €KTIPNONG NG PapUTNTAG TNG  QVETTAPKEIQG,
QTTEIKOVICETAI TTAPAOTEPVIKA KaTé TOv MHOKpU 1 Bpaxly dftova wote em@aveia
HIKpOTEPN amd 0,1cm? ekppdlel Ama averrdpkeia, 0,1-0,19cm? petpiou Babuol
avemdpkeia, 0,2-0,29cm? pétpia TPOG ocofapry averdpkela kal TéAog, >0,3cm?
uttodnAwvel coBapr] averrdpkela. TEAOG UTTOPEI va UTTOAOYIOTEI N QIUATIKE Por aTnV
KATIouoa aopTr] Katd Tnv OIApKEIa TNG OIOOTOANG, O€ AUTHAV TNV TTIEPITITWON WG
ooBapn averrdpkela opieTal N TeEA0dIAOTOAIKA TaxuTnTa >20cm/sec. ZTnv TTopEia NG
vooou Otav  €xel  e€ykoTOOTOOEl  QVETTAPKEID TNG APIOTEPAG  KOIAiAg, n
utrepnyokapdioypagia Bonbd& otnv ekTipnon Tou BaBuou TTVEUPOVIKNAG uTrépTaong. H
dlevépyeia SUVOMIKOU UTTEPNXOKAPSIOYypaPriuaTog eival o€ Béon va oTTOKAAUWEI
CUUTITWHATA Ta OTToia oI aoBeveig utToekTIHOUV. (Zoghbi et al., 2003; Nishimura et
al., 2014; Perry et al., 1987; Taylor et al., 1990; Tribouilloy et al., 2000; Willett et al.,
2001; Cohen et al., 1996; Grayburn et al., 1987; Teague et al., 1986; Bekeredjian
and Grayburn, 2005)
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Eikéva: a) Ymepnyxokapdioypa@ikr) aTreIkovIon O TTAPACTEPVIKI MaKpou dfova

Awn TTOU Qaivetar coBaprh averTTdpkela TNG aopTIKAG PBaABidag, B) TTapacTEPVIKN
Katd Tov Bpaxu afova AfRwn TTou @aiveralr n diyhwxiva aopTikr BaABida kal To
TTOAIVOPOUOUY aiga TTPOG TNV aploTepd KolAia. (Singh et al., 2017)

Kapdiakég kabeTnplacuog:

O KapdIaKOG KABETNPIGOUOG ME aopTOYPAPIia XPNOIMOTTOIEITAl YIa TNV aKpIBA
METPNON TWV TMECEWV TTOU AvATITUOOOVTAl OTA KOPdIakd diauepiopaTa. ETmimmAéov
XPNOIUOTTOIEITAI OKIQYPAPIKO KAl EKTIMATAI TO TTOOOOTO OKIAYPAPNONG, ETTONEVWIG
gival duvatév va ekTiunBei n Baputnta TNG avettdpkelas. Mo Ouykekpipéva, TO
OKIQypa@IKG eyXEETAI TNV AOPTIKA PiCa Kal EKTIUATAI TO TTOCOOTO TTAAIVOPSUNCNG TOU
eVIOG TNG apPIOTEPAG KOINIOG, O TIEPITTTWON ATIAG QVETTAPKEIAG TNG AOPTIKNAG
BaABidag Trapatnpeeital HIKPA TTOOOTNTA OKIAYPAPIKOU €VTOG TNG OPIOTEPAS KOIAIAG
Kartd Tnv OIO0TOAN N OTroia aTTOPAKPUVETAI OTNV OUGTOAR, Ot MPETpIou PBaBuou
QVETTAPKEIO N TTOOOTNTA TOU OKIAyPa@IKoU TTOU odnyeiTal oTnv apioTEPH KOoIAia €ival
MEYOAUTEPN, WOTOCO N EVIACH TOU €ival JIKPOTEPN OTTO €KEIVN TNG AOPTAG, O PETPIA
TTPOG coRapr) aveTTApKela OKIaypa@eiTal OAN n aplioTepd KolAia Katd TRV dIAPKEID TNG
OI00TOANAG YE iong €éviaong Onua Pe TNV aopTr), TEAOG OTNV CoRapr] AVETTAPKEIA N
oKlaypdenon TG apIoTEPRG KOIAAG eival TTANPNG PE €viaon ONPOTOG PEYOAUTEPO
QTTé TNG OOPTAG. € TIEPITITWOEIG TTPOYPANUATIOHNOU XEIPOUPYIKAG AVTIMETWITIONG
OIEPEUVATAI N CUUPPETOXN TWV OTEQAVIAIWY QYYEIWV AKOUA KAl €AV eV UTTAPYOUV
OuuTITWHATA OTTWG N O0TNBAYXN, OTTOTE dlEvepyEiTal oTeQaviaia ayyeloypagia. (Croft
et al., 1984; Bekeredjian and Grayburn, 2005)
4.4.3.2 Mpoémrwon Mitpogidoug BaABidag (mitral valve prolapse)
EmdnuioAoyia:
O emmmoAaCuOGg TG TTPOTITWONG TNG MITPoEIdoUg BaABidag utroloyietal 010 2,4%
TOU yevIKOU TTAnBuopou. EmimmAéov n véoog auTr) @aiveTal va TTPoTIUG TTEPICOOTEPO
TIG yuvaikeg 0 oxéon ue Toug avdpes. (Freed et al., 1999; Procacci et al., 1976;
Darsee et al., 1979)
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AvaToliKR TTeplypa®n
Q¢ mpoéTTWOoN TNG PITPoEIdoUS BaABidag opideTal n TTPOG Ta Avw HETATOTTION TWV
YAWXIVWV TNG TTEPICOOTEPO aTTd 2mm eviOg TOU apIoTEPOU KOATTOU KATA TNV dIdpKeIa

TNG CUOTOANG TwV KolAlwv. (Freed et al., 1999; Guven et al., 2008)

Eikova: ATteikovion TG OOPAG TNG
pITpoEIdoug BaABidag: a) n MITPoEIdNg
BaABida atroteAcital atrd dUO YAwXIVES,
TNV Tpdobia yAwyiva(anterior leaflet) kai
v omioBia yAwyiva(posterior leaflet)
TTou aTtroTeAeital amd Tnv P1,P2 kai P3.
Emiong ameikovifovtal o1 TEVOVTIEG
xopdég(chordae) kai o1 BnAocideig
poeg(lateral PM kai medial PM with two

AN medalen I | heads)
y~ . A e ds) (8 4*’ . . .
'l MPM*‘Q | _ ‘\ .,\.;_v ¢ /,4 m X b) 1o0TOAOYIKNA aTTEIKOVION TNG YITPOEIDOUG
LERN | ) AN 0 | BaABidag n omoia  amoTeAeital  amd
b Endothelial el Avils east + colagen spongiosa UM | koANayovo(fibrosa) oty TTAEUpd TTPOC
(collagen + GAGs)
?Cj\/jR/ =y v kolhia kAl KOMayovo  pe

,/
yAukooapivoyAukdveg (spongiosa) oTo

Qunescent ‘W‘ o ‘M ‘ XS
// ‘"‘m '5\ €AeUBEPO AKPO TNG YAWXivaG.
Levine Robert, Jerosch-Herold and
e—

Fibrosa (dense collagen)
Ventricle Hajjar Roger, 2018)

Eikova: Ameikovion Twv OU0 YAWXIVWV HIag
QUOIOAOYIKNG MITpoEIdoUg  BaABidag, TToU
amoTeAgiTal amdé Tnv TPOCBia  yAwxiva TTOU
ptropei va diaipeBei ota A1, A2, A3 Tunuata Kai
TNV omioBia yAwyiva n otoia diaipeital oTa
TuAuata P1, P2, P3. (Morris et al., 2010)

H mpomtwon tng uitpogidous PBaABidag o peydAo TTO000TO TTPOKUTITEL AOYyW
MUENUATWOOUG EKPUAIONG TWV YAWXIVWYV TNG MITPOEIdoUG BaABidag n otroia €xel wg
QTTOTEAECPA TNV AVATOUIKA aTTodIopydvwaon TnG BaABidag woTe va KaTaAAyEl KATToIa
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atro TIG dUO YAwXiveg va TTPORAAAEI EVTOG TOU apIoTEPOU KOATTOU KAT TNV OIAPKEIN
TNG OUOTOANG TwV KOIANIWV. To yeyovog auto PTTopei va odnyroel o€ TTaAivopdunon
TOU digaTog €VTOG TOU OPIOTEPOU KOATTOU WE OTTOTEAECHA TNV QINOBUVAUIKA
arrooTaBepoTtroinon. H avetrdpkela NG UITPosIdoug BaABidag cival cuvwvuun he TNV
TOAVOPOUNON QiaTOG KAl PTTOPEl va dnuioupynBei dUo pnxaviopous. O TTpwTog
MNxaviouég cival n avartopikr) atrodlopydvwon Tng BaABidag autrg kabauTtrg 6TTwg
Tpoava@épBnke Kal O OeUTEPOG MNXAVIOUOG OQEIAETAI OTNV  KOATACTPO®N TWwV
TEVOVTIWV XOPOWYV TTOU CUYKPATOUV TIG TITUXEG AOYW MNXAVIKWY TTOPAyovIwv HE
ammoTéAeopa n €AelBepn TITUXA va TTapatraiel katd Tnv SIdpKeEIa TG OUGCTOARG.
(Gabbay and Yosefy, 2010; Jeresaty, Edwards and Chawla, 1985; Delling and
Vasan, 2014) ZnuavTiKA Pveia TpéTel va yivel otnv vooo Barlow kaBuwg o€ apkeTEG
TIEPITITWOEIG  XPNOIMOTIOIEITAl WG CUVWVUPO TG TIPOTITWONG TNG  MITPOEIDOUG
BaABidag, woTdoo o1 dUO AUTEG KATAOTACEIG eV gival TAUTOONHES AOYyw Tou OTI N
vooog Barlow avagépetal o€ ekteviy HUEWPOTWON EKQUAIGH Twv OUO YAWXIVWY Ol
OTTOiEG v TEAEI UTTEPTPEQPOVTAI Kal TTPORAAAOUV €VTOG TOU aPIOTEPOU KOATTOU E
atmmoTéAecpa oTo QAopa Tng coPBapdtntag voéoou TToU WTTOPEl va TTPOKAAECEl N

TTPOTITWON TNG MITPOEIDOUG BaABidag va avTiTTpoowTrelel TNV coapr] vooo.

a Normal Myxomatous

e Atrialis
TRty :\,\;-E?;t;*-‘.ev'fsfif’ Ve 2
oo i

A
AN

“Sponglosa :

N g can) Eikéva: loToAoyIKA aTtreikovion ™G

pUEwpPOTWOOUG  eKUAIONG TNG  MITPOEIBOUG

= BaABidag: atrwAEId  APXITEKTOVIKIG  SOUr|g
| ? oTpwudTwy TG PoABiSag. (Levine Robert,

4 Fibrosa
Movat (collagen) =t = Jerosch-Herold and Hajjar Roger, 2018)

Picrosirius red

MaBoguaoioloyia:
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Eikéva: ATreIKOVION TwWV PNXOVIKWY TTapayovTiwy TTou
odnyolv o€ ivwon TO MUOKAPOIOKO Toixwua OTav
OUVUTTAPXEl TIPOTITWON TNG MITPOEIdOUG BaABidag.

1. O ™Mg BaABidag

TTapoucidlouv TIPOTITWON AGYW HUEWHATWOOUG

YAwXiveg MITPOEIDOUG
EKQUAIONG

2. O puCwpatwdelg yAwxiveg aokouv peyaAUTepN
OUvaun oToug BNAOEIBEIG HUEG HECW TWV TEVOVTIWV
Xopdwv

3. Opoiwg aokouv yeyahuTtepn €AEN OTO NUOKAPDIAKS
TOiXWHO TNG apIoTEPAG KOIAiOG

4, H «kardotaon emdevwveTal amd Tnv  Tmoavn
TAUTOXPOVN AVETTAPKEIQ TNG MITPOEIOOUG BaABidag

5. Me amotéAecpa va eykabBioTtarar n ivwon Tou
MUOKapdIaKoU TOIXWHATOG TNG apIoTEPAS KOIAIOG.

LA=left AO=aorta, LV=left

PM=papillary muscle From Carpentier A. Carpentier's

atrium, ventricle

reconstructive valve

Saunders/Elsevier; 2010;

surgery. St.

Louis:

H trpwtommabng mabo@ualoloyiky BAGRN atroTteAei N PuEwpoTWwdNG €KQUAIOT Twv
TTUXWV NG  MITPoeidoug BaABidag n otoia €xel WG OTTOTEAEOPA va PNV
OUMTTANCIAdoUV PE akKpiBeIa KaTA TNV GACN TNG GUOTOANG TWV KOINIWV PE ATTOTEAECUO
Va ETTITPETTOUV OTO Qiga va KIVEITAI OIOPETOU TWV EKQUAICHEVWYV TITUXWYV METAEU TWV
OUO BIaPEPICPATWY TNG KAPDIAG 0€ OAEG TIG PACEIG AsITOUPYIaG TNG. ZTAdIOKA AOITTOV
N apIoTEPA KOIAIO ETTIPOPTICETAI AOYW TWV PNXAVIKWY TTOPAYOVTWY TTOU ava@EépovTal
OTnV €IKOva 0€ CUVOUAOMO ME TNV augnuévn TToodTNTA QiNOTOG TTOU KOAETal va
olaxeipiotei. To TeANIKO ammoTéAeoua ecivar  n  avadiapopewaon TG OOPAS Tou
Muokapdiou apxIKa pe uttepTpo@ia (AOyw augnong Tou OYKOU QiPaTOG TTOU KOAEiTal
va dlaxeipiotei-frank starling Mnxaviopog) kai €TTeITa he v dnuioupyia IVWTIKWY
oToIxEiwv. QOTOCO 01 IVWTIKEG TTEPIOXEG ETTEUPRAIVOUV OTNV QUOIOAOYIKN AgIToupyia
TNG APIOTEPAG KOIANIAG OAKOPO TTEPICTOTEPO TTPOKAAWVTAG UEIWON TOU OYKOU TTOAUOU
Kal OIATaCN TWV TOIXWHATWY TNG ME OTTOTEAECHO va dnuioupyeital €vag QauAog
KUKAOG. ETTITTAéOV O TTEPIOXEG QUTEG €UODWVOUV TNV Snuioupyia appubuiwv TTou
pTTopEl va odnyrjoouv o€ aipvidlo Bdavaro. To IVWTIKO PJUOKAPDIO BUOXEPQIVEI O€
onuavTikd BaBud Tnv dI00TOAIKY KAl GUOTOAIKY AgiToupyia Tng Kapdidg, WOTToU n
Kapdiakr averrdpkela apyicel va eykaBiotatal. Me v BorBeia Tou PET scanning €xel
oTTodeEIXOei  OTI O IVWTIKEG  TTEPIOXEG  TTAPOUCIAlOuUV

upnAé  petaBoAioud

ouvnyopwvTag otnv Utrapén @Aeypovwdoug avTidpaons 0To HUOKAPDIAKO TOiXwUA.

[246]




21N ouvéxelm AOyw TngG TToooTNTAG TOU QiOTOG TTOoU TTaAIVOPOUED dlapéoou NG
MITPOEIdOUG PBaABidag oTov apIOTEPO KOATTO, €KEIVOG UTTEPTPEQPETAI OE  HIO
TTPOOTIABEIa VO KOTAPEPEI va BIAXEIPIOTEN TRV EMTTAéOV TTOOOTNTA QipaTog. QOTOC0
€TTEION TO KaPDIayyEIOKO aUOTNUA €ival CUVOEDEUEVO KATA OEIPG Ol QUENUEVES TTIECEIG
TOU OPIOTEPOU KOATTOU ETTIQOPTICOUV TIG TTVEUUOVIKEG OPTNPIEG PE ATTOTEAEOUA TNV
EYKATAOTAON TIVEUMOVIKAG UuTréptacng. TEAog ummdpxel TmlavomnTa  ofeiag
EYKaTAOTAONG QVETTAPKEIAG TNG MITPOEIdOUG BaABidag o€ TePITTITWON TTOU KATTOIN
yAwxiva atroouvoedei atrd Tov BnAoEgIdr U TTOU TNV CUYKPATE AOyw aTTdéTouNnG PrAENS
Twv TEVOVTIWY Xopdwyv. (Levine Robert, Jerosch-Herold and Hajjar Roger, 2018;
Imbrie-Moore et al., 2021; Basso et al., 2019; Miller et al., 2020; Gaasch and Meyer,
2008; Torigoe et al., 2012)

atrium

Left
ventricle

Left Left
ventricle ventricle

NORMAL PROLAPSE REGURGITATION
Valve leaflets close Valve leaflets balloon Valve leaflets do not
and prevent backflow upward as the properly close, forcing
into the atrium. ventricle contracts. blood back into the atrium.

Eikéva: ZuyKpITIKI) aTTEIKOVION TNG QUOIOAOYIKNG UITPOEIBOUG BaABidag Tng oTroiag ol
YAwXiveG KAgivouv OTEPEQ Kal OTTOTPETTOUV TNV TTPOG TA TTIOW PO TOU QiPaTOG. 2TNV
TPOTITWON TNG MITPOEIBOUG BaABidag o1 YAwXiVEG KIvoUVTal TTPOG TOV apIoTEPSO KOATTO
KaBwg n apioTePA KOIAid OUOTEAAETAI, WOTOOO KAEIVOUV Kal ATTOTPETTOUV TNV PON
QigaTog dIANECOU AUTAG. ZTNV QVETTAPKEIA TNG MITPOEIBNG BaABidag o1 yAwyxiveg dev
KAgivouv OTépea PE aTTOTEAECPA KATA TNV OUCTOAR TwWV KOINIWV TO aipa va
TTpowOeiTal oTov aploTepd KOATTO.

(https://www.childheartspecialist.com/london/mitral-valve-prolapse/)

FeveTikn aiTioAoyia:
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Eikova: [pa@ikfi  amreikévion  Twv
* yovidiwv TTou €uBuvovTal yia TNV [n
NON_F:MILM TAVIILIAT OUVOPOIKY TTPOTITWON TNG UITPOEIBOUG
— v ! BaABidag. (Guicciardi et al., 2022)
[(I[Eélm AD X-LINKED
= DAIP1 = MMVP1 .
- MMP2-9 : MMVE2 . DCHS1 DA

H mpdémrTwon g PITpogidols BaABidag éxel CUOXETIOTEN 0w Kal TTOANG Xpdvia pe
QUTOOWMIKG  €TTIKPATEG  TTPOTUTTO  KANPOovOunong e  TToIKIAn - IEIoOUTIKOTATA
eCapTWHPEVN aTTd TO GUAO 1 NAIKIA, PE ATTOTEAECUA TA CUPTITWHATA VA TTAPOUCIAouV
eCaipeTiké peyahn erepoyéveia. (Delling and Vasan, 2014) Mo cuykekpiyéva, n
TTapoucia TPOTITWONG TNG MITPOEIdoUG PaABidag n oTroia KAnpovoueital Je
QUTOOWWMIKO ETTIKPATEG TTPOTUTTO CUOXETIOTNKE O€ TECOEPA YyeVEAAOYIKA OEvOpa WE
TNV Tepioxn 16pll.2-12.1 otnv otroia BpiokeTal o yeveTikdg 1610 MMVP-1 . (Disse
et al, 1999; Grau et al, 2007) EmmAéov T1O vyovidio DCHS1 (dachsous
cadherin-related 1) BpiokeTal oTo Xpwudowua 11pl5 kal éxel aveupebei 6T O¢ TPEig
OIKOYEVEIEG Ol OTToieG Ogv ouvdEéovTal PETOEU TOUG TTAPAYETAl O QAIVOTUTTIOG TNG
TPOTITWONG TNG MITPOEIdOUG PBaABidaG O OTT0iog KANPOVOUEITAI PE QUTOCWHIKG
EMKPATEG TTPOTUTTO AOyw OUO0 TTapavonuaTtikwy (missense) PeTaANGEewv. ZTnv
TTPWTN TTEPITITWON UTTAPXEl N avTiIkKatdoTaon Tng youavivng otnv Béon 7538 amod
adevivn 01O yovidlo auTo £XEl WG ATTOTEAEOUA TNV AVTIKATAOTACHN TNG OpyIvivng otnv
Béon 2513 amd v 1oTidivn (R2513H). ZTnv deUTEpn TTEPITITWON N TTAPAVONMUATIKA
avTikatdoTaon Tng Kutooivng otnv Béon 6988 atmd Bupivn oTO TTpoavoQePBEV
yovidio €x€l wg aTroTEAECUO TNV QVTIKOTACTOON TNG apylvivng otnv Béon 2330 o€
kuoTteivn. (Durst et al., 2015) To yovidio DZIP1 BpiokeTal 6To Xpwudowua 13932 Kai
O€ MIO OIKOYEVEID €XEI OUOXETIOTEI PE TNV TTPOTITWON TNG MITPOEIdOUG BaABidag.
EidikéTepa n avikatdoTaon Tng youavivng atd tnv Bupivn oT1o €§wvio 5 Tou yovidiou
auToU odnyei o€ avTikatdoTaon TNG oepivng aTnv B€on 24 atod apyivivn  TNG 0Epivng
otnv Béon 70 ammd apyivivn o€ pia uwnAd ocuvtnpnuévn tepioxr). (Toomer et al.,
2019) Ta yovidila TNS1 Ttou BpiokeTal 010 Xpwuoéocwua 2935 kai LMCD1 Trou
Bpioketal 010 XpWHOCWHA 3p25.3, gutTAéKovTal aTnV S10dIKACIA TOU OXNUATICHOU
BaABidwv katd cuvémela PETAAAGEEIC o€ auTd oxeTiCovial PE TNV TTPOTITWON TNG
MITpo€IdoUs BaABidag. (Morningstar et al., 2021) EmrimrpdcBeta 10 yovidio SPTBN1 10
oTToio  KwdIKoTToIEl TNV B2-spectrin TTaifel onuavTikd poAo oTnv Asitoupyia Tou
KUTTAPOOKEAETOU, PE aTTOTEAEC A PETAANGEEIC 0 auTd va odnyolv o€ TTPOTITWON TNG

MITpO€IdoUG PBaABidag. (Lim et al.,, 2014) To yovidio ALPK3 Ttrou Bpioketal oto
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XpwHoocwua 15925.3,70 BAG3 Tou BpiokeTal 010 Xpwuoowua 10926.11 kai 10
RBM20 110U BpiokeTal 0To Xpwudowua 10025.2 CUCXETICOVTAI UE TNV EPPAVION TOOO
TNG dIATATIKAG HUOKAPBIOTTABEIAG 600 Kal TNG TTPOTITWONG TNG MITPOEIdOUS BaABidag.
(Herkert et al., 2020; Brauch et al., 2009) AAAa yovidla TTou oI PETOAAAEEIS TOUG
odnyouv o€ TTPOTITWON TNG WITPOEIdOUG BaABidag cival Ta FBNL etmi ouvdpouou
Marfan, TGFBR1, TGFBR2 ¢t ouvdpouou Loeys-Dietz. To yovidio FLNA
KWOIKOTTOIEI MIO KUTTAPOTTAQCMIKT QWOQOTTPWTEIVN QIAapivn-A Kai ol HeTaANGEEIS o€
autdé odnyouv ot remodeling Twv TITUXWV TNG MITpogidous BaABidag, updaMioTa
Bewpeital 0TI guvdéeTal Pe TNV X-ouvdedEVN HOPPNA TNG TTPOTITWONG TNG MITPOEIdOUG
BaABidag. (LaHaye, Lincoln and Garg, 2014) Eixe yivel TpooTrdBeia GUOXETIONG TNG
TPOTITWONG TNG MITPoEIdous PBaABidag pe Tta HLA avtiyéova HLA-Bw35, HLA-AS3
KaBwg Kal Tou cuvduacouou Twv dUo e 34 acbeveig ue TTPOTITWAON TNG MITPOEIBOUG
BaABidac e T  ToocooTd va  kupaivovial  oe  47.1%, 38.2% Kai
26.7% avTtioToixa. Z& Pia GAAN PEAETN pe APPoauEPIKaVOUC aoBeveic TTou QEPOUV
TNV v AOyw ouyyevr kapdiotrddeia Ta ToocooTd yia HLA-Bw35 kupaivetal o1o 72,5%
EVW oTa controls To avtioToixo TooooTd ATav 38,6%. O1 TTapaTTAvW PEAETEG TTPETTE
va aglohoyouvTal e 181aiTEPN TTPOCOXN KABWG KATA Tnv OnUOCIiEucr] Toug N
uttepnxokapdioypagia duo diacTdocwy dev gixe avarrTuyBei. (Grau et al., 2007) H X-
€COPTWHEVN MUEWUATWONG PaABIBIK duoTpo@ia o@eileTal oc PETAANGEEIC OTO
XPWHOCWUa Xg28 ot pia teploxy 2.5-Mb, 10 cuykekpipgéva oI TTAPAVONUATIKEG
MeTAAAageIg P637Q, G288R kal V711D oT1o yovidlo TTou KwOIKOTTOIE TNV @IAauivn-A
0dnyouv o€ vOoo 1000 BnAuK& 600 Kal apoevikG dtopa. ETTopévwe n @iAauivn-A

TTaiel onuavTiké poAo oT1o povotrdr Tou TGF-B. (Delling and Vasan, 2014)

= e Control ATATRATATAATATAAVAVATA
@Al @Alde | aA b o
[F] ® [ 2511 2512 2513 2514 2515
f A Y

A G/A G/G G/A G/A G/A

Family 1

Patient |/ \/ V|

Mutation ¢.7538G>A; R2513H

TN snsfEle semmes
GG G ¢ ¢ le|c cc

2511 2512 2513 2514 2515

d e f
Mutation c.6988C>T; R2330C
C/T c/C ~ - ---E].».:-n--
ssisscgsTeTevee
c/C C/T c/C C/T C/C
o Control Lyl
G A R V S
C/T /T o oI poyes 2328 2329 2330 2331 2332
Family 2

Family 3 Patient /

G A RC V 8

2328 2329 2330 2331 2332

Eikéva: a) Atreikovion yevealoyikou OEVOPOU TTOU OXETICETAI JE TO XPWHOoWHa 11
TTOoU QEPEI TNV PETAAAAEN €.7538G.A (R2513H) oTo yovidio DCHSL1.
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b) aAAnAouyia ¢.7538G.A (R2513H)

d) l'evealoyikd dévdpa dUO olkoyevelwy pe yovoTutro €.6988C.T (p.R2330C)
f) aAAnAouyia ¢.6988C.T (p.R2330C)

(Durst et al., 2015)

(=) )
B SIS~ ~ | @ I [
RIS|E N [ B I NN N 3| o BN S
! ] ] 12 L el ] ] el 1] %] %] %] %) L
Ll Bl g il Bal Bl Bl Bl BeE B tn | ™ ) wmlm
~ ~ ~ ) ~ = ™~ o] o} ~ ~ ~ ~ ~ —
Qalala Qfalalalel|r]a QA ) QlaQ
R S “cet> € > > > <« »P"
Cl3of25  GPC6 DCT TGDS ITR . ABCC4 CLDNIO. DNAJC3 _ HS6ST3 OXGRI MBNL2 RAP2A
GPC5 $0X21 DZIPT  yGcGL2

Eikéva: Ameikovion tng Trepioxic MMVP3 oT1o0 Xxpwudéowua 13 0g PETAYPAPO
avBpwTtrou. H trepioxn evoiapépovTog BpiokeTal avaueoa o 130931.3-932.1 peyEboug
8.2Mb. (Nesta et al., 2005)

e

1 2

| 2 3 |4 5
4 S5 O 7 8 9 10 11/2 13 14 |15 16 |17 18| 19 20| 21 22’ 23
T 2 34 56 7 89 10

1 12 13 14 15
] Unaffected [ Minimal [ WV

Eikéva: ATTeIKOVIOn yeveaAoyIikoU OEVOPOU OIKOYEVEIAG ME QUTOCWHIKA ETTIKPATH

TPOTITWON TNG MITPoEIdoug PaABidag. (Toomer et al., 2019) To mpdoivo xpwua
agopd emMKPATNON ATTIWY CUUTITWHATWY OTa ATtopa TTOU QEPOUV TNV CUYYEVA

kapdloTrddela.
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Ewova:
Teveadoyikd
5£v3po oKoYEVELOG
4+ Le TPOTTOOT TNG
onicOiog Truyng
g HTPOEBOVG

o 0 " BaABidog pe
mbavo
OLTOCMMUKO
1 EMKPATT TPOTVLTTO
KANpovounomg.
4+ propositus 8 fmala| @ I click and late systolic mumue (Hunt and Sloman,
hatk O (W lato systolic marmer alone 1969)

O ot sxamined o 51
@O normal © I click dore

Ewéva: I'eveoroywd
3€vdpo owcoyévelng Le
oUVOpOLLO TTOL GLUVOVALEL
TPOTTMOON TNG ULITPOELSOVG
BoABidag, yapaktnplotiKd
TPOCONEL0, KOVTO
AVAGTN A, AOTUMDING
poaotogditida, Eaevikd
0dvarto kot KAnpovopeitot
LE QVTOCOUIKO EMKPOTES

[™ Short Stature and Unusual Facies npéwgos.é:lames,zgggmos
] Mitral Valve Prolapse and Skinner, 2003)

[d Arrhythmia or Sudden Death
E Mastoiditis and Bacterial Endocarditis

*  Not investigated for MVP
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| @_ —Z Family H

Ewéva: I'evealoywkd

3€vOpo oKoYEVELS e

5 6 7 8 g 10 PUVOTLTIO TTPOTTOOT)
—O —D —E] TG HITPOEISONG
BoABidag. Eniong
avaypaQovTaL ot

YOVOTUTOL TV YOVIdi®V
KOAAOYOVOL TTOL

TOVG GTNV OLTloAOYiaL

L GES SO TNy Oy s

1-2 1-2 1-1
1-1 1=2 1-1
1-2 1-2 1-2
1-1

22 g TPOTTOOTG.
2-2 (Henney et al., 1989)
1-2

A 1-2
B 1-2
c - 1-2
] 1-2 2-2 2-2

A=COL3AI (avallfplll-33)  B=COL5A2 (Mspl/OMC2)  C=COLIA2 (FcoRI/NJ3)  D=COLIA! (Mspl/plAIHI7526)

KAIvIKA €IKOva:

H trapoudia cupmmwudTwy oTnv TTPOTITWON TNG MITPocidous BaABidag dev eival
BéBain akdpa kal oe aoBeveic pe cofapry TTaAvOpSPNoN aigaTog dlauéocou Tng
MITPpoEIdoUG BaABidag. QoTO00 N ATTOUCIa CUUTITWHATWY OgV UTTOPET VA OTTOKAEIOEI
TNV UTTapEN vOoouU, KABWGS OTNV TTPOKEIKMEVN TTEPITITWON N TEAIKA dIdyvwon TnG vooou
TiIOETQI ATTEIKOVIOTIKA, WOTOCO N TTAPOUCIQ CUUTITWHATWY UTTOPEI va TTPOCAVATOAICEI
KAIVIKG Tov Bepdatrovta 1aTpd. MeTagu Twv mOavwy CUUTITWHATWY gival n otnBdayxn,
n OUoTIVOId, TA OUYKOTITIKA €TTEI000Ia, TO aioBnua TToApwyY, oAAayég oTnv
Hop@oAoyia Tou OwpaKIKoU KAWPROU kal o XaunAdg Oeiktng PACOG CWHATOG.
(Salomon, Shah and Heinle, 1975) 2T1i¢ emTTAOKEG TG VOOOU QVAKOUV Ol appubpieg
TTOU PTTOPEl va TTPoéABouV TOOO aTTO Toug KOATTOUG OCO0 Kal aTro TIG KOINEG Kal
TTAPOUCIAlovTal CUXVOTEPO OE AOCBEVEIG TTOU TTAPOUCIALOUV EKTOTTEG OUOTOAEG. Z€
OOoBaPOTEPES TTEPITITWOEIG OI KOIANIAKEG appubpuieg uTTopeEi va odnyAoouv o€ aipvidio
Bavaro. O pnxaviopdg Onuioupyiog Twv aPPUBUILY €XEl WG UTTOOTPWHO TnV
MUEWHATWON €KQUAION TWV YAWXIVWV O OUVOUACOWO ME TIG HUNXAVIKEG ETTITTAOKEG
QUTAG TNG EKQUAIONG OTNV por Tou aipatog diapéoou TnG PaABidag. To ummdéoTpwua
auTtd AoITTOv odnyei 0€ ivwon TO PUOKAPDIOKO TOIXWHA E€iTE TWV KOATTWV €iTE TWV
KOINIWV PE aTToTEAETPA O 10TOG Purkinje TTou BpioKeTal 0€ AQUTEG TIG TTEPIOXEG VA Eival
TPOOPOPO £BaPOG yia TNV euddwan appubuiwy. (Kavey et al., 1984) AAn €TITTAOKN
atroteAei N evookapdiTida Kabwg TaIdId pe TTPOTITWON TNG MITPOoEIdoUG BaABidag
E€Xouv peyaAUTepn TBavOTATA va TTAPOUCIACOUV TNV &v AOYyw ETTITTAOKIR KATTOIO
oTiyul otn ¢wn Toug. H kapdiok aveTrdpKela aATTOTEAEl Kal QuUTH €TTITTAOKA TNG
TPOTITWONG TNG MITPOEIdOUG BaABidag kal idIkOTEPa TNG aveTTdpkelag NG BaABidag
Kabwg n ivwon Tou PJUoKapdIakoU TOIXWHATOG 0€ CUVOUACOWO PE TNV UTTEPOUVAUIKNA

QIMATIKA por] €viOG TNG apPIOTEPAG KOIAiAg Onuioupyolv TO UTTOCTPWHA YId
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TTOBOQUGCIONOYIKEG METABOAEG TTOU €UOBWVOUV TNV eyKaTAoTaon TNG KAPDIOKAG
avetrdpkelag. (Avierinos et al.,, 2002; Morshedi-Meibodi et al., 2004; Basso et al.,
2019; Miller Marc et al., 2018; Hayek, Gring and Griffin, 2005; McKee et al., 1971)
AlayvwoTIKA TTpocéyyion:

Akpoéaon:

H mpdémtwon tng HITpocidousg PaABidag akpoaoTIKG dIATmOoTWVETAl Je TNV UTTapEn
€vOG WECOOUGCTOAIKOU KAIK OKOUOTO OTnv Kopu®r Tng kapdidg. H taAivopdunon
aigatog PéoWw TNG MITPOEIdOUG PaABidag oOTnv  TTEPITITWON  AVETTAPKEIAS TNG
MITPOEIBOUG PBaABidag eival akouoTl WG OUCTOAIKO @UONUG OKOUOTO META TO
MECOOUGTOAIKO KAIK 1} 0AoouoToAIKO @uUonua. (Barlow and Pocock, 1963; Barron,

Manrose and Liebson, 1988)

Mitral MVP after MVP after
valve prolapse sudden standing sudden squatting
Sl Sg Sl Sg Sl Sg

= MVP click

Eikova: ATTelkOvIon Tou XPOVIKOU GUEIOU TTOU €ival AKOUOTO TO JETOTUOTOAIKO KAIK
Kabwg eival Kivntd avdloya pe Tov OYKO TnG apIOTEPAG KOIAag €Tol akoUuyeTal
vwpIiTEPa OTAV PEYAAWVEI 0 OYKOG TNG OTTwG 0TO BaBU KABIoua kKal apydTepa o€
TTEPITITWON TTOU PEIVETAI O GYKOG TNG OTTWG OTNV TTEPITITWOTN TTOU KATTOI0G ONKWOEI
0pBI10G. Ze TTEPITITWON TTPOTITWONG TNG MITPOEIBOUS BaABidag To oTToio akoAouBeiTal
atré QUONUA (ATTEIKOVION HE YKPI YPOUHES) AKOUOTO JOVO O€ TTEPITTITWON CUVUTTOPENG
QVETTAPKEIOG TNG MITPOEIBOUG BaABidag.

(https://www.healio.com/cardiology/learn-the-heart/cardiology-review/topic-

reviews/mitral-valve-prolapse)

HAekTpokapdioypdenua:

To nAekTpokapdioypdenua ota TTaIdIA dEIXVEI APVNTIKOTTOINON TWV T OTIG ATTAYWYEG
I, 1, avf, V5 kai V6. O1 appuBuieg ivar duvatov va eKKAnBoUv giTe 0TnV npeyia €ite
Katd tnv didpkela TnG doknong Kai TTEPIAANPBAVOUV TTPWIPEG KOINIAKEG ] KOATTIKEG
OUOTOAEG, UTTEPKOIAIOKN Taxukapdia KaBwg OTTwg £Enyndnke TTapatTdvw o1 aoBeveig
auToi d1aB€Touv ETTITTAEOV HOVOTTATIO AYWYNS OTO apioTePOd HUOKAEPSIO Adyw ivwaong.
H dievépyeia Holter puBuol Bewpeital onuavTikf o€ cORAPEG TTEPITITWOEIG KABWG
MTTOpEl va evrottioel TBavEG appubpiec 1 €KTOTTEG OUCTOAEG OI OTToiEG €AV
Tapapeivouv adidyvwoTeg Ptropei va odnyrjoouv o€ ai@vidio Bdvaro. (Han et al.,
2018)
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A RESTING

i 1 | Exéva: HAekTpOKapSIOYPAPIKN
i i -3,4«’ ’r_v‘{_w__} v P I j{ KaTaypa®ry og éva 11 €TWV KOPITOl
[ i Tou Ogv TTapouaciale CUUTITWHATA.

& TERGNATONE % oom - TNV npepia N NAEKTPOKOPSIOYPAPIKN
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LT
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A
<

Kataypa®n Eival @ualoAoyikr. Kartd
/‘fSc‘fMér;\' “ i/ | ™mv Sidpkeia TG Sokipaciag e
01adpopo 0 pubudg efakoAouBei va
Tapapével @AeBokouPIKGg. QoTé00
1-3 Aemmrd katrd Ttnv  &ekoupaon
L 7 ., TTOPOUCIACTNKAV EKTOKTEG KOINIOKEG

ouaToAéG. (Kavey et al., 1984)

apvnTikd T oe Il kar aVf.

Eikéva: HAektpokapdioypdenua

TTaidIoU OTO OTI0IO aTTEIKOViICoVTal

(https://emedicine.medscape.com/

article/890425-

workup?icd=login_success email

match_norm)

AkTIVOypa@ia Owpakog:

AKTIVOYpO@IKA eupfuata  €ival  gu@avl POvo o0€  TEPITITWON  ouvlTTapgng
QVETTAPKEIONG  TNG  MITPoEIdoug  PaApidag kabwg T6TEe  povo  eykaBioTavral
TTaBo@uoioloyikég PeTOBOAEG oTnv Kapdid. Mo cuykekpiyéva eival euQavAg n
O16yKwaon TNG aploTePAS KOINIOG WG UBEIOOPOG TOU aploTEPOU KapdIaKoU XEIAOUG 1
w¢g OITAR TTapuer. EmmmmAéov avuywvetal o aploTepds KUplog Bpdyxog kai eival
EUPAVAG N auénuévn AiETwon Twv Avw TTVEUPOVIKWY TTEDIWV AOYW TTVEUNOVIKNAG
UTTEPTAONG. Z€ PETAYEVEOTEPO OTABIO €ival EPPAVAG KAl N augnaon Tou YeyEBoug TnG
apIoTePNG KoIAiag Adyw augnong tou Oykou TTaAPoU. TeAIKA eugavifovTal onpueia
KapdIOKNG AVETTAPKEIAG OTTWG TO TTVEUPOVIKO 0idNua, N Kapdiopeyalia Kal TTAEUPITIKA
ouAhoyn. (Gaillard F et al, 2012)

Ymrepnxokapdioypaepia:

2TV TTPOTITWON TNG MITPoEIdoUg PBaABidag n utrepnxokapdlioypa@ia aTToTeAE TNV
e€€Taon ekAoyng KaBWwG PTTOPED va aTreikovioel ue akpiBeia TNV dour TG MITPOEIBOUG
BaABidag O6TTwG dIOYKWoN Twv YAwXIVWV TNG (0TNV KAACIKA pop@r TnG vOoou n
mayxuvon givar >5mm evw oTnv ATuTIn pop®n €ival <5mm), Tapddoén KivnTikéTATA
TWV YAwyivwy, mmoavr atrokOAANoN Twv YAwWXIVWV atrd TIG TEVOVTIEG XOpdEG. Me
Baon Tov opioud yia va T1eBei n didyvwaon TNG TTPOCTITWONG TNG MITPOEIdOUG Ba

TTPETTEl UTTEPNXOYPAPIKA va dIamoTwBel n TPoOTTwon Tng MITpogidoug PBaABidag
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TEPIOTOTEPO ATTO 2Mmm aTTd TO ETTITTEDO TOU PITPOEIBIKOU SAKTUAIOU TTPOG TNV TTAEUPd

TOU apIoTeEPOU KOATTOU MPE TRV PoNBela TNG ATTEIKOVIONG KATA ToV ETTIPAKN Agova.

Eivar duvatdv va aTtreikovioTei n amokOAANon Tou OAKTUAIOU TnNG MITPOEIdoug

BaABidag amd TO puokapdliokd ToiXwHa pE TNV PorBeia TG dIABWPAKIKAG

TTOPACTEPVIKAG ETTIMAKOUG dgova TOUAG N oTToia KaBIoTd @avepr] TNV aTTOKOAANON

KaTd Tnv ouoToAn TnG Kapdidg. TéAog pe Tnv BorBeia Tou Doppler ival duvatdv va

OTTEIKOVIOTEI N TTaAIVOPOUNCN TOU QiPOTOG O€ TIEPITTITWON  AVETTAPKEIAS TNG

MITPOEIBOUG PBaABidag TTPOG TOV aApPIOTEPO KOATTO KATd Tnv OIGPKEIG CUCTOAAG TNG

aploTePAg Kolhiag. H kapdiakhh MRI TTpoc@épel uwnAr avaAluon kal akpifeia Adyw

NG UWNARG euaioBnaiag kai 10IKOTNTAG TNG, ETTITTPOCOETWS UTTOPEI va EKTIMNACEN TO

OKPIBEC TTOCOOTO TNG ivwong Tng apIoTEPAS KOIAiag pe Tnv PorBeia okiaypa@ikou.
(Devereux, 1995; Tarkiainen et al., 2016)

Eikéva:  YTrepnxoypa@ikn
arreikévion  A)  TTPOTITWGN
G MITpoeidousg BaABidag

TTPOG Ta TTiow, B)

TToAIvOpounon aiparog
dlauégou NG  MITPOEIBOUG
BaABidag Aoyw
AVETTAPKEIOG. Topég

ETTIUAKOUG agova 2D
O1a0WPAKIKAG
UTTEPNXOKOPBIOYPaPiag.
(Delling et al., 2014)

BaABidag.

Ao: aoptn

LA: left atrium

Eikéva: MRI kapdidg oTnv  otroia

ATTEIKOVICETAI N TTPOTITWON TNG PITPOEIBOUG

A : anterior leaflet (TTpéaBia yAwxiva)
P : posterior leaflet (omioBia yAwyiva)

LV: left ventricle (Koo et al., 2014)

4.4.3.3 Avemrdpkela TpiyAwyivag BaABidag (tricuspid regurgitation)
EmdnuioAoyia:
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O emmmoAacuOG TNG PETPIAG A 0OBAPOUG AVETTAPKEIOG TNG TPIYAWXIVAG BaABidag

kKupaiveral oto 0,8%. O1 yuvaikeg TTapoucidfouv 4,3 QopEG HEYOAUTEPO ETTITTOAACHO

o€ oxéon Je Toug avdpes. (Singh et al., 1999)
AVATOMIKA TTEPIYPAPN:

Eikova: A) Atmeikdvion Tng avaTopiog Tng

A - TpiyAwxivag  BaABidag anterior leaflet=
égfﬁa?issi%tfel . \\\ TpéoBia yAwxiva, posterior leaflet=otricBia
Algg?ﬂrgf vAwyiva,  septal leaflet=8la@payyartikn

P‘l’:;ﬁg?"f yAwxiva,  coronary  sinus=oTe@aviaiog

Septal KOATTOG, AV node= KOATTOKOIAIOKOG KOUBOG

\,I\G?ﬂet \ B) petaBoAn Tou oxfuarog tng BaABidag o€

Mege]:l;))m?us & " 3 i%?:fnrﬁ:ggrteal TTEPITITWON deuTEPOTTABOUG AVETTAPKEIAG TNG
né\ée cOrona,y sinus BaABidag, C) ducioloyikd eAAEITITIKO OXrHA

; NG BaABidag pe Ta UYnASTEPQ onugia va

c Bentel A i Bpiokovtar otnv TTpocBioTriobia  SIGPETPO.
RA V?'Ye RA 2 TTepITTwaon Opwg d1dTaong Tou dAKTUAioU

e High B /H‘gh \ ' Myw  Bigraong  Tng BefiGe  Kolhiag
P\-— 5 A i 7 4| TTapatnpeital MTESWON TOU TPIOBIACTATOU

oxAuaTog TG BaABidag n otroia euBeIGleTal.
(Shinn and Schaff, 2013; Tornos Mas,
Rodriguez-Palomares and Antunes, 2015)

H tpiyAwxiva BaABida atroteAeital ammd Tov OAKTUAIO OTOV OTTOi0 TTPOoC@UOVTAl Ol
yAwxiveg o1 otroieg o€ apiBud TroikiAAouv atmd 2 €wg 9, ol yAwxiveg uttooTnpifovrtal
aTTo TIG TEVOVTIEG XOPOEG Ol OTTOIEG PE TNV OEIpd TOUG TTPOC@UOVTAI OTOUG BnAocIdeic
MUEG TWV OTTOIWV 0 apPIBUAG eTTioNG TTOIKIAAEI 1T 2 £wg 9 Kau N AsiIToupyia Toug gival
va ouoTéAAOVTal TTPIV TNV OUOTOAR TnG O€€IAG KoIAiag waoTe va cupttAnoidlouv ol
YAWXIVEG Kal va atToTPETTETAI N TTAAIVOPOUNCN aigaTog dia Tou OoTodiou TNG PaABidac.
AvaTtouika BpiokeTal HETAEU Tou BeEI0U KOATTOU Kal TNG BeEIAG KOIAIaG Kal n TTIQAvEIQ
NG KUpaiveTal JeTagU 4-6cm? pe SIGUETPO 27-29mm Je aTTOTEAEOUA va Bewpeital N
peyaAUTepn BaABida, emmAéov 0 OOKTUAIOG TnG PaABidag OTov XWPO OTTOKTA
eMemmikd oxnua . Mtropei va TagivounBei oe mpwTotradr) 6tav n BAGRN Ppioketal
oTnv avartopia TG PaABidag n otroia PTTOPEi va OQEINETAI OE OUYYEVN 1 ETTIKTNTO
aitia, deutepotTadn ) Aeitoupyikn (functional) étav n avetrdpkela TTPOKUTITEl ATTO TV
auénuévn Trieon evidg NG O€CIGg KolAiog AOyw TIVEUUOVIKNAG UTTEPTAONG TTOU
TTPOKUTITEI ATTd VOOO TNG apIoTEPNS Kapdidg TTou odnyei og didtaon Tou BaABidikou
OOKTUAiOU Kal TEAOG OTNV  PEMOVWHMEVN pOPPy OTNV OTToid  €VTACoOVTAl Ol
TTEPITITWOEIG TTOU &€&V EUTTITITOUV OUTE OTNV TTPWTOTTAB oUuTe OTnv OeuTEPOTTAON
Mop@ry. H ouyyevng popen TnNG TTPWTOTTAB0UG QVETTAPKEIAG OQPEIAETAI €iTE 0€ DOMIKEG

avwuaAies Twv yAwxivwv TnG PaABidag, Tou O&akTuAiou TnG PBaABidag 1 Tou
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OUCTAMATOG UTTOOTAPIENG TWV YAWXIVWV OnAadn Twv TEVOVTIWV XOPdwV Kal Twv
BnAocIdwv puwyv, gite oe TTPOTTTWON TNG TPIYAwXIvag BaABidag, €ite e duoTTAacia
NG PaABidag Pabuou | €wg lll, cite oe avwpalo aplBud yAwxIvwy Kabwg OTTwg
TTpoava@épbnKke O apIBUOG autdg TToIKiAAEl attd 2 €wg 9, €iTe 0€ artpnoia Tng
TIVEUMOVIKAG BOABIdAg pe akEPAIO TO PECOKOIAIGKO BId@payua, €iTe 0 aVWUOAIEG
onuioupyiag Tou evbokapdiakou TTpookeaAaiou , ite oTnv Ebstein avwuahia, €ite o€
YEVETIKA oUvdpopa OTTwg 1o Marfan. 'Eva oTrdvio yeveTikd aiTio AveETTAPKEING TNG
TpIYAWXIVag BaABidag eival n oxioTia Tng TPoobiag yAwyivag n otroia o€ KATTOIEG
TTEPITITWOEIG MUTTOPEI VO OCUCXETIOTE PE AVWHAAN CUUTITUEN Twv €VOOKAPDIaKWY
Tpookepalaiwy. Ta emikTNTA @iTIa TNG avertdpkelag TG TpiyAwxivag BaABidag civai
TO KAPKIVOEIOEG OUVOPOUO, N evOOKAPDITIdOO, O PEUMATIKOG TTUPETOG KAl O
Tpaupatiopog. H averrdpkeia Tng TpiyAwxivag BaABidag Adyw tng avwuaAiag Ebstein
atroTeAel TNV ouvnBEoTEPN YEVETIK Ouvlnkn. H avemdpkeia Tng TPIYAWXIVAG
BaABidag €xel wg atToTEAECUA TNV TTOAIVOPOUNON aipatog atmmd Tnv degid KolAia aTov
0e€I0 KOATTO KOTA TNV dIdpKeIa TNG CUCTOANG TNG OeCIAC KolAiag. (Aktas et al., 2004;
Xanthos, Dalivigkas and Ekmektzoglou, 2011; Rogers and Bolling, 2009; Eichhorn et
al., 1992; Mutlak et al., 2007; Tornos Mas, Rodriguez-Palomares and Antunes, 2015;
Shiina et al., 1984; Fukuda et al., 2006)

B Secondary C Isolated

Primary
Tricuspid Requrgitation

Tricuspld Regurgitation

Tricuspid Regurgitation

Prihadi, E.A. et al. J Am Coll Cardiol Img. 2019;12(3):491-9.
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Eikova: Ameikévion Twv TUTTWV TG
QVETTAPKEIAG ™mg TPIYAWXIVOG
BaABidag. A) mpwToTradng TUTTOG
Tou o@eileTal ge TraBoAoyia TNg
BaABidag, B) deutepotrabng TUTTOG
o6trou ameikovigetal n didTaon TG
0e€Idg  kolhiag, C) pePOVWUEVOG
TUTroG. (Prihadi Edgard et al., 2019)




—| Tricuspid regurgitation |—

Organic (10-25%) || Functional (75-90%) |
Prolapse / flail leaflet | Atrial fibrillation | LV dysfunction Left-sided Pulmonary RV myocardial
Endocarditis (ICM [/ DCM) valve disease || hypertension dysfunction
Congenital
Iatrogenic
(lead, EMB, drugs, radiation) MR AS MS
Endomyocardial fibrosis
Myxomatous degeneration .
Traumatic
Carcincid syndrome
Rheumatic
TV annular RV dilatation &
dilatation dysfunction
\ ieane /
tethering

Eikéva: Zynuatikl ameikévion Twv ATV TToU  TTPOKAAOUV  aveTTapKela Tng
TpIYAWXIVag BaABidag. Organic- TpwTotrabng, functional-deutepotTabnc , AS: aortic
stenosis; DCM: dilated cardiomyopathy , EMB- endomyocardial biopsy , ICM-
ischaemic cardiomyopathy , LA -left atrial , LV-left ventricular , MR-mitral
regurgitation, MS-mitral stenosis , RV-right ventricular , TV-tricuspid valve

(https://www.escardio.org/Journals/E-Journal-of-Cardiology-Practice/Volume-

16/Treatment-options-for-severe-functional-tricuspid-regurgitation-indications-

technigues-and-current-challenges )

MaBoguaoioAoyia:

A View from Above B View from Front
g Eikéva:
v - Atreikévion TnG
prot N TraBoguaioloyiag TNg

; QAVETTAPKEIAG TNG

. / 7 " Vaive TpIY)\(bXqu BG)\Bi6G§ ME

s 10 PR &\ . KOKKIVa ypappara. (Dahou
¥ o + Ventricie et a|., 2019)

Diraction of Right
Atral Dilstation ~ |

Tricuspid
Annuiar
Dilataion

Tricuspid

Valve - Direction of

| Septal Bowing

Direction of Right

b J
Venlricular Distation - o

T e—a
Right Ventricular  Interventricular
Free Wall Septum

Dahou, A. et al. J Am Coll Cardiol Img. 2019;12(3):458-68.

H avemdpkeia NG TpIyAwxIivag BaApidag €xel wg atrotéAecua v didtacn Tou
0e€loU KOATTOU Adyw TOU aqipatog TTou TTaAivOpouei kai Tnv otadiak didracn Kai
avetrdpkela TNG OegIdg KoIAiag Adyw Tng auvgénong Ttou OyKOU aiyatog TTou auTh
KaAeital va dlaxeipioTei. ZTadlakd n Asitoupyia TnG de€IAG KOIAIOG Kal n IKavoTnTa TNG
va yepiCel e aipa diatapdooetal ge ammoTéAeoua va eykabioTaral Oe€id Kapdiakn)
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avetrdpkela. H didtacn Tou O£gloU KOATTOU £xel WG ATTOTEAECUA Tnv dnuioupyia
QpPPUBUILY  OTTWG N KOATTIKA  papuapuyr, N @AePokoufIK  Taxukapdia, n
UTTEPKOIAIOKA TaXUKAPDIO KAl O KOATTIKOG TITEPUYIOPOG. Kard Ttnv dldpkela NG
€I0TTVONG N TTOANVOPOUNON QiaTOG XelpoTEPEUEl KABWG autdveTal To PéyeBog NG
0e€IAg KOINIOG e CUVETTEIR va augaveTal N SIAUETPOG TOU dAKTUAIOU TNG BaABidag Kal
ETTOMEVWG N TTOOOTNTA aipaTtog TTou TTaAivopopei. (Louie et al., 1992; Williams et al.,
1996) (Frater, 2001; Topilsky et al., 2010)

MeveTikA aiTioAoyia:

H avemdpkeia g TpiyAwyxivag PoABidag oxetiCetar pe Tnv Ommapén Tou 15q
overgrowth cuvdpduou Kal Tou GUVOPOOU HIKPOEAAEIHATWY 16pll.2-pl2.2.
(https://hpo.jax.org/app/browse/term/HP:0005180)

KAIvikA g1kéva:

2TIC TTEPIOCOTEPEG TIEPITITWOEIS N aAveTTApKeEIa TNG TpiyAwxivag PBaApidag dev
TTOPAYEl CUPTITWHATA Kal onueia. Ta CUPTITwUATA TTapoucidlovTal PETETTEITA Kal
oxetiCovtal pe TNV 0£gId KaPDIAKK AVETTAPKEIA TTOU AUTH TTPOKAAE 6TTwg dUOTTVOIQ
oTnVv TTPooTTédela AOYW HEIWPEVNG KAPSIOKNG TTAPOXAG, NTTATOUEYAAIQ PE OUVETTEIN
GAyog de€lou uttoxovdpiou, opBOTIVOIA, TTOPOEUOHIKY VUXTEPIVA dUCTIVOIA, ACKITNG
Kal TTeEpIPePIKG  oidnua avad odpka. EmmpdoBeta utmopei va  mmapouciaocTouv
appuBpieg Adyw didtraong Tou de€IoU KOATTOU OTTWG N KOATTIKI HOpUApuyr Kal o
KOATTIKOG TITEPUYIOUOG. € OTTAVIEG TTEPITITWOEIG WTTOPEI va TTaPATNPEITAl KATA TNV
O1dpKela TNG oUCTOANG TTPOROAA Twv 0PBaAuwy (Naylor, 1995) kal KIpowdEIG PAEBEG
Tou ep@avidouv TTaApd. (Hollins and Engeset, 1989) 21i¢ €mMITTAOKEG TNG vOOOU
avikel n evookapdimida, n OpouBocuBoAik) vOOOG Kal n KapdIakn Kippwon Tou
nmatog. (Mulla S, Asuka E, Bora V, et al., 2022)

AlayvwoTIKA TTpooéyyion:
duoikn e&éTaon:
Akpoéaon:

AKPOQOTIKGA n avermdpkela TnG TPIyAwxIivag BaABidag eivar  akouoTr wg
OAOCUOTOANIKO @uUOoNUa UWNAAG €viaong oTnv €0Tiad akpdaong Tng TPIYAWXIVOG
BaABidag (TETOPTO PECOTTAEUPIO BIGOTNHO TTOPOACTEPVIKA) PE avTavakAaon TTPog Ta
0e€1d, TOou OoTTOIoU N évTaOn EVIOXUETAI KATA TNV SIAPKEIQ TNG EIOTTVORG. TO QAIVOUEVO
QUTAG TNG augnong Tng évraong gival ywvwoTd wg onueio Carvallo. To guonua autd
yivetal evtovotepo OTav 0 acBevig eival 0pBiog 1 oTékeTal Pe TV PoriBesia Tou
KWOwWva Tou 0TNBOOKOTTIOU evw) €ival XaunAdTEPNG €VTAONG OTNV EKTTVON 1) KATA TNV
dIdpkela Tou xelpiopou Valsava. Etmiong eivar duvatri n akpdoon QUOHUATOG OTIG

o@ayimideg PAEBeg oTov TpdyxnAo. (Amidi et al., 1986)
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:-'._.:1 :-'._.:1 :-'._.:1 :-'._.:1 Eikéva: Atreikévian oAooUGTOAIKOU QUOHUATOG
ME al&non TnG évraong Tou KaTté Tnv dIdpKeIa TNG

€10TTvonG (onueio Carvallo).

(https://www.healio.com/cardiology/learn-the-

heart/cardiology-review/topic-reviews/tricuspid-

Expiration Inspiration regurgitation )

H wnAdenon poifou civar mOavy apiotepd TapacTtepvikd. H Omapén Tpitou
kapdiakoU Tévou gival duvaTr Adyw ducAeiroupyiag Tng de€IAG KoIAiag TTou odnyeital
oe avemmdpkela. Eival duvatdv wnAaguwvtag 1o 0e€I6 uttoxovoplo va givalr aiobntog
OQUYHOG oTo Oe€I6 uTToXOVOPIO AOYW TNG EKOECNUACHEVNG NTTATIKAG SIO0YKWONG
AOyw Tng oTdong Tou aigatog.  EmmTAéov, n TTapoucia OIBAUATOC TTOU A@AVEI
eVIUTTWHAO givalr duvaTév va atmokaAu@Bei wnAaentikd. AAAa onueia TNG KapdIakAg
QVETTAPKEIOG PTTOPOUV VA EVTOTTIOTOUV PE TNV WYnAAPNnon OTTwG TO ONUEIO TOU aOKiTN
0 OoTToiog pTTopEi va dlammoTwOel YnAaenTIKG pe Tnv €TTikpouon kai Tnv avalnTnon
TWV OXETIKWY ONUEIWY Tou OTTWG TO onueio Tou €mMITTAéOVTOG TTAYOU, TO ONUEIO TNG
avTiTutriag. To onueio Lancisi To otroio gival opatd otnv o@ayitida GAERa d1Tou gival
TapovTa Ta peydAa kupata V Adyw Tng TTaAivopounong aipgatog diapéoou Tng
TPIYAWXIVOG BOABIdag KaTd Tnv OIGPKEIO TNG CUCTOANG. TNV €I0TTVON N augnuévn
QAEBIKA €IOTPOPN £XEl WG ATTOTEAEOUA Tnv OIATACON TWV OEAYITIdWY QAEBWY,
yvwoTé To onueio wg Kussmaul.

HAekTpokapdioypdenua:

To nAekTpokapdioypd@nua givalr duvatdv va attokaAuyel Tnv didTacn Tou &egiou
KOATTOU pe Ta WwnAd P (trveupovikd P). Emmiong n umreptpogia tng 8eCIAg KoIAiag
yivetal €ékdnAn pe Ta WnAd R oTig deCIEG TTPOKAPDIEG atmaywyég OTTwg N V1 kai V2.
TéNOG TO nAekTpOKAPdIOYPAPNHA UTTOPEI va aTTOKAAUWEl TIG appubuieg OTTWG TNV
KOATTIK) JOpPapuyn Kal TOV KOATTIKO TITEPUYIOMNO. A autdv Tov OKOTTIO WTTOPEI va
xpnoipotroinBei kai 10 24wpo Holter puBuol kabwg katd Tnv OIAPKEIQ TOU
NAEKTPOKAPOIOYPAPrNOTOG O appubuieg YTTopEi va punv ekdnAwBoulv. g TepITITwon
deuTtepoTTaboUg aimiohoyiag avetTapkeia TnG TpiyAwxivag BaABidag raparnpeital de€id
OTPO®NA TOou Agova O OCUVOUAOHO PE T TTVEUMOVIKA P.

AkTIVvOoypagia Owpakog:

H akTivoypagia Bwpakog utropei va givalr dveu gupnudatwy. QOTO00 PTTOPEI va
avadeigel Tnv didraon Tou de€lol KOATTOU Kal TNG OeCIGG KOINIG, YE ATTOTEAECUA TNV
augnon Twv opiwv TNG Kapdidg. TEAOG utTopei va TTapatnenBei uTTeCWKOTIKI) CUAAOYN
AOYW KapdIOKAG AVETTAPKEIOG Kal aviywan Twy dia@payddaTwy Adyw ackitn. TEAOg
gival duvaTtov va gival eueavig n didykwaon Tng afuyou Kai TG KATW KoiAng QAEBRaG.
(Lancellotti et al., 2013)
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ekoeonuaopévn  Kapdlopeyalia

et al, 2018)

Eikova: AKTIVOypaQia BWPaKOG
ao0Bevolg Pe aveTTdpKEIa TNG TPIYAWXIVOG

BaABidag omnv  otoia  @aivetal N

Kar n

didtraon Tou &e€lou KOATTou. (Mohanan N

Ytrepnxokapdioypagia:

H utrepnyxokapdioypagia artroteAei Tnv  e€taon ekAoyng oOocov agopd Tnv
QTTEIKOVION TNG AVETTAPKOUG TpIyAwxIivag BaABidag , Tnv eviomion TuxOV OUuvOdWVY
QVWHOAIWYV TTOU ETTNPEACOUV TNV AsIToupyia TNG BeCIAG KApdIAG OTTWG N TIVEUPOVIKA
utréptaon N maBoAoyia NG PITPOEIdOUS BaABidag , TNV didyvwaon TNG UTTOKEIEVNG
BA&BNG 1Tou 0dnynoe ot avetrrdpkela TNV BaABida kal TNV exTipnon Tng BapuTtnTag
NG avetrdpkeiag Pe Tnv BorBeia Tou Doppler kai TNV Tagivounor NG o€ AT, PETPIA
Kal oofapr). ZUYKEKpIPEVA 1 aTTelkOvion e Tnv PBonbeia 2D TnG OTTOTUXIOG
KATAGAANAOU CUPTTANCIAOUOU TWV TITUXWYV TNG BaABidag, g moavAg didracng Tou
dakTuAiou TnG BaABidag, TG TTaAivOpOunNoNg TNG AIPATIKAG PONG TTPOG TV KATW KOIAN
QAEBa Kal TNG TTapadoéng KIivnTIKOTATAG TOU PECOKOIAIOKOU d1a@pAyuaTog KATd TNV
d1a0TOA AOyw TNG TTAPAPOVAG OYKOU aipaTog VIO TNG OeCIAC KOIAiag BonBouv oTnv
didyvwon TnG ouyyevoug kapdiotmradelag. Emmmpdobera  n armreikévion Tou Tridaka
aigatog Tmou TToAIvOpopel péow TnG TPIyYAwxivag BaABidag pe tnv Bonbeia Tou
spectral and colour flow Doppler Bon8d& oTtnv ekTiunon Twv mECEWV TNG OEEIAG
KOIANiOG Kal TNG OUGTOAIKAG TTVEUHOVIKNG APTNPIOKAG TTiEong O1TTou pE Tnv BonBeia tng
eCiowong Bernoulli ekmipdral n kAion mieong. (Shah and Raney, 2008) Otwpeital
OUOKOAN n TOUTOXPOVN €KTiUNON OAwv Twv YAwXIivwv Tng PBaABidag kal Tng
ouvepyaoiag TOUG HETAEU TOUG, YIa autd Tov Adyo ETTIOTPOTEUETAlI N XpPron
TTOAOTTAWY AqWewv 6TTWG O €MPAKNG dgovag, o Bpaxus &govag, ol UTTOTTAEUPIES
AMyeIg kKal n Kopugaia AAyn Twv Teoodpwy Kapdlokwy KolhoTTwy. (Tornos Mas,
Rodriguez-Palomares and Antunes, 2015; Lancellotti et al., 2013) A¢loonueiwTo €ival
61l n BapdtnTa TNG QVETTAPKEIOG TTOIKIAAEI KATG TNV OIGPKEID TOU AVOTTVEUCTIKOU

KUKAOU, TTI0O OUYKEKPIPEVA KATA TNV €10TTVON N O€CIAd KOIAia auaveTtal og péyeBog e
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armoTéAeopa o OaKTUAMIOG Tng PaABidag va diateivetar otmdéte o1 YAWXiVES
QTTOTUYXAVOUV VA GUNTTANCIACOUVY, O AAAAYEG QUTEG £XOUV WG ATTOTEAECHA TO OTOMIO
NG PBaABidag va digupuveral apa n TaxUTNTA TOU QIiPOTOG TTOU TTAAIVOPOEI va
pelwveTal. (Topilsky et al., 2010) EidikdTepa £Xel DIATTIOTWOET HETABOAR TNG TAXUTNTAG
ToU aipartog dlapéoou TNG BaABidag >0,6m/s r| ico pe TV TIYA auTth atrdé Tov Mutlak
et al , yeyovég 1ToU B€TEl TNV dIdyvwon TnG aveTrdpkelag Pe €10IKOTNTA 94% Kai
euaiobnoia 66%. (Mutlak et al., 2013) H Aeitoupyia Doppler ptropei va utroAoyioel
TNV ooBapdTnTa TNG QVETTAPKEIAG, TNV CUOTOAIKA Triean oTtnv Oe€id KolAia, Kal TNV
olapopd Trieong peTagyu Twv Kapdiakwyv OdiauepiopaTwy. (Rivera et al.,, 1993)
2nUavTikG poAo aTov JIaXWPIoPO METAEU TTpwToTTabolg kal deutepoTTaboug
QVeTTAPKEIOG TNG BaABidag €xel n METPNON TNG OUCTOAIKNG TTiECONG TNG TTVEUNOVIKNG

apTtnpiag otrou TIPEG dvw Twv 55 mmHg ocuvnyopei uttép deutepoTTaBoug aiTioAoyiag

evw TINES KATw Twv 40mmHg uttép TTpwTtoTTaboug autiohoyiag. (Waller et al., 1986;
Zoghbi et al., 2003; Sugimoto et al., 1999; Badano et al., 2009; Muraru et al., 2011;

Lang et al., 2012; Badano, Muraru and Enriquez-Sarano, 2013)

[262]

Eikéva:

YTTEPNYXOKAPOIOY PAPIKI
ameikévion de TNV PonBeia
2D(A-C) ka1 3D(D-F).

A) KopuQaio Tapdbupo
TE00Gpwv  KOIAOTATWY ,  B)
aTTeIKOVIon OegIV  KAPDIOKWV
KOIAOTATWY , C) UTTOTTAEUPIO
TapdOupo deCIV KOIANOTATWYV |,
D) otnv 3D eival eukoAOTEPN N
ATTEIKOVION TWV YAWXIVWV TNG
BaABidag, TWV  TEVOVTIWV
Xopdwv Kal Twv BnAogidwv
puwv, E) Ayn TpiyAwxivag
BaABidag amrd Tnv de€id KolAia
6tou @aivovTtal o1 3 yAwxiveg
™mg , F) Muyn TpiyAwxivag
BaABidag atrd Tov JeCId KOATTO.
Otou  ATL=anterior tricuspid
leaflet, STL=septal tricuspid
leaflet , PTL=posterior tricuspid
leaflet.(Badano, Muraru and

Enriquez-Sarano, 2013)




Hemodynamic Clinical Symptoms and
Consequences Presentation

B Progressive TR Central jet <50% RA None None
Vena contracta width <0.7
cm

ERO <0.40 cm?
Regurgitant volume <45 mL

C Asymptomatic Central jet 250% RA Dilated RV and RA | Elevated venous
severe TR Vena contracta width 20.7 Elevated RA with “c- | pressure

cm V” wave No symptoms
ERO 20.40 cm?
Regurgitant volume 245 mL
Dense continuous wave
signal with triangular shape
Hepatic vein systolic flow
reversal

D Symptomatic Central jet 250% RA Dilated RV and RA | Elevated venous
severe TR Vena contracta width 0.7 Elevated RA with “c- | pressure

cm V” wave Dyspnea on exertion,
ERO 20.40 cm? fatigue, ascites, edema
Regurgitant volume 245 mL
Dense continuous wave
signal with triangular shape
Hepatic vein systolic flow
reversal

Stage Definition Valve Hemodynamics

Eikéva: Ztov Trivaka ava@épovial Ta OTadia TNG AVETTAPKEIAG TNG TPIYAWXIVOG
BaABidag Ta otToia diaxwpifovtal o B-e¢eAlcoduevn avetrdpkeld, C - ACUPTITWHATIKA

oofapn avemdpkeia, D - cupmrtwuatik coapr avemdpkeia. Omou ERO=effective

regurgitant orifice, RV-right ventricle, RA- right atrium. (Otto et al., 2021) I

Multi-modality Imaging for Assessment of Tricuspid o . .
Regurgitation Severity Relative Uty of Each maging Mocaity EkTiunon Tng BapdtnTtag
(m "'"1”9 { NG QVETTAPKEIAG TG
20/Doppler  30/Color ; ;

Structural Parameters TPpIYAWwxIvag  BaABidag
TV Morphology e ++t + ++ ,
RV and RA size + 4 4 +44 JE TRV BOI‘]GEIG ™ng
i +++ (proximal 4 " e .

SVCand IVC Size cavae only) 4+ + U1T€pr]XOKGp5IOVpG(pIG§,
Comprehensive . ) R e
vascular assessment .

T ayvnTik
Semi-Quantitative parameters r] g “ Y r] r] g
Jet Area e it " S P ,
Vena Contracta Width e ++4 ++ . TO}JOYpG(PIGg Kapalag
Vena Contracta Area - et " - .
Anatomic Orifice Area . + ++ +ot Kai Trlg G§0V|Kr]§
Quantitative Parameters H

Topoypagiag. (Hahn et
Effective Requrgitant  ++ (PISA and - 5 _ Hoypagiag (
Orifice A D SV)  (seeVCA)

I S e al., 2019)

Regurgitant Volume Doppler§v)  (from VCA) ++

lahn, R.T. et al. J Am Coll Cardiol Img. 2019;12(3):469-90.
MayvnTiki Topoypa@ia Kapdidg:

H péBodog autr) XpnoIKOTTOIEITAI VIO aKPIBECTEPN EKTIMNON TOU UEYEBOUG TNG BOECIAg
KOINiaG Kal KOATTOU KaBwG Kal TNV AEITOUPYIKOTNTAG TwV KAPSIAKWY SIQUEPICUATWY
KATd TIG QACEIS TNG CUCGTOAAG Kal S1a00TOANG. MpoTiudTal oe TTEPITITWOEIS OTTOU TA

utTEpn)okapdioypa@ikd TTapdbupa aTTOTUYXAVOUV VA TTPOGOWGCOUV TNV AETTTOUEPEIO
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TTOU QTTAITEITAI KOBWG N JAYVNTIKI) TOUOYPOPIa TIPOCQPEPEI EKTTANKTIKA AETITOUEPEIO OE

OAa Ta eTTiTTeda atelkdviong NG Kapdidg. (Anwar et al., 2007)

Eikéva:

MayvnTikfy Topoypagia
KapdIdg Twv TECCTApWY,
TPIWV Kal ouo
KOIAOTATWYV TToU
XPNOIJOTToIoUvVTal WOTE
va EKTINNOEI n
TpIyAwxIva BaABida kai
o O€egIEG  KOINOTNTEG.
(Hahn et al., 2019)

Kapdiakog KabeTnplaouog:

O KapdIakog KABETNPIAOUOS ATTOTEAE XPAOIUN MEBODOG eKTIUNONG TwV aKPIBWY
TMECEWV TTOU avaTmrTiooovTal €1I8IKA OTNV TIVEUNOVIKA KUKAO®opia Kal Tnv oayitida
QAEBa. ‘Emeata gival xprioigo va PeTpnBei n dIAoTOAIKN TTiEoN TWV SIAPEPICUATWY TNG
0e€Idg kKapdladg. EmMTTPOcOeTa XpNOIUOTTOIEITAI TTPOEYXEIPNTIKA WOTE VA EKTIUNBEI N
avaTopia Twv oTepaviaiwyv ayyeiwv. (Nishimura and Carabello, 2012; Hahn, 2020;
Lurz et al., 2020; Ha et al., 2000)
4.4.3.4 Avetrdpkela Tng Trveupovikng BaABidag ( pulmonary regurgitation)
EmdnuioAoyia:

H ouyyevrg averrdpkela NG TTVEUPOVIKAG BaABidag atroTeAei pia otrdvia ovtoTnTa.
(Saji et al,2022)
AvVaTOMIKA TrEPIYPAQN:

Q¢ averrdpkela TG TveUpoviKAG BaABidag opileTal n TTaAivdpoun pon Tou aipgaTog
aTrd TNV TIVEUUOVIKN apTnpia TTpog Tnv de€Id KolAia Péow TNG TTVEUUOVIKNG BaABidag
KATd TNV ¢Aon TnG dIAcTOANG. Ta aiTia TTou YTTOPEI va TTPOKOAECOUV TNV QVETTAPKEIX
gival TANBwpa: N TTVEUUOVIKN UTTEPTAOT, N SIOTATIKI KOPSIOYUOTTABEI, O PEUPATIKOG
TTUPETOG, N AUTOAVOCIA, N 1ATPOYEVAG OTTWG PETA aTTd Xprion Swan-Ganz KabeTripa ,
n Aoipwdng evookapdiTida, n METEYXEIPNTIKA €mMTAOKAR Adyw &16pbwaong Tng
TeTpaloyiag Tou Fallot. QoTtéco oTo TTapdv KeAAaio Ba avaAubei n ek YEVETAG HOp®NA
TNG QVETTAPKEIOG TNG TIVveUHOVIKAS BaABidag. H trveupovikr BaABida ammoteAeital atrd
TPEIG TITUXEG KAl 0 POAOG TNG €ival va BIAKOTITEI TRV QIPATIK POr ATTO TNV TIVEUPOVIKA

apTnpia 1Tpog TNV Be€Id KolAia katd Tnv O1dpkela TNG dIAOTOARG. H TTvEUpOVIKA
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BaABida Tapoucidlel avettapkela €ite Adyw OIATAONG TOU DAKTUAIOU TTOU UTTOPEI VO
oupBaivel Adyw ocuvuttdpyouoas TraBoAloyiag OTTwg ouvdpouou Marfan, €ite Adyw
ouyyevoUug avwuaAiag TG avatouiag Twv TITUXWY TnG BaABidag cite Adyw TTARPouUg
arrouciag ™G PaApidag. (Murphy et al., 1993; Nollert et al., 1997; Poon and
Menahem, 2003; Hamza, Ortiz and Bonomo, 2004)

MadoguaoioAoyia:

H avemdpkela TG TTveUNOVIKAG PBaApidag emBaplvel Tnv Acitoupyia Tng Oe€Idg
KOIAiag n oTroia KaAgital va dlaxelpioTei auénuévo OyKo aiaTog Kal va Tov TTpowBnRoEl
TPOG TNV TIVEUMOVIKI] KUKAOQOpPIO HE ATTOTEAECHO QPXIKA VO UTTEPTPEQETAl ME
EKKEVTPO TPOTIO KABWC Ta COPKOMPEPIdIO KATATACOOVTAl Of OEIpEG ME OTOXO va
olatnpenBei otaBepr) n kapdiaky Tapoxn. QoTtéoco e TV TMAPOdO TOU XPOVOU
ETEPYETAI GUOTOAIK duaAeiroupyia TNG Oe€Id¢ KoIAiag Adyw ivwong Je atmoTéAECUa
va diateiveTal kal TEAIKA va eykaBioTtatal 6e€1& kapdiakr) aveTTapKeld. 210 OTAdI0 auTo
n 6€gid kapdid aduvaTtei va cuvinproel TNV amapaitntn kapdiakr mapoxr. H de€ia
KapdIaKr AVeETTAPKEIO UTTOPEI va odnynoel o€ aploTePr KaPdIOK AVETTAPKEIA AOYyw
TNG TTAPAdOENG Kivnong Tou PECOKOIAIOKOU diappdyuatog katd tnv dIApKEIa TG
O1aoToARG. H mmpdyvwon auTiAg Tng ouyyevous kapdlotrddeiag eEaptdral amd Tnv
ooBapdtnta TNG uTToKEihevnNG PAABNG TNG PBaABidag, Tov BaBud emdeivwong g
TToAVOPOUNONG TOU aipatog Kal TV IKaveTNTa TNG OECIAG KOIAIOG va avTaTTEEEPXETAI
oTo augnuévo €pyo. H ouyyevrg ammouaia Tng TTveupdoviKig BaABidag armroteAei Tnv
cofapdTepn pop®ry n otroia edv Oev AVTIUETWTTIOTEl oUVTOMA META TNV yévvnon
Xelpoupyikd odnyei oe Bavato Tov acBevh Tou Tnv @épel.(Kuehne et al., 2003;
Frigiola et al., 2004; Schwartz et al., 2012; Davlouros et al., 2002; Chaturvedi and
Redington, 2007; El-Harasis et al., 2018)

KAIvikA gikéva:

Ta apxXIKG CUUTITWUATA TNG AVETTAPKEIAG TNG TTVEUPOVIKAG BaABidag apyiCouv va
egpaviCovrar  6tav n 0efid kolAia apyxiel va duaAeiroupyei Adyw aduvauiag
dlaxeipiong Tou €mMTTAéOV OYKOU QiPOTOG TTOU TTAAIVOPOUEI TTPOG QUTHV KOl auTd
mepIAauBdavouv Tnv dUoTTvola oTnv TTPOoTIdBsIa Kal To aiobnua aduvapiog Kabwg n
KapdIaKr TTapoXf TTPOG TNV CUCTNMPATIKA KUKAOQOPIO HEIWVETAI £QPOCOV TO Qi
Aipvacer otnv de€id kapdia. H nAikia €vapéng CUUTITWUATWY avaloya HE TRV
UTTOKEIPMEVN aITia TTOIKIAAEL, yia TTAPAdEIYHa O€ TTEPITITWON TTARPOUG ATTOUCIag TNG
TIVEUUOVIKAG BaABidag Ta cuuTITwHOTa TTapoucidlovral aUvToua WETA TNV yévvnon.
2T00I0KA ETTIKPATOUV KOATTIKEG Kal KOINIGKEG appuBuieg, OUYKOTITIKG €TTeI06dIq,
BpoupoeuPOAIKA £TTEI0OBIA Kal aioOnua TTaAPwyY. Adyw TNG CUCCWPEUCNG AiPaTOg
otnv 0egid kapdid oTta TAciola 0egidg KApPOIOKAG AVETTAPKEIAG TTAPATNEOUVTAI

OUNTITWHATA OTTWG NTTatooTTAnNvoueyaAia, didtacn oeayitidwyv @AeBwyv, oTnddayxn,
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TTEPIPEPIKA OIBANOTA KAl aoKiTNG. TeAIKA utTopEl va eTTéABel aipvidlog Kapdlakog
Bdavatog AGyw Twv appubBpiwyv. (Gatzoulis et al., 2000; Hickey et al., 2009;
Chaturvedi and Redington, 2007; Kondo et al., 1995; Wessel et al., 1980; Gatzoulis
et al., 1995)

AlayvwoTIKA TTpocéyyion:

duoikA e&étaon:

Kartd tnv didpkeia TnG akpoaong tng Kapdidg akouyeTal Tpwiyo decrescendo
OIa0TONKO @UONua OTnv €0Tia akpdaong TNG TIVEUMOVIKAG BaABidag oto deuTepo
MECOTTAEUPIO BIGOTNUA APICTEPG TTAPACTEPVIKA. H éviaon Tou QuoruaTtog augdveral
KATA TNV €I0TTVONA Kal To BaBU KABIOWa evw PEIWVETAI GTNV EKTTVON KAl TOV XEIPIOUO
Valsava. Z& cofapr] averrdpkeia akoUyeTal €MMTAéOV GUOTOAIKO Quonua £€wbnong
TTou €ival akouoTd dvw apioTeEPA TTAPACTEPVIKG Adyw Tng auénong Tou OyKou
TTAAMOU Kal TPITOG 1 TETAPTOG KAapdIakdg TOvos. EmimmpdoBeta wnAagdral kapdiakog
poifoG apioTepd TTapacTePVIKA. H TTieon evtog Tng agayimidag AERaAG eival augnuévn
ME atmoTéAeoua va dlatmoTwveTal KUPa A. QoTd00 o€ TTEPITITWON TTOU CUVUTTAPXEI
QVETTAPKEID TNG TPIYAWXIVOG BoABidag diamoTwveTal KUPa V. Edv atmmouciddel n
TveupoviKA BaABida TOTE n TTIVEUHOVIKA OUVIOTWOA ToUu OeUTEPOU KAPAIAKOU TOVOU

O¢ev gival akouoTn. (Chaturvedi and Redington, 2007)
Severe

pulmonic regurgitation Ewoéva: Amnecovion

Mild pulmonic regurgitation
S1

Sz

S1 N2 S1

OF

Expiration Ingpiration

QPLONLATOG TNG CVETAPKELNS TNG
mvevpovikng PBoAPidag. H éviaon
TOV OWEAVETOL GTNV EIGTVON Kot
LELOVETAL GTNV EKTVOT).
(https://www.healio.com/cardiolo
gy/learn-the-heart/cardiology-
review/topic-reviews/pulmonic-

HAeKTPOKAPSIOYPAPNHQ: valve-regurgitation)

To nAekTpokapdioypdenua acBevolg e AVETTAPKEIO TNG TTVEUPOVIKAG PaABidag
XPNOIMOTIOIEITAI ETTIKOUPIKA OTnV dIdyvwon. AlQmoTWVETAl UTTEPTPOQia TG OegIdg
KOINiag pe wnAd R OTIC TTPOKAPdIEG atmaywyés OTwg V1. EmimrAéov ptropei va
dlatmoTweei de€id oTpoPr) Tou Agova, OTEANG OTTOKAEIONOG Tou Oeglolu OKEAOUG,
oegiou

NAEKTPOKAPSIOYPAPNUA KATA TNV OIAPKEIQ OTPEG ETTAYOPEVOU ATTO TNV AOKNON WOTE

UTTEPTPOYIa  TOU KOATTOU. Octwpeital  OOKIUO  va  TTPAYyUOTOTTOINOE]
va atmokaAu@BoUv KOIANIOKEG appuBuieg o1 oTroieg Ba PTTopoUcav va TTPOKOAECOUV
ai@vidio Bdvato. EmitTAéov yia Tov id10 okoTrd dOKIuo Bswpeital n dievépyeia 24wpou
Holter puBuou. (Kobayashi et al., 1984; Fukushige et al., 1989)

AkTIvOoypagia Owpakog:
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21NV aKTivoypagia Bwpakog @aivetal n 6e§id Kolhia aufnuévwv OIaoTACEWY O€

ouvouaoud pe BIOYKWON TOU TIVEUUOVIKOU KWVOU OTTWG KAl TWV TTVEUUOVIKWV

apTNEIwV.

pe KopOlKN  OVETAPKEWL OF

m\aiclo cuvdpopov Noonan.
(Kadoya et al., 2018)

Ewéva: Axtwvoypaeio Bdpakog acbevoig

£00.90G

avemdpkelg TVELHOVIKNG PoAPidag ota

Y1repnxokapdioypagia:

H utrepnyxokapdioypagia eivai n péBOdOG ekAoyng yia Tnv didyvwon Tng
QVETTAPKEIOG TNG TIVEUUOVIKNAG PBaABidag kai Tnv diammioTwon Twv aQITiwV TToU TNV
TTpokaAouv. H cofapdtnta Tng aveTTdpKeEIog eKTIUATAl hE BAon TNV OIGUETPO TOu
TTidoKa aipatog TTou TTaAIvVOPOWEi, TNV TTUKVOTNTA aipatog Kal Tnv empBpdduvon Tng
TaxUTNTOG, VIO TOV OKOTTO QUTO XPNOIUOTTOIOUVTAl O TTOPACTEPVIKEG AYEIG KATA ToV
MaKpU Kal Bpaxu agova. EmmmpéoBeta ye v p€BOdO auTh PTTopPEi va peTpnBolv ol
TECEIG TTOU AVATITUOOOVTAlI OTa KOpdlakd OlauepioPaTa Kal OTNV  TTVEUPOVIKN
KukAogopia woTe va dlatmoTwlei moavr) Tveupovikn utréptacn. Eidikdtepa n
OUOTOAIKR} Kal BIAOTOAIKN) TTiEON TNG TTVEUMOVIKAG ApTNPIiag N OTToic YETPATAl PE TNV
BonBeia pulsed-wave «kai continuous-wave Doppler kai NG TPOTIOTTOINUEVNG
eCiowong Bernoulli, givar onuavTikdg deikTng TG KaTdoTaong TG Kapdidg. H péon
TiEon TNG TIVEUMOVIKNAG apTnpiag TTPOKUTITEl atmd To GBpoloua TnG Trieong Trou
avaTrTiooeTal oTov OeCi KOATTO KAl TNV METATPOTT) TNG TTPWIKNG OIACTOAIKNG
TaXUTATOG TOU TTOAIVOPOUOUVTOG QijaTog o€ Trieon. AIQTTIOTWVETAI N UTTEPTPOYIA 1
didraon g de€iGg KolAiag. Katd tnv didpkeia TG d1aoToARg Adyw Tou augnuévou
OyKou TTaApoU TTou KOAEiTal va diaxeipioTei n Oe€id KolAia, TO JECOKOIAIOKS d1d@payua
OTTEIKOVICETOI VA KIVEITAI PE W QUOIOAOYIKO TpoTTo. EmimrpdoBera arreikovifeTal n
aKpIBAG avwpuaAia NG Trveupovikng PBaABidag. Mo ouykekpiyéva o€ TTEPITITWON
atTrouciag Tng TveupovikAG BaABidag dev atreikovideTal Kappia doun otnv B€on NG,
MTTOPOUV VA QTTEIKOVIOTOUV oI TITUXEG TNG BaABidag kal mBaveG TTapaAAayEég TNG JE
TEPIOOOTEPEG A AIYOTEPEG YAWXIVEG KABWGS Kal 0 BAKTUAIOG TNG BaABidag pe moavr)
didraon. Me tnv BorBeia Tou Doppler ptropei va aTTeEIKovIoTE O TTIdAKAG AiATOG TTOU
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TTONVOPOET TTPOG TNV OECIA KOIAIQ, N TTOCOTATA TOU AiPATOG TTOU TTAAIVOPOWEI Kal N
Taxutnta ¢ Kivnong. To color flow Doppler gival n péBodog TTou TTPOoTIPATAl YIa TNV
aTTeIKGVION TOU TTIOAKA QiaTOg, 0€ ATTIA AVETTAPKEIA O TTIOOKAG EXEl HIKPN DIGUETPO
KAl TTPOPBAAEI OTO KEVTPO, O€ PETPIOU TTPOG oBapou BaBuol aveTTApKEId O TTidAKAG
HeyOAwVEl o€ DIAUETPO Kal @aiveTal va TTPORAAEI eVTOG ThG BEEIAG KOINIOG, O€ aTTouaia
NG BaABidag dev ameikovileTal TTidOKAG KABWGS n por] Tou aipatog eival eAeUBepn
mpog kal ammd Tnv O0efid Kolhia. e TrePITTTwON TTOoU O TdAKAG QiNaTOG TToU
TTaANivdpopei gival peyaAutepog atrd 10 50% NG oTepAvNg TNG TTVEUUOVIKNAG BaABidag
TOTE N averrdpkela Bewpeital coBapr. (Ristow et al., 2005; Ristow et al., 2007; Zoghbi
et al., 2003; Renella et al., 2010; Ansari, 1991; Rudski et al., 2010)

Ewova: Yrepnyoypoapikni
QTEKOVION LLE TNV YPNOT GLUVEYOVG
Koporog vreprywv Doppler oty
omoio PaiveTal 1) AVETAPKELL TNG
mvevpovikng PaiPidag oe acBevn pe
(UCLOAOYIKT| TTIEGT TG TVEVLLOVIKNG
apmpioc. Ta BEAN deiyvouv v
TTAOOT TNG TOYVTNTOS TOV O{LATOG.
(Ginghina et al., 2009)

Parameter Mild Moderate Severe
Pulmonic valve Normal Normal or Abnormal
abnormal
RV size Normal Normal or Dilated
dilated
Jet size by Thin (usually Intermediate Usually large,
color Doppler* <10 mm in with a wide
length) with a origin; may be i . )
narrow origin brief in duration | Ewéve: Ilivaxag mov mepieyel ta
. KprTnplo oTodomoinomng mg
Jet density and Soft; Slow Dense; Dense; steep , .
. . ) ) Bopvtntag G  avemdpkelng TG
deceleration deceleration variable deceleration, , ,
) e TVELHOVIKNG BaiPidag.
rate - CW deceleration early termination (Prabhu, 2009)
of diastolic flow
RVOT,,, 1 T T
LvOoT,,, (PW)

*At a Nyquist limit of 50-60 cm/s Adapted from: Masani N, Wharton G, Allen

MayvnTikij ka1 a§oviK Topoypa@ia Kapdidg:

AUTEG oI aTTEIKOVIOTIKEG PEBODOI XpnoidoTTolouvTal OE PETPioU 1) coBapou Babuou
QVETTAPKEIOG TNG TTVEUPOVIKNG BaABidag waoTe va TTpoodlopioTei n AeIToupyia Kal 1O
MEYEDOG Twv KOINIWV pE MEYOAUTEPN aKpiBela Kol AemTTopépeia. EmmpooBeTa

avatrapiotaral n okpIBAg aitia averTdpkeiag TG TTveUlovIKAG PBaApidag.  TEAog
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EKTIMATOI N €EENIEN TNG AVETTAPKEING WE TRV TTAPodo Tou Xpdvou. (Knauth et al., 2008;
Li et al., 2004)
Kapdiakdg KabeTnplaouog:

O KapdIaKOG KABETNPIOOWOG XPNOIKOTTOIEITal  €pOCOV  dev  €Xouv  AngBei ol
ATTOPAITNTEG TTANPOPOPIEG PE TIG N €TTEPPATIKEG PEBSOOUG. Mo OUYKEKPIPEVA N
MEBOBOC auTh emMTPETTEI TNV OKPIPH €KTIMNON TNG QIMOOUVAMIKAG KATAOTAONG TOU
a0Bevoug kabBwg pe Tnv PorBeia TnG MTTopoUv va HETPNOOUV Ol TIECEIS TWV
Kapdiakwy OIaUEPIOPATWY KAl TNG TIVEUMOVIKNG KUKAo@opiag. ETTiong ekTipdaTal n
avaTopia Twv oTeQaviaiwv ayyeiwv mTpoeyxeipntikd. (Rommel, Yadav and Stouffer,
2018)

4.4.4 Avwpalieg o0vdeong TUNHATWYV:

H 1Tepiypa®r TG avatouiag apyicel he TV TTEPIYPAPL TNG CTTAAXVIKAG CUMMETPIAC PE
TNV QuUOIoAoYIKA B€on oTTAdXvwv va ovouddleTal situs solitus. H avTiBeTn KAToTITPIKN
Béon Twv oTTAAYXVWV ovouddeTtal situs inversus. H evdidpeon B€éon Twv OTTAAXVWV
ovopadetal situs ambiguous (CUVOpoUa ICOUEPEIAS ), N OECIA ICOPEPEIa TTAPOUCIALEI
QOTTANVia evd) n apIoTeEPH I0OPEPEIO TTAPOUCIAel TTOAUCTTIANVia. ETmiTAéov gival
oNPavTIKA N TEPIypPa®n TNG dIATagng Twv KOINIWY PETAEU TOUG:

1. d-Looping étav n d&€id kolhia BpiokeTal OCIA Kal EUTTPO0BEV TG APICTEPAG

2. |-Looping 6Tav n de€id kolhia BpiokeTal apioTePd Kal EUTTPOCOEV TNG ApIOTEPHG
‘ETeima gival onuavTikh N ava@opd avTioToIXWwV 1] avavTioTOIXWV OUVOECEWY HETAGU
TWV QAEBWV  PE TOUG AVTIOTOIXOUG KOATTOUG (816G KOATTOG-KOIAN GAERQ, aploTepdS
KOATTOG-TTVEUMIOVIKEG QAEPBEG), TWV KOATTWV HE TIG KOIAiEG (DEEIOC KOATTOG [E DECId
KOIAiQ, apIoTEPOG KOATTOG ME OPIOTEPA KOIAIQ) Kal TwWV apTNPIWV ME TIG AVTIOTOIXES
KOIAIEG (O€€IG KOIAIQ YE TTVEUPOVIKI apTnpia, apioTEPA KOIAIQ uE aopPTH).

EmmAéov avagépetal kar n diaTagn Twv ayyeiwv peTalu Toug. TEAOG Kpioiung
onuaciag Bewpeital N yvwon TG KaTelBuvong TNG QIYATIKAG PONG OE TTEPITITWON
AVAVTIOTOIXWV OUVOETEWV.

O1 onuavTikOTEPEG avWHaAieg ouvdeong Tou KapdiayyeIoKOU CUCTAUATOG Eival Ol
OKOAOUBEG:

4.4.4.1 AvwpaAn ekBoAn TrveupoviKwy @AeBwV(APVR)

EmdnuioAoyia:

H avwpaAn e€kBoAn Twv TIVEUHOVIKWV QAEBWV aAvAKEl OTNV KATNyopia Twv
KUQVWTIKWY CUYYEVWY KapdIoTTabeIwy Kal dIaKPIVETAI € OAIKN Kal JEPIKN avAAoya Je
TOV aPIBUO TWV TTVEUPOVIKWY QAEBwV TTou eKBaAAouv AavBaouéva. Agopd 1o 1% Tou
OUVOAOU TwV OUYYEVWY KapdioTrabeiwyv. O eMITTOAACHOG TNG avWHAANG EKBOARG Twv

TIVEUHOVIKWY QAEPwV gival Trepitrou 7 epioTaTikd avda 100.000 JwvTavég yevvAoEIg
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ME avaAoyia avdpwyv TTpog yuvaikes 18:23.(Correa-Villasefior et al., 1991; Egbe et al.,
2014) H emimmwon TG OMNKNAG avwPaAnNG eKBOAAG TWV TIVEUUOVIKWY QAEBWV givail
mrepiTrou 1 avda 10.000 Cwvrtavég yevvnoels. (Reller et al., 2008; Hoffman and Kaplan,
2002) H eiTrrwoon TG MEPIKAG aVWUAANG €KBOAAG TWV TTIVEUUOVIKWY QAEBWV gival
0,7% TOoU ouvOAlou Tou TTANBUOMOU Kal aTToTeAEl Tuxaio eupnua. (Healey, 1952;
Garduno et al., 1999)
AvaTouIKA TTEPIYPAPA:

21NV QuUOIoAoYIKA KapdId Ol TIVEUHOVIKEG GAEBEC TTOU PETAPEPOUV TO OEUYOVWHEVO
aiga 0TV cuoTNUATIK KUKAo@opia gival TEooepig, U0 BeCIEC Kal dUO apIoTEPES, Ol
oTToieg eKBAAAOUV OTO OTTIOBIO TOIXWHA TNG KAPBIAG GTOV APICTEPO KOATTO. QOTOCO
oTnV avwuaAn eKBoAR Twv TIVEUMOVIKWY QAEBWYV ETTIKPATEI N avavTioToixn QAepo-
KOATTIKA} oUvOEON TwV TIVEUUOVIKWY (QAEBWYV o1 oTroieg avti va eKBAAAouv aTov
apioTeEPO  KOATTO, ouvdéovTal Me Tnv Oe€id KukAogopia. AUTH 1N Ouyyevrg
kapdiotrdBeia TTapoucidlel Kupaivopevn PBaputnta avdloya pe Tov apiBud Twv
TIVEUHOVIKWVY QAEBWV TToU AavBacpéva ekBAAAouv aTov deCI6 KOATTO Kal Tnv UTTapén
N Xl TTAPOKWAUCNG TNG TTVEUMOVIKAG KUKAOQOPIAG. ZUVETTWG JIOKPIVETAI O& OAIKN)
AVWMPOAN €KBOAR TTVEUMOVIKWY QAEBWY OTNV OTToid TO GUVOAO TWV TTVEUUOVIKWYV
QAeBwv ekBAANouv AavBaopéva Kal PEPIK avwuaAn KBOAN TTVEUUOVIKWY QAEBWYV
oTnV oTToia Jia A TTEPICOOTEPEG TIVEUUOVIKEG PAEPES EKPAAAEI/OUV OTOV De€IG KOATTO.
To yeyovog 0TI To 0EUYOVWUEVO aipa Io€pxeTal oTNV QAEBIKNA KUKAOQOpPIa avTi yia TV
OUCTNMOTIKA KaBIOTG avaykaia Tnv TTapapov avoixtou woeidolg TPAUATOS N
MECOKOATTIKAG ETTIKOIVWVIAG, WOoTe 0 U0 KUKAOQOpPIEG va Trapaueivouv oe ocipd
ouvoedepéveg Kal OX1I TTaPAGAANAG yia TV  IKAVOTTOINON TWwV  QVAYKWY NG
OUOTNUATIKAG KUKAO@opiag. H OAIKA avwpoAn €KBOAAR TwV TIVEUUOVIKWY QAERWV
OIaKPIVETAI O€ TPEIG TUTTOUG O€ UTTEPKAPDIOKH, KAPDIOKNA Kal UTTOKAPDIAaKK) avAAoya pe
TNV B€0n TOU onueEiou €KBOANG TWV TTVEUMOVIKWY PAEBWY OTnV Oe€IG KUKAOQOpIa n
otroia oupBaivel €iTe PYEOW MIOG KOIVAG KABETNG QAEPag e€ite péow TNG KABE
TIVEUMOVIKAG QAEBAG EeXxwpPIOTA. ZTnV UTTEPKAPDIOKA OAIKF) avWMAAN €KBOAN Twv
TIVEUMOVIKWV QAEBWV (TUTTOG 1) ouvdéetal To onueio EKBOAAG TwV TTVEUUOVIKWV
QAeBWV pe TNV dvw KoiAn QAEBa ) TNV avwvupn QAEBa A Tnv dluyo QAEBa. ZTnv
KapdIakr avwupaAn eKBOAR Twv TTVEUUOVIKWY QAEBwWV (TUTTOG Il) TO onueio eKBOARG
TWV TIVEUPOVIKWY QAEBWYV OUVOEETAI PE TOV OTEQPAVIAIO KOATTO 1| aTTeuBEiag Ye Tov
0€€I0 KOATTO. ZTNV UTTOKAPBIAKK aVWHAAN €KBOAN TwV TIVEUPOVIKWVY QAEBWV (TUTTOG
[Il) utrdpxel pIa KABETN GAEBa TTou ouvdéel TO onueEio EKBOAAG TwV TTVEUUOVIKWV
QAeBwv pe TNV TTUAdia QAEBa ) TNV nTTaTIK QAEBA 1 TNV KATW KOIAN @AEBa
uttodla@paypaTikd. Eivalr duvatdv ol de€IEC Kal aploTEPEG TIVEUMOVIKEG QAERES va

eKBAANOUV pe BIa@opeTIKO TPOTTO OTnv de€Id KukAogopia (TUTToG V- avaueign
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OUVOECEWYV). Z€ OTTOIOdNTTOTE TUTTO €KBOAAG ival duvaTov va uttdpyel EPTTOdIo oTnV
KUKAOQoOpia Tou aipyatog, woTdéoo oTov UuTTodlappayuatiké TUTTO  CuvavTaTtal
ouxvoTepa AOyw TNG TTOAUTTAOKNG Tropeiag KATwOev Tou Olo@pdayuatog. €
TEPITITWON TTAPEPTTOBIONG TNG KUKAOQOPIOG €ival amapaitnTn n  XEIPOUPYIKA
atmrokardoTtaon. (Kandathil and Chamarthy, 2018; Craig, Darling and Rothney, 1957;
Seale et al., 2010) ZTnv HEPIKA avwWHAAn €KBOAR TwWV TTVEUHOVIKWY QAEBWV HIa
TTapaAAayr] n otroia ovoudleTal cUVOPOUO Scimitar atroTeAEl Jia ovTOTNTA GTNV OTToIa
0 0€€16¢ TTvelovag TTaPOXETEVETAI OTTO TIG OEEIEG TIVEUHOVIKEG PAEBEC ATTOKAEIOTIKA,
QUTEG JE TNV O€Ipd TOUG TTAPOXETEUOVTAl OTNV KATW KOiAN QAEBa uE aTToTEAETUA TNV
avaTTITUéN UTTOTTAACTIKWY TUNUATWY O€€loU TTveluova Kal TNV oTadlakr) avdatTugn
TIVEUMOVIKAG utrépTtaong. (Gao et al., 1993; Wang et al., 2018) H ouxvotepn popo®n
MEPIKNG €KBOAAC Twv TIVEUMOVIKWY QAefwv agopd Tnv ekBoAf TG dvw Oegidg
TIVEUHOVIKAG QAEBag aTov Oe€I6 KOATTO 1l TNV Avw KoiAn GAERa kal cuvoudadeTal e

METOKOATTIKI ETTIKOIVWVIQ TUTTOU QAERIKOU KOATTOU.

Eikéva: ATeKOvIOn Twv TPIWV
TOTTWV NG OAIKAG  avWPAANG
€KBOARG Twv TIVEUUOVIKWV
@AeBwyv. TAPVC: total anomalous
pulmonary veins connection
(Khan, 2018)

Supra-cardiac Cardiac Infra-cardiac
Mafo@uaioAoyia:

AT armmoywn traBo@uaoloAoyiag n avwpuaAn €KBOAR TTVEUPOVIKWVY QAEBWV EXEl WG
aTToTEAECPO apIOTEPOBEEIG dlapuyr KABWGS TO OEUYOVWHEVO aipa €TTIOTPEPEI TTAAI
oTov Oe€I0 KOATTO avTi va odnyeital oTnv apIoTEP KUKAOQOpIa Kal €K VEOU aTnVv
TIVEUMOVIKA KUKAO@Opia. H UTTapén MECOKOATTIKAG ETTIKOIVWVIOG €ival avaykaia yia
TNV €mBiwon wWoTe To aiga atrd Tov OeCi KOATTO va 0dnyeiTal aTov apioTEPO KOATTO
OIaUECOU TNG MECOKOATTIKAG ETTIKOIVWVIAG WE Oe€loapioTepr] dla@uyr] Kal ammd eKEi
OTNV CUCTNUATIKA KUKAOo@opia. Adyw Tng oTadlokAg UTTEPPOPTWONG TOU OYKOU TTOU
KaAgitar va dlaxelploTei 0 Oe€I0¢ KOATTOG Kal n Oe€id Kolhia, og TTePITITWON [N
TTAPEUTTOBIONG TNG TTVEUMOVIKIG KUKAOQOpPIaG, oTadiakd Pe TNV TTApodo Tou Xpodvou
EYKaBioTATAIl TTVEUMROVIKN UTTEPTOOT KOl QVETTAPKEID TNG OeCIAG KapdIAg, Opwg Oxl
1600 coPBapry KAl TaxEia OTTWG OTNV TTEPITITWON TTAPEUTTOdIONG TNG TTVEUMOVIKAG
KukAhogopiag. Emopévwg o€ TTEPITTTWON  TTAPEUTTOdIONG  TNG  TTVEUMOVIKNAG
KUKAOQOpPIaG TTou OuPBaivel ouxvoTEPO OTOV UTTOBIAQPPAYMOTIKO TUTTO O OYKOG

QiaTOG TTOU ETTIOTPEPEI Eival JEIWPEVOS OTTOTE EPPAVICETAI TTVEUMOVIKO 0idnua Kabwg
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TO Qiya CUCOWPEEUETAI OTA TIVEUMOVIKA ayyeia Kal €TTEITA, TTVEUMOVIKA UTTEPTAON,
uTTEPTPOYIa TNG BEEIAG KOIAaG Kal aveTtdpkela TNG OeCIAC KAPDIAG TaXEWGS. XTI dUO
TTEPITITWOEIG TTAPOUCIACETAI UTTEPTPOYPIA TOOO ToU OegloU KOATTOU OCO Kal TNG OEGIAG
KoINiag kail £€reiTa didraon Twv ToIXWHATWY auTtng. (Arulselvam, Kalis and Al Amer,
2018) 21NV UEPIKN aVWHAAN EKBOAN TWV TIVEUUOVIKWY QAERWY ONUAVTIKO pOAO TTailEl
0 apIOPOG TWV TTVEUPOVIKWY QAEBWYV TTOU £TTNPEAOVTAl, E TNV ETTIKPATOUCO ATTOWN
va eKQPALeEl 0TI N CUPMETOXN Avw Tou 50% Twv TTVEUPOVIKWY QAEBWV gival KAIVIKG
onpavtikr). EmmpdoBeta TaiCouv poAo o1 avTIOTACEIS Twv ayyeiwv Kal n
evOOTIKOTNTA TWV Kapdlakwyv diapepiopdtwy. (Van Praagh et al., 1995)

KAIvIKNA €IKova:

AvdaAoya pe Tnv BapuTnTta TNG ouyyevoug KapdIoTTabelag Kal TNV TTapouaia gutrodiou
KaTd MAKOG TNG TIVEUMOVIKNG KUKAOQOPIAg, n KAIVIKA €IKOVA TTOIKIAAEL aTTd ATTIO
Kudvwaon Kal Taxutrvola €wg CUUTTTWHATA KAPOIAKAS AVETTAPKEIAG KAl VEOYVIKO
BAavaTto epOcoV Oev QVTIUETWTTIOTEI TAXEWG. ZTOV UTTOdIAPPAYMATIKO TUTTO OAIKNG
QVWHAANG €KBOAAG TWV TIVEUHOVIKWY QAEBWYV KAl O€ KATTOIEG TTEPITITWOEIG
UTTEPKAPDIAKOU TUTTOU TTOU CUVUTTAPXEI TTAPEPTTODION TNG TTVEUNOVIKAG KUKAOQYOPIAG
EYKaBioTAvVTAl TTVEUPOVIKO 0idNua avBekTIKG oThV 0guyovoBepaTreia TTou eKONAWVETAI
ME QAVOTTVEUOTIKA QUOXEPEIA KAl EKOECNPOOPEVN KUAvwaon eviog TrepiTtou 24-36
wpwv atod TNV yévvnon. TNV TEPITTTWOoN auTh 0 BAvartog uTropei va eTéABel oUvToPa
£WG TOV TTPWTO MAVA (WG €pOcoV dev QVTIMETWTTIOTEL. AvTiBeTa o1 GAAoI dUo TUTTOI
QUTAG TNG Ouyyevoug KapdloTTdbelag TTEPIAAUBAVOUY aTTouCia CUUTITWHATWY WG
ATTIO CUUTITWHOTA KUPIWG KAPSIOKNG AVETTAPKEIAG YE TTEPIPEPIKA OIOANATA, aOKiTn,
o1draon Twv oeayimdwyv QAeBwyv Kal nrratodeyodia. H KAIVIKA €IkOva Tng PEPIKNAG
QVWHOANG €KBOAAG TWV TTIVEUPOVIKWY QAERWYV TTOIKIAAEI avaAoya Pe TNV EKTAON TNG
apIoTEPODECIAC dlaguyng. ETTopévwg o1 aoBeveig uTTopei va gival AOUUTITWUATIKOI O€
TEPITITWOEIG ATTIAG dIAPUYRG dIOUECOU TNG PECOKOATTIKAG ETTIKOIVWVIAG, €VW O€
TTEPITITWOEIG PETPIAG DIAPUYNG TA CUUTITWHATA TTapouciddovTal aTny TTaIdIKA nAIKia
ME OUPTITWPOTA OTTwG n duoTvola A KaTaBoA duvauewv kal oTadlokd oTnv
evnAikiwon avatmtuooeTal kapdiakn averrdpkeia. Or aoBeveig pe ouvopopo Scimitar
givalr mBavo va TTAoXOoUV atrd CUXVEG TTVEUUOVIEG KAl QIMOTITUCEIG, ETITTAéOV OCO
MIKPOTEPN €ival N nAkia NG TpwTodidyvwong TOo0 cofapdTtepn €ival n
OuPTITWUAToAoyia kKal  @TwXOTEPN N TTPdyvwon. EmTTAéov  CUUTITWPOTA TTOU
QTTAVTWVTAI 0TO oUVOPOUO auTd gival n ducTrvoia, N aduvauia aitiong, N KUGvwaon, o
ABapyog kal n kabuoTtépnon Tng avamTuéng. (Gao et al., 1993; Najm et al., 1996;
Huddleston et al., 1999) TéAog Adyw didtaong Tou &€Clou KOATTOU gival duvaTtédv va

onuIoupynBouv €eTMITTAOKEG ME KUPIOTEPESG TIG  UTTEPKOIANIOKEG appuBuieg OTTWG
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UTTEPKOIAIOKE TOXUKOPDIa, KOATTIKOG TITEPUYIOHOG Kal KOATTIKY Japuapuyn. (Li et al.,
2019; Karamlou et al., 2007)

FeveTikA aiTiohoyia:

H uepik avwpaAn eKBoAf Twv TIVEUPOVIKWY QAEBWY OuvavtaTal 0To oUVOPOUO
Turner éTTwg Tpoava@EpOnke. (Gutmark-Little et al., 2012) H oAIkr} avwpaAn eKBoAR
TWV TIVEUHOVIKWY QAEBWV ouvavTdtal ouxvd o€ acBeveic ue ouvdpopo eTepoTatiog
ME aomrAnvia i TToAuoTrAnvia. (Gathman and Nadas, 1970) To yovidio CLTCL1 trou
Bpioketal oTto YXpwpocwua 22g11.21, to CST3 mou PpiokeTal 0TO XPWHOCWHO
20p11.21, o GXYLT1 Tmou Bpioketar 010 Xpwudéowua 12912, To HMGA2 10U
Bpioketal oto0 Xpwudéowua 12914.3, To SNAIL TTOU BpiokeTal OTO XPWHOCWHO
20913.13, to VAV2 Tou BpiokeTal 010 Xpwpocwua 99g34.2 kai To ZDHHCS8 110U
Bpioketal o©TO xpwudéowpa 22q9ll.21, ouoxetiCovial HPE TNV  OUYYEVA QUTH
kapdioTrdBeia 6TTwg atedeixdn pe Tnv Borndeia Tng aAAnAouxnong €TTOPEVNG YEVEQG.
(Shi et al., 2018) H Trepioxn) TAPVRL cival uey€Boug 2.48-Mb o010 Xpwuoéowua 4912
Kal KANPOVOEITal KATA TOV AQUTOCWHIKO ETTIKPATH TPOTTO YE PEIWMEVN OIEICOUTIKOTNTO
KAl TTOIKIAN EKQPACTIKOTNTA KAl TTPOKAAEI OAIKF} avWPOAN KBOAN TWV TTVEUNOVIKWY
QAefwv. (Bleyl et al.,, 1994) O evromoudg Twv yovidiwv WTTOPEl va yivel PYe Tnv
BonBeia TraveA TTou Ba cuUTTEPIAAUBAVEI TIG TTEPIOXES EVOIAPEPOVTOG EVW N TTEPIOXT
oT0 Xpwuoéowua 4912 umopei va evromoTei pye TNV Pornbeia Tou HOPIAKOU
KapudTutrou. 'EXEl TTEPIYPOQPEI HIO OIKOYEVEIO OTNV OTTOId O TTATEPAG KAl N KOPN
TTAoXouv atmd ouUvOpopo Scimitar, Pe TOV TTATEPA VA €ival ACUPTITWHATIKOG JE
oeglokapdia evw n képn Tépav TNG deglokapdiag TTapouciacse coBapr] TTVEUHOVIKN
utréptaon, UTtoTTAacia  Tou OggloU  TIveUpova KAl OUXVEG  AOINWEEIG  TOU
avatrveuoTikoU. (Neill et al., 1960) EmiTrpooBeTa £xel TTEPIypaPEi Ui adepPr] Kail £vVag
adePPOG UE TOV UTTOBIA@PPAYUATIKO TUTTO TNG avWHAANG EKBOAAG TWV TTVEUNOVIKWV
QAeBwv. (Le Tan et al, 1968) To yevealoyikd OEvOpO TNG TTAPOKATW EIKOVAG
QTTEIKOVICEl HIO OIKOYEVEID OTNV OTIOI0 E€U@AVIOTNKAV TPia TTEPIOTATIKA OAIKNG
QVWHOANG €KBOAAG TwV TTVEUMOVIKWVY QAEBWYV 0€ dUO adepPous Kal €vav PnTPIKO
TPWTO €EABEPPO, O oUYYPAPEIG TTIBavVOAOYOUV OTI UTTOPEI va O@EIAETAI OE WIKPN
METATOTTION YEVETIKOU UANIKOU 1] HOVIPEG QUTOOWHIKA ETTIKPATEG YOVidIO 0€ CUVOUACHO
ME TO Qaivopevo etriotaong. (Paz and Castilla, 1971) e dAAn oikoyévela TTAOXOUV
Tpia Ceuyapia adepPWV WE TTOIKIAOU TUTTOU OAIKI) QVWHPOAN €KBOAR TWV TTVEUUOVIKWYV
QAeBwv. (Solymar, Sabel and Zetterqvist, 1987) Z¢ pia olkoyévela O TTATEPAG KAl TO
OUo TTaIdId (ayopl KAl KOPITol) @EPOUV TNV CUYYEVH KOPDIOTTABEIQ, UE OTTOTEAECHO VO
Bewpeital OTI AUTAH KANPOVOUEITAI HE AUTOCWHIKA ETTIKPATEG TTPOTUTTO KANPOVOUNOoNG.
H utretBuvn petdAAagn Bewpeital 0TI KANPOvounenke atrd Tov TTaTpIkoe TTaTrTou.

(Raisher, Dowton and Grant, 1991) 710 &€UTEPO YEVEAAOYIKO OEVOPO MIAG PEYAANG
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olkoyévelag atrd Tnv Utah-ldaho diatmoTwveTal N oTropadIkr] ENEAVIoN TTEPIOTATIKWV
OANKAG avWHOANG €KBOAAG Twv TIVEUHOVIKWY @QAeBwv TTou TmiBavoAloyeital Ot
OQEIAETAl  O€  QUTOOWHMIKG  ETTIKPATEG  TTPOTUTTO  KANpovéunong HE  TTOIKIAN
EKQPACTIKOTNTA KAl PEIWPEVN BIEICOUTIKOTNTA. H utreBuvn TTEPIOXA TTOU OVOUAZETal
TAPVR1 Bpioketal o€ 30-cM interval oto xpwpoéowua 4pl3-gl2. (Bleyl et al., 1994)
2€ Mo oikoyévela e KaTaywyrn amé Tnv Zkwtia otnv VI yeved Bpébnkav duo
TTEPIOTATIKA OAIKNG AVWHAANG EKBOANG TTVEUNOVIKWY QAEBwWYV, eTITTAEOV dlEpEUVABNKE
n mMBavoTNTa CoUuyyévelag YETAEU auThG TNG OIKOYEVEIAG Kal TNG OIKOYEVEIQG aTTo TNV
Utah. Qotéoo dev diatmoTwOnke ouyyévela pe Padel Tnv oUyKpIon Twv ATTAOTUTTWV-

yovoTuTtwy. (Bleyl et al., 2006)

& égg , éQé&%
T RG]

Osuncffected  @uaffected  [Qsdeceased @ =miscarriage

Il

13

Eikéva: Meveahoyikd SEvVOPO oikoyévelag OTToU BUO adepPoi Kal O PUNTPIKOG TTPWTOG
eCA0EAQPOG PEépouv OAIKA avwuaAn ekBoAr] Twv Trveupovikwy QAefwv. (Paz and
Castilla, 1971)
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Eikéva: "'evealoyikd 6€vdpo oikoyévelag atmo Tnv Utah-Idaho otnv otroia gpgavileTal

N oAIKf} avwudaAn €KBOANR Twv TTVEUPOVIKWY QAEBwWV. To yKpI XpwHa anuaivel 0Tl dev

gival aiyoupo 611 Ta dTtopa auTtd TTdoyxouv atd Tnv ouyyevr) kapdiotrdbeia. H ypauun

Ociyvel 0TI Ta ATONA aUTA €¢eTdoTNKAY aTTO TOUG CUYYPAPEiG TNG HEAETNG. (Bleyl et al.,

1994)
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Ewova: T'eveadoyikd dévopo
OIKOYEVELNG LE KATOY®YN OO TNV
Txotia. (Bleyl et al., 2006)




2TV TTEPITTTWON OAIKAG OaVWUAANG €KBOAAG TwWV TIVEUUOVIKWY QAEBWY Xwpig
TTAPEUTTOBION TNG TTVEUNOVIKAG KUKAOQOPIAG N ATTIA KUAVWOT) PTTOPEI va dIaTTIoTWOEI
ME TNV BonBeia TG TTAAUIKAG ouueTpiag. (Gathman and Nadas, 1970) 2tnv akpoaon
NG KapdIAg dIaTIoTWVETAlI dIXAOHAS Tou deUTEPOU KAPDIOKOU TOVOU WE auénon Tng
évraong Tou TIVEUMOVIKOU oTolxeiou Adyw Tng auvénong tou OyKoU aipatog TTou
KaAeitar va diaxelpioTei n 0e€Id KolAia. AlQTTIOTWVETAI CUOTOAIKO KapdIakd @uonua
efwbnong katd Tnv diIdpkela TNG akpdéaong TN kapdidg évraong 2-3/6 apioTepd
TTapacTepvIKG eEaiTiag TNG augnong Tou OyKou TTOAPOU TTou KIVEITalI dlapéoou Tng
TIveupoVvIKAG BaApidag. EmmpdoBeta civar duvatd va diamoTwbei utrepduvauikd
mpokd&pdio. Adyw TNG augnuévng TTOOOTNTAG AIATOG TTOU KOAEITal va SIaXEIPIOTEN N
0e€id kapdia eivalr duvatdv va diamoTwBel oTnv €aTia akpdaong TNG TPIYAWXIVOG
BaABidag akouoTd @UONUA. ZTnNV TIEPITITWON UTTOKAPdIakoU TUTTOU avwHaAng
€KBOANG TIVEUPOVIKWY QAeBwv TO ATTAp UTTOPEl va wnAagdrtal SIoyKwuEvo Adyw
augnuévng ToodTNTAG aidaTog TTou KataAfyel oTnv TTUAaia kukAogopia. Ta TTaidid
XWPIG TTaPeUTTOdION TNG TTIVEUMOVIKAG KUKAOQOpPIag eu@avifouv kaBuoTtépnon otnv
QVvATITUEN TOUG Kol KABUOTEPNUEVN EUPAVION TNG KUAVWONG. 2€ TTEPITITWOEIG
UTTEPKAPDIAKAG ETTIKOIVWVIAG €XEl ava@epBei avaoTpopn KUAvVwaorn Tou avw PEPOUG
TOU OWHATOG KAl QUCIOAOYIKN XPOId OEéppaTog OTO KATW  PEPOG KOBWGS N
avaoTopwaon TTPOoRAAAEl oTnv Avw KoiAn QAEBa Kal atrd ekei TTEPVA OTOV BOTAAAEIO
TTOPO Kal 0T OUVEXEID oTnV KaTiouoa aopth. (Yap et al., 2009) Ta kKAIVIK& onueia Tng
MEPIKAG avWHPaANG €KBOAAG TWV TTVEUHOVIKWY QAEBWY eEapTwvTal aTTd TOoV apPIBPO
TWV TTVEUUOVIKWY PAERWYV TTOU GUPHETEXOUV, UE TNV CnUEIoAoyia va KuuaiveTal armmod
HMNdauIvh £€wg autr TNG OAIKNG aVWHPAANG EKBOAAG TTVEUUOVIKWY QAEBWV.
HAekTpokapdioypdaenua:

210 nAekTpokapdioypd@nua dIATTIOTWVOVTAI EUPHUATA UTTEPTPOQIag OeioU KOATTOU
ME TTapoucia ofuaiXuwv Kupdtwv P (Trveupovikd P) kai mrpotumou rR 1 rSR
uTTETPOYIaG TNG BEEIAG KOIAiag e uwnAd R oTig 8e€iég TTpokdpdieg atraywyég (V1, V2,
V3R, and V4R) kai BaBid S oTig apioTepég Tpokapdieg atraywyég (V5 and V6) kai
KaBwg kai eI aTpoPry Tou afova. To TPOTUTTO gR UTTOBEIKVUEI UTTEPTPOPIa TNG
0e€1aG KOINiag TTou Oo@eiAeTal o€ aUgnaon Tou OyKOU TTOU KOAEITal va SIaXEIPIOTEN N
0e€1a kolAia. MapdAa autd Ta eupAuaTa Tou NAEKTPOKAPSIOYPAPRUATOS BEwpPOUVTal
pN €101IKA yia TNV d1ayvwaon TG avwuaAng EKBOARG TWV TTVEUUOVIKWY QAERWV.




AkTIVOypa@ia Bwpaka:

21NV aKTivoypagia Bwpakog o0€ TTEPITITWON MN TTAPAKWAUCNG TNG TTVEUMOVIKAG
KUKAOQopiag IOTTIOTWVETAI KAPSIA QUOCIOAOYIKWY 1 NTTiwg augnuévwy diacTdocwy,
KaBwg o1 OyKol aigaTog TTou KOAEiTal va dIaxeIpIoTei gival QualoAoyikoi. QoTOC0 o€
TTEQITTITWON  TTAPOKWAUCNG TNG TTVEUUOVIKNG KUKAOQOPIag dIaTmoTWwVETal auénuévn
TIVEUUOVIKA aIgdTwon TTou eKONAWVETAI JE TNV EUPAvION Twv yYpauuwyv Kerley B o€
ouvouaouo pe peyalokapdia. H Tropeia Twv ayyeiwv TTou ouvdEéouv TO anueio
EKBOAAG TWV TTVEUMOVIKWV QAEBWYV PE TNV OEgIA KUKAOQOpIa WTTOPEi va @aivovTal
OTnNV AKTIVOYpa@ia Bwpaka Kal va dnuUIoupyouv OKIAOEIG, €1I0IK& OTOV UTTEPKAPDIaKS
TUTTO OTOV OTT0i0 N Kapdiakr oKId Aaufdvel oxnua xiovavBpwtrou (cav Tov apiBud
8). 10 OUVOpouo Scimitar n GAEPA TTOU TTAPOXETEUETAI OTNV KATW KOIAN QAR
EJQaviCeTal oTNV aKTIvoypagia Bwpakog kal ouolddel cav oTrabi (scimitar otnv

Toupkia). O1 aVWUAAEG AVACTOPWOEIG TWV AYYEiWVY gival duvaTov va TTPOKAAOUV Kal

dleupuvon Tou JecoBwpakiou.

Ewoévo: Axtvoypogio Odpokog  evig
veoyvoh HE OMKY avouoin ekBoAn Tov
TVEVUOVIK®V QAEPOV VITEPKAPIIOKOD TOHTOV
omov to aipo odnyeitor pe v Pondeta pog
Kk60eg PAEPag otV avedvopo eAEPa. Eivar
EUPOVNAG T KOPOlOUEYOAlD KOl TO WO
TVELLLOVIKO olonpa.
(https://apps.childrenshospital.org/MML/ind
ex.cfm?CAT=media&MEDIA_1D=1606)

ATtroTeAEi v MéBOSO
eKAOYNG yIa TNV dIdyvwaon TG

QVWUAANG  eKBOAAG  Twv




TIVEUUOVIKWY  QAEBWYV. TTIo  OUYKEKPIYEVA  XPNOIYOTTOIOUVTAl  KOPUPAIEG KOl
UTTOTTAEUPIEG AQWEIG TWV TECOAPWY KAPDIAKWY KOIAOTATWY YId TNV ATTEIKOVION TWV
ONMEiWV €KBOANAG TWV TECTAPWY TTIVEUUOVIKWY QAEBWV KAl ETTOPEVWG TNV OIGKPION
TwWV TUTTWV QUTAG TNG ouyyevoug kapdlotrdBelag. EmmpdoBeta  ptmopei  va
QTTEIKOVIOTOUV Ol KABETEG PAEBEG KAl Ol cuvdéoelg Toug. Me Tnv BorBsia Tou Doppler
gival duvaTtov va ATTEIKOVIOTEI N por Tou aipaTog SIapEoOU ToUu wWoEIdOUG TPAMATOGS 1)
TNG MECOKOATTIKNAG ETTIKOIVWVIOG KOl va eKTIMNOEi TO péyeBOg auTwyv OTTWG Kal n
mOavoTnTa va TTapouacidlouy TTepIopIoTIKG TTPOTUTTO. O1 Oe€IEC KapdIakEG KOIAOTNTEG
eppavifovral Oleupupéveg AOyw Twv aunuévwyv TTECEWV TTou  KaAouvtal va
dlaxeipioTouv. Emiong o1 dvw, Katw KoiAn @AEBa, n avwvupog @AERa, n aluyog
QAEBa, o aTepaviaiog KOATTOG, n NTTaTikn @AEBa kal N TTUAaia @AEBa TTapouaialovTal
Oleupupéveg. Eivar ammapaitntn n xprion Spectral Doppler woTe va atreikovioBei Tuxov
EUTTOSIO OTNV por Twv TIVEUMOVIKWY @AeBwv. H pétpnon tng Trieong T1mou

QvaTrTUCoETAl  OTNV TIVEUMOVIKN apTnpia €ival XpAoIUN yia TNV €KTiunon Tng

mMOavoTNTAg eyKaTdoTAONG TIVEUUOVIKAG UTTépTaonG. (van der Velde et al., 1991; Al-
Ahmari et al., 2003)

TOV  OVOLTOV

Kapdidg oV
amewoviletan

oAefoOv  omv

2011)

Ewéva: A) mopactepvikn
katd tov  Ppoyd
VTEPTYOKAPILOYPOPIKT|
onewkdvion otV

eoatvetor 1 owénon
peyéBovug g de&lag kotkiog
o€ oyEom UE TNV apPloTEPN,
B) vro&ipoeidikn Aqyn oty
onoia amewcoviletan
dwpuyn aipatog Sopécov

TpYHaTOG pe TV Pfonbeta Tov
color Doppler, C) opoimg pe
B oAMG Swapopetiky ANym
D) payvntiky topoypagio

avopoAn ekfoln tov V0
apIoTEPDV TVELLOVIK®DV

OAEPo KoL TV AV  KOTAN
oMéBa. RV right ventricle,
LV left ventricle, RA right
atrium, LA left atrium, SVC
superior vena cava,
brachiocephalic vein, LUPV
left upper pulmonary vein,
LLPV left lower pulmonary
vein (Nepomuceno et al.,

Kapd1akdg KaBeTnpIaouoGs:
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H dvodog Tou Kopeopou Tou aipaTtog o€ O2 oTnv QAERIKA 006 cival VOEIKTIKY AQUTAG
TNG ouyyevoug KapdloTrdBelag Adyw TnG avAapigng Twv dUo KukAogopiwyv. ETTITTAéov N
XPNOoN akTIVOOKIEPOUG ouaiag oTnv ayyelokapdloypagia Ba atreikovioel TRV akpIpni
QVOTOMIO TWV TTVEUROVIKWY ayyeiwv. H p€Bodog auTtr xpnoIYoTToIEiTal £TTIONG VI TNV
dlatrioTwon TTapePTTéddIoNS TNG TTVEUUOVIKAG KUKAOQOpPIaG.

Kapdiaki MRI ka1 CT:

O1 péBodol autoi XpnolyoTroioUvTal yia TNV akpIB Kal AETTTOUEPNR ATTEIKOVION TNG
QVOTOMIOG TWV TTVEUMOVIKWY GAERWV Kal TWV KABETWV QAEPWY g€ peyaAuTepa TTaidId
Kal evnAikoug, KaBwg n auf¢non Tou owuaTtikoU Bdpoug dnuioupyei eUTTOEdIO OTNV
utrepnxokapdioypagia. Eivar duvatdv va yivel xprion okiaypa@ikou OTTwG TO
yadoAivio yia Tnv akpIBEOTEPN Kal AETTTOPEPEDTEPN QATTEIKOVION TWV TTVEUMOVIKWYV
QAEBWYV. ZTNV TTEPITITWON TNG MEPIKAG AVWHAANG EKBOANG TWV TTVEUHOVIKWYV PAEBWV
eu@avifetar To onueio TTou opoladel e OTTACOHUEVO OaxTUAIOI, KaBwG QUGIOAOYIKG
uttdpxel éva daxTuAidl AiTToug TTou TTepIKAEIEl TNV Avw KoiAn GAEBa Kal oTrdel Yovo
OTO Onueio évwong TG pe TNV Gduyo QAERA, woTdoo TO dAXTUAIDI auTd OTOUG
a0Beveic oTTdel o€ £va eTTITTAEOV onEio, eKEiVO TNG €10000U TNG avWHPAANG OAEBaAG o€
auTAv. EmmmpdoBeTa xpnoiyotroiolvTal ol p€Bodol autoi TpoeyxeipnTikd. (Kim et al.,
2000; Choe et al., 1994; Shen et al., 2013; Festa et al., 2006; Prasad et al., 2004;
Ferrari et al., 2001; Riesenkampff et al., 2009)

- -

Ewéva: otepaviaio Aqym o6mov
n 6e&d dveo mvevpoviky eAERa
Kot M o0&l péom TVELUOVIKN
OAEPa  ekPfdAiovv oMV Ave
TAevpd TOL 0e&ol KOATOL, T
de€ld Kat® mvevpovikn QAEBa
ekpéidel otV KdT® TAELPA TOL
de&100 KOATTOV.

(Nepomuceno et al., 2011)

oom 0:72

4.4.4.2 TIAQApNG METABEON pEYAAWY apTnpiwVv(D-TGA)
EmirTwon:
H mARpng peTdBeon Twv peyAAWvV apTNPIWV QVAKEN OTIG KUOVWTIKEG OUYYEVEIG

KapdIoTraBeleg Kal  PANIOTO  OTTOTEAEI TNV  OUVNBEOTEPN KUQVWTIKA OUYYEVNA
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KapdlotrdBeia pe 1Toc0o0TO 20%. EmmTAéov armroTeAei 10 5-7% TOU GUVOAOU TwV
ouyyevwyv KapdioTraBeiwyv. H emimTwon Tng TTARPoUG PETABeoNG Twv HeEYAAwWV
aptnpiwv cival 1 o1ig 3.500-5.000 dwvTtavég yevvhoelg. Ta ayoépia TTpocBAaAAovTal
ouxVvOoTEPO Ot OXEON PE Ta Kopitola e avaloyia A/K=2/1.(Rao, 2009; 'Improved

national prevalence estimates for 18 selected major birth defects--United States,

1999-2001,' 2006; Reller et al., 2008)
AvaTouIKA TTEPIYPAPA:

AR R=R R R

RV v RV v MLV—=EZMRV

RA LA RA LA RA LA

Normal relationship of ~ D-Transposition of great L-Transposition of great
great vessels vessels (D-TGA) vessels (L-TGA)

RA: Right atrium LA: Left atrium

Ewova: Xoykpion g avotopiog
OTNV (QLOIOAOYIKT KOopdld, otV
wpn petdfeon tov  peydAov
ayyeiov kot Vv Sopbopévn
petabeomn TV pHEYGA®VY ayyEi@V.
(https://johnsonfrancis.org/profess
ional/transposition-of-great-

RV: Right ventricle LV: Left ventricle arteries/)

MRV: Morphological right ventricle
MLV: Morphological left ventricle
PA: Pulmonary artery Ao: Aorta

H atrotuxia opBouc¢ oTreipocidolg diaipeong Tou KolvoUu apTnpIaKoU Kopuou HE
TETOIO TPOTTO WOTE N AOPTH va ouvoseTal Pe TNV OeCIG KOIAia Kal n TTVEUMOVIKA
apTnpia va cuvdEeTal ue TNV apioTEPH KOIAia ovopadeTal mANpnNS UETaBeon ueyaAwv
aprnpiwv. H oxetiki 8éon Tng aoptig eival TpdoBia kai €I TNG TTVEUMOVIKAG
aptnpiag. Kard ouvétreia otnv  TAApn deTéBeon Twv PeydAwv  ayyeiwv
TTapaTNEOUVTAl avaVTIOTOIXEG KOIAloapTnplakEéG ouvdéoelg. QoTO00 o€ avtiBeon pe
TNV O10pBwEVN PETABEON ayyEiwv O KOATTO-KOIANIGKEG OUVOEDEIS gival avTioToixeG. H
TTapoUCia ETTITTAEOV AVWHOAIWY OTTWG N MECOKOATTIKA ] HECOKOIAIOKE ETTIKOIVWVIA, O
QavoIXTOG BoTAAAEIOG TTOPOG KaBopifouv Tnv BapuTnTa TNG CUPTITWHUATOAOYIAG Kal TNV
XPOVIKA OTIYH  ekOAAWONG TwV CUUTITWHATWY. H PECOKOIAIOKA ETTIKOIVWVIQ
ouvavtdral o€ TTooooTO 50% Kal cuxvad ouvouAZeTal PE ETTITTAEOV avwPaAieg OTTwG N
oTévwon TNG TIVEUPOVIKAG PBaABidag, n oTévwon Tou 108uou TnG QopThg, TO
OIOKEKOMMEVO aOpPTIKO TOEO, oI diaTtapaxég TG MITPOEIBOUS Kal TNG TPIYAWXIVOG
BaABidag. O1 cuvnBéoTepol UTTOTUTTOI TTOU TTAPATNEOUVTAI €ival n PETABEoNn Twv
MEYAAWV apTNPIWV HUE AKEPQIO PECOKOINIGKO BId@payuad, n PETABEON TwV PEYAAWV
apPTNPIWV HE MECOKOIAIOKN ETTIKOIVWVIA, N METABEON Twv HPEYAAWV APTNPIWV HE
MEOCOKOINIOKN ETTIKOIVWVIa Kal TTapeUTTOdION TOU XWPOoU EO6O0U TNG aPIOTEPNS KOIAIAG,
Kal TEAOG, N METABEON Twv HEYAAWV QYYEIWV PE PETOKOIAIOKN ETTIKOIVWVIO XWPIG

OTéEVWON TNG TIVEUPOVIKNG KUKAo@opiag. O TTEPIOPIOUOS TOu XWpPou €EOGOOU TNG
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apIoTEPAG KoIAiag epg@avideTal o€ TTOoooTé 25% Kal gival €iTe AVATOPIKNAG ApXAG AOyw
arpnoia r oTévwaorn NG TTVEUPOVIKAGS BAABidag cite TTABOQUGCIOAOYIKNAG apxNG Kabwg
Ol AUENUEVEG TTIECEIG EVTOG TNG OECIAG KOIAIOG, n oTToia UTTOOTNEICElI TNV CUCTAMATIKNA
KUKAo@opia, odnyolv Ot TTOPEKKAION TOU PECOKOIAIOKOU dIa@PAypaTog TTPoG ThV
apIoTEPN KOINia PE ATTOTEAEOUA VA aTTOPPACOETal 0 XWwpog £E60ou TnG. (Moene,
Oppenheimer-Dekker and Bartelings, 1983) H otegaviaia KukAogopia TTapoudialel
TTapaAAayég Pe TNV ouyxvoTeEPN TTOU CuUvVAVTATAl va €ival n €KQuon TNG apIoTEPAS
TTEPIOTIWHEVNG OTEQAvVIAiag aptnpiag amod Tnv Oe€id oTepaviaia apTtnpia. EmimmAéov

MTTOpEl va uttdpxel  uovhpng OeCid oTegaviaia aptnpia,  PovApng aploTepd

oTeQaviaia apTnpia Kal JETABeoN TNG €KQPUONG Twv oTePaviaiwv aptnpiwy. (Warnes,
2006a; de la Cruz et al., 1981; Moene, Oppenheimer-Dekker and Bartelings, 1983;
Wernovsky and Sanders, 1993)

Ewéva: [TaBoroyoavatopicd
TOPACKEVAGHLO KOPOLIG LLE TANPT
petdbeomn tov pHeydAov ayyeimv 6mov
eaivetal 1 Tpodchia BEon e aopTig
o€ GYEOM LLE TNV TVELUOVIKN apTnpio
Kol M EKQPLON TNG 0OPTHS OO TNV
de€10 Kok EVD TNG TVELHOVIKNG
aptnpiog omd v aplotepd Kotkio.
(https://apps.childrenshospital.org/M
ML/index.cfm?CAT=media&MEDIA
_ID=1356&0K)

MaBoguaoioloyia:

H cuoTtnuaTikry Kal N TTVEUUOVIKA KUKAo®opia oTtnv TTAfpn METABEON TWV PEYAAWY
ayyeiwv eivar TTapdAAnAa  ouvdedepéveg. To ofuyovwpévo aipya pEoW  Twv
TIVEUNOVIKWY QPTNPIWV EICEPXETAI GTNV APIOTEPA KOIAIa woTOCO KaTaAfyel TTAAI aTnv
TIVEUUOVIKA KUKAOQOPIQ yIa QINATWON €VW TO WN OZUYOVWUEVO aipa atrd Tnv degid
KOIAia odnyeital oTnv aopTr] Kal a1rd €KEi GTNV CUCTNUATIKA KUKAOPOpia. H katdoTaon
autr] odnyei o€ BAvaTo TO veoyvd eKTOG Kal av Yivel eEWTEPIKA TTapéuBaon yia va
TTapapeivouv Batd 1o woeldEg TPAA i 0 BOTAAAEIOG TTOPOG TTOU Ba e€aapalicouy Tnv
avaueIign Tou GAEPIKOU aipaTog 1o oTToio gival TITwyYO o€ O2 Kal BPETTTIKA CUCTATIKA
ME TO apTNPIOKO aiua TTou gival TTAOUCIO 0€ auTd. H emikoivwvia petagy tTwv duo
TTOPAAANAWY KUKAOQOPIWV PTTOPET va gival €iTe eVOOKAPOIOKA HECW PECOKOATTIKAG 1
MEOOKOINIOKAG ETTIKOIVWVIAG €iTe EEWKAPDIAKA PEOW TOU avoixToU BOTAAAEIOU TTOPOU
Il AVAOTOUWOEWV PETAEU TTIVEUUOVIKNG Kal CUCTAMATIKAG KUKAO@opiag. Tooo n de€ia

600 Kal n apioTepr] KolAia emBapuvovtal AEIToupyikd KaBwg TO €pyo  TTOU
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ETMQOPTICOVTAl dEV TOUG AVOAOYEl PE ATTOTEAEOUA TTPOOJEUTIKA va eykabioTaTal
KapdlaKr aveTTapKElQ.

FeveTikA aiTiohoyia:

H TTAApNng peTABeon Twv PeEYAAWY ayyeEiwv oUOXETICETal HE HETAANGEEIC OTO Yovidlo
growth differentiation factor-1 (GDF1) trou BpiokeTal oTo Xpwuocwua 19pl3,T10
mediator complex subunit 13-like (MED13L) 1ou Bpioketal 0TO0 XPpWHOCWHO
12924.21 «kai To CFC1 1Tou BpioKeTal OTO XPWHOCWHA 2, WOTOGO AQOopPOoUV HIKPO
apIBUO TTEPITTTWOEWY. 2Z€ €va PPEQPOG PE OAIK avwuaAn €KBOAN Twv HEYAAWV
QYYEIWV WG AUTOOWHMIKO ETTIKPATEG OUVOPOUO £TEPOTACiOG-2, avayvwpioTnKE MIa
mepioxn dimmAaciacuou 20bp oTo g€wvio 4 (TTepioxr) 66TN PaTiopaTog) TTou agopd To
yovidio CFC1. Q¢ atmroTéAeoua OTTOIOOATTOTE oNUEio avayvwpiong atrd Ta dUO PTTOPEi
va aAANAETIOPACEl JE TO CWHATIO PATIOPATOG YEYOVOG TTOU 0dnyei o€ eEapavion Tnv
CFC Ttrepioxh kal 10 C TeEAIKO AGKPO QTTO TO TTPOKUTITOV TTPOIOV OTTWG QaiveTal
TTOPAKATW OTNV €Ikéva. MevikdTepa €xel avayvwploTei 0 poAog Tou yovidiou CFC1L
OTOV OXNMOTIONO TOU APTNPEIGKOU KOpHoU, €IBIKOTEPA TO TIPOIGV auToU TTdidEl
ONPAvTIKO POAO OTNV HETAPOPA PNVUPATWY OXETIKA PE TNV dnuioupyia Tng kapdidag. H
avadAluon 86 acBesvwv TOU  QEPOUV  Ouyyeveic KapdloTmdbeleg 0driynoe OTO
OUMPTTEPAOUA OTI N OAIKN avwuaAn ekBoAl Twv PEYAAWV apTnEIwY OTTWG Kal N
OITTAEE0DOG OeCIG KOIAId avAKOUV OTO QACua Twv Ouvdplpwyv eTepoTaiag Kal
ouvdéovtal Pe 10 yovidlo CFCLl. To yeyovog Om katéotn duvaThi n ouvdeon Tou
OUVOPOUOU ETEPOTALIAC HE AUTEG TIGC OUYYeEVEiG KapdloTTdbeleg Péow evog yovidiou
Bewpeital €EaIPeTIKA  ONUAVTIKO Kal  eATTIOOQPOPO  yia Tnv WEAAOVTIKA €peuva.
(Goldmuntz et al., 2002) To CFC1 evepyoTtroicital o€ ouvepyaoia pe 1o GDF1 e
OTOXO0 va gvepyoTroinBouv ol yepppavikoi utrodoxeic ActRI kar ActRIIB. ETropévwg 10
yovidlo GDF1 Trou Bpioketal 010 Xpwudéowua 19pl3 Bewpeitar uTTOWPAPIo Yia
TPOKANCN ouyyevwyv kKapdiommabeiwy. Mo ouykekpigéva n PeTdAAagn C227X, TTou
ava@épeTal o€ TepOluyn avTIKATAaTAON TNG KUCTEIVNG aTnv B£an 227 atrd KwdIKOVIO
TEPUATIOPOU 0Onyei o€ TTPOWPO TEPUATIONO KAl ETTOMEVWG EXEl aTTOOEIXOEl OTI
OoxeTiCeTal PE OAIKN avwuaAn ekBoAr Twv TTveupovikwy ayyeiwv. (Karkera et al.,
2007) Ze wia availuon 408 aocBevwyv pe avwpaAn eKBOAR Twv PeyGAwv ayyeiwv Ta
atroteAéopaTa €6€1§av 0TI oTnv opdda Twv acBevwyv e d-TGA og mooooTd 0,27% R
oAIWG évag adep@dg atmd Toug 369 €ixe OUVOPOUO QPIOTEPAHG UTTOTTAQOTIKNAG
kapdidg, oe 1moocooTo 0,29% A aANwg évag TTatépag eixe I-TGA pe PHEGOKOIAIOKN
ETTIKOIVWVIQ, HMETOKOATTIKY ETTIKOIVWVIO KAl TTVEUPOVIKA OTévwaon. ZTnv oudda ue |-
TGA o¢ mo000T6 2% 11 aANIwg €vag adepPog eixe avoixtd BotdAAglo TTOpO. TNV
opdda pe ouvbetn TGA ot TmooooTd 1,4% 11 aliwg duo adépgla gixav ouyyevh

kapdiotrdBeia (avoixtdég PotdAAciog Topog , d-TGA), o TmocooTtd 1,54% A duo
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YOVEig gixav ouyyevr] KapdioTraBeia (QopTIKA OTEVWOT], JECOKAPdia Pe OIOKOTTA TNG
KATw KOIANG QAERAG), TEOOEPIC OuyyeveiG deuTépou BaBuou €Qepav PECOKOIAIOKT
eTmKolvwvia (dUo atrd autoug), PECOKOATTIKN ETTIKOIVWVia(Evag atmd auToug) Kal
aveTTapkela aopTikNG BaABidag(évag armd autoug). Tnv oudda pe aoTTAnvia Kal OAIK)
QVWHAAN eKBOAR TWV PEYAAWV ayyeiwv o€ TTooooTd 2% dnAadN £vag adepPog £Pepe
ouyyevr kapdiordBeia éTTwg Kai dUo TpiTou Babuou cuyyeveic. (Becker et al., 1996)
‘Eva véo yovidlo 1Tou ovopdaletar PROSIT240 BpiokeTal oTo Xpwudéowual2g24 mou
avikel otnv oikoyévela TRAP n omoia Traifel onuaviikd poAo oTnv €UBPUIKA
avaTTuén péow emidpaong o€ TTUPNVIKOUG UTTOB0XEIG KaBWGS Kal o€ yovidla OTTwg TO
p53. Mia peAétn cuptrepiéAafe 97 aoBeveic pe d-TGA yia €Aeyxo PETOAAGEEWY OTO
yovidlo PROSIT240 kal Ta eupripata cuvowicovtal OTOV TTAPAKATW TTiVOKA. € dia
olkoyévela ammd Tov Aifavo trapaAlayég ato yovidlo  ZIC3 Ttrou BpiokeTal oTO
XPpwHoOcwua Xg26.3 ouvoudlel TTpoBAfuaTa eTepoTadiac he oAk avwuaAn ekBoAn
TWV PeEYAAWY apTnpIwyY, TTIO0 CUYKEKPIYEVA N avTikaTdoTaon Tng adevivng atmd Bupivn
otnv 8éon 1741 1mou odnyei o€ avTikaTdoTaon NG Aucivng atmmd TPOwWEO TEPUATIOHO
odnyei oTovV OXNUATIOUO HIog TTPWTEIVNG TTou dlaTnpei KATTolou Babuou evepydTnTa
yeyovog TTou e€nyei Tov TrePIopIoPéVO BaBud avwuaAiwy TTou Trapoucidlovtal. H
METAAAQEN auTA eP@avilel PeEIwPEVN OIEIODOUTIKOTNTA HE ATTOTEAEOUA va AVIXVEUETAI
OTNV OIKOYEVEIQ O€ TPEIG YUVAIKEG POPEIG KAl 0€ £va UNTPIKO B¢gio TTou dev TTapouaiale
ouptTrtwuata. (Mégarbané et al., 2000) Ze pia olkoyévela OTToU O adepPog £QepE
OANIKA avWpaAn ekKBoAR Twv peyGAwvY aptnpiwy, TTOAUCTTANvia, JovApng KolAia Kai
arpnoia Tveupdovikig BaABidag evw n adep@r €pepe OAMIKN avwuaAn €kBoAn Twv
MEYGAWY apTnpiwv, atpnoia tng PITPoeidous BaABidag, atpnoia Tng TTVEUPOVIKAG
BaABidag kal aoTTAnvia diamoTwenke avrikatdotaon Tng Bupivng atd youavivn otV
Béon 763 pe ammoTéAeopa TNV QVTIKATAOTACN TNG TPUTITOPAVNG a1Td YAUKivn OTnVv
B¢éon 255 W255G o¢ pia uynAwg ouvtnpnuévn TTEPIOXN TTOU 00NYEi O€ peEIwPEvn
EKQPOON TNG TTPWTEIVNG Kal hEIWPEVN PETaypa@ikh dpaoTnpidétnTa. Tnv TapaAlayn
auTr €QeEPE N PNTEPA N OTToia ATAV UYING KOl N €KYPAcn OTnV KOPN OQEIAETal O€
QTTEVEPYOTTOINCTN TOU X XpWUOCWHATOG TTou ATav Qualoloyikd. (Chhin et al., 2007)
>¢& mooo0oT6 90% cuvavTdTal WG JEPOVWHEVO EUPNUA KOl OEV OUVOEETAI PE YEVETIKA

voorpata ) GAAeg ouyyeveig avwpaAieg TG kapdiag. (Becker et al., 1996; Muncke et
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al.,

ACCAGAGGCGAGGTGGGCACAGGGGTGCECGGGGTGGGGN...
! 1L ]

Native Splice Donor

*

Exon 4

Native Splice Dono

r

Intron 4

Duplicated Splice Donor

2003)

Wild-Type

ACCAGAGGCG[CAGGTGGGCACAGGGGTGCGE[CAGGTGGGCACAGGGGTGCEGCGGGGTGGGN Variant

f

Exon 4

B

Intron 4

EGEE KBl -c  wioTye
°

-C

Eikéva: A) e aoBevr) TTou @épel OAIKA avwuaAn ekBoAn Twv peydAwv ayyeiwv

atreikovietal o dimAaciacuog 20bp Tng TTepIoxng 66TNG paTiopatog oTo e€wvio 4, To

aoTEPAKI OgiXvel To onueio évapgng Tou dITTAACIOOUOU. B) ATTEIKOVION TTPWTEIVIKWV

TTPOIGVTWY YovIdiou Gyplou TUTTOU Kal TTapaAAaynig.

ss—> signal peptide sequence,

conserved EGF-like domain,

conserved-CFC domain,
hd-> hydrophobic domain
(Goldmuntz et al., 2002)

Patients
(n=97) Controls
Variant
Frequency, n No. of Frequency, n
Type of Variation/Specific Variation (%) Controls (%)
Intronic variations
VS5+41C>T Intron 5 1(1.03) 100 0 (0)
IVS5-27A=>C Intron 5 19(19.59) 100 22 (22.00)
VS19+22T>C Intron 19 1(1.03) 100 0 (0)
IVS21—40A=>G Intron 21 24 (24.74) 6 2(33.3)
VS26—42G=>C Intron 26 1(1.03) 68 3 (4.41)
VS27—-8C=T Intron 27 1(1.03) 100 6 (6.00)
Silent mutations
948G>A (Lys316Lys) Exon 7 1(1.03) 6 1 (16.66)
1563C=>T (Ser521Ser) Exon 10-1 1(1.03) 68 0(0)
1773G=>A (GIn591GIn) Exon 10-2 25 (25.77) 6 2(33.33)
3070T==C (Leu1024Leu) Exon 17-1 25 (25.77) 6 2(33.33)
5928T=>C (Thr1976Thr) Exon 27 23(23.711) 68 20 (28.99)
6354C=T (Pro2118Pro) Exon 29 10(10.31) 6 1 (16.66)
Missense mutations
2056A>C (Lys686GIn) Exon 11 1(1.03) 200 1 (0.50)
752A=G (Glu251Gly) Exon 6 1(1.03) 200 0(0)
5615G=>A (Arg1872His) Exon 25 1(1.03) 200 0 (0)
6068A=>G (Asp2023Gly) Exon 28 1(1.03) 200 0(0)

Ewova: Xovoyn TV
TOPAALAYDV OV 0POPOVV TO
PROSIT240  yovidio Kot
oxetifovtor pe Vv epedavion
OMKNG OVOROANG EKPBOANG TV
peydhov apmpuwv. (Muncke
et al., 2003)

KAIVIKA €1Kéva:
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H kAIVIKA €ikOva Tou acBevoug TTou QEpel TTANPN METABEON TwV PEYAAWY ApTNEIWY
eCapTaTal o PeydAo Babud atmd TIG oUVOBEG AVATOUIKEG AVWHAAIEG KAl TO TTOCOCTO
avauigng Twv dU0 KUKAOQOpPIWY. Mo CuyKekpiyéva oTnv PETABEON TWV HEYAAWV
ayyeiwv e aKEPAIO TO MECOKOIAIOKO OIAPPayha OTnV OTToia  TTPOKTIKA  OEv
OIATTICTWVETAI ETTIKOIVWVIA PETAEU TwV dUO TTAPAAANAWY KUKAOQOPIWY APECWS UETA
TNV yévvnon OIamOTWVETAI Kudvwon Adyw utrofaidiag Kal TaxUTvola o€ Mid
TPooTTdbeia avTippdTINONG evw Taxéwg eykaBioTatal peTaBoAiki otéwan. Edv dev
AN@BoUV dueca péTpa TOTE ypriyopa eykaBioTatal KapdlaKr QVETTAPKEIR EVTOG TNG
TPWTNG €ROoPAdac CwrG Kal ETTEPYXETAI O BAVATOG. Z€ TTEPITITWON TTOU UTTAPXEI
KdTroliou €idoug onuavTikf evOOKapdIakn 1 EEwWKaPdIAKR ETTIKOIVWVIa TToU §ac@aAilel
avaueitn Twv dU0 KukAo@opiwv TOTE N Kudvwon eival Aiydtepn ocofapr Kai
TTapoucoidleTal Katd Tnv TTPooTTabelia 6TTwS oTnV OiTIonN ) To KAAPA. Z€ TTEPITITWOEIG
MEYAANG JEGOKOIAIGKNAG ETTIKOIVWVIAG o€ nAiKia 3-4 eBdouddwyv (wng gival duvaTtdv va
eykataoTabei kapdlakh averTdpkeia n otoia gival duvatdv va ekdnAwbei w¢ aofapn)
QVOTTIVEUOTIKA OUOXEPEIQ. ZTIG ETTITTAOKEG TTEPIAQUPBAVOVTAI N CUPQOPNTIKN KAPDIAKN
QVETTAPKEIA, O QPPUBUIES , N TIVEUHOVIKN UTTEPTACN, N I0XAIMia TNG oTepaviaiog
KukAogopiag kal n uttepBaABIdik oTévwaon TnG OOPTIKAG 1N TNG TIVEUMOVIKNG
BaABidag. (Oster et al., 2016; Gatzoulis et al., 2000)

AlayvwoTIKN TTpOooEyyion:
Quoikn g&éTaon:

Katd tnv didpkela TnG akpoaong avayvwpietal EVvTovog Kal hovripng Kapdliakdg
TévoG, AOyw Tng TTPocBiag Béong Tng aopTikAG BaABidag, katd Tnv oUYKAICH Tng
OTTOIaG TTAPAYETAlI EVTOVOTEPOG NXOG OE OXEON ME TNV OUYKAION TNG TTVEUMOVIKNG
BaABidag n omoia éxel omioBia Béon. AkpoaoTikd eivalr duvatdv va UTTAPXEI
TTOVOUCTOAIKO QUONUA OTNV TTEPITITWON TTOU UTTAPXEI MECOKOIAIOKA ETTIKOIVWwvVia. H
EMOKOTINON TOU a0OgVOUG ATTOKAAUTITEI TNV KUAVWON N OTToia SIATTIOTWVETAI PE TNV
BonBeia Tng TTOAUIKAG OfUUETPpiag o€ Avw Kal KATw AKpa. TNV TTEPITITWON TTOU
OUVUTTAPXEI OIOKEKOUMEVO QOPTIKO TOEO 1) OoTEvwaon Tou 1I00PoU TG aopTAG TOTE N
WNAGPNON TWV PNPICiwWV ApTNEIWY ATTOKAAUTITEI HEIWPEVNG évTaong o@uyds. (Van
Praagh, Geva and Kreutzer, 1989)

Aépia aipaTtog:

Eivalr xprioigo va An@Bouv aépia aiyatog atmmd Tov aobevh) waoTe va dlaTTioTwhouv

METABOAEG OTTWG N PETABOAIKA 0gEwaon,.
HAekTpokapdioypdenua:
2710 nAekTpOKOPdIOYPAPNua dIATTIOTWVETAI N OECIG OTPOPNA TOou Agova pe BeTIKO QRS

oe I, 1ll, avF ka1 apvnTiké QRS o€ | kal n utrepTpo@ia NG 6egIdg KolAiag pe wynAd R
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oTIg de€IEC TTpokApdIEG aTTaywyES Kal Babid S oTig V5, V6. To 24wpo Holter puBuou
gival XpAOIMO yia TNV S1ayvwaon TUXOV appuUBuIwV.

B\ F 2 5 332 313 353 30 38 -3 (. S S48 385050 05 - B O

Ewova:
Hlextpokapdoypaonuo  €vog
veoyvod 3 muepdV pe TANPT
petdbeon TV peydimv
ayyeiov GT0 omoio
mapatnpeital 1 de€ld oTPoPn|
OV GEova Kot 1 LIEPTPOPia
mg de€dg kotiag evpipata
copfatd pe v nAkic ToL
VEOYVOU.
(https://apps.childrenshospital.
org/MML/index.cfm?CAT=m
edia& MEDIA_ID=1352)

AKTIVOypa@ia Bwpaka:
21NV aKTIvoypa@ia Bwpaka SIOTTIOTWVETAI KOPSIOYEYaAia KAl OXANA KOPDBIAG <<ev
€idel TAaylaoToUu auyoUs>. QoTdéo0 oTa veoyvd eivar duvatdv authi n €iKéva va

OUYKaAUQ@BEei Adyw NG TTPoBOAAG Tou BUpou adéva. ETTITTAEovV ptTopei va dIaTTIoTwOET

augnuévn aludTwon Twv TIVEUPOVIKWY TTESIWV.

Ewova: Axtwvoypagio Odpoko evog
veoyvod nmhikiag 1 nmuépog oty omoia
ooivetal kapdropeyorio Nov Poduov pe
oynuo.  Kopdldg &v  €idel mhaylooTod
oVyov.
(https://apps.childrenshospital.org/MML/
index.cfm?CAT=media&MEDIA_ID=13
55)

Ytrepnyxokapdioypagia:

AtroteAei TRV PEBOSO ekAOYNG yia TNV akpifr kail AetrTouepr didyvwaon Oxi Hévo
TNG UTTOKEINEVNG avwPoAiag aAAG Kal TTBavwy dopu@Opwy aAVWHOAIWY OTTWG N
MECOKOATTIKA ETTIKOIVWVIQ, YECOKOIAIOKR ETTIKOIVWVIA, O avoIXTOG BOTAAAEIOG TTOPOG.
Eivalr amapaitnto va armeikovioBouv 01 KOATTOKOIAIOKEG KAl KOIAIOOPTNPIAKES
ouvdEaelg yia Tnv opbr didyvwan TnNG ouyyevoug kapdioTrdbeiag. H TTARpnG peTabeon

TWV PEYAAWY ayyeiwy gival EQavig oTnV TTapacTEPVIKN AW KaTd Tov Jokpu GEova
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OTTOU gival opaTA N €KQUON TNG TIVEUUOVIKAG apTnpiag otrioBia. ETTiong n OxeTIKA
Béon TNG AOPTAG WE TNV TTVEUPOVIKN apThpia €ival EUPAvhG oTNV TTAPOOTEPVIKN KATA
ToV Bpaxu agova Aqwn. H ote@aviaia KUKAo@opia gival atrapaitnTo va aTTeIKoVIoBEi
KaBwg¢ n TTAAPNG METABEON TWV PeEYAAWY ayyeiwv ouvdUdleTal e avwUaAieg oTa
oTepaviaia ayyeia. H JETOKOATTIKA ] HECOKOIAIOKK ETTIKOIVWVIQ TTPETTEI OXI MOVO VO

atreikovioBei aAAG kai e Tnv BonBeia Tou Doppler va @avei n SIAUECOKOATTIKN 1

OlapecokoIAIaKr)  por] KaBWwg Kal va  eEETAOTEI

ETTIKOIVWVIAG e TOV €Aeyxo dnuioupyiag TBavou Tidaka aipaTog.

n mMeavoeTnTa  TTEPIOPIOTIKAG

Ewéva:

lNo mmv ddyveon g mApovg
petdbsong Tov peYAhmv ayyeimv
amoTovVTOoL Kol ot dvo
VIEPNYOKAPIIOYPUPKES
OTEIKOVIOELG:

O)OTEKOVIO]  TOV  TECCUP®V
Kapdlokdv Koot TV  Omov
eoivovtal ot opBég
KOATOKOIMOKEG GUVOEDELS , B) M
€KQuon g aoptng glval amd v
de€1d Koo eV TNG TVEVUOVIKNG

apmpiloag  amd ™V
Kowkia.

Kapdiakég kabeTnpliaouég:

O kapdIakdG KaBeTNPIOCPOG dev gival atrapaitnTog yia TNV didyvwon TNG JETABeoNg
TWV heYAAwV aptnpiwv. ATToTeAel TNV PEBOSO ekKAOYNG Yyia TNV OKpIBR eKTiunon TnNG
QVATOMIOG TNG OTEQAVIQIAG KUKAOQOPIAG KAl TWV CNUEIWY EKPUOEWV TWV OTEQAVIAiWV
ayyeiwv Kabwg n uttepnyxokapdioypagia dev dUvATAl VA TTPOCPEPEI TV ATTAITOUPEVN
AetrTopépeia. EmmpdoBeta utropei va XpnoipotroinBei yia erepBatiki disupuvon g
apIoTEPODELIAG DIaPuUYRG ME TNV BorBeia ptraloviol woTe va £§acQAMNOTEI APKETA
avaueicn  Twv  dUo  KukAogopiwyv. (Gopalakrishnan, Krishnamoorthy and

Sivasubramonian, 2019)
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Diagnestic
Projection

Ak
A et L
Poat

Fronal
View

]

-

Ewéva:  Amewovion  tov
mlavov TOmeV avatopiog Tov
otepaviaiov  ayyelov  Tov
pmopel vo Ppebel oe dropo pe
PN petdbeon TOV HEYAA®V
ayyeiov. Meta&d tov TOMOV
GLUVOVTATOL n aplotepd
TEPICTAOLEVT otepaviaio
apmpicc.  omd v de1d
otepaviaio aptnpio, n Hovipng

aplotepn otepaviaio aptnpio, 1
povipng  deld  otepaviaio
apmpio, 1N AVACTPOPT] T®V
onueiov €KQLONG KAl TO TPOG

T éom omnueio ékeuong g
apLoTEPNG oTEPAVIOiNg
aptnpioc. (Wernovsky and
Sanders, 1993)

4.4.4.3 AiopOwpévn peTdOeon TwV peydAwyv aptnpiwy (L-TGA):

EmidnuioAoyia:

H Si1opBwpévn petdBeon Twv peydAwv aptnpiwv agopd 10 0,5% Tou ouvoAou Twv

OUYYEVWYV KapdIOTTaBEIWY yeEYovOg TToU Tnv KaBIoTd apketd oTtrdvia. H emimTwon

gival Trepitrou 1 avd 33.000 dwvTtavég yevvnoels.(Gillette, 1998; Walllis, Debich-Spicer

and Anderson, 2011; Ferencz et al., 1985) Avrkel OTIC QKUQVWTIKEG OUYYEVEIC

KapdIoTTaBeleg, KaTa ouveTTEIa Oev TTPORBAAAEI JE KUAVWON EKTOG KAl av oUuvOdEUETal

atro EMITTAEOV AVWHAAIEG TTOU EKEIVEG TTPOKAAOUV KUAvVWOT.
AVATOMIKA TTEPIYPAPA:
Normal

Congenitally-corrected
transposition

Ewova: Zynpotikn anetkovion mg
SopBopévng petdbeons Tov peyahmv
ayyel®v g OYECT LE TNV PUGLOAOYIKY|
kapdid. H aopty cvvdéetar pe mv
Hop@oAoyKd dpota de&td Koo evd 1
TVELLLOVIKN apTNpio GUVOEETOL e TNV
pHop@oAoyd dpota aplotepd kotkia. O
5e€10¢ KOATTOG GLVOEETAL LE TNV
HOPPOAOYIKE OLOL0, aploTEPE KOAia EVE
0 0P1oTEPOC KOATOG GUVOEETOL LIE TNV
HOpPOAOYIKA Opoto &1l Kothia.
(Warnes, 2006a)

H OlopBwpuévn peTdBeon Twv peydAwv ayyeiwv TepIAaufdvel  TpwTov, TNV

avavTioToIXn oUVOEDN TwV KOATTWV HE TIG KOIAIEG, e TOV OeEI0 KOATTO va oUVOEETaI

oTa O€gId pe piIa KolAia TTou POPPOAOYIKA OUOIAdel e TNV APIOTEPA KOIAia Kal Tov

apIOTEPO KOATTO VO GUVOEETAI OTA APIOTEPA HE IO KOIAIO TTOU JOPPOAOYIKGA OUOIALE!

ME TNV &€Id KolAia, n otroia avaAappavel Tov pOAO TNG CUCTNMOTIKAG AVTAIOG YEYOVOG
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TTou €TTNPEAdel apvnTIKA TNV HEAAOVTIKA TTpdyvwon. Acgutepov TrepIAauBavel tnv
QVaVTIOTOIXia KOIANIOOPTNPIOKWY OUVOECEWY e TNV OeCIA KOIAia va ouvdEsTal ue TNV
QOPTH KAl TNV OpIOTEPH KOIAIG e TNV TIVEUPOVIKA opTnpia.  Emopévwg otnv
OlopBwuévn PeTABeoN Twv PeyGAwV ayyeiwv n KukAogopia tivalr opbry TTapd TIg
QVOVTIOTOIXEG OUVOECEIG KOl KAT ETTEKTOCN QAVAKEI OTIC OKUAVWTIKEG OUYYEVEIG
kapdioTrdBeieg. H diopbwuévn petdBeon Twv PeydAwyv ayyeiwv ovopaletal L-tga didTi
n 6e€id kolhia Ppioketar TPOOBIA KAl OTA APIOTEPA TNG TIVEUMOVIKAG apTnpiag.
EpBpuohoyikd n dlopBwuévn PETABEON TWY PEYAAWV QYYEIWV PTTOPEI va TTPOKUWYEI
TIPWTOV ATTO TNV ATTOTUXIO TNG TTEPICTPOPNGS TNG KAPBIAKAS ayKUANG TTPog Ta OeCIG e
OTTOTEAECHO TNV KOATTOKOIAIGKA avavTigToixia pe Tnv 0e€id Kolhia va BpiokeTal oTa
apIOTEPA TNG OPIOTEPNS KOINiaG kal deUTEPOV aTroTUyXAvel n katd 180°  Ttou
QOPTOTTVEUNOVIKOU DIaQPAYHATOG ME ATTOTEAECUA TNV KOIAIOGPTNPIAKA avavTioToIXia.
Katd ouvétteia otnv L-TGA 0 €uppuIkds Kapdlakds CWAAVAG TTEPICTPEPETAI TTPOS TA
apioTtepd( leftward or left)

O oAefoékoufog dev emrnpedleTal amd TNV ouyyevh KapdIioTradeia, woTdoo Adyw
avaoTpopng Béong Twv KoIANWV TO €peBIouaTtaywyd oUCTNPO OTTOTUYXAVEl Va
METOOWOElI TO OfPa OTO MUOKAPOIO WE amroTéAeCua TNV  €u@dvion TTARPOUG
KOATTOKOINIOKOU ~ OTTOKAEIOHOU  OTO  éva  TPITO  TWV  TTEPITITWOEWY,  KOATTIKNG
MOPUAPUYNAG, KOIANIOKAG Taxukapdiag kKol ouvOplOpou Vvooouviog @AgBokOupou.
loToAoyIKG TTEpav TOU KOATTOKOIAIOKOU KOUPou gival duvatdv va UTTapxel ETTITTAEOV
KOATTOKOINIOKOG KOUBOG e evidtion oTov Oegid KOATTO O OTT0iog ouvdéeTal Pe €va
epeBioparaywyd ouoTtnua TTou dlaoyifel TO HECOKOIANIGKO did@payua €¢ Oegiwv.
(Schiebler et al.,, 1961) H tAciovétnTa TWV TTEQITTTWOEWY (>90%) TTAPOUCIALE!
OUVOOEG AVATOMIKEG AVWUAAIEG OTTWG MECOKOIAIOKY ETTIKOIVWYVIQ, avwpoAia Ebstein,
oTévwon TNG TTVEUUOVIKNAG BaABidag, avwpuaAieg Tng TpiyAwxivag BaABidag, otévwaon
TOU XWpou £§6dou TNG apioTePdg KoIAiag kal ouvdpopa eTepoTagiag. (Hornung et al.,
1999; Anderson et al., 1978) Ocov agopd Ta oTe@aviaia ayyeia autd ekeuUovTal aTTd
évav 1 600 0oPTIKOUG KOATTOUG Kal N oTe@aviaia aptnpia mou BpiokeTal ota Se€Id
Mop@oAoyik& Ba opoldlel OTnVv QpPIOTEPr OTEQaAvIaia aptnpia evw n oTe@aviaia
apTnpia TTou BPIOKETAI TTPOG Ta OPIOTEPA POP@OAoyIKG Ba opoidlel otnv OefId
oTEQavIaia apTnpEia. Ze& KATTOIEG TIEPITITWOEIG TA OTEQAVIAIO ayyeia JTTOpEl va
TTayI0eUTOUV OTO HUOKAPDIO ) 0TO AiTTog. (Dabizzi et al., 1988)

NaBoguaoioloyia:

2tV OlopBwuévn peTéBeon Twv PeyAAwV ayyeiwv TO [N ofuyovwuévo aiua
odnyeital atmd Tov deCI6 KOATTO OTNV apIoTEPN KOIAIa HEOw TNG MITPOEIdOUG BaABidag
Kal atmmd €kei OTV  TIVEUPOVIKA apTnpeia TTPog ofuydvwon Kal akoAoubwg To

0EUYOVWHEVO aipa  ETTIOTPEPEI PMECW TWV TIVEUUOVIKWY QAEBWY OTOV APIOTEPO
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KOATTO, €mTeITa péel TTPOG TNV OeCId KoIAia Péow TNG TPIYAWXIVOG BaABidag yia va
KataAAgel otnv aopTr]. Autou Tou TUTTOU n HETABeOn Twv ayyeiwv ovoudleTal
Ol0pBwuEvn KABWG N avrioTpoPn CUVOEDN TWV KOINIWV HPE TOUG KOATTOUG Oev EXEI
QIMOBUVAIKY ETTITITWON KAl dev £TTNPEACEl TNV QUOIOAOYIa TNG KUKAOPopiag. H aopTh
BpiokeTal TTPOCBIA KAl TTPOG TA APICTEPA O€ OXECON ME TNV TIVEUUOVIKA apTtnpia.
(Hornung et al., 1999; Warnes, 2006a)

MeveTikA aiTioAoyia:

H diopbwuévn PeT@Beon Twv PeyAAwv ayyeiwv epg@avieTal he ouxvornta 2,6-5,2%
oc adép@ia  METAEU OIKOYEVEIWV TIoU Trapoucidlouv Tnv &v AOyw OUYyevN
kapdiotrdBeia. (Wallis, Debich-Spicer and Anderson, 2011) & apKETEG TTEPITITWOEIG
ouvavtaTal diaypagn TnNG TEPIOXNG 2201l n oTroia ouvdéeTal PE dIATAPAXEG TWV
TIVEUUOVIKWY apTNPIWV Kal TOU aOoPTIKOU TOEou, aAAd Oxi pe TTAfpn HETABeon Twv
ayyeiwv. (Goldmuntz et al.,, 1998) Q01000 O€¢ VEVIKEG YPAMUMES N €u@Avion TNG
Bewpeital oTTOPadIKA.

KAIvIkA gIkéva:

H tTrapoucia 1 éxI CUNTITWUATWY £CApTATAl ATTO TNV UTTAPEN ETTITTAEOV AVWHOAIWY.
2TV TepIMTwon Tou n OlopBwuévn PETABEoN Twv MPeyGAwv ayyeiwv eival n
atTOKAEIOTIKI) BAGBN TOTE vyIa HEYOAUTEPO XPOVIKO OidoTnua o0 aoBevig eival
QOUUTITWHATIKOG £wg OTou N de€Id KoIAia €TTIQOPTIOTEN AEITOUPYIKG AOYyw Tou poAou
TNG WG CUCTNMPATIKA avTAia PE atmoTEAECUA va eykaTaoTaBei KapdlakA aveTTapKeIa 1
Kdtrolou €idoug appubpia. Katd ocuvérreia KaBwg o aocBevAg HeTaTTITITEl aTTd TNV
TadIKA otV evAAIKN Jwr] E€MIKPATOUV TO CUPTITWHATA KAPSIOKNG OVETTAPKEIOG.
QoT1600 O©¢ TepITTTwon ToU n TpiyAwxiva BaABida, n otroia Ppiokerar oTov
MOP@OAOYIKA apIoTEPO KOATTO, TTAPOUCIACEl AVETTAPKEIA TOTE  ETTITAXUVETAI N
eykardoTaon TNG KapdIOKAG AVETTAPKEIOG. TNV CUPTITWHATOAOyia TTEpIAauBAvETal TO
aicOnua TTaAPWY TTOU dnUIoUpYEiITal aTTd TNV KOATTIKA WAPMOpPUYR 1 TNV KOIAIGKT)
Taxukapdia kalr n mlavr) otnBdayxn TTOoU WTTOPEi va ep@avioTei Adyw MOVIPOUG
oTEQAVIAiog apTnpiag n otroia aduvaTei va KOAUWEN TIG avAYKEG TOU Huokapdiou.
(Friedberg and Nadas, 1970; Cardell, 1956; Santiago Sigifredo et al., 2021) Kata tnv
diIdpkela TNG doknong n Oe€Id KoIAia n otroia PpiokeTal 0TV B€0N TNG APIOTEPNS
QTTOTUYXAVEI VO UTTOOTNPIEE TIG QUENUEVES ATTAITACEIG TNG CUCTNUATIKAG KUKAOQOPIOG
KaBwg n apioTepd Kolhia S108€Tel T PJUOKUTTOPA TNG dlateTayuéva eAIKOEIdWGS HE
OTTOTEAECHO VA PTTOPEI VO QVTATTECEPXETAI OTIG AUENUEVES QTTAITAOEIS TNG OCUOTOAAG-
OIa0TOAAG MECW TNG TTEPIOTPOPIKAG Kivnong Twv €AIKOEIdWG  dIaTETAYUEVWV
MuokuTTépwy TNG. (Shapiro and Rademakers, 1997; Peterson et al., 1988; Graham et
al., 2000)

AlayvwoTIKA TTpooéyyion:
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EpyaoTtnplakog éAeyxog:

H kudvwon odnyei avTippoTrioTIKA O0€  AUgnon Tou OYyKou Twv €pubpwv
aioo@aIpiwy TToU TTapdyovTal otrd Tov PueAd pe ammoTéAeopa Tnv auénon Tou
QIJATOKPITN KAl TNG aioo@alpivng. ETTTPO0OeTa 0TOV £pyacTnPIOKO EAEYXO TTPETTE
va CUPTTEPIAAPPBAvOVTAl O BEIKTEG EVOEIENG TNG VEPPIKNG AEITOUPYIag OTTWG N oupia
Kal n KpeaTivivn, To oupikd oL Kal n TTHEN Tou aiuaTog.
duoikn e&éTaon:

H dlopBwpévn petdBeon Twv PeydAwyv ayyeiwv OTTwG TTpoavapépdnKe UTTopEl va
OUVUTTAPXEl ME ETTITTAEOV QVATOMIKEG AVWMOAIEG OTTWG WECTOKOIAIOKN ETTIKOIVWVIA A
QVETTAPKEIA TNG TPIYAwxIvag BaABidag. e auTég TIG TTEPITITWOEIG €ival aKOUOTO
OAOCUCTOAIKO @UOoONUa e HEYIOTR €viaon OTO TETAPTO WECOTTAEUpPIO dIACTAMA
TapacTepvikG. EmimAéov oTnv TeEPITTTWON OTévwong TNG TIVEUMOVIKAG PBaABidag
onuioupyeital Kudvwaon n otroia pTTopei va diayvwadei e Tnv BorBeia NG TTAAYIKNG
0&UMETPIag Kal TO OUGTOAIKO @QUONUa €€wBNong eival KAAUTEPA AKOUOTO OTNV €0TIA
aKPOOONG TNG TTVEUNOVIKNAG BaABidag. AkpoaoTik& o SeUTEPOG KaPDIAKAS TOVOG eival
duvaTtog o€ €vTaon Kal JovApng Kabwg n B€on Tng aopTAg gival TTpdoBia Kal aplioTepd
TNG TTVEUPOVIKAG apTnpiag. O deUTepog KapdIakOg TOVOG cival ynAaenTtdg cav poifog
QPIOTEPG TTAPOOTEPVIKA. Z& TTEPITITWON TTANPOUG KOATTOKOIAIOKOU QTTOKAEICUOU
dlamoTwvetal Bpadukapdia. e TTEPITITWON HEYAANG aploTEPODECIAG dlaguyng
OIOTTIOTWVETAI UTTEPOUVAMIKO TTPOoKAPOdIo. Me Tnv TTapodo Twv £TWV gyKaBioTaTal
Kapdiakr aveTrdpkela AOyw TnG €mQOpTIonNg TNG Oe€IAG KoINiag PE Tov pOAO TG
OUCTNMOTIKAG avTAiag, n oTroia emTaxUveTal amd TNV QVETTAPKEIA TNG TPIYAWXIVOG
BaABidag n Tnv eupeia peookolAiakn eTikovwvia. (Presbitero et al., 1995)
HAekTpokapdioypdaenua:

To nAekTpokapdioypdenua oTnv OlopBwuEvn HETABEON Twv HEYAAWV ayyeiwv
MTTOPEl va atTrokaAUWeEl Tov TTAAPN KOATTOKOIAIGKO QTTOKAEIONO Kal TNV KOIAIOKN
Taxukapdia, Adyw autwv Kpivetal okOTIun n dievépyeia 24wpou Holter puBuou. ZTig
0e€1Eg TTpokApdieg aTTaywyEG dlaTmoTwvovTal Kupata Q  Adyw Tng avaoTpo®ng
8¢0NG TWV KOIANIWV PE ATTOTEAECUO TO €PEBIOUA va PETAPEPETAI aTTO OECIG TTPOG TA
apIOTEPA KOBWG TO PECOKOIAIOKS SIG@Payua eKTTOAWVETAI PE avTiOeTn KaTeUBuvon,
KAt ouveétTela dev UTTApXouv Q KUPATA OTIC OPIOTEPEG TTPOKAPDIEG OTTAYWYEG.
EmmpdoBeta o autAv Tnv ouyyevy Kapdlommdbeia ouvavtaTal OPKETA OUXVA TO
ouvopouo Wolf-Parkinson-White. (Presbitero et al., 1995; Duster et al., 1985)
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Eikova: Hiektpokapdioypdenua
&vog aoBevoig e dtopbmpévn
petdfeon tov peydAov ayyeimv
omov gaivovtot ta Q Kdpata 6TIC
aroyayég 11, I aAld oyt oTig
aprotepég Tpokdpdieg V5 kot V6.
(Warnes, 2006a)

TNV OoKTIVOoypa®ia Bwpakog n Kapdlakr CIAoUETA PPIOKETAI TTIO KEVTPIKG 0TO 25%

TWV TTEPITITWOEWY 1 TTPOG Ta Oegld. Ze TTEQITITWOEIS MEYAANG apIoTEPODEEIAG
dlapuyng SIaTTIOTWVETAI KapdlopeyaAia. ZTnv de€id TTapupl NG Kapdidg dev eival
opaTh N TTopEia TNG avioloag AOPTHG, EVW OTNV apIoTEPH TTAeUpd dev gival opaTd To
TIVEUUOVIKO OTEAEXOG AOyw Tng Oe€Idg Kal oTricBiag TTopeiag TNG TTIVEUNOVIKNAG

apTNPIag. 210 aApIoTEPO Avw AKPO Tou pecoBwpakiou TTPORAAAEI Adyw TnG Béong NG

aopTis. (Wallis, Debich-Spicer and Anderson, 2011)

Ewévo: Axtivoypagio 0dpakog
A) omv oplotepn TOPLEN TNG
Kapdidg dgv Qaivetar 1n aopt
Kot 1 8éom g kapdidg polalet
mo «GPetn oe oyéon pe ™V
(QUGLOAOYIKT| Kapod, B)
dwmetmveTol de&lokapdio oG
N YooTpikn QuoaAida sival ota
apotepd  omote  TiBesTon M
dyvoon g dlopBopévng
petdbeong TV peyéiov
ayyeiov. H kapdopeyorio mov
dlmoTdveTol  opeileTol  og
KopdKn — OvemdpKeEw  AdY®
OVEMAPKEWNG NG  TPLYADYIVOG
BoABidag. (Warnes, 2006b)

Ytrepnxokapdioypagia:

H utrepnyxokapdioypagia atroTteAei Tnv péBodo ekAoynAg yia Tnv didyvwon Tng
d10pBwpEvNg PETABEONG TWV PEYAAWY AYYEIWV OTTWG KAl TWV CUVOBWY AVWHOAIWY
TToU TTBavA cuvuttapxouv. Mo ouykekpipgéva pe TNV PEBOBO auTr) atreikovileTal n
Mop@oAoyikd Oe€id KoIAia TTPOG Ta APIOTEPA VO OUVOEETAI PE TNV OOPTH EVW N
Mop@OAOyIK& apIoTePN KOIAIa TTPOG Ta eI va CUVOEETAI E TNV TIVEUHOVIKI apTnpia
ME TNV BonBeia AMewv KaTd Tov Bpaxu dova rj Kopueaieg AAWEIS Twv TETOAPWYV

Kapdlakwv KoIAoTATWY. O1 ouvdEoEIg Twv ayyeiwv pe Ta kapdiakd diauepioyata , ol
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METOEU TOUG OXEOEIG KAl 01 KApOIoKEG BAABIdEG €ival ammapaitnTo va ATTEIKOVIoOoUV
yla Tnv TTARPN Kal TeKunplwpévn didyvwaon. Zuxvda n TpiyAwyiva BaABida eival oe
KatweepéoaTepn Béon o oxéon PE TNV WITPoEId BaABida TTpog TNV KOPUu®H Tng
Kapdidg AOyw TngG utrepTpo@iag NG 0egldg Kolhiag. EmmTpooBeta, n Kopu®r Tng
KapdIdg €ival XPACIPO va aTTEIKOVIOBEI XpNOIMOTTOIVTOG UTTOTTAEUPIEG ANYEIG WOTE
va atrokAeIoTel TBavA yecgokapdia ) delokapdia, TTOU CUXVA CUVAVTWVTAI O€ QUTAV
TNV ouyyev KapdloTrddeia. ZTnv AQWn Twv TECOAPWY KAPOIOKWY KOIAOTATWY KaTA
TOoV POKpU GEova eival duvatdv va @avei n viodng ouvéXIon TwV YAWXIVWV TNG

MITPOEIBOUG Kal TTvEUOVIKAS BaABidag. (Wallis, Debich-Spicer and Anderson, 2011)

TIS0.3 MI11 TIS0.5 MI09

Ewoéva:

o)  Ymepnyoypo@ikn
QTEKOVION, AYN TOV
TECOGPOV  KOUPSIOKDV
KOO TOV OOV
eoivetot n
Katopepéotepn  Béon
™mg TPLYADYIVOG
BoABidag mpog MV
KOpuen ¢ Kopdidg,
B) Doppler amswdvion
™me  HETPLIG  TPOG
coPapng OVETAPKELOG
™mg TPLYADYIVOG
BoABidag

(Moore and Osman,
2018)

Kapdiakdg KaBeTnplaouog:

O kapdiakdg kabetnpiacudg gival xprioiun PéBodog yia Tnv akpIBECTEPN EKTIMNON
TWV TMECEWV KAl TWV POWV TTOU QvVATITUCCOVTAl EVTOG TWV KAPOIAKWY KOIAOTATWY
KAl Twv ouvOedePEVWY ayyeiwv dnNAadr TnG aopThG Kal TG TIVEUUOVIKAG apTnpiag.
Emiong Bswpeital atrapaitntn péBodog yia tnv akpiff eKTiinon TNG avaTtouiag Tng
oTe@aviaiog KukAo@opiag KaBwg n Olopbwpévn PeETABeon Twv HEYGAWV ayyeiwv
ouxvd ouvodeUeTal ATTO QVWHAAIEG Twv OTEQPAVIAIWY ayYEiwv, YeEYOVOG TTOU
dladpapartifel onUAvTIKO poAo oTnv AfqWn atré@acng OXETIKA PE TNV XEIPOUPYIKN
mpooéyyion Tou aoBevoug. (Dabizzi et al.,, 1988) H avemdpkeia Twv BaABidwv
empBePaiwveral ye Tov kKapdiakd kabetnpiacud. (Dyer and Graham, 2003; Wallis,
Debich-Spicer and Anderson, 2011)

CT ka1 MRI kapdidg:

O1 pébodol autoi xpnoldoTToloUVTal O€ TTEPITITWOEIS TTOU E€ival amrapaitnTn n

QTTEIKOVION ME PEYOAUTEPN €ukpivela kal AetrTopépela. EmimmAéov o1 péBodor autoi

TTPOCPEPOUV KAAUTEPN EKTIMNON TNG A€IToupyiag Twv KOIANIWV, Twv OyKwv TTou
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KaAoUVTal va dIaXEIPIoTOUV, TwV dIA0TACEWV TWV KOIAIWY KABWG Kal N AsIToupyia Twv
BaABidwv. (Wallis, Debich-Spicer and Anderson, 2011)

4.4.5 Xuvduaopoi AvaTopikwyv AvwuaAiwv

AuTr n opdda cuyyevwy KapdIoTTaBelwy ouvduddouv Evav A TTeEPIcTOTEPOUG TUTTOUG
QVOTOMIKWY avVWHAAIWY (avavTioTOIXEG CUVOEDEIG, OTEVWTIKEG BAGBEG, ETTIKOIVWVIEG).
QoTté00 cival onuavTikKA N eviOTTon Tng TTPoedpxoucag avwuaAiag kal Tng
BapuTtnTag TWV ETTIPEPOUG AVATOMIKWV AVWHAAIWV.
4.4.5.1 Terpaloyia Fallot (Tetralogy of Fallot)

EmdnuioAoyia:

H Tterpaloyia Fallot avrkel oOTnv  Kamyopia Twv KUGVWTIKWY  CUYYEVWV
KapdioTraBeiwy. ATTOTEAEI TNV OUXVOTEPN OUYYEVH] KapSIOTTABEIa aVTITIPOCWTTEUOVTAG
10 7-10% TOU OUVOAOU auTwy. Ta aydpia eTnpeddovTal o€ idlo BaBuod Ye Ta KopITOIA.
2uvavtatal o€ 3-5 avd 10.000 {wvTtavég yevvnoels. O kivduvog ettaveu@aviong g
TeTpaloyiag Fallot otnv idia oikoyévela eival Trepittou 3%.('Improved national
prevalence estimates for 18 selected major birth defects--United States, 1999-2001,'
2006; Reller et al., 2008; 'Report of the New England Regional Infant Cardiac
Program,' 1980)

AvaToIKA TTEPIYPAPN:

Pulmonary

stenosis

QAVOTOMIKWV AvVWHaAIWV

(Ali, 2022)

Eikéva: Ameikévion Twv  KUpIwvV

TTou

ouvavTwvTal oTnv TeTpaloyia Fallot.

Over-riding
aorta

Ventricular septal
defect (VSD)

RV hypertrophy

H teTpaloyia Tou Fallot cuvioTd Tnv akdAouBn TeTpdda avATOUIKWY GVWHAAIWV:

1. Zrévwon Tng TveupovikKiAg BaABidag kal Tou Xwpou £§6dou TnG OedIdg
KolAiag oav TTpwTapxIkr BAGRBN

2. MeookolAlaKA €IKOIVWVia KATW a1rd TNV aopTiKA BaABida cav TTpwTapXIKA

BAGBN n omoia cuyxvd TTpokUTITEl amd AavBacpévn euBuypduuIon TOU KwvIKOU

dIa@PPAYPOTOG TO OTI0I0  €ival PETOTOTTIONEVO TIPOCOIO PE OTTOTEAEOPA VO
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ATTOPPACCEl TOV XWPOo £E6O0U Kal va £TIOPA apvnTIKA OTNV AVATITUEN TWV SOPWV
TNG TTVEUNOVIKNG BAABidag, TNG TTVEUUOVIKAG apTneiag Kal Twv KAAdwV TnG.

3. Ee@imrmreuon TG COpPTAG TTAVW A6 TNV HMECOKOIAIOKA ETTIKOIVWVIA OOV
deutepelouca BAGRBN, N aopTr PPIioKeTAl TTPOG Ta BEEIA TTAPAE TTPOG TV PEPIA TNG
apIOTEPAG KOINIAG.

4. Ymeprpo@ia Tng de€1dg KolAiag cav deutepelouaa BAGRN

O1 rapatmavw BAGRES £xouv wG EUPPUOAOYIKO Evauaua TNV avwuaAn cuvdeon Tou

MECOKOIAIOKOU Ol0QPAYUOTOS TOU XwpPou €E000U TNG KoIAiag HE TO UTTOAOITTO

MECOKOIANIOKO OId@payua JE ATTOTEAECHO  va  OnNUIOUPYEITAl N PECOKOIAIOKN

gmkoivwvia (n otroia gival TTepIpePPpavwdoug TUTTOU Kal UTTOPEI va ETTEKTABEI wg TO

MUIKO O1a@payua) kal n  TPocBia TTaPEKTOTTION TOU KWVIKOU Ola@pAayuatog e

OUVETTEIQ TNV OTEVWON Tou Xwpou €€68ou Tng de€idg kolAiag. (Oppenheimer-Dekker

et al., 1985) H otévwaon Tng TTveupovikng BaABidag n otroia ptropei va BpiokeTal 010

emimedo NG BaABidag, uTToRaABIBIKG 1 uTTEPPBAABISIKG 0dnyei o€ UTTEPTPOYIa TNG

0e€Idg Kolhiag AOyw alf¢nong Twv TTECEWV TTOU avaTTUOoOVTAl WOTE TO dipa va

TEPAOEl DIAPNECOU TOU OTEVWTIKOU onueiou. 210 25% Twv aoBevwv ocuvuttdpxel Oeti

aopTikd T6LOo Kal 010 15% TWV a0Bevwv CUVUTTAPXEI PUECOKOATTIKI ETTIKOIVWVIA A

QVOIXTO WOEIBEG TPAMA OTTOTE OTIC TTEPITITWOEIS AUTEG N OUYYEVIG KaPdIOTTABEIa

ovopdadetal Trevraloyia Tou Fallot. AMNEG OUVUTTAPXOUOEG avWwHOAiEG atToTeEAOUV Ol

TTAPAAAQYEG OTNV AVOTOUIO TWV OTEQAVIAIWY AYYEIWY, N OTEVWON TWV TTVEUUOVIKWY

ayyeiwv, o avoixtdg BoTdAAEIog TTOPOG, N €mMTTAéOV PUWOOUG TUTTOU HECOKOIAIOKA

ETTIKOIVWVIA KOl N QVETTAPKEIO TNG AoPTIKNG BAABISAS. ZTIC COPAPATEPES TTEPITITWOEIG

TeTpaloyiag Fallot ge onuavTikhg OTEVWON TwV TTVEUROVIKWY ayyEiwy gival duvaTov va

OXNUOTIOTOUV QVAOTOMWTIKA ayyeia Pe €KQUON aTTd apTnpieg TNG CUCTNHUATIKAG

KUKAOQOpPIaG OTTWG N KaTiouod aopTr, Ol £€0Ww HACTIKEG aApTnpPieg kal GAAeg. H

ouxvoTepn TTapaAAayh TG oTe@aviaiag KUKAOQoOpIiag TTou cuvavtatal oto 5% Twv

aoBevwyv pe TeTpaloyia Fallot eival n ékpuon Tou apioTepou TTPOCBIoU KaTidvTa

KAGOou atrd Tnv Oe€Id oTepaviaia apTnpia n otroia aveupiokeTal ue TNV BorBeia Tou

KapdiakoU KaBeTNPIOOPOU Kal BEWPEITaI ONUAVTIKA yia TNV AQWn ammé@acng OXETIKA

ME TNV XelpoupyikA TTpooéyyion. (Dabizzi et al., 1980; Baker and Macartney, 2002;

Hugh, Gutgesell and Clark, 2001) (Diaz-Frias J,2022)
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Eikéva:
YT1epnxokapdioypaIkn
ameikévion TNG €KQuong Tou
apioTepou TpdoBiou  KaTidvTa
KAGOOU(LAD) atmé Tnv deia
oteaviaia aptnpia(RCA) A)
AWn TTOPaCTEPVIKGE PPaxEog
atova, B) oxemki 6éon ToOU
apioTepou TpdoBiou  KaTidvTa
KAGOOU O€ Ox£ON ME TOV XWPO
€€0dou Tng Oe€Iag KolAiag(inf).
MPA: main pulmonary artery,

AoV: aortic valve. (Need et al.,

2000)

MaBoguaioAoyia:

H maBoguaiohoyia Tng vooou e€aptdral atmd tov Babud amoéppagng Tou Xwpou
€€000U TNG OeCIAg KolNiag. To aiga Ba akoAouBrioel TO UPOVOTTATI KATA TO OTT0I0
ouvavtd TNV AiyoTepn avtiotaon. ETTouévwg, o€ TTePITITWoN ONPAvTIKAG attéQpagns
TOU XWPOU £gOd0U TNG de€IAG KOIAIAg, N QIMATIKA pon KateuBuvetal atmmd Tnv degId
TPOG TNV apIOTEPN KOINia PEOW TNG MECOKOIMIAKAG ETTIKOIVWVIAG KOl ETTOMEVWG
eykaBiIdpueTal degloapioTePr dIAQUYN UE ETTITITWON OTOV KOPECTHO Tou aipatog o€ O2
TToU apdelel TNV CUCTNUATIKI KUKAO®Opia (Kudvwaon). QoTdé00 0€ TTEPITTTWON TTOU N
aTroPPAgnN Tou XWwpou £¢ddou cival nTmoTEPN, N dlauyn aipaTtog gival ammd apioTepd
TTPOG Ta BeEIA PE aTTOTEAECUA va atTouaiddel n Kudvwon atrd TNV KAIVIKA €ikova. Ta
eTTEICO0I0 KUAVWONG OQEiAovVTal OTAV TITWON TWV QVTIOTACEWY TNG CUOTNUATIKAG
KUKAoQopiag 11 oTnv Avodo Twv TIVEUPOVIKWY avTIOTACEWY, Ta yeyovota autd
odnyouv og de€loapioTePr] dlaQUYr) OTO ETTITIEO0 TNG MECOKOIAIOKAG ETTIKOIVWVIAG Kal
KOTG OUVETTEIQ TITWON TOU KOPEOHOU TNG ofuaigoo@aipivng o€ oguyovo. MNa autd tov
Aoyo 1a mauidid k&Bovtal okKAadOV WOTE va auénbouv oI CUCTNPOTIKEG QVTIOTACEIG
(unproieg apTnpieg) Kal ETTOPEVWG VO OVAKOUPIOTOUV aTTO TNV CUNPTITwHaToAoyia. To
ONPAVTIKOTEPO XOPAKTNPIOTIKO TNG VOOOU €ival n TTPOOdEUTIKOTNTA TNG, dNAad Hia
OKUQVWTIKN Jop@r TnG TeTpaloyiag Fallot pytropei va €geAixBei o€ KUuavwTIKA PE TNV
TTApodo Tou Xpovou. (Diaz-Frias J,2022)

FeveTikn aiTioAoyia:

H tetpaloyia Fallot euBpuoloyikd o@eiAeTal o€ PEPIKA QTTWAEID TNG VEUPIKAG
akpoAogiag. e 1000010 15% ouvdudletal Pe apPKETA OUVOPOMa OTTWG TPICWHIa
21,18, 13, Alagille, DiGeorge kai dAAa TTou £xouv TTpoava@epBei. (Bauer et al., 2010;

Kessler-Icekson et al., 2002) Ocov a@opd Ta yovidla TTou EUTTAEKOVTAI OTO €V AOYW
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ouvOpopuo €xouv OIammoTWOEl PeETaANGEEIC oT0 NKX2-5 T10U  [BpiokeTal OTO
XpwHoocwua 5935.1, oto GATA4 tToU BpiokeTal 0TO Xpwudowpa 8p23.1, oto ZFPM2
TToU BpiokeTal 0TO XpwWHOocwWHa 8923.1, oto MTHFR TTOU BpioKETAI OTO XPWHOCWUA
1p36.22, oto GATA6 Tou PBpioketal oT0 Xpwudowpa 18qgll.2, oto JAGL Trou
BpiokeTal oT0 XpwHOCoWUa 20p12.2, oto TBX1 TTOU BPIOKETAI OTO XPWHUOCWHO
22011.21 «kai oto TAB2 110U BpickeTal 0T0 Xpwudowua 6g25.1. (Goldmuntz, Geiger
and Benson, 2001) (Marinho et al., 2009) Emimpbo0eTa OTIG N CUVOPOUIKES HOPPES
TNG ouyyevoug KapdioTrdBeiag katatdooovTal ol TTapaAAayég apiBuou avTiypdewy
oTIg TrepIoxég 1921.1, 3p25.1, 7p21.3 kai 22g11.2. (Greenway et al., 2009; Bailliard
and Anderson, 2009) ‘Exel aveupeBei n TTapouaia Tng TeTpaloyiag Fallot pe atrouaia
TIVEUMOVIKAG PBoABidag o€ mepirTwon OITTAACIAOHOU TOU XPWHOCWHOTOS 9p HE
olaypar Tou 9934.3. (Tansatit et al., 2006) Mia pet@AAagn oTnv otroia n youavivn
otnv B6éon 219 avtikaBioTtatal améd adevivn o1o €fwvio 3 Tou yovidiou ISLET1
aveupeédn oe €vav acBevr) pe TeTpaloyia Fallot, woTtdoo in vitro dev ammedeixdn n
TTaBoYOVIKOTNTA TNG METAANAENG KABWG dev €TTNPEENCE TO PETAYPAPO HE ATTOTEAECUA
va BewpnBei kahondng TTapaAAayr). (De Luca et al., 2011) >& aoBevr) he TETpaAoyia
Fallot aveupéBel pia TTapaAAayr] 61Tou n youavivn otnv B8éon 1632 avtikabioTaTal atrd
adevivn o1o yovidlo ZFPM2/FOG2. (De Luca et al., 2011) 10 yovidio NKX2.5 pia un
OUVWVUMN aAAayry 6TTou n Kutooivn atnv Béon 73 avTikaBioTatal atrd tnyv Bupivn Pe
atmmoTéAecpa n apyivivn otnv 6éon 25 va avtikaBiotatal ammd KuoTeEivn o€ dUO AToua
pe TeTpaloyia Fallot Ta otroia dev gixav ouyyévela petagl Toug. (De Luca et al., 2011)
H idia petdAAagn eupébn oe évav acbBevr) pe teTpahoyia Fallot oto idlo yovidio,
eMTTAéOV £@epPE BUO PIKPOTEPEG MUWDEIG MECOKOINIOKEG ETTIKOIVWVIEG KAl TTEPIPEPIKNA
oTévwon Twv AdN PIKPWY TTEPIPEPIKWY TTVEUNOVIKWY apTnpiwy. (Benson et al., 1999)
2€ MIO OIKOYEVEID WE IOTOPIKO OUYYEVWYV KaPdIOTTaBEIwWY aviKel £vag aoBevAg HE
TeTpaloyia Fallot o omoiog @épel eTepdluyn HETAAAOEN oTo yovidio GATA4, o
OUYKEKPIPEVA BIATTIOTWONKE avTIKaTaoTaon TngG youavivng otnv Béon 1273 amod
adevivn PE aTTOTEAECHUA TNV AVTIKATAOTACN TOU QaOTTapPTIKOU o&fog otnv Béon 425
acmrapayivn (D425N). (Tomita-Mitchell et al., 2007) Mia €1epdluyn PETAGAAAEN OTO
yovidio ZFPM2 trou odnyei o¢ avmikatdotaon Tng oepivng otnv Béon 257 atrd
yAukivn (S657G) AOyw avTikatdoTaong tng adevivng otnv 8éon 1968 atd youavivn.
(Pizzuti et al., 2003b) 210 yovidio GATA4 aveupéBel pia PETAAAAEN aAvTIKATAOTOONG
NG Kutooivng otnv B6éon 1220 amd adevivn Pe amoTEAeopa n TTPOAivn va
avTikaBiotatal atd yAukivn otnv B8éon 407 (P407Q) o€ éva Bpépog 3 pnvwy atmmoé tnv
Kiva. (Zhang et al., 2008) Mia e1epdluyn WeTAAaEN o€ éva 11xpovo ayopl amd Tnv
Kiva, n mpoodnkn Tpiwv {euywv Baoewv (354insGCC) o0driynoe oTnv TTPocOrkn g
aAavivng o€ pia uwnAd ouvtnpnuévn teploxn. (Zhang et al., 2008) Mia etepdluyn
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METAAAOEN OTO yovidlo GATA4 odAyNoE O€ aVTIKATAOTAON TNG TTPOAIVNG oTnv B€on
163 atrd oepivn oe aoBevn pe kataywyn ammd tnv Kiva 1Tou €épepe TeTpaloyia Fallot.
(Peng et al., 2010) Mia etepoduyn PeTAAAaEN oTo yovidlo ZFPM2 oe aoBev Ue
TeTpaloyia Fallot 0driynoe o€ avTiKatdoTaon Tou YAOUTAUIVIKOU 0&edg atrd YAuKivn
otnv Béon 30. (Pizzuti et al., 2003a) Mia eTepdluyn PeTAAAAEN oTO yovidlo GATAG
avTIKaTdoTaong TNG KuTooivng oTnv Béon 799 ammd youavivn €xel wg aTTOTEAEGUA TNV
avTikaTdoTaon TG Acukivng atrd BaAivn otnv 6éon 198. Tnv yeTdANagn autr £pepe n
lomavrh untépa TTou &ev €ixe ouyyevrh KapdioTrdBeia kal To TTaIdi TToU £TTACXE OTTO
TeTpaloyia Fallot. (Maitra et al., 2010) Mia etepdluyn PETAAAAEN avTIKATAOTACNS TNG
youavivng otnv Béon 551 amd adevivn €xel wg AMOTEAECUA TNV avTIKATACTACN TNG
ogpivng oTnv Béon 184 amd acmapayivn o€ pia upnAd ocuvinpnuévn trepioxn. O
TaTEPAG £Pepe TNV METAAAAEN aQuTA Xwpig va TTAoXEl evw TO ayopl £TTACXE aTTo
TeTpaloyia Fallot. (Lin et al., 2010) Ze pia aoBev e kataywyr] amd Toupkia TTou
£pepe TeTpaloyia Fallot aveupéBel eTepdluyog dirAaciacuog 30 (euywyv BAcEwy OTO
yovidlo TBX1 pe armmotéAeopa va UTTAPXEl MEIWUEVN UETAYPAPIKA dpaoTnpIOTNTA KAl
OuYKEVTpWON TNG TTpwTEivNG. (Rauch et al., 2010) Ze pia peyaAn HEAETN @AVNKE OTI N
mOavoTnTa eTTAVEUPAvION TNG TeTpaloyiag Fallot petagl adepewv cival Tepitou 1%
kal petapiBddetal oe mooooTd 54%. (Boon, Farmer and Roberts, 1972) Ze uia
OIKoyEvela OTTou dUOo adep@és £@epav TeTpaloyia Fallot ye atpnoia TNG TTVEUROVIKNG
BaABidag @davnke OTI  METAPRIBACTNKE HE AUTOOWHMIKA UTTOAEITTOUEVO  TPOTTO
KAnpovounong. Or1 nAikieg didyvwong Atav 9 kKal 8 €TWV &V TA CUPTITWUATA
egpaviotnkav o€ nAikieg 1 ka2 etwv avrioToixa, O1 yoveig kardyovrav atmé Tov
AiBavo kal Atav TpwTta ¢adépeia. (Der Kaloustian et al., 1985) ¢ pia oikoyéveia
OTTOU UTTNPXaV TEOOEPA TTEPIOTATIKA e TeETpaAoyia Fallot pe de€i aopTikd TOEO o€
TPEIG YEVIEG UTTPXE OUOKOAIO OTnV aveupeon TIPOTUTTOU KANPOvVOUNOoNG, WaoTOCO
mBOavoloyeital To uTTEUBUVO yovidio va gival ETTIKPATEG PE XapNnAr S1ElodUTIKOTNTA.
(Friedberg, 1974) EmrpdoBeta o€ pia GAAN olkoyEvela eP@aviovTavy GUYKEKPIYEVA
XOPAKTNPIOTIKA OTTWG KAIVOBOKTUAIQ TTEUTITOU DAKTUAOU, EVIOVA PATIA, EUPU PETWTTO
og ouvduao b pe TeTparoyia Fallot Tnv otroia é@epav Tpia droua 6TTWG @aiveTal OTNV
eikéva 6. (Jones and Waldman, 1985) e aoBevr| pe teTpaloyia Fallot pe ommévdulo
diknv TTeETAAOUSAG TTOU BIATTIOTWONKE O AKTIVOYPOQia BWPaKOG, YEVETIKG atredeixon
dlaypa®r g TePIoXNG 20p12 kal kAt emTEKTAon Tou yovidiou JAGL. (Krantz et al.,
1999) To yovidio JAG1 kwdikotrolei évav uwnAd ouvinpnuévo TTPocdETn TNG
olkoyévelag TTpwrteiviov Notch, tTmou maiouv onuavtikdé poAo oTnv evOOKUTTAPIO
onpavon, Je ammoTéAeoua 0 pOAOG TOU va €ival KPIoIJog aTnv avdatrTuén TG Kapdidg.
To JAGL arroteAeital atrd 26 e§wvia e Pnkog >26kb yevwpikou DNA pe Tpoidv pia

TPWTEIVN ME MPAKOG 1218 auivoééa. Ze HIO OIKOYEVEID TTOU QAPKETA MEAN TNG
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Tapoucialav TeTpahoyia Fallot auTooWUIKA ETTIKPATOUG XOPAKTAPA HE HEIWUEVN
OIEICOUTIKOTNTA  TAUTOTTOINBNKE MIA TTOPAVONUATIKA HETAAAGEN OTTOU N YAUKivn
avTikaBiotatal otnv 6éon 247 amd aotrapTikd ofu (G247D). Tnv petdAAagn auth
£pepav évreka ATOUA €K TWV OTTOIWYV Ta evvéa TTapouciadav TeTpaloyia Fallot pe 6Ao
TO @QACPO TWV ETTIPEPOUG XOAPAKTNPIOTIKWY (TTVEUUOVIKA OTEVWOTN, ATToudia
TIveupoviKAG PBaABidag, Trveupovikh artpnoia). EmmAéov kal o1 évieka E@epav
XOPAKTNPIOTIKA TTPOCWTTEIa PE BAEQAPIKEG OXIOUES OTEVEG WE TTPOG TA Avw Popd,
TETPAYWVO TOLO odovToguiag, etéxouaa MUTN, €viovo TryoUvl Kal  €gExovta
CUywMaTIKA OTTWG QaiveTal 0TV TTAPAKATW €lkova 2. [MBavoloyeitar peTdAAagn
ammwAelag i TPoaBkng Asiroupyiag oTo yovidio Jagl. (Eldadah et al., 2001) ¢ pia
olkoyévela pe ouvopouo Alagille aveupéBer pia diaypa@ry evog (euyoug PBAcewv
(2066C) oT1o €€wvio 13 e ATTOTEAECOHUA O TTATEPOG va PEPEI GUONUA OTNV aKpPOaon
NG KapdIAg Kal XapaKTNPIOTIKO TTPOCWTTEI0 vy N KOpn va @épel TeTpahoyia Fallot.
(Li et al., 1997b) Ze pia oikoyévela, Evieka ATOMA €ixav OUYYEVEIC KapdIOTTABEIEC e
TpEiG €¢ autwv va civar dlamoTwpéva TeTpahoyia Fallot wotdéoo dev Bpédnke
UTTEUBUVN YEVETIKI] OUVIOTWOO TTOU VA €¢NYEl TNV CUCCWPEUCT TWV TTEPIOTATIKWV
QUTWYV KABWG APKETA € auTWV dIATTIOTWONKAV OTNV autoyia UETA Tov BAvATO TOUG.
(Pitt, 1962) ¢ pia OIKOoyévela OTTOU Ol Yoveig Ogv ATAV CUYYEVEIG TTPOEKUWaAY Tpid
Taidid, éva Kopitol Kal dUo ayopida, atrd Ta TTEVIE OUVOAIKA ue TeTpaloyia Fallot
yeyovog Trou uTrtodelkviel TNV OTTapgn €vog yovidiou TToU  KAnpovopeitalr  Je
QUTOOWMIKG UTToAEITTOPEVO TpOTTO. (Pankau, Siekmeyer and Stoffregen, 1990) To
yovidio VEGF Bewpeital 0TI eUTTAEKETAI OTOV OXNMOTIONO TNG TeETpaAoyiag Fallot. Tio
OUYKeKpIuEva Exouv Bpebei SNP’s atnv KevTpikr) aAAnAouxia Kal gTov UTTOKIVNTHA TOU
yovidiou VEGF. (Lambrechts et al., 2005)Z¢ uia oikoyévela £@epav TeTpaloyia Fallot
Tpia ammd Ta TE00EPA AdEPPIO KOBWG Kal n KOPN MIOG PNTPIKAG &adépeng, OTnV &v
AOyw  TrepiTITLON  TMOAVOAOYEITAl  AQUTOCOWMIKO  UTTOAEITTOMEVO  TTPOTUTTO
kKAnpovéunong. (Pacileo, Musewe and Calabro, 1992) ‘Exer ava@epbei pia
TEPITTTWON OTToU N pNTéPa €ixe TeTpaloyia Fallot xwpig veupovikry BaABida kal n
KOpn €ixe TeTparoyia Fallot pe duotrAaoTiki/utroTtAacTiKh BaABida kai ayeveoia Tng
Tpaxeiag Totrou 1l pe amotéAeopa va mlavoAoyeitalr OTI TTPOKEITAI yia EEXWPIOTO
OUVOPOUO HE QUTOOWWIKA ETTIKPATH KAnpovopikotnTa. (Hirt-Armon, Pober and
Holmes, 1996) TéAog éxouv aveupeBei aTravieg TTapaAAayEG apIBuoU avTiypd@wy OTo
yovidio PLXNAZ2 10 o1r0io BpiokeTal 0To XpwHoOowua 1932.2 Kal £XEl GUOXETIOTE UE

TNV TTapouadia Tng TeTpaAoyiag Fallot. (Silversides et al., 2012)
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A B Tetralogy of Faliot
2
7&/ = Ventricular septal defect with

aortic dextroposition

; :
l Peripheral pulmonic stenosis
1 2 3

n =0 N Congenital heart disease
D20S894 (1][5) | 3 5 (unspectfied)
G274D [D)[G] | G G
cTr [cCc) | TT [®] ovligate carrier
/] 1 2 3 ‘}4 ]5 6 7 8 9 10 1 12 ‘13 14 él]s I16 |1
—0 @ [0 —0 o0 7O 0O o0 O o
D20S894 1 3 24 15 1812 15
G274D D G GGDG GG DG|GG GG|DG| GG DG|IGG GG DG|GG DG GG DG
CcrT CT CTCTCT CT|ICTCT|CT|CTCTICT CT CT|,TCCTCTOCT
1 4 5 6 .[J JDB l 9 go 11 2
v o o b g b
D20S894 1 2 1 2
G274D DG GG DG DG GG GG GG DG GG DG
CT CC TC CT CC TTTTTT CC TC CC
B B3 W1 W2 W3 W4 DS RS 10 I12 W13 WIS IF16 H-17 IV-1 IV-E IV-5 V-6 IV-7 IV-8 IV-9 IV-10 IV-11 IV-12
G274D allele ® ® o e 0 e e o0 o0 “® ®

ol FE EE R ERE XXX IXK EEXXXKEX X )

Eikéva 1. A) leveahoylikd O€évdpo oikoyévelag pe TeTpaloyia Fallot oto oTToio
QTTEIKOVICOVTOIl TEOOEPIG YEVIEG. 2TA APIOTEPA KaATaypd@ovTal Ol ATTAGTUTTOI TTOU
Qépouv Ta PEAN: D20S894 (1,2,3,4,5), n Umapgn yAukivng 1 aoctrapTikol o&éog GTO
onueio Tapallayng (G247D) 1Tou eup@avifeTal ave¢dptnTa amo Tnv cofapotnTa Tng
ouyyevoug KapdlotraBeiag, n Utrapén Kutoaivng fj Buudivng otnv B€on 746 Tou yovidiou
JAGL1 1mou atroTeAei SINOPPICUOG XWPIG avTiKTUTTO dvwBev Tou onueiou peTd@AAagNG. B)
To yevwpikd DNA atmd 10 KGBe PEAOG Tou yevealoyikou OEvOPOU TTOU avaypageTal
ETAVW UBPISIOTNKE PE aKOAOUBieG anuacuéveg €IBIKA yia TNV PeETAAAaEn G247D kai Tnv

akoAouBia aypiou TUTTOU. (Eldadah et al., 2001)
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Eikéva 2: XapokTnpIioTIKA TTPOCWTIOU TWV ATOUWY TTOU QEPOUV TNV HETAAAOEN

G247D. (Eldadah et al., 2001)

AGS Family 4

6 ; ninl
not
tested w
o —

SSCP exon 13

Ewoévo 3: I'eveadoyikd dévopo
OIKOYEVELNG OTTOL 1] KOPN PEPEL
tetparoyio Fallot ko o matépag eépet
NMOTEPO POAVOTLTTO AOY® S0y POPNG
2066C. (Lietal., 1997b)
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1] 12} 13] 14

@ cHD.

Eikéva 4: Teveahoyikd dévdpo olkoyévelag oto otroio o [I-11 1TéBave o€ nAikia 6
HNVWV Kal épepe TeTparoyia Fallot petalu aGAwv. H adeper Tou 11-12 yevvABNKe
vekpn Kal 0 adepog 11-13 TéBave Adyw Aoipweng. (Boon, Farmer and Roberts, 1972)

I oo AL ko

3€v3Po 0KOYEVELOG OTTOV

téooepa LEAT TG €YoV
tetparoyio Fallot pe
I dekl aoptikd t6&0.
(Friedberg, 1974)
. l

- NORMAL FEMALE @ - FEMALE — TETRALOGY OF FALLOT
E| NORMAL MALE - MALE — TETRALOGY OF FALLOT
/- DECEASED @ - STILLBORN — 5 MONTHS GESTATION

- Ewéva 6: I'evearoyucd
. / 3£v3Po OKOYEVELOG
' ? § omov gpeoavifovral
— GUYKEKPLUEVQ
J 1 . YOAPOKTNPIOTIKE Kot

tetparoyia Fallot otig

veveée ITLIV, V. (Jones
é é * l%{gﬁ?jé J] and Waldman, 1985)

13 14115 'Ib

v a3 &b

Fig. I. Pedigree. sb, stillborn. %1, preaurical pits; [, tetralogy of Fallot; {4, fifth finger clinodactyly;
i, characteristic facies.

[302]




‘P B8O

2 ¥ 15 K 17 B 19

Ewéva 7: T'evealoywkd

G b5 Eﬁﬁ%@

S€VOPO 01KOYEVELNG OTO
omoio tpia adéppia
@EpoLVV TETPULOYin

Fallot kabdg kat n kOpn

pag Eadépoenc. (Pacileo,

Musewe and Calabro,
1992)

LT TR T

D Male @ Non-cardise congendta)
(O Female anomaly

B congenttal Heant Disease H i2ed

KAIvIkA €Ikéva:

O BaBbuog aTévwaong Tou Xwpou £§6dou TNG deCIAg KoIAiag gival o TTapdyovTag TTou
eTNPeddel Tnv BapuTnTa Kal TNV NAIKia évapéng Twv CUPTITWHATWY (aTTd TNV VEOYVIKA
nAIkia éwg Tnv Tpwiun TaIdIkA). To TTpoeCdpxov CUUTTITWHA €ival N Kudvwon Adyw
utrogaipiag (n omoia TTpokoAeiTal Adyw Oe€loapioTepr  dlaguyrng) n  oTroia
TTOPOUCIACETAI JE TNV MOPEPH UTTEPKUAVWTIKWY ETTEICOdIWV TTOU ouvodelovTal aTrd
TaxUTIvola Ta OTToia  TTpwToeu@avifovtal oTnV VEOYVIK 1 BPePIKA nAIKia Kai
UTTOXWPEOUV OTNV NAIKIa Twv 4-5 €TV, JE HEYOAUTEPN CUXVOTNTA OTAV NAIKIa Twy 2-4
MNVWY  Kal TTPOOJEUTIKO XapakTApa. Ta e1meioddia autd PTTopEl va eKAuBouv atrd
OTTOI00NTTOTE CUPPBAV TO OoTToi0 0dnyei ot degloapioTepn diaguyr O6TTwG n CiTIon, N
KEvwaon, To KAQUA, N YUPVOOTIKA, TO €UTTUPETO, N UTTOOYKAIWia Kal o TTovog . Mo
OUYKEKPIPEVA, VEOYVA HE ooBapnr OTEVWON TOU XWPou €EOO0U OeCIGG KOIAIOG
TTAPOUCIAZOUV KUudAvwaon apéowg PETE TNV yévvnon Toug, Bpéen PE PETPIO OTEVWON
TTOPOUCIACoUV Kudvwon apyodtepa KaBWG n OTEVWON TTPOODEUTIKA XEIPOTEPEUEl N
EMOEIVWVETAI PE dPaOTNEIOTNTEG TTOU 0dnyouv ot degloapioTepr) diaguyr}, TEAOG
Bpépn pe AmMa oTévwon Tou Xwpou e€E0Oou TnNG O£gIdg KolAiag Trapoucidfouv
KaTeubgiav CUPTTTWHATA KAPBIaKAS aveTTapKeIag. MpakTIkKG e coBapég TTEPITITWOEIG
EKONAWVOVTAI UTTEPKUAVWTIKA €TTEICOSIO OTNV VEOYVIKI nAIKia TTou akoAouBouvTal
atrd vwolpoTnNTa  €VW OF€ NTTIOTEPEG TTEPITITWOEIG N CUUTITWHATOAOYIO EeKIVA OTNnV
Bpe@IKA NAIKia pe TTPOEEGPXOV CUUTITWHA TNV KUAVWON Kal oTadIaKr TTPooBrkn oTn
OUMTITWHATOAOYiIa TTANKTPOBOKTUAIOG Kal TTOAUEpUBpaIpiag, Kabwg autd atmaiTouv
TTEPIOOOTEPO XPOVO Yia va gykatacTabouv. Edv n utrogikr kpion mTapatabei apkeTd
TOTE PTTOPEI va TTPOKANGEI atrwAgla ouveidnong, OTTOOMOI, €YKEQOAAIKN BAGRBN Kai
Bavarog. EmimAéov kata Tnv didpKeEIa TNG GiTIONG Ta BPEPN PTTOPEI va TTAPOUCIACOUV
duoTTVoIa Kal TrTapaTnpEeital KaBuaTépnon TNG avaTTuéng Toug. Z& HEYAAUTEPES NAIKIES

Ta TTaIdId KGBovTal OKAAdOV KABwWG PE TOV TPOTTO QUTO MEIWVETAl N degloapioTepn
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dlapuyn AOyw auénong Twv avTIoTACEWV OTIG PNPICiEG ApPTNPIEG PE OUVETTEID va
avaKou@ifovTal. ZTIG ETTITTAOKEG AVIKOUV O OXNHATIONOG EYKEQAAIKWY ATTOOTANATWY,
n detagopd ePBOAWV OTNV OUCTNUOTIKA KUKAOQOpPIQ, n uTrogeia  Aoipwdng
evOOKOPDITIOA KAl N CUPQOPNTIKA  KAPdIOKN aveTTdpkela KaBwg Adyw Tng
MECOKOINIOKNG ETTIKOIVWVIAG o1 TTIECEIG OTa dUO diapepiouara egiowvovTtal. (Kothari,
1992; van Roekens and Zuckerberg, 1995) (Diaz-Frias J,2022)

AlayvwoTIKN TTpooéyyion:

H Afyn 10TopIKOU 0€ cuvdUao O e TNV KAIVIKA €€€Taon TTpocavatoAiouv TTpog Tnv
opBn didyvwon pe TNV Bondeia Tou NAEKTPOKOPDIOYPAPAUATOG, TNG AKTIVOYPAQIag
Bwpaka Kkai TNG uttepnyxokapdioypagiag. Mtopei va SievepynBei  aipaToAoyIKOG
¢AeyxoG OTOV OTToiI0 SIATIOTWVETAlI N TToAuEPUBpaIpia Kal EAeyXog TTapayovIwyv
mAEewg (PT, aPTT, aiyotretdAia).
duoikn e&éTaon:

Katd tnv akpdéaon Tng Kapdidg dIATTIOTWVETAl TTAPOoUCia EUPEVOVTOC QUOAMATOG
crescendo-decrescendo apioTEpd TTAPACTEPVIKA AOYW OTEVWONG OTNV TTVEUHOVIKA
BaABida, To otToio pTTOPEi Va gival akouoTo oTnyv pdxn. H évraon Tou guonpaTog ival
avTIoTPOPOWG avahloyn pe Tov BaBud Tng OTéEVWONG Tou Xwpou eE0OoU NG OegIAg
KOINiag, 600 peyaAUTepn €ival n oTévwon TOOO MIKPOTEPN E€ival N QIPATIKA por)
OlapéoOU AUTAG PE ATTOTEAEO A N €VTACT TOU QUOHUATOG VA JEIWVETAI KABWG TO aipa
Bpiokel di1€€0d0 diapéoou TNG HECOKOINIOKAG €TTIKOIVWVIOG. EIBIKOTEPA KATA TNV
OIAPKEIA TWV UTTEPKUAVWTIKWY ETTEICOdIWY, TO QUONUA gival duvaTov va eEa@avioTei
AOGYW TNG onUAVTIKA JEIWPEVNG QIPOTIKAG PONG TTPOG TOV XWPOo £EO600U eEaiTiag TG
augnong tng degloapioTepng diaguyng. EmmmAéov eival duvatdv va akouyeTal éva
TIPWIYO OUCTOAIKO KAIK apIoTEPA TTOPACTEPVIKA ASyw QIPATIKIG POAG GTNV aviouod
oaopt. O deutepog Kapdiakdg TOVOG egival povhpng Kabwg eival akouaTr) uévo n
Kivnon NG aopTiKAG BaABidag. ZTnv avTiKEIMEVIKA €&ETaon SIOTTIOTWVETAI TAXUTTVOIQ
Kal TTANKTPpodakTUAia. H kudvwan gival euKoAOTEPO va SIaTToTWOEI TTapaATNPWVTAG TA
vUyla kail Ta xeiAn. (Diaz-Frias J,2022)

HAekTpokapdioypdenua:

210 nAekTpokapdioypdenua diammoTwveTal aTeARS (eupu diIKOpupo £tTapua rSR
otnv V1 kai eupy S otnv V6) 1 TTAAPNG ATTOKAEIONOG Tou Oe€loU OKEAOUG.
EmmpdoBeTa utrdpyxouv eupriuata cuppatd pe utrepTpoia TNG OeEIAG KoIAiag (WnAd
KUpata R oTig mpdoBieg ammaywyég) kal didtaon Tou aplioTepol KOATTou. MTTopei va
BpeBei wnAd kUpa T otnv V1 10 omoio Bewpeital TTaBoAoyikd atrd TNV nAikia Twv 7
nuepwy £wg TNV nAikia Twv 10 €Twv kKal gR TTPOTUTTO OTIG O£l TTPOKAPDIES

ammaywyég. (Diaz-Frias J,2022)
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Eikéva:

UTTEPTPOYIa  TNG
KOIAiQG.

HAekTpokapdioypapnua
evOg Bpépoug 3,5 unvwv
pe TeTpaloyia Tou Fallot pe

0e€Iad aTpoPr Tou Agova Kal

(https://apps.childrenshospi

tal.org/MML/index.cfm?CA

T=media&MEDIA [D=1807

)

AkTIVOypa@ia Bwpaka:

21NV aKTIVoypagia Bwpaka n eikéva NG Kapdiag TTapoucIAgeTal diknv EUAOTTEDIAOU
AOYW TNG HETATOTTIONG TNG KOPUQNG TNG KAPOIAG TIPOG Ta Avw EeEaITiag Tng
UTTEPTPOYIAG TNG BECIAG KOIAiag. EmirpdoBeTa pytTopei va diaTmioTwoEi EAGTTWON TNG

TIVEUUOVIKAG aINATWwong Adyw de€loapioTepns diapuyng. (Diaz-Frias J,2022)

Eikéva:

MNVwv

dvw  peTaTéTion

(Chatzis et al., 2017)

AkTIVOYpa®ia Bwpakog

EVOG ayoploU nAikiag 16

dIaTMIOTWVETAI N TTPOG TaA

KOpUQNG TnNG  Kapdidg.

Ytrepnxokapdioypagia:

AtroteAei TNV pEBODO eKAOYAG YIO TNV ATTEIKOVION TWV TIPWTAPXIKWY Kal
Oeutepevoucwy  PBAaBwv  OTTWG  Kai TV cofapdtnta  autwv.  Mia
uTTEPNXOKAPSIOYPAPIKT) WEAETN TTPOKEINEVOU va BewpnBei TTANPNG Ba Tpétel va
mepINauBavel Tov éAeyxo yia Tov TUTTO Kal TOov OpIBud Twv HECOKOIANIAKWY
ETTIKOIVWVIWY, TNV EKTIUNON TNG OTEVWONG TOU XWPOU €660V TNG BeEIAG KoIAiag, TNV

avartopia Kal B€on Tou aopTIKOU TOEOU, TNV AVATOMIO TWV OTEQAVIAIWY ayyeEiwv OTTWG
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Kal TV ATTEIKOVION TUXOV ETTITTPOCBETWY AVWUAAIWY. TNV TTOPACTEPVIKA TOUA KATA
TOV MOKPU Agova Kal OTIG KOPUQPAIEG TOPEG aTTEIKOVICETAl N TTEPINENPBPAVWDNG
MECOKOINIOKI] ETTIKOIVWVIQ Kal N €QITITTEUON TNG AOPTAG. AVTIBETO OTNV TTAPACTEPVIKI)
TOMN KOTA TOV Bpaxu Géova aTtreikovideTal n Tveupdoviky BaABida, n TTVEUPOVIKA
apTnpia kal ol KAAdol TG KaBwg Kal 0 TUTTOG TNG MECOKOIAIAKNG €TTIKOIVWVIaG. Ol
uTToTTAEUpIEG ANYeIg BonBouv oTnv aTTelkOVIon TNG AVATOMPIKNAG OXEONG METAEU TNG
MECOKOIAIOKNG ETTIKOIVWVIAG KAl TwWV KOATTOKOIAIGKWY BaABidwv. ZTIG TOPES KATA TOV
Bpaxu kai pakpU GEova afloloyeital N EKPuan Twv OTEPAVIAIWY apTNPEIWY, KABWGS N
Béon Toug Odladpapartifel onuavTikdG POA0 OTNV  XEIPOUPYIKN €mdIOPBwON NG
TeTpaloyiag Fallot. Ztnv Awn Bpax£og Kal Jakpou GEova oTnV UTTEPOTEPVIKA EVTOUNA
gival opath n B€on Tou aopTikoU TOLoU, N TTIBavY TTAPOUGIa AVACTOUWTIKWY ayYEiwv
METAEU CUOTNUATIKAG Kal TIVEUPOVIKAG KUKAOQOpPIag kal TEAOG, N TTapoudia avoixtou
BotdAAgiou Tmopou. Me Tnv BorBeia Tou Doppler civar duvatdv va UTTOAOYIOTEI N
dlapopd TTECEWY aTOV XWPOo ££600U NG BeEIAC KOIAIaG. 10 OUYKEKPIUEVA N PEYIOTN
TaxUTATA TTOU QVATITUCCETAI OTOV XWPO £5000U TNG OeCIAG KOIAag(V) OTTwG YeTpdTal
ue 10 Doppler ptmopei va xpnoigotroin®ei otnv efiowon DP= 4V? (oTe va
uttoAoyioTel N PéyioTn dlagopd TTieon PeTagl TNG OEEIAC KOIAIAG Kal TNG TTVEUUOVIKAG
aptnpiag. (McLeod et al.,, 2018; Berry et al.,, 1988; Caldwell and Ensing, 1989;
Jureidini, Appleton and Nouri, 1989; Houston et al., 1986) (Diaz-Frias J,2022)

Eikéva:

Y TTEPNXOKaPBIoYPAPIKA
TTAPACTEPVIKA ARWn Katd TOV
MakpU dfova Omou  gival

EUQPAVAG N PECOKOINIOKA

Right Ventricle

eTmKolvwvia(ventricular septal
defect) péow TnNG oTTOIOG

emKolvwveli  n de€ia(right

Left Ventricle : ventricle) pe TNV apioTepn
. KolAia(left ventricle), n

Ventricular =
Septal 3 EQITITTEUCN TNG OopTAG(aorta),

Defect = Left Atrium

M UTTEPTPO®I TOU TOIXWHATOG
TG 0e€1a¢ Kolhiog. (Bailliard
and Anderson, 2009)

Kapdiakog KaBeTnpliaouog:
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Q¢ emepPatikny PEBOSOG TTPOCPEPEI OKOUA MEYOAUTEPN AETTTOUEPEID OTNV
atTeIkGVION TNG AVATOMIAG TWV UTTOKEIMEVWV AVWHOAIWY, TOU TTVEUROVIKOU ayyeEiaKou
OIKTUOU Kal TNG AIYATwongG TG Kapdidg dnAadn Twv oTepaviaiwv ayyeiwv. Tio
OUYKEKPIMEVO UTTOPEI E AETITOPEPEIO VA AVATTAPAOTABEI N £KPUON TwV OTEPAVIAiWV
ayyeiwyv, yeyovdég onuavtiké oTnv  atméQaon XEIPOUPYIKAG TTPOCEYYIoNG TOu
a0Bevouc. TéNOG o€ TTEPITTTWOEIG OOBAPAG OTEVWONG ival SuvaTdv va ATTEIKOVIOTOUV
Ta avaoTOPWTIKG ayyeia TTou oxnuartifovial HETALU QOPTAG KAl TTVEUMOVIKAG
KukAogopiag. H péBodog autrp dev XpnOIJOTIOIEiTal O pouTiva TTapd POvo O€
a0Beveic TTou BewpolvTal uynAoU pickou. Me Tnv PETPNON KOPEOUWY EKTIUATAI TO
MéyeBoGg TN deCloapioTepng diaguyng. (Dabizzi et al., 1980) (Diaz-Frias J,2022)
4.4.5.2 AirtAé§odog dedi1d KolAia
EmidnuioAoyia:

H emitrrwon g véoou givar 1 avd 10.000 Cwvtavég yevvAoelg. EmiAéov agopd
TEPITTOU 10 2% OAwv Twv ouyyevwyv kapdiotrabeiwyv. (Shuler, Black and Jerrell,
2013)

AvaToIKA TTEPIYPAPN:

Aortic

Ewéva:  Avotopikd — TOPUCKELUGLLOL

_ Interventricular

communication |
At & R

5 ;*

) D o \ ‘-“ .
~ _ ventricle ! =

dumhe£od0v de1dg Kotkiag oto omoio givar
EUPAVAG 1 £KQLON NG KOPTAG KoL TNG
TVELUOVIKNG  optnplag amd v  6e&1d
kotMo. H pecokotiiakn extkotvovia gival
tomov  doubly committed kot tO
Sthppoypa  €E6dov  gival  wddeg ue
OTOTEAEGLO, VO GLUVUTTAPYEL GTEVMGN TNG
TVELHLOVIKNG 0pTNPLOG.
(https://ipccc.net/01-01-17-07-13-02-
double-outlet-right-ventricle-with-doubly-
committed-ventricular-septal-defect-
pulmonary-stenosis/)

H dimrAé€odog de€Id KoIAia atroTeAEl pia pop@ry KOINIOApPTNPIOKAG oUvdEong aThv

OTTOia N AOPTH Kal N TIVEUMOVIKH aptneia TTANPWS A Kupiwg ekpuovTal amd Tnv
Mop@oAoyikd degid KolAia (apkei To 50% KABe ayyeiou va ekpueTal atmd auTrv). (Dewi
and Perdhana, 2022) (Ebadi et al., 2017; Anderson, McCarthy and Cook, 2001)
MaBoAoyoavaTtopikd n SITTAEE000G de€Id KOIAia cuvavTaTal WG ATTOKAEIOTIKG €Upnua
oe ANiyotepo amd 10 50% Twv TTEPIOTATIKWY. ETopévwg otnv TTAEIovoTNTa TWV
TTEPITITWOEWY CUVOUARLETAI E ECOKOINIOKY ETTIKOIVWVIQ €iTE TTEPIOPIOTIKOU €ITE WN

TTEPIOPIOTIKOU TUTTOU ME €VTOTTION UTTOOOPTIKHA, UTTOTTVEUMOVIKN, doubly-committed
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(oTravioTepa) kar non-committed OTTWG QAIVETAI KAl OTNV EIKOVA KAl OTTAVIOTEPA HE
MECOKOATTIKA €TTIKOIVWVIA. Ta peydAa ayyeia givalr duvatov va £xouv TIG akOAouBeg
Béo€Ig: 0TO 64% TWV TTEPITTTWOEWY N 0oPTA gival OegId Kal dITTAQ OTNV TTVEUNOVIKN
aptnpia pe atmmotéAeopa n Tabo@uaololoyia va OuoIAdel he eKeivn TNG TETpAAoyiag
Fallot, ot0 26% Twv TEPITTTWOEWY N AOPTH €KQUeTAlI TTPOOBIa Kal de€Id TNG
TIVEUMOVIKAG apTnpiag pe ammoTtéAeoua va poldlel TabBogualoloyikd pe tnv TTARPN
METABEON Twv peEYAAWV ayyeiwv, OTO0 7% Twv TEPITITWOEWV N aAopTH PBpiokeTal
TTPOCOIa Kal apIioTEPA TNG TIVEUUOVIKNG apTnpia poidlovtag o€ dlopBwuévn HETABEON
TWV peYGAwvY ayyeiwv Kal TEAOG HOvo 010 3% TwV TTEPITITWOEWY N OXETIKN B€on Twv
MEYAAWY ayyeiwv gival UOIOAOYIKN PE TNV aopTh va BpiokeTal oTrioBia kal de€id TG
TIVEUUOVIKAG apTnpEiag Je aTToTEAECHA va polddel ue Tnv TTaBouaioAoyia TnNgG atrAnlg
MECOKOIANIOKNG ETTIKOIVWVIAG. ZTIC MICEG TTEPITITWOEIC OUVAVTATAl OTEVWON TG
TIVEUUOVIKAG apTnpEiag Kal QITTITTEUC TNG QOPTAG ME atToTEAECUa n TTaBogualoloyia
va TTapatréutrel o€ TeTpaloyia Ttou Fallot. H oTtévwon Tng aoptikAg BaABidag A
uTTOBaABIBIKA ouvavtdtal o€ TooooTd 10% Twv TIEPITITWOEWY. 2Z€ KATTOIEG
TTEPITITWOEIG N EQPITITTEUCN TNG QOPTAG €ival TOOO EKCECNPACKEVN TTOU OUCIAOTIKA
EKQUETAI a1md TNV O€gId KOIAia padi pe Tnv TIVEUHOVIKN apTnpia. MTtropei va
OuvuUTTApXEl OTEVWOoN Tou 100uoU Tng aopThg 1 OIOKEKOPPEVO aopTIKG TOEO.
EmmpdoBeTa gival duvatdv va CUVUTTAPXOUV aVWHOANIEG TNG apIoTEPAGS KOIAIOG OTTwG
otévwon A aTtpnoia NG HITpogidous BaABidag pe ammoTéAeopa Tnv utToTTAACIA TNG
apIOTEPAG KOINIQG N OTroia CUVUTTAPXEI HE €UPEID JECOKOATTIKN ETTIKOIVWVIO Kal
TTEPIOPIOTIKOU TUTTOU MECOKOIAIOKA ETTIKOIVWVIA. AVTIOTOIXEG QVWHOAIEG TNG OECIAG
KolAiag TrepihauBdvouv Tnv oTévwon 1 aveTTdpkela NG TpIYAwXIvag BaABidag kal Tnv
TTapoucia NG avwpoAiog Ebstein. H Trepirtwon tng dImTAegodou deCIdg KOIAiag e
UTTOTTVEUMOVIKI]  HMECOKOIAIOKN  ETTIKOIVWVIA  OUVAVTATAI OUXVOTEPA, OVOMACETal
avwuaAia Taussig-Bing 01Tou n TIVEUPOVIKA apTnpia GuvOEETal IE TOV XWPO ££6O0U
TNG ApPIOTEPAG KOIAIOG KOl GUVUTTAPXEI UTTOAOPTIKA OTEVWON OTTOTE N TTaBo@ualoAoyia
TTAPATTEUTIEl O€ QUTAV TNG METABEONG TwV HEYAAWV OyYEIWV PE HPECOKOIAIOKA
eMKoIVwvia. ZTnv TepiTTTwon OITAe§Odou  &e€1d¢ Kolhiog pe non committed
MECOKOINIOKN ETTIKOIVWVIO BEewpPEITal ammapaitnTo N PECOKOIAIOKN ETTIKOIVWVIA va
BpiokeTal og amméoTaon ion Pe TNV JIAUETPO TNG AOPTIKAG BAABIdAg pakpid atrd Tov
XWPOo €§OOOU TNG QAOPTAG Kal TNG TIVEUUOVIKNAG apTnpPiag Xwpeig va CUuVUTTAPXE!
METABEON Twv PeydAwv ayyeiwv. H trepimtwon NG SITTAEEOd0oU  BeCIAG KoIAiag pe
doubly-committed pecokoIAIGKA €TIKOIVWVIQ  cuvavTdral otmaviétepa Kal  dev
ouvodeleTal aTmd peTdBeon Twv peydAwv aptnpiwv. Eteima otnv ImTAéE0do deCid
KOINia ouvavTwvTal avwpaAieg Twv oTEQAVIAiwY ayyeiwy Ol OTToIEG ouVavVTWVTAI

OUXVOTEPQ O€ TTEPITITWON PETABEONG TwV PeydAwy ayyeiwv. TEAog, TTapatnpolvTal
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QVWUAAiEg oTo oUOTNPO PETAdOONG TNG NAEKTPIKNAG dpacTnpIOTNTAS TNG KAPdIAG

KaBwG n  MECOKOIANIOKA  ETTIKOIVWVIO  JETATOTTICEl  TO  MOVOTTATIA  NAEKTPIKAG

aywyiuotnTag Omwg TIG iveg His kai Purkinje. (Anderson, 2013; Lev et al., 1972; Soto
et al., 1980; Yim et al., 2018; Niezen et al., 1999)

Ewova:
Amewcovion TV TOTOV TG
HUEGOKOIAOKNG — ETIKOVMVIOG

) cuvovtdtot oty
demhé€odo d0egld Koo, A)
VTOOOPTIKY HLEGOKOIALOKT
EMKOVOViOL, B)
VTOTVELLLOVIKY]  LECOKOIAMOKT
EMKOWVOVIaL, C) doubly
committed LLEGOKOIALOKN
ETKOVOVIOL , D) non
committed LEGOKOIMOKN

EMKOVOVIOL.
(Levetal., 1972)

Subaortic VSD Subpulmonary VSD Doubly committed VSD Non-committed
(remote) VSD

MaBoguoioAoyia:

21NV JITTAEE000 BeCIA KolAia n TTaBoguaioloyia eEapTATal ATTO TNV PEPIKN OXEON TWV
MEYAAWVY ayyeEiwv PE ATTOTEAECUA va TTPOKUTITOUV TECOEPIG PAIVOTUTTOL QAIVOTUTTOG
MECOKOINIOKAG ETTIKOIVWVIAG, @aivoTutrog TeTpaloyiag Fallot, @aivotutrog TTARpoug
METABEONG TWV HEYAAWV ayyeiwv Kal @aivoTuttog OlopBwuévng peETABeong Twv
MeyGAwv ayyeiwv. Adyw TNG €KQUONG TNG AOPTHG KAl TNG TTVEUNOVIKAG apTnpiag atrd
TNV O€€IA KOIAia UTTAPXEl avApIgn PETAEU OEUYOVWPEVOU Kal KN QiNaTOg, woTOCO TO
Tooo0oTéd avauigng eéaptdrar amd Tov TUTTO Kal TV 8éon TNG HECOKOINIAKNG
eTMKOIVWViag oe ouvduaoud pe Tnv 0UTTapén oTévwong OTnVv TIVEUNOVIKN apTnpia.
2TOV UTTOOOPTIKG TUTTO MECOKOIANIGKAG ETTIKOIVWVIAG TO OEUYOVWHEVO aiua TTou
ETTIOTPEPEI PEOW TWV TIVEUMOVIKWY QPAEBWV aTov apioTeEPO KOATTO odnyeital oTnv
apIoTEPG KOIAIQ KAl HEOW TNG HMECOKOINIOKNG €TTIKOIVWVIOG @Bdvel otnv OegId KolAia
OTTOU 0dNYEiTal 0TV CUCTNUATIKY KUKAO@opia péow Tng aoptig. O OUOTOAIKEG
MECEIG TTOU  AvaTITUooOovVTal TOOO OTIG KOINEG OCO Kal OTnv aopTr ME TNV
TTPOUTTO0EaN OTI dev UTTAPXEI OTEVWON TNG TTIVEUPOVIKNAG KUKAOQOpPIag €ival i0eg e
QTTOTEAECUA N TTOOOTNTA AiATOG TTOU OdNYEITAI OTNV CUCTNUATIKI] O€ OXEON PE TNV
TIVEUMOVIKA KUKAOQOpIa va €apTdTal atrd TIG TTIECEIS TOU TTVEUPOVIKOU &€vdpou. To
yeyovog autd odnyei oTnNV EPPAVION TIVEUHUOVIKNG UTTEPTAONG KAl CUPQOPNTIKAG
Kapdlakng avemmdpkelng. Opwg 0 TEPITTTWON  OTEVWONG  TNG  TTVEUUOVIKNG
KUKAo@opiag Adyw Tou guTTodiou porg TTPOG TNV TIVEUNOVIKI apTnpid, TToooTNTA [N
ofuyovwuévou aigaTog odnyeital 0TV CUCTNUATIKY KUKAOQOpia KaBwg Ppiokel

01€€0d0 péow TNG aopthg. H traBoguoloAoyia auTh TTAPATTEUTIEI OE€ QUTAV TNG
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TeTpaloyiag Fallot.  XTOV UTTOTTVEUROVIKO TUTTO HECOKOIAIOKNG ETTIKOIVWVIOG TO
0EUYOVWHEVO aipa odnyeital JEoW TNG JECOKOIAIOKNG ETTIKOIVWVIOG GTNV TTVEULOVIKI)
apTnpia evw To Pn ofuyovwuévo aipa odnyeital atrd TV 0egid KolAia otnv aopTh. Ol
TIVEUUOVIKEG QVTIOTACEIS KOBoPICouv TNV QIYATIK POy woTO00 AOYw UTTOOOPTIKAG
oTévlong n augnuévn AIJaTikf POR TTPOG TNV TIVEUUOVIKA KUKAOQOpPIa E£XEl WG
OTTOTEAECHO TNV €YKATAOTAON TIVEUMOVIKAG UTTéptaong (ouvdpopo Eisenmenger).
2Tnv non committed PETOKOIAIOKK ETTIKOIVWVIO Ol AIYATIKEG POES £CapTWVTAl ATTO TIG
QvTIOTACEIC TNG CUCTNMOTIKAG KAl TTVEUMOVIKAG KUKAOQOPIAg evw O KOPEOHOS O€
ofuyovo Kkai BpeTTIKA ocuoTaTIKA €£apTdTal ammd TO TTOCOCTO AVAUIENG Twv OUo
KuKAo@opiwv. ZTnv doubly committed pecokolAlak €mmiKovwvia Ta peydAa ayyeia
MoipdlovTtal Tov Xwpo £€600uU TNG apIoTEPAS KOIAIOG, TAUTOXPOVA Ol avTIOTACEIS TTOU
QvaTITUOOOVTAI € GUOTNUATIKI KOl TTVEUNOVIKI) KUKAO®Opia kaBopilouv TNV aIpaTIKA
por] o€ KaBeuia atTd AUTEC VW) TO TTOCOGTO AVANIENS TWV dUO KUKAOPOpPIWY KaBopilel
TOV KOPEOHO TOU QihaTog 0 0EUYOVO. ZTIC TTEPITITWOEIC GTEVWONG TNG TTVEUMOVIKAG
aptnpiag &ev eykabioTaTtal TTVEUHOVIKA UTTEPTOON KABWG n TTo00TNTA QiaTOG TTOU
odnyeiTal oTNV TTVEUHOVIKA KUKAOQOpIa gival TTEPIOPICUEVN.

FeveTikA aiTioAoyia:

H SITTAéE000¢ Be€Id KolAia euPpuoAoyIKG o@eileTal O€ dIATAPAXEG KATA TNV AVATITUEN
TOU ApTNEIOKOU KOPHOU TTOU EQPTATAI ATTO TNV VEUPIKI aKpoAo@ia, Katd Tnv dIdpKEIa
Twv 3-4 efOouddwy Cwhg. H veupiki akpoAoia eival Kpioiung onuaciag, yeyovog
TTOU aTTOdEIKVUETAI KABWG O€ TTEPITITWON TTAAPOUG ATTWAEIAG TNG TTPOKUTITEI KOIVOG
apTNPIOKOG KOPUOG €vw Of TIEPITITWON MIKPOTEPNG £€KTAONG aTmwAslag  TOTE
TTPOKUTITEI OITTAEE000G BECIG KolAia. H aTTwAgIa TG VEUPIKAG akpoAoiag eTTnpeddel
TNV avamTuén Tou BUPoU adéva, Tou BupeoeldoUC Kal TTapabupeoeIdWY adévwV HE
OTTOTEAECPA N KATACTAGN QGUTA va opoldlel ye 1o ouvdpopo DiGeorge (diaypaen
220g11). (Kirby and Waldo, 1990; Goldmuntz et al., 1993) Omwg Trpoavagpépdnke n
OITTAEE0D0G BeCIG KoIAia ouvdudleTal ue ouvdpopa OTTwg Tpiowpia 13, 18 , CHARGE,
Kabuki ka1 tetpacwpia 8p. Ta yovidla TTou €UTTAEKOVTAlI PE TOV OXNUATIOMO TNG
ouyyevoug kapdiotrabeiag eival To NKX2.5 1Tou Bpioketal oto Xpwudowua 5935.1,
NPHP4 TT0U BpiokeTal 010 Xpwuoowpa 1p36.31 kai To ZFPM2 1rou BpiokeTal oTo
xpwpoocwua 8g23.1. (French et al.,, 2012) Mo cuykekpigyéva n avTiKATAoTaON TNG
adevivng otnv Béon 89 atmd youavivn odnyei o€ avTikAatdoTaon Tou YAOUTOUIVIKOU
0&€og atrd yAukivn otnv Béon 30 Bpébnke oc aoBevry e DORV aAA& 6x1 oTa controls.
270 id10 yovidlo n avTikatdoTtaon Tng adevivng otnv Béon 679 atrd youavivn €xel wg
OTTOTEAECPO TNV QVTIKATAOTAON TNG I00AEUKivNG oTnv Béon 227 amd BaAivn otnv
TpwTeivn oe aoBevr] ye DORV. (De Luca et al.,, 2011) 210 xpwudécocwua 8923
aveupéBel pia de novo 1Ioofuyiouévn peTdBeon t(8; 18)(g22;921) n otroia etrnpéale 10
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yovidlo ZFPM2 o¢ évav aoBeviy pe ouvdpopo Langer-Giedion syndrome, o OTT0i0g
£pepe DORV. (Tan et al., 2012) EmtrpdoBeta oc TepimTTwon PETOANAGEWY OTA
yovidia TTou eAéyxouv TNV avdatrTugn tng Kapdidg oTTwg 10 GDF1 1Tou BpiokeTal 0TO
Xpwuoocwua 19pl3.11 kar to CFC1 T1OU PBPIOKETAI OTO XPpWUOCwHa 2g21.2
TTPOKUTTTEI DITTAECODO0G BeCIA KoIAia. (Obler et al., 2008)

U N

/ N\ N | * Ewova: 1) O  «xapvotumog
/ / / \ / ; ) i ! | ! | ' acBevoig ue ooluyiopévn
‘ -.\ v ol l ! , 1) l ' netdfeon 1(8;18)(922;921) dmov T
oud B0 | Bérn VIOSEIKVHOVY 0
> U I}' ik ypopooopata. (Tan etal., 2012)
“ N |
e Y

W n i TR

KAIvikn gIkéva:

H KAIVIKR €ikOva Tng ITTAeEOd0U Be€IAg KOINiag eapTdTal aTrd TNV OXETIKA B€0N TwWV
MEYGAWYV ayyeiwv Kal Tnv TTapouadia  Jn oTévwong TNG TTVEUROVIKAG KUKAOQOPIAG.
Ta ocuptmTwuata TTapouciddovial ouvnBéoTepa TIG TTPWTEG €ROOPAdEG CwNG TOu
VEOYVOU TTOU @EPEl QUTAV Tnv ouyyevr kKapdiotrdbeia. H  TTapoucia cofapng
TIVEUUOVIKAG OTEVWONG  €XEl WG aTToTEAEOPA TNV €PPAvIOn KAIVIKAG €IKOvVaG
TTapdpolag he TNV TeTpaloyia Fallot eviy n TTapoucia ATTIOG TIVEUPOVIKAG OTEVWONG
odnyei o¢ nmiou BaBuou Kudvwon. & TTEPITTITWON ATTOUCIAG TNG TTVEUMOVIKAG
OTEVWONG KAl UTTOOOPTIKNAG JECOKOIAIOKNAG ETTIKOIVWVIAG ol aoBeveig TTapouaiddovTal
ME OUPQOPNTIKA KOPDIAKN QVETTAPKEID KAl TTVEUMOVIKA UTTEpTacn Adyw auénuévng
QIMATIKAG PONG TTPOG TOug TTveUUoveG OTIG 3-6 €Bdoudadeg CwNAG evw TTapouciddouv
NTTIou BaBuoU Kudvwoer. H TTapousia UTTOTTVEUNOVIKIG OTEVWONG XWRPIG TTVEUNOVIKNA
oTévwon odnyei og ekdAAWON KUAvwoNg KAl CUP@POPNTIKNAG KAPBIAKAS AVETTAPKEING
oTIg TTIPWTEG €Pdopadeg Cwng. e aoBeveic pe mapoucia doubly committed
MECOKOINIOKNG ETTIKOIVWVIOG dIatmoTwveTal ATTIou Babpol Kudvwaon Kal CUUTITWHOTA
OUMPQOPNTIKAG KAPBIOKAG AVETTAPKEIOG OTTWG NTTATOUEYAAIQ, oTaCINOTNTA AVATITUENG,
TaxuTvola.

( https://femedicine.medscape.com/article/896082-workup#c7)

AlayvwoTiki Mpooéyyion:
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duoikn e§€raon:

>€ TTAPOUCIia TIVEUHOVIKNG OTéEVWOoNG KATd Tnv dIGpKeEIa TG akpdaong TNG Kapdidg
OIATTIOTWVETAI PovrPNG OeUTEPOG KAPDIOKOG TOVOG Kal CUOTOAIKO QUONUa. g
TEPITITWON  UTTOOOPTIKAG  MECOKOINIOKAG  ETTIKOIVWVIOG  XWwpPig oTévwon  Tng
TIVEUUOVIKAG KUKAOQOpPIag KaTd TNV dIAPKEI TNG aKpOaong TnG Kapdidg gival akouoTd
OAOCUGCTOAIKG QUONPa Kal EVTOVO TO TTVEUHOVIKO OTOIXEI0O Tou SeUTEPOU KapdIakKoU
TOVOU, €mITTPOCOeTa WTTOPEl va uTTdpxel WnAaenTtég poifog. Otav n TTVEUPOVIKA
UTTEPTAON ETTIKPATHOEI TOTE TO CUCTOAIKO QUONUG evIoXUETaI PE alEnon Tng £viaong
Tou &eUTEPOU KapdIaKoU TOvou. Edv uTTGpxEl UTTOOOPTIKA MECOKOIAIOKN ETTIKOIVWYVIa
ME OTéEVWOn TNG TIVEUMOVIKNG KUKAOQOpPiag OIaTTIOTWVETAI OAOCUGTOAIKO @Uonua
AOYW TNG MECOKOIAIOKAG ETTIKOIVWVIAG KAl GUOTOAIKO @uUonua eEwbnong Adyw Tng
oTévwong. H UTTOTTVEUUOVIKN) UECOKOINIOKN ETTIKOIVWVIA  XWPIG oTévwon NG
TIVEUMOVIKAG KUKAOQOPIOG €KONAWVETAI AKPOACTIKA ME TNV TTAPOUCIO CUCTOAIKOU
QPUONUATOG Kal €vioXuong TNG TIVEUMOVIKNG OUVIOTWOOS Tou OeUTEPOU KapPOIaKOU
TéVoUu.
( https://femedicine.medscape.com/article/896082-workup#c7)
HAekTpokapdioypdenua:

To nAekTpoKOpPdIoYPAPNUa AEITOUpYED ETTIKOUPIKA oTnv diadikacia Tng dIdyvwong
TNG OITTAEEOO0U BeCIAG KOIAIaG. Z€ AUTO BIATTIOTWVETAI CUXVOTEPQ N UTTEPTPOYPIO TNG
0e€Idg KolAiag pe wnAd QRS otnv V1 o€ cuvduaopod Pe wnAd S otnv V6 Kai n de€id
oTpo®n Tou agova ue BeTikd QRS o¢ Il I, aVf og cuvduacud pe apvntikdé QRS oTtnv
I. Emiong €@doov n PECOKOINIOKN ETTIKOIVWVIO €ival TTEPIOPIOTIKOU TUTTOU TOTE
otadiokd eykaBioTaTal UTTEPTPOYIa TNG APIOTEPAG KOIAIaG e WnAd kopaTta S otnv V1
o¢ ouvduaopo pe wnAd QRS oe V5,V6. O degid6g KOATTOG €ival dlateTapévog pe
atrotéAeopa va gu@avifovral uynAd mrveupovikd P oTig atraywyég LI, avf, V1, V2.
NAOyw TnG petatdmong depatiou Tou His otricBia TnG MECOKOIAIOKNAG ETTIKOIVWVIAG
TTAPATNPEITAI  OPIOTEPG  OTPOQPr) TOou dAfova o€ TIEPITITWOEIG  KOATTOKOIAIOKNG
eTMKoIVwViag. ‘ETTeIta otnv TTAEIOVOTNTA TWV TTEPITITWOEWV UTTAPXElI GAEBOKOUBIKOG
pubudg. Mtropei va diatmioTwOei Tapdracn Tou dlaoTAPaTog PR. ZTnV TTEPITITWON
UTTOOOPTIKAG  MECOKOINIOKNG  ETTIKOIVWVIOG  XWPIG OTEVWON TNG  TIVEUUOVIKAG
KukAogopiag diatmoTwveTtal -30° €wg -170° Tou d¢ova QRS pe didTaon Tou apioTEPOU
KOATTOU Kal UTTEPTPOQia TwV OUO KoIAIWY, e TBavo TTpwTou BaBuou KOATTOKOIAIOKO
OTTOKAEIONO. Z€ TTEPITITWON UTTOAOPTIKAG HMECOKOIAIOKNG ETTIKOIVWVIAG PE OTEVWON
TNG TTVEUUOVIKAG KUKAO®OPIag SIaTTIOTWVETAI BEEIG OTPOPr) TOU Agova, UTTEPTPOYIa
NG 0€€Idg Kolhiag Kal didtacn Tou &eCI00 KOATTOU. ZTnV TTEPITITWON UTTOTTVEUNOVIKNG

MEOCOKOIAIOKAG ETTIKOIVWVIAG XWPIG OTEVWON TNG TTVEUUOVIKAG OpTNEiag Trapatneeital
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eTTiong 0ggId oTpoP TOU AEova PE UTTEPTPOYIa TNG OeEIAG KOIAiag Kal didTacn Tou

0e€IoU KOATTOU.
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H\extpoxapdoypdenuo
GTO 070{0 JUMOTAOVETOL 1|
ek otpopny oL GEova,
vreptpogian g 0e&ldg
KowMog kot didtacn Tov

n de&100 KOATOL.
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(Sheokand et al., 2021)

AkTIVOypa@ia Bwpakog:

H akTivoypagia Bwpakog dev atroTeAei Tnv néBodo ekAoyAg yia Tnv  dIdyvwaon Tng
OITTAeEO00U Oe€IdC KOIAiag, woTOCO ALITOUPYEI ETTIKOUPIKA OTO va TeBEi n TEAIKN
OlIdyvwon. g TIEPITITWON UTTOTTVEUUOVIKAG MECOKOIAIOKNG  ETTIKOIVWVIOG  XWPIG
OTéVWoNn TNG TIVEUMOVIKAG KUKAOQOpPIag €TTIKPATEI n KapdiopeyaAia kal n aunuévn
ayyeiwon Twv TIVEUPOVWY. Z€ TTEPITITWON TIVEUMOVIKAG OTEVWONG N ayysiwon Twv
TIVEUMOVWY  gu@aviCeTal PEIWMEVN Kal  atrouolddel n kapdiopeyaAia. E@ooov
EYKATAOTAOEI TTVEUPOVIKA UTTEPTACT, N TIEPIPEPIKA TIVEUUOVIKN ayyeiwon eivai
auénuévn evw ol eyyUug apTtnpieg ep@avifovTal SIATETAPEVEG.
Ytrepnyxokapdioypagia:

H utrepnxokapdioypagia atroteAei Tnv PEBOSO ekAoyng yia Tnv didyvwon Tng
OITTAEEOB0U BeCIGG KOINiag. O1 TTapacTePVIKEG AWEIG KATA Tov JakpU 1 Bpaxu déova
arreikovifouv Tov Babud ékeuong Tou KABe ayyeiou ammd Tnv Oe€Id KolAia Kal Tnv
OXETIKA Béon Twv ayyeiwv PETAgU Toug. Eival onuavtiké pe Tnv BorBgia TTOANATTAWY
AMWewv va atreikovioBei To JECOKOIANIGKO did@payua, va eviotTioBei To onuegio NG
MECTOKOINIOKNG ETTIKOIVWVIOG, TO €i60G TNG HECOKOIAIOKAG ETTIKOIVWVIAG TTou duvaTtal va
gival TTEPIOPIOTIKOU 1) W TTEPIOPICTIKOU TUTTOU OTTWG Kal N oX€0N TNG MEGOKOIAIAKNG
ETTIKOIVWVIAG JE TIG KOATTOKOINIOKES BaABides. ETITTPOCBETA, N uTTEPNXOKAPDIOYPAPIa
BonBd oTtnv eviommion SopuPdpwy avwHaAIWY OTTwG OTévwon Tou 108uou NG
aopTAG,
TTEPICCOTEPEG TTEPITITWOEIG N UTTEPNXOKAPDIOYPAPIa TTPOCPEPElI TIG OTTAPAITNTEG
(Mahle et al.,

OlaKEKOPPEVO  aopTIKG  TOZo, avemmdpkela PaABidwv kar GAAeG.  ZTIg

TTANPOYOPIEG yIa TOV OXEDIAONO TNG XEIPOUPYIKNG QVTIUETWTTIONG.
2008)
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Ewéva:  Ymepnyoxoapdoypagikn
AMym katd tov paxpd dEova otmv
omolo. @aivetor 1 €KQLOM  TNG
QOPTAG KOl TVELHOVIKNG aptnplog
a6 tv defid kowia, m evpeia
LEGOKOIMOKY]  EMKOVOVIOL KO T
oTéVOoT| ™mg TVELLLOVIKNG
aptnpiog(BErog).

LV-left ventricle, RV- right
ventricle, Ao- aorta, D- ventricular
septal defect, PA-pulmonary artery

(\Nann and Hiiann 2012\

Kapdiakég kabeTnpliaouég:

O kapdlakdg KOBETNPIOOPOG aTToTeAEl eTTeUPBaTIKA HEBOSO N OTToIa XPNOIMOTTOIEITAl
yia TNV akpIfn METPNON Twv TTIECEWV TTOU avaTrTuooovTal oTiG dU0 KoIAieg. ETTiong
METPIETAI N DIAQOPA TTIECEWY DIOUETOU TNG PECOKOIAIAKNAG ETTIKOIVWVIAG KAl EAEYXETAI
n moavdotnTa TTAPoUCiag TTEPIOPIOTIKOU TUTTOU  PECOKOINIOKNG  ETTIKOIVWVIAG.
EKTIMWVTAI O1 TTIECEIC TTOU avaTTTUOOOVTAl OTNV TTVEUHOVIKA KUKAOQOPIQ KAl PTTOPEI
va T1eBei n dIdyvwon TnNG TIVEUUOVIKAG UuTréptaong He Bdon TIG TTPOKUTITOUCEG
QvaTITUOOOUEVEG TTIECEIG. H avauign Twv 600 KUKAOQOPIWY Kal TO TTOC0CTO KATA TO
otroio oupPaivel diamoTwveTal Ye TV Borbeia Tng peBOdou auTthg. AVOTOMIKG
EKTIMATOI N OXETIKN BE0N Twv ayyeiwy, n oTeQaviaia KUKAOQopia Kal To aopTIKO T6EO.
( https://emedicine.medscape.com/article/896082-workup#c7)

MayvnTik Topoypagia/Agovikr Topoypa@ia Kapdidg:

O1 uéBodol auTég xpnaIYoTToIoUVTal KABWG TTPOCEEPOUV HEYAAUTEPN EUKPIVEIQ,
AETTTOUEPEIO OTNV  ATTEIKOVION Kol  akpiBela. ZuvABwg emmAéyovTal PETA  Tnv
utTEPNXOKApdIoypagia epOOOV eKeivp  dev EXEl KATAQPEPEI VA TIPOCPEPEl TIG
QATTOPAITNTEG TTANPOYOPIES. I1dIaiTEPA XPAOIPEG ATTODEIKVUOVTAI OTNV ATTEIKOVION TNG
oTE@PAVIAIOG KUKAOQOPIOG TTPOEYXEIPNTIKA yia Tnv uTtroBordnon oxediacuol Tng
Xelpoupyikng eméupfaong. EmmpdéoBeta n 3D payvnmik) Topoypagia  Kapdidg
TTPOCQEPEI AKPIPN ATTEIKOVION TNG OXETIKNG BE0NG Twv ayyeiwv YeTagu Toug. QoTd00
N XPAoN TNG MayvnTIKAG Topoypaiag Kapdidg £XOuvV TTEPIOPICHOUG OTOV TTAIBIATPIKO
TTANBUO PO KABWG aTTaITEl YeVIKA avaioBnaoia. AvTiBeta n agovikr) Topoypagia Kapdidg
gival ouvtopdtepn otréTe TTpoTIdTal £vavTtl Tng payvnTikAg.  (Yu et al., 2013; Yoo et
al., 2016; Niezen et al., 1999; Beekmana et al., 2000; Chen et al., 2008; Dydynski et
al., 2016; Priya et al., 2019)
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Eikéva:

NAqyeig agovikng
Topoypagiag o€ 5 nuepwv
dppev veoyvou Ol OTIOIEG
Ogixvouv Tnv €kpuon Tng
TIVEUMOVIKAG apTnpiag Kal
Tou 50% TG 0OpTAG
e€oAokAnpou arrd Tnv degia
KOIAiQ. Juvuttdpxel
UTTOOOPTIKA)  PECOKOIAIOKT)
€TmKolvwvia. To didepayua
€€O00U OoupTTITITEl PE TO
OpI0  TNG  UTTOAOPTIKAG
MEOCOKOIAIOKNG
gmkoivwviag (Goo, 2021)
A-ascending aorta, RA-
right atrium, P-pulmonary
artery, RV- right ventricle

4.4.5.3 AiIttAé§0d0g apioTEPA KOIAia
EmdnuioAoyia:

O emmmoAaopudg NG dITTAeEOd0oU aploTepds KolAiag eival Trepitou 5 avé 100.000
CwvTtavég yevvnoelg. ETTopévwg TTPOKEITAl YIa HIO €CAIPETIKA OTTAVIO OUYYEVN
KapdloTrdBeia TTou agopd T0 1% TOou OUVOAOU TWV OCUYYEVWY KAPOIOTTABEIWY.
(Sunder, Mohanty and Sahoo, 2019) H Umrapén autAg TG ouyyevoug KapdloTradeiag
yia TTOAAG €T ap@iofBnTouvTav KaBwg Adyw TnG duokoAiag va 1eBei n didyvwon Je
QTTEIKOVIOTIKEG HEBOOOUG TTapépeive oTnv apavela. QoTO00 PETE aTrd Tnv diaTTioTWoN
NG KATA TNV SIAPKEIO XEIPOUPYIKWY ETTEMRACEWV 1 AQUTOWIWV QVAYVWPIOTNKE WG
EexwpioTA ovtotnTa. (Anderson et al., 1974; Menon and Hagler, 2008)

AvaToMIKA TTEPIYPAPA:

Ewova: Tlepieyyeipntiky ekdvo g Kopotdg
otV omoia @aivetal 1 EKQLOT TG 0OPTNG KOl
NG TVELHOVIKNG aptnpiag amd TV aploTepd
kowMo. Emiong m oyetkn 6éom g aoptrg
glvar mpdcBa kot de&ld NG TVELHOVIKIG
aptnpioc.

IANLE A AL ONDDN

H &1ITAé€080¢ apioTepG KoIAia aTTOTEAET PIa op@r) KOIAIoOPTNPIOKNG OUVOECNG OTNV

OTTOid N 0OPTA KAl N TIVEUUOVIK opTnpEia ek@uovTal TTARPWGS i KUpiwg atmmo tnv
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Hop@oAoyikd aploTepd Kolhia. ETTiong 1oxvel o kavovag Tou 50% ouugpwva he Tov
otroio 10 50% Tou KABe ayyeiou TTPETTEI va eKQUETAI aTTd TNV apIoTEPA KolAia. Eival
duvatov va OCUVUTTAPXOUV ETTITTAEOV CUYYEVEIG avwMPOAie¢ OTTWG N UECOKOIAIOK
ETTIKOIVWVIA, N MECOKOATTIKA €TTIKOIVWVIA, N atpnoia TG TPIYAWXIVOG BoARidag Ue
OUVETTAYOUEVN UTTOTTAOCIa TNG O€CIAG KOINIOG, O avoIXxTOdg POTAAAEIOG TTOPOG, N
QVETTAPKEIO TNG QOPTIKAG PBaABidag, n oTévwon Tou 108uyoUu Tng aoptig , TO
OIAKEKOMMEVO aOPTIKG TOEO, N AVETTAPKEIQ TNG MITPOEIBOUS BaABidag, kal n oTévwaon
TNG TTIVEUMOVIKAG KuKAo@opiag. H OImmAé€odog apioTepd Kolhia SlakpiveTal o€ TPEIg
KATNYOpPIieG. ZTNV TTPWTN KATNyopia ocuvuttdpyel HETABeon Twv weydAwy ayyeiwv (D-
TGA) Je PECOKOIAIOKN ETTIKOIVWVIO Kal apIoTEP METATOTTION TNG avIoUoAg QOPTAG,
oTnv 0cUTEPN KaTnyopia Ta peydAa ayyeia Bpiokovral oTnv QUGIOAOYIKN Toug Béan ue
MECOKOIAIOKK ETTIKOIVWVIO KOl ApIOTEPN METATOTTION TNG TIVEUUOVIKAG apTnpiag, TEAOG
oTnv TPITN Katnyopia tmou armravidral pévo oto 10% Twv acBevwv dIATTIOTWVETAI
OlopBwuévn peTdBean Twv peydAwv ayyeiwv(L-TGA). lNevikd n aopTi ouxvotepa
BpiokeTal Tpog Ta de€Id TNG TTVEUUOVIKAG apTnpiag eite TTpdoBia cite otrioBia auTthg
XWPIi¢ va atrokAcieTal va Bpioketar apiotepd TnG. O TUTTOG TNG MECOKOIAIOKAG
ETTIKOIVWVIAG PTTOPED va gival UTTOOOPTIKOG 1] UTTOTTVEUPOVIKOG 1} doubly committed.
EmmpdoBeta n otévwon TNG TTVEUPOVIKAG KUKAOQOPIOG CUVUTTIAPXElI O TTOCOCTO
90% Twv TTEPITITWOEWY, YEYOVOG TTOU €UTTOBICEl TNV AVOd0 TwvV TTIECEWV OTNV
TIVEUUOVIKA KUKAOQOpPIQ HE QTTOTEAEOMUO va KABUOTEPEITE N AVATITUEN TTVEUPOVIKAG
uUTTEPTAONG. Z€ OTTAVIEG TTEPITITWOEIG gival duvaTdv va PNV UTTAPXEl JECOKOIAIOKT)
etmKolvwvia. (Anderson et al., 1974; Menon and Hagler, 2008; Bharati et al., 1978;
Paul et al., 1970a; Imai-Compton et al., 2010; Tchervenkov, Walters and Chu, 2000;
Alifu et al., 2022)
MafoguaioAoyia:

21NV OITTAéE0d0 aploTepd KolAia n apioTepd KolAia KaAgital va dlaxeipioTei augnuévo
OYKO QiJaTOg TTOU TOV TTPOWBEI TOOO OTNV CUCTNUATIKI KUKAOQOpPIa HECW TNG OOPTAG
000 Kal OTnV TIVEUUOVIKI] KUKAOQoOpia PEOW TNG TIVEUUOVIKAG apTtnpiag. H
MEOOKOINIOKN ETTIKOIVWVIia eEa0@aAilel TNV €i0000 TOU PN OUYOVWHEVOU QiJaTOG TTOU
EMOTPEQPEI OTOV OEI0 KOATTO Kai £TTEITA TNV OE€IA KOIAIQ, OTNV APIOTEPA KOIAIO WWOTE
va odnynbei oTnv TIVEUMOVIKA apTnpia yia ofuydvwaon. ZTnv TTEPITITWON TTou Ogv
UTTAPXElI JECOKOIAIOKN ETTIKOIVWVIa TOTE N O€€Id KolAia gival UTTOTTAQOTIKA Kai gival
QTTOPAITNTO VO UTTAPXEI HECOKOATTIKHA ETTIKOIVWVIA yIa TNV SIOXETEUON TOU QiPATOG. 2€
TEPITITWON OIAKEKOMPEVOU apTNPIOKOU TOEOU eival aTrapaitntn n UTTapén avoixTou
BoTtaAAgiou TTOpOU WOTE TO Aipa va BIOXETEUETAI OTNV CUCTNMPOTIKI) KUKAogopia. H
apIoTEPA KOINia UTTEPTPEPETAI, AOYyW TOU augnuévou OGyKOU aipatog TTou KaAEiTal va

olaxelpIoTei. ZTadIAKA AOYyw TWV aUENPEVWV AvVAYKWYV TOU UTTEPTPOPIKOU uoKapdiou
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ot qipya eykaBiotatal ivwon Kol emépXeTal dIATAON TNG aPIOTEPAG KOINAG e
OUGOTOAIKN Kal d1acToAIK) duoAeIToupyia, PeE aTToTEAeCOpa va eykabioTatal Kapdiakn
avetrdpkela. Ooov agopd TNV TTVEUMOVIKA KUKAO®OpPIa, N oTévwaon OE OTTOI0dNTTOTE
ONMEIO TNG TTVEUPOVIKAG KUKAOQOPIAG dpa TTPOCTATEUTIKA EVAVTIOV TNG TTVEUNOVIKNG
uTTéPTAONG KABWG N OTéEvwon TTEPIOPICEl TO aia TTOU OdNYEITAI OTNV TIVEUUOVIKI)
KUKAOQopia Me ammoTéAeoua va pnv auédavovralr ol méoelig autig. QoTtdéoco o€
TEPITITWON PN OTEVWONG TNG TIVEUUOVIKNAG KUKAOQOpPIag, augnuévn ToooTnNTA QilaTOg
odnyeital o€ auTAv KABwW¢ Ta OTOMIO TNG GOPTAG Kal TNG TTIVEUMOVIKAG apTnpiag
EKQUOVTAl O€ KOVTIVA} ATTOOTOON ME ATTOTEAECHO TNV OTAdIAKA ETTIKPATNON TOU
ouvopouou Eisenmenger. Ek Twv Tmpayudtwyv oupBaivel avdapigén Twv  OUo0
KUKAOQOPIWV HE OTTOTEAEGUA O KOPEGHOG TNG OEuaIuooPalpivng o€ 0Euyovo va eival
OMOIOG OTNV 0OPTA KAl OTNV TIVEUHOVIKA apTnpia o€ TToikiAo BaBud avaloya pe tnv
ouvUTTapén oOTévwong TnG TIVEUMOVIKNAG apTnpiag, 1o yeyovog autd odnyei otnv
ekONAwoN Kudvwong ToikiAng BapuTtnTag.

FeveTikA aiTiohoyia:

H dImTAé§0d0¢ apioTepd Kolia Bewpeital omopadik vooos. EupuocAoyikd £xouv
avaTTuxBei Bewpieg OXETIKA PE TOV PNXaviopd dnuioupyiag authig TG ouyyevoug
KapdIoTTaBeIag OTTWG N METATOTTION TOU OPTNPIOKOU KOPUOU TTPOG TA APIOTEPJ, N
AavOaopuévn euBuypduuion TNG MECOKOIAIOKAG ETTIKOIVWVIAG 0€ UTTOOOPTIKG TTITTEDO,
n olatapayuévn atroppdPnon TOU UTTOTTVEUMOVIKOU KOl UTTOOOPTIKOU KWVOU Kal N
avwuaAn avartuén Tou kwvou. (Anderson et al., 1974; Manner, Seidl and Steding,
1997) TéAog €xel aveupebei oe ouvdpopa OTTwg N TTevialoyia Tou Cantrell. (Thamboo
and L. Chan, 2005)

KAIVIKRA €IKOva:

H KAIvIKR) €ikOva TToIKiAAEl avaAoya pe Tov TOTTO TNG OITTAEEOB0U apIoTEPAS KOIAIAG.
2€ TIEPITITWON TIOU COUVUTTAPYXEl METABEON Twv MEYAAWV ayyeiwv n Kudvwon
ETTIKPATEL. Ta YEVIKA CUUTITWMATA €ival N dUCTIvVoId, N TaXUTTVOIa KAl N oTACIMOTATA
avamTuéng. ZTIG EMITTAOKEG AQUTAG TIG OuyyevoUg KapdioTrdbeiag TrepiAaudavovtal n
Kapdlakr averrapkela, n Bpoufwaon NG aoptg AOyw TnG ETTIKOIVWVIOG Twv OUOo
KUKAOQOPIWV, TO EUPPAYHA TOU PUOKAPDIOU, Ol CUXVEG TTVEUUOVIEG, N TTVEUMOVIKI)
utréptaon, n TTANKTPodaKTUAia Kal ol appuBbuies. (Anderson et al., 1974; Alifu et al.,
2022; Sunder, Mohanty and Sahoo, 2019; Manner, Seidl and Steding, 1997)
AlayvwoTIKA TTpooéyyion:

Aipatoloyikég EgeTaoeig:
2TIG ECETATEIG AiNATOG PTTOPET va dIATTIOTWOEI TTOAUKUTTAPaIPia AOyw avTidpaong Tou

MUugAoOU oTnv avapelitn Twv OUO0 KUKAOQOPIWV TTOU €XEl WG OTTOTEAECHO TO Wn
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OEUYOVWHEVO Qipa va PETAQEPETAI OTNV OUOTNUATIKI KUukKAogopia. (Anderson et al.,

1974)

Qduoikn g§€Taon:

Kard tnv Oidpkeia Tng akpoacng acBevoug pe OITTAEE0D0 aploTepd  KOIAia

OIATTICTWVETAI HOVAPNG dEUTEPOG KAPDIOKOG TOVOG KAl CUCTOAIKO uUONPa £6WONoNGg

2-3/6. (Anderson et al., 1974)
HAekTpokapdioypdenua:

To nAekTpokapdioypd@nua @aiveral 0 QUOIOAOYIKOG PAEBOKOUBIKOS puBudg Kal

UTTEPTPO®Ia TNG aPIOTEPAG KOIAIOG. ZTadIakd Pe TNV TTAPodo Tou Xpovou eykabioTaTal

uttepTpo®ia TnG de€1ag kolAiag. (Paul et al., 1970b)
o 1 2 3 AVR AVL AVF V4R

Vi V4 V6 '

6 mo

20mo Hi

25 mo

Ewéva: Hlextpoxapdioypaprpoto
acBevodc oe niwia 6,20 wor 25
pnvov pe Surdhé&odo apiotepd Kotkio
010 omoio Qaivetatl 0 PAefokopPikdg
puOuog (p mpw 1 QRS) kot
VIEPTPOPIOL TG OPLoTEPES KOALOG
(ymAé R oe opiotepéc mpokdpdies,
AvL, 1) xon vreptpogion ¢ de&10¢
KotMog Tov otadlakd gykabiotaTol
Kol Qaivetol o NMAKio 25 unvov pe
ynid R oeg Vikor Bobid S og
aploTEPEG  MPOKAPOLEG. Téhog,
dwmoTmdveTol O1dtacn Tov de&lov
kOAmov pe v Omopén TtV
TVELLLOVIK®OV P.

(Paul et al., 1970b)

AkTIVOypa@ia Bwpakog:

A 1/2STD

H akTivoypagia Bwpakog oe aoBevr) pe dITTAECODO apioTePd KOIAIa KAl TTVEUROVIKN

oTévwaon Ogixvel UOIOAOYIKOU PEYEBOUG KaPDdIA Kal HEIWPEVN QIPATIKA PO TTPOG TOUG
TTveUpoveG. AvTiBETa O€  TTEPITITWON  QTTOUCIOG  TNG  TIVEUUOVIKNAG  OTEVWONG
OIATTIOTWVETAI KOPBIOYEYOAIQ KOl QuENUEVN QIMOTIKI) POr TTPOG TOUG TTVEUUOVEG.
(Anderson et al., 1974; Lilje et al., 2007)
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Ewéva:  Axtwoypoeio  Odpakog  gvog
Bpépovg 6 pnvov oty omoio. QOivETAL TO
ddipeco oidnpa kot 1 Kopdlopeyaia.
(https://applications.emro.who.int/imemrf/Ana
esth_Pain_lIntensive_Care/Anaesth_Pain_Inte
nsive_Care 2016 20 supp_165_167.pdf)

Ytrepnyxokapdioypagia kol MayvnTikK Topoypa@ia Kapdidg:

H utrepnyxokapdioypa@ia o€ CUVOUACUO WE TNV PayvnTIKA 1 agovikr Topoypagia

BéTouv TNV didyvwon PECW TNG ATTEIKOVIONG TNG EKQUONG TwV PEYAAWV ayyeiwv atro

TNV apioTepd Koldia. EmmpoéoBeta o1 YéBodol autoi avatrapioTouv TIG CUYYEVEIG

QVWHAAIEG TTOU CUVUTTAPYXOUV TTEPAV TNG KUPIOG ouyyevoug KapdiotrdBeiag. Me tnv

BonBeia Tou Doppler atreikovideTal N AIMATIKA por] atroé aploTEPE TTPOG TA BEEIA HEOW

TNG MECOKOIANIOKAG ETTIKOIVWVIAG Kal SIATTIOTWVETAlI €AV €ival TTEPIOPICTIKOU 1 HNn

TTEPIOPIOTIKOU TUTTOU. (Galal, Hatle and Al Halees, 1999; Lilje et al., 2007) H agovikn

1 N PayvnTIK] TOPOYpa®ia XPNOIUOTIOIEITAl VIO TNV QTTEIKOVION TWV OTEQAVIAiWY

ayyeiwv yia TNV dIaTTioTwon TNG £KPUONG KAl TNG TTOPEING AUTWY TTPOKEINEVOU va

TTPOYPAMUATIOTEN N KATAAANAN XEIPOUPYIKA avTIMETWTTION. (Sagray et al., 2019)

[319]

Ewova: Ymepnyoypoa@ikn Aqyn Kotd
TOV HOKPY GEova TopacTEPVIKE oTNnV
omoila. QOiveTOl 1 KOWN £KOUON TNG
aopt¢ (AO) Kol TG TVELHOVIKNG
appiog amd TV aploTEPH KO,
(Lilje et al., 2007)



https://applications.emro.who.int/imemrf/Anaesth_Pain_Intensive_Care/Anaesth_Pain_Intensive_Care_2016_20_supp_165_167.pdf
https://applications.emro.who.int/imemrf/Anaesth_Pain_Intensive_Care/Anaesth_Pain_Intensive_Care_2016_20_supp_165_167.pdf
https://applications.emro.who.int/imemrf/Anaesth_Pain_Intensive_Care/Anaesth_Pain_Intensive_Care_2016_20_supp_165_167.pdf

Ewéva: Afovikn topoypoeio kapdidg oto
ofeMaio eminedo OmMOL PaiveTol M £KQLOM
G COPTNG KOl TNG TVELUOVIKNG apTnpiog
amd v oplotepd koo, H oyetikn 0éom
™mg aoptig eival Tpdchia TG TVELUOVIKNG
aptpiag. (Alifu et al., 2022)

Kapdiakég kabeTnpliaouég:

O KapdIaKOG KABETNPIOOWOG XPNOIKOTTOIEITAl €900V UTTAPXOUV AP@IBOAIES WG
mpog TNV diIdyvwon HE TIG TTapatrdvw HeBGOoug. AvaTtrapioTartal n €keuon Tng
TIVEUMOVIKAG apTnpiag amd tnv apioTepd KolAia Kal To €id0¢ TNG  HWECOKOINIAKNAG
ETTIKOIVWYViag. MeTpouvTal ol TTIECEIS TTOU avaTTTUooovTal oOTIG dUO KOINIEG WOTE va
eKTINNGEl n mMOavoTNTa AVATITUENG TTVEUUOVIKNG UTTEPTAONG OF€ TIEPITITWON [N
OTéVWONG TNG TTVEUMOVIKAG KUKAOopiag. ETmpéobera yerpolvtal oI KOPECHOI TOU
aigyatog o€ ofuydvo OTnv apIoTEPA KOIAia, QOPTr KAl TIVEUUOVIKA apTnpia Kai
SIATTIOTWVETAI OUOIOG KOPEOUOG 0guydvou. To eupnua autd BEtel TV didyvwaon TG
OITAe€6O0U apioTePdg KolAiag Kal eTTopévwg BonBda oTnv diagopikr didyvwon auTng
NG ovToTNTaG aTTé TNV TETpaAoyia Fallot TTou ouyvd ptropei va 1eBei AavBaopévn wg
O1dyvwan. TEAOG DIOTTIOTWVETAI PE AKPIBEIO N AVOTOMIO TWV OTEQAVIAIWY ayyEiwv, N
oTroia  eival  peifovog  onpaciag  OTovV  TTPOYPOUMATIONG  TNG  XEIPOUPYIKNAG
avTigeTwtmiong. (Anderson et al., 1974; Lilje et al., 2007; Sagray et al., 2019)
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Ewéva: Ayysoypaeio kapdids oe achevi
pe OwmAhéEodo  aplotepd  Kowkia.  A)
npocbionicObo Aqyn B) apiotepd mAGyo
Ay, ET1g 300 AYELG PaiveTal 1| IKPOY
Sdwotdoemv de€1d Kotkia ympig va vdpyet
HLEGOKOIAOKY] EMKOWV@ViD, €lval opatd
ovpiyylo(fistula) mov evidver v kopven
mg de&1ag kokiag (RV) pe tov mpochio
Katiovtio  KAGAdo g otepoviaiog
aptnpiog(@ant  desc  coronary). To
oKWYPOQIKO Kivinke mpog ta dved ©TO

Ant Dest te iy o povipeg 8e€ld  otepavicio  otoOo(SC)

;v 8eld otepaviaio apmmpia(RC) wat
TV 0plOTEPY TEPICTAOUEVT OTEPAVIOIN
aptnpia(Circ).

(Paul et al., 1970b)

4.4.5.4 Atpnoia rveupoVvikig BaABidag pe pecokoilAiaki Emikoivwyvia
EmidnuioAoyia:

H atpnoia tng TveupoviKAG BaARidag PeE PECOKOINIOKN ETTIKOIVWVIO OTTOTEAEI pIa
MOP®A KUAVWTIKNAG ouyyevoug KapdioTrdBeiag n otroia ouvioTd 10 3% Tou GuvOAou
Twv ouyyevwyv Kapdiommabeiwyv. O emToAaoudg TNG gival TTepiTTou 0,7 TTEPIOTATIKA
avé 10.000 dwvtavég yevvAoels. (Hoffman and Kaplan, 2002; Marelli et al., 2007)
AvaToMIKA TTEPIYPAPA:

H artpnoia mng TveupovikAg PBaABidag pe pecokoIAloKA eTmiKOIvVwvia Ogv  gival
&ekdBapo av eival gexwploTh oviOTATA 1 €AV TTPOKEITAI YIO TNV ooBapdTepn HopYNn
NG TeTparoyiag Fallot. Qotéc0, oTnV TTEPITITWON TNG TETPaAoyiag Fallot n TTveupovikn
BaABida TTapoucidlel oTévwaon YEYOVOG TTOU ATTOTEAET MIa oNPAvTIKY dlIaQopd PETAGU
Twv dUo. ETriong, oTtnv TIEPITITWON TNG ATPNCIAG TNG TIVEUMOVIKNAG BaABidag pe
MEOCOKOIAIOKH ETTIKOIVWVIO UTTAPYXOUV QVOOTOPWTIKA ayyEia HETAEU OUOTNPOTIKAG Kal
TIVEUMOVIKAG KUKAo@opiag. Ta Ttrapatrdvw odnyouv OTo ouptrépacpa OTi o dUo
OuyYeveic autég KapdIoTraBeleg atroTeAOUV auTOTEAEIG ovToTNTEG. H OUuyyevig auth
KapdioTrdBeia xapakTnpeifetal atrd ateAl oxnUaTIoNd Twv OeEIWV BIAPEPICUATWY TNG
Kapdidg e ouvodd aTpnaia TNG TIVEUHOVIKAG BaABidag, HECOKOIAIOKA ETTIKOIVWVIQ Kal
EQITITTEUCN TNG QOPTAG, E£TITTAéov  €ival duvaTtdv va OuvuTtdpXouv ETTITTAéOV
QVWHOAIEG OTTWG YETOKOATTIKR ETTIKOIVWVIA (YIO TTAPASEIYUA AVOIXTO WOEIBEG TPAKA)
1 deuTEPOYEVAG TUTTOG MECOKOATTIKNG ETTIKOIVWVIAG. Z€ avTiBeon pe Tnv aTpnaoia
TIVEUMOVIKAG PBaABidag xwpi¢ HMECOKOIAIGKN ETTIKOIVWVIA, OE QUTAV TNV OUYYEVA
KapdiommdBela  omdvia  TTapoucidfovial  oupiyyia  PETaEU  OeCIGG  KOIAiag  Kal
oTeQaviaiwv ayyeiwv Kabwg n Trieon evidg Tng Oe§Idg KolAiag dev autdvetal o€
MEYAAo Babud Adyw Tng TTapoudiag TG PECOKOINIAKNG ETTIKOIVWViag. ETTpéobeta
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QvTIPPOTTIOTIKA gival SuvaTOV va UTTEPTPAPEI N OECIA KOoIAIa Kal 0 OeGI0G KOATTOG Adyw
TNG ATPNOIAG TNG TIVEUUOVIKAG BaABidag, avTiBeTa o apioTepdG KOATTOG Kal N apIoTEPd
KOINia oTnVv TTAEIOVOTATA TWV TTEPITITWOEWV gival Quaololoyikd. (Presnell et al., 2015;
Collison et al., 2008) Z¢ TroIKiAO BABUOG PTTOPE va €ival UTTAPKTA N €QITITTEUON TNG
QOPTAG ME TETOIO TPOTTO WOTE va £§a0@AAICeTal N TTAPOXH aipgaTog 6xl Jovo oTnv
OUCTNMOTIKA KUKAOQOpia aAAG Kal OTnV TIVEUMOVIKA KUuKAo@opia diapéoou Tou
avoixToUu aptnpiakou Tmopou. TEAog, o BaBudg atpnaiag TnG TveuuovikAg BaABidag
MTTOpEl va TTOIKIAAEl aTTd TeAEiwg aTpnTIKA TTOU Oev ETMITPETTEI QIMATIKA por Ewg
aTpnTIKA  JE KATTOIoU PoBuoU aIhaTIKh porp SIaNECOU QUTAG, €KTOG aTtd TNV
TIveupovik PBaABida eivalr duvatdév va emmnpeddeTal Kal TUAPO TNG TTVEUMOVIKNG
apTNEIag YE ATTOTEAECTHA N KAIVIKY €IKOVA VA XEIPOTEPEUEI OO0 TTIO EKTETAMEVN €ival N
ouyyevng BAGRN. (Sana et al,2023) O1 0€gIEC PE TIC APIOTEPES TTVEUMOVIKEG apTNPIES
gival duvaTtov €iTe va ETMIKOIVWVOUV EiTE va PNV €TTIKOIVWVOUV. TO aopTikO TOEO €ival

ouvartov va gival 6e€id 1 apioTepPd.

»
LS

Eikéva: ATTeikOvIon
KUpIwV AVOOTOUWTIKWV
ayyeiwv TTOU ek@UOvVTAl aTTO
TNV KaTioloa  aopTr]  O¢€
TePITTTWON de€lou | apioTepoU
QaopPTIKOU TOEOU Kal n B€an Toug

oc Ox€0n ME TOV 0I0OPAYo.

\\\m(\\m\\\\\\\\

(Mainwaring, Patrick
Hanley, 2019)

Left Aortic Arch Right Aortic Arch
MaBoguaoioloyia:
H aTtpntikf TTveupovik BaABida eutrodilel TTANPwWS TNV PO TOU [N O{UYyOVWHEVOU
QiJaTOg TTPOG TNV TIVEUUOVIKN KUKAOQOpia. QOTOC0 n HECOKOIAIOKN ETTIKOIVWVIO
e€ao@aAiCel TNV avApign Twv OU0 KUKAOQOPIWV Kal Trapéxel O1EE000 OTO N
0&UyOVWHEVO aiua TTPOg TNV apioTePd KolAia. H TTveupovIKr) KukAogopia AoITTov
e€ao@aAiCeTal pe OUO evAAAAGKTIKOUG TTIBavoug TPOTTouG eite PEOW Tou PaTtou
BoTdAAglou TTOPOU €iTE PEOW QAVAOTOUWTIKWY OYYEiWV Ta OTToia ek@UOvVTal OTTO
TTOAATTAG onueia OTTWG N BwPaKIKA aoPTA, N KOIAIOK a0pPTrh, Ol PECOTTAEUPIEG
apTNPIESG, Ol UTTOKAELIBIEG apTNPIEG Kal oI €0W PACTIKEG APTNPIES, WOTOOO Ta ayyeia
QuTA O€ ONMAVTIKO T0000TO (Trepiou 60%) Trapoucidlouv TTolkiAou Babuou
oTévwon €iTe otV €KQuUOoN TOUuG aTTd TNV AOPTH £iTe OTNV TTPOCPUOT Toug. Eivai
OuvaTOV Va eyKATAOTAOE TTVEUUOVIKN UTTEPTOON O€ TTEPITITWON TTOU N AIJATWON TNG

TIVEUMOVIKAG KUKAOQOpIag eival ueydAn AOyw Tng augnuévng pong aipartog diauéoou

[322]




Tou PBoTaAAgiou TTépoU 1 HEOW TWV TTOAAATTAWY QVACTOPWTIKWY OPTNPIV HE
ATTOTEAECPA VO UTTEPQOPTWVETAI O0€ OYKO N apioTeEPd KOIAia Kal va UTTApXEl N
mOAvVOTNTA £YKATAOTAONG KAPDIOKNG QAVETTAPKEIAG. ETTegnynuatikd o aplBuog Twv
QVOOTOUWTIKWY AyYEiwV ival avTiIoTpOQwg avaAoyog TnG poAg Tou aipaTog diauéoou
Tou PBotaAM\eiou Topou.(Liao et al., 1985; Hanley, 2006; Rabinovitch et al.,
1981)(Sana et al,2023)

MeveTikA aiTioAoyia:

H atpnoia tng mveupovikAg BaABidag ue PECOKOIAIOKN ETTIKOIVWYVIa cuvdEéeTal ouxvd
MEe auvdpoua 6Tmws 1o VACTERL, DiGeorge, Alagille, velocardiofacial, Tpicwpia 21
OTTWG TTpoava@eépbnke. ATTd ammown yovidiwv €xouv aveupeBei e Tnv BonBeia g
aAAnAouxnong emmopevng yevedg Ta yovidila DNAH10 1Tou BpiokeTal 6TO XpWHOCWUA
12924.31, DST 10U BpiokeTal 0TO0 Xpwuoowua 6pl2.1, FAT1 tou BpiokeTal OTO
XpwHoocwua 4935.2, HMCN1 Tou [BpiokeTal 010 Xpwpoowua 1g25.3-g31.1,
HNRNPC Ttrou Bpioketal oto0 Xpwudéowpa 14qll.2, TEP1 Ttou BpiokeTal oTO
XPwHoOcwua 14911.2 kar TYK2 110U BpPioKETAI OTO XpWHOCWUaA 19p13.2 Twv OTToiwV
ol peTaAA&Eeig Bewpeitan 611 cuoxetiCovial Pe TNV eKOAAWON TNG OUYKEKPIMEVNG
ouyyevoug kapdlommdBeiag. (Shi et al.,, 2020) ‘Exel aveupeBei n Ummapgn g
TeTpaloyiag Fallot pe arpnoia NG TveupovikAg PBaABidag oe aoBeveig pe didueon
dlaypa®r oTnv XPpwUOOWHIKA Trepiox 160g21-g22.1 A diaypa®r otnv TrEPIOXN
22011.2 mou TrepIéxel Ta yovidia TBX1, CRKL kai ERK2. (Yamamoto et al., 2008;
Momma, 2010) H ouyyevAc auTth kapdloTrdbeia £xel aveupeBei o€ Evav TTatépa Kal
TOV YIO TOU, €V OEV UTTAPYXOUV TTPONYOUMEVEG QVAQPOPEG YIO OIKOYEVH €UQAVION,
YEYOVOG TTOU 0Onyei OTO CUPTTEPACHA TTOAUTTAPAYOVTIKNG aiTioAoyiag. (DiChiara et
al., 1980)

KAIviknA gikéva:

H kAiviki) €ikéva Kal Kar €mTEKTACN N NAIKia oTnv otroia ekdnAwvovTtal Ta TTPWTa
CUMPTITWHATA TTOIKIAAEL avaAoya pPE Tov AOYO TnG TTVEUMOVIKNAG QIPATIKAG PONG TTPOG
TNV CUCTNUATIKA Kal TwWV ouvodwv avwuaAiwy. Mo cuykekpiyéva atnv TTAgiovoTnTa
TWV TTEPITITWOEWY N CUPTITWHATOAOYIO €KONAWVETAI OTNV VEOYVIKA-BPEPIKN TTEPIOOO
KaBwg o BoTdAAeiog TTOPOG CUYKAEIETAI, O CTTAVIOTEPEG TTEPITITWOEIS EP@aviovTal
aTTeuBeiog o1 €MTTAOKEG KaTA TNV TTAIOIKN NAIKIO Xwpig va TTpoetdpyel KATToI0
OUPTITWHA TTPIV, auTO oupBaivel Kupiwg o TaIdId Pe avoixtd BotdAAelo TTOPO Kal
EKTETAUEVO OIKTUO QVAOTOUWTIKWY ayyeiwv. H KeVIpIK Kudvwon TTapouciadeTal
QUECWG WETA TNV yévvnon ME EVTOTTION KUPIWG TTEPIOPOAAUIKA KOl TTEPIOTOUATIKA, O
BaBudég Tng  eCaptaTtal ammd Tov Pabud Pardtntag Tou PoTtalAciou TTépou, Adyw
0e€loapIoTePNG BIAPUYNG. Z& TTEPITITWOEIG UE EKTETANEVO OIKTUO AVOOTOUWOEWY OEV

TTOPOUCIAZeTal KUAVWON ME atmoTéAeOopa va eykaBioTatal arreubeiag kKapdlokn
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QveTTdpkeld Adyw augnong Twv TIVEUPOVIKWY avTiIoTaoswv. ETriong utropei va
EUPAVIOTEN DUOTIVOIA €iTE KATA TNV NPEUIA €iTE KATA TNV TTPOCTTAOEIa OTTWG KATA TNV
OIdpKeIa TOU KAAUATOG 1] Tou BnAacuou. To veoyvo TTapouciddel EUKOAWG EKAUOUEVN
KOTTwon ME OUOKOAia oTov OnAaoud Kal atTwAEla PUIKOU TOVOU. Ze& PeEYAAUTEPQ
TTaIdIA YTTOPEI VA TTAPOUCIaoTOUV £TTEICODI dUOTIVOIOG. H aludTrTuon Adyw payEvTog
QVOOTOUWTIKOU ayyeiou ptTopei va cuuBei oe otroiadnmroTe nAikia. O MITTAOKEG TNG
ouyyevoUg auTrg KapdloTrdbelag ol otroieg OTTwG TTpoavagEépOnke JTTOpEl va
TTPWTOEP@AVIOTOUV OTnV TTAISIKA NAIKIO WG TO MOVADIKO CUUTITWHA, TTEPIAANBAvouV
TNV OUPQOPNTIKA KaPOIOKA aVETTAPKEIQ AOYW TIVEUUOVIKAG UTTEPTACNG N OTToia
EUQavVICETOl PE CUUTITWMOTA OTTWG TTANKTPODOKTUAIQ, NTTATOMEYOAIQ, TTEPIPEPIKA
oidAuaTa, TNV €pubpokuTTépwon Adyw TnNG utrogiag tTou diadpduel  yia xpovia, TNV
Aoipwdn evdokapdiTida TTou gu@avifetar Adyw Tng TupPwdoug pong Tou aiJaTog Kal
TOU TPAUMATIOMOU TTOU TTPOKAAEITAI QTTO AUTHAV KOl TOV OXNMATIOHO €YKEQOANIKWY
QTTOCTNUATWY 1 TNV TTapoucia edBOAwV OTnv eyKEQPAAIK KUukAogopia Adyw Tng
avauigng Twv dUo KukAo@opiwv. H avarmtuén Twv Tadiwv auThi TTapousiadel
KaBuoTépnon. (Sana et al,2023)

AlayvwoTIKA TTpocéyyion:

H emokdétnon Tou acBevoug atroKAAUTITEl TO CUUTITWHA TNG KEVTPIKAG KUAVWONG
TTOU ICOBUVAET JE TOV PTTAE XPWHATIONS YUPW ATTO TOUG OQOAAUOUG Kal Ta XEIAN.
Akpoaon:

Katd tnv didpkeia 1N akpdaong €ival akouoTd éva CUVEXEG QUONUA UE ETTEKTOON
otnv pdxn Kai TNV JaoXdAn Adyw Tng aigatikAg porg dIapéoou TwWV avAoTOPWTIKWYV
ayyeiwv. O deuTepOg Kapdiakdg TéVOG gival povhpng Adyw TnG atrouadiag Kivnong tng
aTPNTIKNAG BaABidag. Ze TepiTrTwon avoixtou BotaAAgiou TTépou, n TupPwdNG por Tou
aipartog diapéoou autou gival avTIANTITA WG CUVEXEG @UONUa oTo 2° -3° YeCOTTAEUPIO
oidotnua apiotepd. Or TrepiPepIKoi TTaApOI gival wnAagnToi o€ autd Ta veoyvd.(Sana
et al,2023)

MaApikA o§upeTpia:

H xprion Tou d1adepUIKOU OEUUETPOU €XEI ONUAVTIKA B€0n aTnv diIdyvwaon OAwv Twv
KUOVWTIKWY OUyYyevWwY KapdloTmaBeiwv Kabwg n avauign Twv OU0 KUKAOQOPIWV
odnyei O€ TITWON TOU PETPOUUEVOU KOPEOHOU TNG OLUAIPOOQAIPIVNG TOE OEUYOVOo
OTTWG PETPATE O€ Avw Kal KATW GKPO. € TTEPITITWOTN aveUPEONS TTooooTou 85-90%
TOTE N AVACTOPWTIKA KUKAOQOpPIa €ival KAOAWG QVETTTUYMEVN Kal UTTAPXEl EYAAUTEPOG
Kivduvog yio Tnv €P@Avion TTIVEUPOVIKNG uTtrépTaong. Mrropei va AngBei kai aépio
QigaTog OTO OTToI0 €ival €u@aAvAg N uttogaipia TTou dev dlopBWVETAI WE XOpPrynon
o&uyovou. (Sana et al,2023)

AkTIvoypagia Bwpaka:
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2TNV OaKTIVOypagia Bwpaka gival eueavig n KapdloyeyaAia, n PEIWPEVN AIPATwon
TWV TTVEUPOVWYV KAl N aTToudia TNG OKIAG TNG TIVEUPOVIKAG apTnpiag. EmmpooBeta n
OKIQ TwV QVOCTOUWTIKWY ayYyeiwv €ival €TEPOYEVAG Kal O PEYAAO TTOOOCTO TO
aopTIKG TOEO TTPOPAAAEI TTPOG Ta OegId. & TTEPITITWON EAGXIOTWY AVACTOPWTIKWY
ayyeiwv Ta TTVEUMOVIKA TTedia €ival OAIYAIMIKA, €vW) O€ TTEPITITWON EKTETANEVOU

OIKTUOU avOCTOPWTIKWY ayyeiwv TTpoeCdpxel N utrepaipia. (Sana et al,2023)

Eikéva: 2tV aKTIVOYpa@ia
BWpPaKog evOg BPEPOUG 3 UNVWV JE
de€lokapdia kal ATTap aTnV aApIoTEPH
KOIAiq, givai EUPAVAG n
kapdlopeyoAia  kal  n  aufnuévn
aludTwon Tou apioTeEPOU TTVEUOVA.

(https://radiopaedia.org/cases/pulmo

nary-atresia-with-ventricular-septal-

defect-and-situs-inversus-totalis)

a
l“‘n

HAekTpokapdioypdenua:

To nAekTpokapdioypdenua ocixvel tnv Oegid oTpo®ry TOU AGfova n oTroia
avayvwpidetal pe 10 BeTIKO émapua QRS oTig atraywyég I, [l ko aVF og ouvduaoud
ME apvnTIKO €mmappa QRS oTtnv ammaywyn |, Tnv uttepTpo@ia Tou degIoU KOATTOU Kal
NG 0€€Idg KoINiag TToU avayvwpifeTal Ye TNV TTAPOUCIia 0EUKOPUPWYV eTTapudtwy P
(Trveupovika P).

Ymrepnxokapdioypagia:

H utrepnyxokapdioypagia amoteAei Tnv péBodO ekAoyng yia Tnv SIdyvwaorn Kal Tov
eVIOTIONS emMPéPOUG avwuaNiwy. Mo ouykekpigéva amd  avatodikng amoyng
OTTEIKOVICETOI N OTPNTIKY TIVEUPOVIKN BaABida, n MPECOKOIAIOKN ETTIKOIVWVIA, N
MECOKOATTIKA ETTIKOIVWVIQ €AV OCUVUTTAPXEI KAl TA avaoTOUWTIKA ayyeia. Eival duvatév
va JETPNBEi N KAion TTieong diapéoou Twy BaABidwy, OTTwG Kal To KAACPa £6wONoNG.
21OV €mMPNKN G&ova TTapaoTePVIKA gival opaTtr) n aopTik PaABida n otroia eivai
OuvaTOVv va €QITTTTEUEl TNV PECOKOIAIOKY ETTIKOIVWViIa. To uTTEPOTEPVIKO TTapdBupo
MTTOPE va TTPOCPEPEl TTANPOPOPIEG OXETIKA HE TIG TIVEUMOVIKEG QPTNPIEG, TNV
BaTOTNTA TOUG KAI TNV ETTIKOIVWVIO TOUg, OTNV idla Afyn UTTOPEI va ATTEIKOVIOTEI O

BoTtaAAelog TTOPOG. TEAOG eivar duvatdv va QTTEIKOVIOTEI N QIYATIKA pory OTnv
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TIVEUHOVIKA) KuKAo@opia pe Tnv Borisia Tou Doppler color flow mapping. (Sana et

al,2023)

Kapdiakég kabeTnplacuog:

Eikova:

MapaoTepvikn
utTEpnXoKapdioypa®iki Aqwn Pakpou
dgova OUO BINOTACEWV OTnV OTToia
gival  eMQAvAG N HECOKOIAIGK
emkoivwvia(VSD) kal n €@itrmeuon
™G aopTAs (Ao) o€ autfiv. IVS
JeooKoIAlakd  didgpayua, RV degid
KoIAia, LV apiotepd Kolhia, LA

aploTEPOG KOATTOG. (Ganigara et al.,

H péBodog auTh eival Xpolun yia TNV €KTiNNoN TNG AINATWONG TNG TTVEUUOVIKAG

KUKAOQOpIag, TNV JETPNGN TwV AKPIBWY TTIECEWV TTOU avaTITUoOoOoVTal OTA KapdIakd

Olapepiopata Kai €18IKOTEPA EVTOG TNG BEEIAC KoIAiag. 10 ouykekpipéva PE TNV Xprion

NG peEBOdou autAg civar duvatdv va aTTEIKOVIOTEN PE aKpifela TO OIKTUO Twv

QVOOTOUWTIKWY AYYEIWY OTTWG KAl N AvATOMIA TwV TTVEUPOVIKWY apTnplwy. ETiTAéov

TTOU N UETPOUMEVN TTiEON €VTOG TWV OVACTOPWTIKWY ayyeiwv gival ueyaAutepn atmo

20-25mmHg T1OTE €ival UTTOPKTR N TIVEUPOVIKN UTTEPTAON. TEAOG O€ TIEPITITWON

MEPIKWG aTpnTIKAG TTvEUNOVIKAG BaABidag eival duvatdv va petpnBei n kAion Trieong

Agovikn Topoypagia Kapdia(CTA):
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Eikéova:  Ayyeioypagia  otnv
omoia  €ival  gupavég  €va
AVOOTOUWTIKO ayyeio TO OTToio
gival oTevwTIKG OTnV TTopeia Tou.
(Mainwaring, Patrick and Hanley,




H agovikiy Topoypagia kapdidg XPNnOoIUOTTOIEITAl yia TNV aKPIRA aTTEIKOVIoN Tng
QvaTOMiOG TNG TIVEUUOVIKAG KUKAOQOpPIOG n oTtroia odnyei oTnv amogacn yia
XEIPOUPYIKA QVTIMETWTTION. META TNV AgOVIKA TOPOypa@ia Kal TTPIV TO XEIPOUPYEIO
dlevepyeital 0 Kapdiakog kabetnpiaopudg. (Lin et al.,, 2012) AvtiBeta n payvntiki
Todoypagia Kapdiag dev eival n HEBODOG TTOU XPNOIKOTTOIEITAI YIQ TNV EKTIMNON TNG

avaTodiag TNG TTVEUHOVIKNG KukAogopiag. (Geva et al., 2002b)

Eikéva: Ztegpaviaia TOPr  QOVIKAG
Topoypagiag kapdidg OTnv  oTroid
QaiveTal n PECOKOINIAKA ETTIKOIVWVid
TNV otroia e@itrrevel n aoptr]. (Kulkarni
etal., 2014)

4.4.5.5 TpikoAtmn kapdid (Cor triatriatum)

EmidnuioAoyia:

H TpikoAtn kapdid r kapdid Pe TPEIG KOATTOUG OTTOTEAEI MIO OTTAVIA OUYYEVH
KapdiomdBela Tou apopd Alydtepo ammd 10 0,1% Twv Ouyyevwyv KapdIOTTaBEIWVY.
(Talner, 1998) H ovopaacia auTth XpnoldoTToindnke yia TTpwTn @opd 1o 1905 ammd Tov
Borst. (Borst, 1905) H emitrrwan eivai idia o dppeva kai BrjAea dropa. (Nassar and
Hamdan, 2011) H umepnxokapdioypa@ik ETTITWON QUTAG TNG Ouyyevoug
kapdiotrdbelag gival Trepitrou 1 avd 10.000. (Thakrar et al., 2007)

AvVaTOMIKA TrEPIYPAQPN:

FENESTRATED
MEMBRANE

4 LAA
Ewova: Amewovion tov cor triatriatum
sinister 6mov @aivetat To StPpaypLa TOV
yopilel Tov aplotepd KOATO G€ Gve Kal
Kbt tuqua. To depaypo @épet un
TEPOPIOTIKO TPNUA. XTO OV TUNHA
ekfédAlovv ot mvevpovikég  OAEPec.
Fenestrated membrane: Swppayuo pe
pripa, LAA: left atrial appendage, LA:
left atrium, AC: accessory chamber, MV:
mitral valve, LV: left ventricle, PV:
pulmonary veins, RA: right atrium, TV:
tricuspid valve , RV: right ventricle
(Mashadi, Narasimhan and Said, 2022)
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H TpikoATTn KapdI& TTPOKUTITEI ATTG TNV TTApoUdia evog SIOPPAYUATOS TTOU XWICEl
€iTe TOV O€CI6 KOATTO €iTe TOV APIOTEPO KOATTO € dUO dIAUEPICUOTA TTOU OVOUAZovTal
EMTTIAEOV KOATTOG KAl AANBrG KOATTOG, HPE QTTOTEAECUA va dnuioupyouvTal TPEIG
KOATTOI. To did@payua TTou OIXOTOUEI TOV EKAOCTOTE KOATTO €ival IVOPUUWOEG HE
opICOVTIO ) KABETO TTPOCAVATOANICHS Kal OXANA XwvioU A Taviag. ZuyxvoTtepa agopd
TOV 0pIoTEPO KOATTO Kal ovoudletal cor triatriatum sinister, o€ oTTaviOTEPES
TEPITITWOEIS aPopd Tov Oefi KOATTO Kal ovoupdletal cor triatriatum dexter. ZTnv
TTEPITITWON cor triatriatum sinister To avw TUAPA AvwBev Tou dIaPpayuaTog CUVOEETal
ME TIG TTVEUMOVIKEG QAEBEC €V TO KATW TUAMA TTPOCQUETAI OE MIA ETTEKTACT TNG
QapIOTEPAG KOIAIAG he atToTéEAETUA va TTapeUTTOdICETAI N Kivnon aipaTog dIapéoou TG
KOATTOKOIAIOKAG pITPoEIdoUs BaABidag. (Niwayama, 1960) Katd cuvéTeia n aipaTIKN
por] atmd TIG TIVEUMOVIKEG QAEBEC TTPOG TNV aploTePd KolAia TTapeuTTrodileTal o€ dUo
ETTITTEDQ, OTO ETTITTEDO TOU OIAPPAYUATOC KAl OTO ETTITTEQO TTOU TO QiUO EICEPXETA
oTnv apioTepd KolAia. H tagivéunon autiAg Tng auyyevoug kapdiotrddeiag BaaileTal
oTov apiBud Kal To PEYEBOG TWV ETTIKOIVWVIWY TTOU UTTAPYXOUV OTNV IVOUUWON
MEPBPAvN. ZTnv Katnyopia | dev UTTAPXEl ETTIKOIVWVIA PHETAEU TwV dUO DIAPEPIOUATWY
TOU KOATTOU HE ATTOTEAEOUA O ETTITTAEOV KOATTOG VO evWVETAl PE TNV OITTAa KOATTO A va
eKBAAAEl 0€ QUTOV KATTOIO AyYEio OTTWG MIA TTVEUMOVIKI] QAEBA o€ TTEPITITWON Ccor
triatriatum sinister, otnv karnyopia Il BpiokeTal pia | HIKPOG APIBPOS ETTIKOIVWVIWY
METOEU Twv OUO JIAPEPICPATWY TOU KOATTOU Kal TéAog, oTtnv katnyopia Il Ta &d0o
OIAUEPIOUATO ETTIKOIVWVOUV HE HIa PeYAAn emmikovwvia petagl Toug. (Loeffler, 1949)
To cor triatriatum dexter dnuioupyeital Adyw TTapapovAig TG 6€€Id¢ BaABidag Tou
PAELWOOUG KOATTOU Kail £€T01 oXnMaTiCeTal TO dIA@PayHa TTou Xwpiel Tov 0e€Id KOATTO
o€ dU0 dlapepioPaTa, TO Avw TTOU BEXETAI TO aipa atrd TIG KOIAEG PAEBESG Kal TO KATW
TToU BpiokeTal o€ ema@r Pe TNV TpIYAwxiva BaABidag kai Tnv Se§Id TTPOEKTAON TNG
0e€1aG KolAiag. & TTooooTO 50% o1 dUO POPPES TNG TPIKOATING Kapdidg ouvdudlovTal
ME OUYYEVEIG aVWHPOAIEG OTTWG N JECOKOATTIKA ETTIKOIVWVIA, N AVWHUAAN TTVEUUOVIKH
QAEBIKA emoTpOPn, N diTrTUXN aopTIK PBaABida, n PECOKOIAIOKN ETTIKOIVWYVIA, TO
KOIVO KOATTOKOIAIGKO KaVAAI, N oTévwaon Tou 1I00poU TnG aopThg, N SITAEE0d0G Oe€id
KolAia, n TeTpaloyia Fallot, kai n peTdBeon Twv peydAwyv ayyeiwv. (Jha and Makhija,
2017; Nassar and Hamdan, 2011; Griffith, 1903; Anderson, 1992; Richardson et al.,
1981; Jennings and Innes, 1977; Aliyu and Ibrahim, 2018; Geggel et al., 1987,
Vaideeswar et al., 2008; Ito et al., 2001; Imatsu, Pikir and Nugraha, 2021)
MaBoguaoioloyia:

2TnVv TTEPITTTWON TOu cor triatriatum sinister n TPdo@uUoN Tou KATW TUAMATOG TOU
OlIaPPAYMOTOG OTNV E€TTEKTOCN TNG APIOTEPAG KOINOG €xel WG atroTéAeoua va

TTapeuTTodiCeTal O€ TTOIKIAO BaBud N aiuaTikr Por TTPOG TNV apIoTEPE KolAia avdaAoya
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KAl PE TO €AV TO OIGPPAYHA €ival TTEPIOPIOTIKO KABWG OTO Avw TURUA eKBAAAouV ol
TIVEUUOVIKEG QAEREG. QOTOOO UTTApYEl TTIBavOTNTA va PNV eKBAAAEl TO OUVOAO TWV
TIVEUMOVIKWY QAEBWYV OTO Gvw TUANA TOU apIoTEPOU KOATTOU HE QTTOTEAECUO VA PNV
gival 1600 éviova Ta aTTOPPOKTIKG @aivépeva. Mevikd OPwg To cor triatriatum sinister
QTTOTEAEI IO HOPPA ATTOPPALNG TNG APIOTEPAG KUKAOQOPIOG KOl KOT €TTEKTACN
ekOnAwvovTal N CUPTITWPATOAoyia TIveupdovikAg utréptaong. O ouvbuaoudg Twv
TapaATTAvVW YeEYOVOTWY Onuioupyei kKAion Trieong Olapécou Tou dIaPPAYHOTOS HE
aTTOTEAECHA VA auédvovTal ol TTIECEIG OTNV TTVEUROVIKA KUKAOQOpIa Kal oTadiakd va
eykaBioTartal TTVEUPOVIKR utrépTacn. AvTiBeTa oTnv TTEPITITWON Tou cor triatriatum
dexter eivar duvatdv va TIpokANnBei utrommAacia Tng 0€€1AG¢ KoOIAiag Adyw Tng
TTapeUTTOdIONG TNG 0£gIAC KUKAOQOpIag Katd Tnv eUPpuUIKN TTEPiIodO.

MeveTikA aiTioAoyia:

H apiotepry TpikOATIN Kapdid ePPPUOAOYIKA TTPOKUTITEI QTTO TnVv aTtroTuxia
aTTOPPOYPNONG TNG KOIVAG TTVEUMOVIKNAG GAERAC N oTToia UTTO PUGCIOAOYIKEC GUVONKES
atroppo@dral oTov apioTeEPO KOATTO. To yeyovog autd odnyei otnv dnuioupyia Tou
IaPPAYHOTOG TO OTToi0 Xwpilsl Tov aploTepd KOATTO o€ dUo diapepioyata. MeExpl
OTIYUAG Ogv €XOUV aveUPEDED YEVETIKOI TTOPAYOVTEG TTOU VA OXETICOVTAI PE QUTA TNV
ouyyevh kapdiotrddela. (Ather, Meredith and Siddiqui, 2023) H &e€1& TpikOATTN KapdId
oxnuatiCetar kard Tnv dIdpkela TG €PBpuoyéveong KaBwg ouvTthkovTal n degid
ETTEKTOON TOU QAEBWOOUG KOATTOU pE TOV Ol KOATTO pe atroTéAecpua n BaABida Tou
QAefwdoug KOATTOU va  dlaxwpifel Tov Oegi KOATTO o¢ OUO  dlauepiopata
oxnuartiovtag 1o Oiktuo Chiari, To oTT0i0 UTTO QUOIOAOYIKEG OUVBRKEG OTOdIOKA
UTTOOTPEQPEI Kal avTikaBioTaTal dvwBev atrd Tnv crista terminalis kal TNV guoTaxiavi
BaABida TnNG KATW KoiANG GAERAG, KATWOEeV atd Tnv BaABida Tou oTeQavIaiou KOATTOU.
(Hansing, Young and Rowe, 1972) MeTtaAAGEeig oto yovidio HYAL2 trou BpiokeTal
OTO Xpwpoowpa 3p21.31 kal KwOIKOTTOIEi TNV uaAoupoviddon 2 OXeTiCeTal ME
aploTePr) TPIKOATTN Kapdid Kal oxioTia utrepwag/xelNéwv. (Muggenthaler et al., 2017)
QoT1600 Oev UTTAPXOUV YVWOTEG YVEVETIKEG UETOAAAEEIG TTOU va OXeTiCovTal PE TNV
OUYKEKpPIPEVN ouyyevh kapdiotradeia. ((Ather et al, 2022)

KAIvikA eikéva:

H kAiviki eikdéva TngG TPIKOATING apIioTeEPRG KapdIdg TTOIKIANEl avaloya pe Tnv
Katnyopia otnv otroia avikel. Mo ouykekpiyéva otnv karnyopia Il givar duvartdv va
NV uTTdpxouv KaBOAOU CUUTITWHATA OTNV  VEOYVIKA Kal TTaidIKy nAIKia  pe
atmmotéAeopa n didyvwaon va TiBetal atnv evhAikn wr] 6TavV ETTACRECTWVETAI TO GTOMIO
TTou evwvel Ta OUO0 diapepiopata. To yeyovdg autd odnyei oTnv  ekdRAwaon
ATTOPPAENG METALU Twv OUO KOATTWV WOTE va dnuioupyeital kKAion Trieong pe

OUMPTITWHATOAoyia TTou opoldlel Pe TNV OTEVWON ThG MITPOEIdoUs PaABidag OTTwg
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duoTIvola OTNV TTPOCTTABEIR, 0PBATTVOIA, TTVEUNOVIKO Oidnua Kal algotrtuon. (Slight
et al., 2005; Davlouros et al., 2011; Bai et al., 2010) AvTiBeta otnv Katnyopia | kai Il
TTOPOUCIACOVTAl CUMTITWHOTA KATA TNV VEOYVIKA Kal TTaidIKf nAIKia Kabwg n
ETTIKOIVWVIA ] 01 ETTIKOIVWVIEG €ival TTEPIOPICTIKOU TUTTOU KAl eV ETTAPKOUV YIO TNV
eCiowon NG Tieong PETOEU Twv OUO TUNUATWY HE ATTOTEAEOUA VO dnuioupyeiTal
dlapopd TTieong Kal N TTVEUROVIKA KUKAOQOpPIa va KOTAKPATA aiya Pe aTToTEAEGUA va
eykaBioTatal Tveupoviky utréptacn. (Yozgat et al., 2020) To yeyovog autd
onuioupyei duoTTvola aTo veoyvo 1) To TTaidi TTou QEPEI TNV ouyyevh KapdloTrdleia ,ue
OTTOTEAECHA OCO0 PIKPOTEPN VA €ival N ETTIKOIVWVIG TOOO vWwpITEPA va eupavifovTal Ta
CUMUTITWHATA Kal TOoO PeyaAUuTepn va eival n Baputnta autwyv. (Humpl et al., 2010)
ANa cupTTwPaTta TTEPIAAPBAvVoUY aiocbnua TTaAYwWwyY OE TTEPITITWON eykaTdoTacng
appubuiwy, oTaciuéTNTa avAaTTugnG, €TTeIcOdIa TTPOCWPIVOU ATTOKOPECHOU  TNG
ouaigooaipivng amd 1o ofuyovo, Taxukapdia Adyw xaunAng Kapdiakng TTapoxng,
OUXVEG TIVEUHOVIEG, BAXA, CUPIYUOG, O€ TTEPITITWON TIVEUPOVIKAG UTTépTaong. To cor
triatriatum dexter eKdNAWVETAI e TTAOPOUOIO CUUTITWHOTA TG avwpaAiog Ebstein kai
eTTONEVWG N dlapopodidyvwon Pe Bdon Tnv KAIVIKA €ikdva gival dUoKoAn. (Nassar
and Hamdan, 2011) 1o cor triatriatum dexter n KAIVIKA €IkOva TTOIKIAAEI avAAoya pe
Tov aplBud kol 1O MéyeBog Twv TpNUATwy Tou dla@PAYPATOog atmd  aTroudia
CUPTITWHATWY  €WG  CUUTITWHOTA  OTéVWoNG TNG  TPIYAWXIVOG PBaABidag.  2Tig
EMMTTAOKEG TNG TPIKOATTNG apIoTEPNG KAl OECIAG KapdIAg TTepIAAPBAVOVTAl O KOATTIKEG
appubpieg Adyw didtaong Tou KOATTOU TToU Qépel To did@payud, To KapOIOYEVEG OOK
Kal Ta BpouBocuBoAikd eTTelIcddia AOyw KOATTIKAG Mapuapuyns. (Spengos, Gialafos
and Vassilopoulou, 2008) (Leén et al., 2018) (Vayngortin, Rosenfeld and Mansour,
2019) H 0e€1d kapdlakn QveTTAPKEIQ OTTOTEAEI TNV TEAIKN ETITTAOKN TOCO TOU COf
triatriatum  sinister 600 kal Tou cor triatriatum dexter kai TTEPIAAUBAVE
NTTOTOOTTANVOUEYAAia, QOKiTn, OIOTETAUEVEG OQAYITIOEG QAEBEG Kl  TTEPIPEPIKG
oidriuara. O1 appuBuieg TToU TTapouciddovTal €ival O KOATTIKOG TITEPUYIOUOG, N
KOATTIKI] Taxukapdia Kai KOATTIKA papuapuyn. (Ather et al,2022) (Yozgat et al., 2020;
Okada et al., 2021)

AlayvwoTiKA TTpOocéyyion:

duoikn e&éTaon:

Katd tnv didpkeia TG akpdéaong TG kKapdidg aocBevolug e cor triatriatum sinister
gival akouoTd SI00TOAIKO QUONPa  Tou OTToiou N évracn augdvetal 600 OTEVOTEPN
gival n emKoivwvia pPeETaEu Twv OUo  diauepiopaTwy. E@doov  eykataoTadei
TIVEUMOVIKA UTTéPTOON TOTE O deUTEPOG KAPDIOKAS TOVOG gival eviovoTeEPOg Adyw TNG
augnong Tng €viaong Tng TTVEUMOVIKAG ouvioTwoog. (Nassar and Hamdan, 2011)

2TNV aKkpOaon TwV TTVEUPOVWY gival duvaTtdv va atTokaAu@Bouyv TpifovTeg oTIG BATEIG
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QU@OTEPOTTAEUPA  AOyw e€ayyeiwong uypoU OTOUG TIVEUUOVEG KAl TTAEUPITIKA
ouMNoyn pe dlidpwua Adyw kapdiakng aveTrdpkelag. (Ather et al,2022)
HAekTpokapdioypdenua:

To nAekTpokapdloypapnua o€ TTEPITITWON cor triatriatum sinister gival @UOIOAOYIKO,
woTdO0 OTAV EYKATAOTABEN TTVEUHOVIKY UTTEPTACT) TOTE DIQTTICTWVETAI UTTEPTPOYIA TNG
0e€Id¢ Kolhiag, &6e€id oTpopry Tou Gfova o€ ouvduaoud pe TPOTUTTO S1Q3.
EmmpdoBeta o€ TrepITTWON €yKATAOTOONG appubuiwv TOTE €ival OOKIJO  va
mpaypaTtoTroinBei 24wpo  Holter puBuol yia Tnv diamioTwon TNG  KOATTIKAG
Mapuapuyng 1 KoAmKAG Taxukapdiag. (Nassar and Hamdan, 2011; Narayanapillai,
2016) (Ather et al 2022)

N-EEELE

l
) O O 1 Bpépovg 4 unvev pe cor triatriatum
-] ! dexter oto omoio eivor epeavig m
S AR | vreptpopio Tov 6el00 KOATOL pe TNV

| 2 X 1 \ B E oS !
N A A \r—vv\[/—v'r\/—vv\;rfw\/—w\r—vw Ewovo: Hhiektpokapdoypdonuo &vog
]
|
i

A TOPOVGIN TOV VYNADY TVELUOVIK®DV P.
F s L r oLt (Barrea et al., 2009)
; ,

AkTIvOoypagia Owpakog:

21NV aKTIvoypagia Bwpakog gival opaTth N cup@opnon TwV TIVEUPOVIKWY TTESIWV HE
opaTéG ypaupés Kerley B-lines Adyw Trveupovikng utéptaong. Tautdypova
artrouciadel n dIATaon TNG APIOTEPAG KOIAIAG N OTToid CUVAVTATAlI OTNV TTEPITITWON
oTévwong Tng MITpoEidoug BaABidag o€ TrepiTTTwon cor triatriatum - sinister.
(Narayanapillai, 2016) g TepITTTWON €YKATAOTAONG TIVEUMOVIKOU OISNMATOG
Tapartnpeital n eikéva ground-glass. Ta Tveupovikd ayyeia TTpoBAAAOUV Kal PTTOPET
va TapatnenBsi  kapdlopeyaAia o€ TepITITwon  eykaTdoTaong  KapdIaKAG
avetrdpkelag. (Ather et al,2022) O1 diaoTdoelig Tou KOATTOU TTou QEPEl TO dlaPpayua

QTTEIKOVICETOI DIEUPUOUEVOG.
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Ewéva: Axtwvoypagio Omdpaxog evog
Bpépovg 2 unvav pe cor triatriatum
sinistrum otv omoio. amewovileTor M
QLENUEVT ALUATMON TOV TVELUOVAOV KoL
N vreptpopia g de&iac kotkiac. (Sabri
etal., 2021)

Y1repnxokapdioypagia:

H umrepnyokapdioypagia atroteAei Tnv péBodo ekAoyng yia Tnv OIdyvwon Tng
TPIKOATING  KOPdIAG KOBWS Kal Twv OCuvodWwv AVWHOAIWY TIOU  UTTOpEi  va
ouvuTTdpxouv. io CuykeKpIyéva aTnv ARWn Twv TEOOAPWY KAPOIAKWY KOIAOTHATWYV
atreikovietal 1o AeTTo did@payua TTou dixoTouei Tov KOATTO ot dUo dlauepiouara.
(Slight, Nzewi and Mankad, 2004) ETTitTpdo0sTa UTTOPEI VO ATTEIKOVIOTOUV TA TPAMATA
TTOU UTTAPYXOUV OTNV ETTIQAVEIQ TOU BIAPPAYHOTOG, va UTTOAOYIOTEl TO PéEyeBOS TG
ETMKOIVWVIAG METOEU TwWV OIOUEPIOPATWY KAl VO QTTEIKOVIOTEI N ETMEKTAON TNG
apIoTEPAG KOINIAG o€ TTEPITITWON cor triatriatum sinister n otroia diaPopodIayIyVWOKEI
QUTA TNV ouyyevh KapdioTrdBeia atmd TV oTévwaon TNG UITPoeIdousg BaABidag pe Tnv
Hopory uttepBaABidikou dakTuliou. ETmmTpdoBeta oTnv oTévwon Tng MITPOEIdOUG
BaABidag Traparnpeital Kivnon Tou aipatog SIapécou autig HOvo KaTd TNV @Aon Tng
0100TOAAG, avtiBeta TO aipa diatrepvd 10 did@payuya 1600 KAt TNV QAon NG
8100TOAAG 600 Kal TNG CUCTOAAG. ZTNV Afyn Katd Tov yakpu dgova 1o dvw TUAUa Tou
dlappaypaTog gival TTAOPAAANAO OTO AOPTIKO TOIXWHA EVW TO KATW PEPOG EVWVETAI
OTO OTioBIo Toiwua TnG KoIANiog oxXnuatifoviag MIa TTPOEKTACN TOOO OTnV
TTEPITITWON TOU cor triatriatum sinister 600 KAl OTNV TTEPITITWON TOU cor triatriatum
dexter, oTnv apioTepd Kal Tnv OeCIG KolAia avtioToixa. Ocwpeital amTapaitnTo va
QTTEIKOVIOTEI N €KQUOTN TWV TIVEUPOVIKWV QAERWY WOTE va dIaTMOTWOEI apevog eav
OUVUTTAPXEl GVWHAAN £KQUOT TWV TIVEUHOVIKWY QAEBWV Kal apeTépou eAv ekpUovTal
atro 10 Avw A KATW TPAPA Tou dlagpadypaTtog. To spectral Doppler gival Xprioipgo otnv
METPNON TNG TaxUTNTAG TOU aipaTog diauéocou Tou diagpdyuartog, n TaxutnTa 2 m/s
onpartodoTtei TNV UTTapgn coBaprng TTapeUTTOdIoNG TNG PONG, KABwG Kal TG KAIoNg
Tieong Tou  dnuioupyeital ota dUo  dlauepiopara Adyw Tng UTTOPENG  Tou

OlaPPAYMOTOG. Z€ UTToWia €yKOTAOTAONG TIVEUMOVIKNG UTTEPTOONG MTTOPEI  va
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METPNBOUV Kal Ol TTIECEIG TTOU avaTITUCOOVTAl OTNV TIVEUUOVIKA apTnpia. (Jacobs et
al., 2006) H atreikdvion Twv EMITTAEOV CUYYEVWV QVWHAAIWY TTOU TTpoava@épinkav
OTTWG TNG MECOKOIANIOKNG  ETTIKOIVWVIOG, TNG HECOKOATTIKAG  ETTIKOIVWVIAG, TNG
TeTpaloyiag Fallot TTpooc@épel onPAvTIKEG TTANPOYOPIEG OTOV TTPOYPAUMATIONS TNG
XEIPOUPYIKAG avTINETWTTIONG. AfloonueiwTo €ival OTI O OPKETEG TTEPITITWOEIC N
ouyyevng auth kapdlotmdBeia atroTeAei Tuxaio eupnua. (Nassar and Hamdan, 2011;
Narayanapillai, 2016; Ostman-Smith et al., 1984) (Ather et al,2022) (Wolf, 1986;
Alboliras et al., 1987; Einav, Perk and Kronzon, 2008; Fesslova et al., 2012; Gould et
al., 2019; Kumar et al., 2016)

sinister.

Ewova: Yrepnyoxopdoypapikn
amewovion oe 15ypovn €onmpn,
TOPACTEPVIKY  ANYN  KOTO  TOV
pokpy GEova oty omolo @aivetal
pe to PBéhog to ddepaypo wov
yopiler Tov oplotepd KOATO o€
V0 TUAUOTO HE OmOTEAECLO VO
tifgTan  Subryvewon cor triatriatum

LEGOKOIMOKT| ETIKOWVOVIOL.
(Kehrl, Dagen and Becker, 2015)

MayvnTikij ka1 Aoviki Topoypagia kapdidg:

O1 péBodol autoi ptmopouv va Béoouv pe akpifeia Tnv diIAyvwaon TNG TPIKOATTNG
Kapdidg kabuwg eival duvaTlOv va aTTelkovioBei pe peyaAn Aemrtopépeia 1o did@payua
KaBw¢ Ta TPAMATO TTOU QUTO QEPEl KAl TO KATA TTO0O gival TTEPIOPICTIKOU TUTTOU.
EmmpbdoBeta otnv cine-MRI gival duvaTdv va arreikovioBei n Tupfwdng aiaTikh por
OId Twv TPNPATWY TOU SIaPPAYUATOG GE avTIDIAOTOAR WE TNV QUOCIOAOYIKA QINATIKA
por. EmimmAéov ameikovifeTal n OXeTIKA Béon Tou SloQPAYUATOG O OXEONn WE TNV
£KQUOTN TWV TTVEUPOVIKWY QAEBWYV. H Kapdiakr Asitoupyia Kal To p€yeB0g Twv KOINIWV
MTTOPEl va ekTINNBEl pe akpifeia. TENOG atTeikovidovTal e AETTTOPEPEIN O ETTINEPOUG
avwuaAieg TTou givar duvatdv va ocuvuttapyouv. (Gahide, Barde and Francis-Sicre,
2009; Sakamoto et al., 1994; Nassar and Hamdan, 2011; Elagha, Fuisz and
Weissman, 2012)
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Ewova: Cine MRI, iqyn tov
TECOGPOV KOPOLOKDY KOIAOTATOV oTNnV
omoio. @aivetal TO OAEPAYHO  TOV
xopilel tov aprotepd koATo. (Rajiah et
al., 2019)

Kapdiakog KabeTnplaouog:

O kapdlakdg kabeTnpiaoudg Xpnolpotroieitar atmdvia Adyw Tng avamrtuéng tng
uTTEPN)XOKaPdIoYypaPiag, woTdoo JIaBETEl £va TTAEOVEKTNUA € OXEON ME TIC AAAEC
MEBOBOUG KaBWG PTTOPEl va uTToAoyicel Pe akpiBeia TIG TTIECEIG TTOU AvaTTTUCCOVTAI
oTa KapdIoKA dlapepioUaTA KAl OTAV TIVEUPOVIKA KUKAo@opia. Me tnv puébodo auth
OIATTIOTWVETAI N KAioN TTiEONG eviOg TOU KOATTOU TTOU TTEPIEXEI TO DIGPPAYHA, N KAion
Tieong METALU TOu AVW TUAMOTOG TOu KOATTOU Kal TRG TTEONG €VOPAVWONG TwV
TPIXOEIBWY, N QUOIOAOYIKH TEAODIAOTOAIKA TTiEON TWV KOINIWV KAl O€ TTEPITTITWON
EYKATAOTAONG TIVEUPOVIKAG  UTTEPTaONG  OIOTTIOTWVETAI  QUgNon TnG  TTEoNG
EVOQRVWONG oTnV TIVEUUOVIKN aptnpeia. TéAog eivalr duvatdv pe tnv Porbegia Tou
KaBeTApa va KaTaAuBoUv o1 appubpieg TTou TTPOKUTITOUV AGyw dIdTaoNG TOU KOATTOU.
(Reese, 2004; Nassar and Hamdan, 2011) (Yamada et al., 2009; Dillman, Yarram
and Hernandez, 2009; Abdel Razek et al., 2019)

4.5 AIANQITIKH NMPOZEITIZH XYITTENQN KAPAIOMAGEIQN ZE MAIAIA:

H kAivikip didyvwon Twv ouyyevwyv Kapdiotrabeiwv Baoifetar otnv XpAon Tng
TTaAUIKAG Oo&uuEeTpiag n otroia TAéov €xel kaBiepwBei yia TNV péTpnon TOU
01adePUIKOU KOPETHOU TNG 0EUAINOCPAIPIVNG TOU AiJOTOG O€ AV Kal KATW GKPO UE
TTaAUIKO OEUPETPO O€ OAa Ta veoyva TIpIv Tnv £€E000 TOoug ammd TO Palgutrpio. H
MEBOBOG auTr) pTTopEl WOTOCO va dlIayVWOEl TIG KUAVWTIKEG OUYYEVEIG KapdIOTTABEIEG
aAAG OXI TIG OKUAVWTIKEG. ATTOTEAOUV pia PéBOdO screening WOTE va EVTOTTIOTOUV Ol

OOUUTITWHATIKEG HOPPEG.
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Child in well-baby nursery > 24 hours of age or
shortly before discharge if < 24 hours of age

v

— or foot

< 90% in right hand

90%-<95% in right
hand and foot or >3%
difference between right
hand and foot

> 95% in right hand or

foot and <3% differ- |—

ence between right
hand and foot

Repeat screen

in 1 hour
;, W e

- or foot

< 90% in right hand

90%-<95% in right
hand and foot or >3%
difference between right
hand and foot

> 95% in right hand or

foot and <3% differ- | |

ence between right
hand and foot

v

Repeat screen

Ewova: ITapovsioon
alyopiBpov yprong madpiKng
o&vpetplag oty didyveon Tov
KLUOVOTIKOV GUYYEVOV
kapdomadewdv. (Kemper et al.,

i— in 1 hour ﬁ
v 2011)

< 90% in right hand
— or foot

90%-<95% in right
hand and foot or >3%
difference between right
hand and foot

> 95% in right hand or

foot and <3% differ- |—

ence between right
hand and foot

EmmmAéov xpnolyoTrolsital N QuOIKA €§€Taon PeE TV XPAON TNG ETTICKOTTNONG, TNG
aKpoaong Kal TnG WwnAdenong. Alevepyeital epyaoTnpIakoG EAeyX0G WE TNV ANRwn
aepiou aipatog kal €CETACEWV aiPaTtog KABWG Kal NAEKTPOKAPDIOYPAPAMUATOG.
ATTEIKOVIOTIKA XPNOIKOTIOIEITAI N AKTIVOYPOQia BWPaKog, N UTTEPNXOKaPdIoypagia Kai
n payvnTmik/ aovik Topoypagia kapdidg. E@déoov kpiBei ammapaitnto dievepyeiTtal
KapdIaKOG KABETNPIAOUOS yia TNV atmroOKTNon TTANPOPOPIWY Ol OTToieg dev UTTOPOUV
va a1rokTnBouv pe TIG AAAeG peBOdoug. H onuavtikp TTpdodog Twv CUYXPOVWV
TEXVIKWV OIAYvWwOoNg €iTE TTPOKEITAI YIO OTTEIKOVIOTIKY  €iTE yIa YEVETIKA PEBOSO EXEl
KAavel €QIKT TNV €ykaipn Oiayvwon Adn amd tnv €uPpulkr) nAikia. Kabe traidi pe
ouyyevry kapdlommadela  €pooov  dlayvwaoTouv Ta  OKPIRr)  XAPAKTNPIOTIKA TG
KapdlotraBelag Tou @épel atmd Tov €EEIBIKEUPEVO KAIVIKO 10TpO Ba TTpétmel va
TTOPATTEPTIETAI VIO TTEPAITEPW EAEYXO OTOUG YEVETIOTEG WWOTE VA DIATTIOTWOEI €AV auTh
N MeiCwv avwpaAia ival pePovwpévn i gival YEVETIKAG aiTioAoyiag oTroTe UTTdp)Xouv
ouvodéG eAdoooveg N peifoveg avWHOANEG WG  CUPTITWHATA  €vOG  KOAWG
XOPAKTNPIOKEVOU YEVETIKOU GUVOPOUOU ] OTO TTAQICIO ONPEIOKWY PETAANGEEWY evog
1 TTEPICOOTEPWYV YOVIDIWV.
H mmpoaéyyion evég Tétoiou TTaidiol aTTaITEd:
1. AMuyn AemmTopePOUG ATOUIKOU KaI OIKOYEVEIOKOU I0TOPIKOU OTTWG TO I0TOPIKO
TTOAOTTAWY  aTTOBOAWY, TO OAlyoudpduvio , TO TTOAUUSPAVIO, N I10XIOKA
TTPoBOAA, n TTpoxwpnuévn nAIKia PNTéPag, n  evOOPNTPIO  UTTOAEITTOMEVN

avdatTuén, n emraxuvon f kabuoTtépnon auénong META Tn yévvnon, xpovia
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VOOHUOTA £YKUOU OTTWG 0 0OKXapwWdNG dIarTng KUnong, TTaBoAoyIk& suprjuara
O¢ TTPOYEVVNTIKO €AEYXO, UTTOYOVINOTNTA, BdvaTtog dAAwv traidiwy, Bdvartog
MEAWV olkoyévelag o€ veapr) nAIKia. ETITTAéOvV KPIiveETal OKOTTIMN N KOTOOKEUN
yeveahoyikoU dEvOpOU yia Thv KaTaypagn TOAvAG €TAVENQAVIONG KATTOIOG
ouyyevoug KapdloTrdlsiag oTta MEAN Kol KAT ETMEKTOON TNV TTPOOTIABsIa
EKTIUNONG TOu KIVOUVOU ETTAVEUPAVIONG KOl TOU TTPOTUTTOU KANPOovounong.
(Chaix, Andelfinger and Khairy, 2016; Hinton, 2008)

. AeTrTOpEPA KOTA OucTAPATA QUOIKN €€€Taon yia avalntnon peifovwy Kal
eNdooovwy  ouyyevwv  avwuaAhiwy. Or  TToAaTTAéG  eAdoOOvVEG  OUYYEVEIG
avwiuaAieg(>3) ouvrBwg ouvdualovTal Pe UEICOVEG CUYYEVEIC avWHAAiES OTTWG
ouyyeveic kapdlomdbeiec. ETrTAéov, eival atmmapaitntn n €KTiunon TNG vonTiKNAG
Aerroupyiag kal wuxokivnTIKAG €€EANIENG Tou TTaudloU. Zuyxvda To idI0  YEVETIKO
voonua 1 ouvOpouo MTTOPEI va dIaPEPEI WG TTPOG TA XOAPAKTNPIOTIKA TTOU
TTpokaAei atrd droyo o€ dAtopo AOyw XapnAnig OieloduTikOTNTAG, TTOIKIANG
EKQPAOTIKOTATOG 1 OTnV £midpacn TPOTTOTTOINTIKWY YOVISiWV 1 Kal aKOud
ETTIVEVETIKWY TTAPAYOVTWY, HETAEU PeEAWV TNG idIag oikoyévelag. a Tov okotrd
autd  KPIiveTal OKOTTIUN N MEAETN  QWTOYPOPIWY TWV CUYYEVWYV TIOU
mOlavoAoyeital 6T pépel To ouvdpouo. Ooov apopd TNV YEVETIKI EKTIMNCN TOU
artopou Ba TTPETTEl va KaTtaypagoUv OAa Ta QAIVOTUTTIKA XOPOKTNPIOTIKA TTOU
TTAOPEKKAIVOUV aTTO TO QUOIOAOYIKO Kal TIG QUOIOAOYIKEG TTAPAAAQYEG €V
Tautdxpova Ba TIPETTEl va  eKTIUnBouv amd opdda  1aTpwV  TTOAAGTTAWY
EIDIKOTATWY yIa TNV SIATTIOTWON TUXOV QVWHOAIWY € TTOIKIAG Opyava OTTwG ol
o@BaAuoi, o1 veppoi , OkeAeTOG kai Aoird. (Pierpont et al., 2007; Chaix,
Andelfinger and Khairy, 2016)

E@boov cuAAexBouv ol TTapamdvw TTANPo@opieg TOTE O KAIVIKOG YEVETIOTAG Ba

TTapayyeilel Tov KatdAANAo gpyacTtnpiakd €Aeyxo vyia Tnv dIAyvwaon TOU YEVETIKOU

VOOTUaTOG avaAoya e TNV KAIVIKA uttoyia TTou €xel TeBei ye Bdaon Tnv avwrépa

diadikaoia. (Grosse and Khoury, 2006) O1 Bacikég dIayVWOTIKEG YEVETIKEG PEBODOI

TTOU XPNOIPOTTOIOUVTAI €ival O AKOAOUBEG:

1. ZYMBATIKOZ KAPYOTYINOZ

O oupBatkég PETAPOOIKOG KAPUOTUTTOG XPENOIUOTIOIEITAI YIO TNV aviXveuon

QVEUTTAOEISIV/OPIBUNTIKWY QVWHOAIWY, SOUIKWY aQVWHAAIWY PE XapnAR avaAuon 5

peyaBdoelg. ZTnv didyvwon TwWV CUYYEVWY KApdIoTTaBEIWY XPNOILOTIOIEITAl VIO TNV

O1dyvwaon cuvdpouwy OTTWG N TpiIcwuia 21, TpiIowuia 18, TpiIowyia, 21, povoowyia X

[336]




GAAa Kkal yia TNV diIdyvwon SOPIKWY avWHOAIWY OTTwG N avaipia Fanconi kar GAAa.
(Chaix, Andelfinger and Khairy, 2016)

2. MOPIAKOZ KAPYOTYNOZX (A- CGH R ARRAY-COMPARATIVE GENOMIC
HYBRIDIZATION
O pOpPIaKOG  KOPUOTUTTOG  XPNOIUOTTOIEL  OAIlYOVOUKAEOTIOIKOUG  QVIXVEUTEG

EKTUTTWHEVOUG O€ YudAiva slides pe oTdx0 TOov avTaywvioTikG uBpidioud Twv
VOUKAEIKWY 0wV PeE uywnAr avaAuon ce oxEon ME TNV KAQOIKA KUTTGPOYEVETIKN
(oupBaTikdG KapuOTUTTOG). AVOAUETal TO YovIOIwWHA KAl CUYKPIVETAI WE Ta controls
MEOW UTTOAOYIOTIKWY OUCTNPATWY, OTTOTE TIPOTIMATAI O€ TIEPITITWOEIG KAIVIKAG
au@IBoAiag oe avtiBeon pe TRV HEBOSO FISH n otroia dpa OTOXEUUEVA KAl ETTOMEVWG
yla va xpnoigotroin®ei atraiteital KAIvikip uttogia. H péBodog TOu GCUyKpPITIKOU
YEVWHIKOU UBPIBIOHOU €Xel Yivel €E£TAON POUTIVOG yIa TNV aviXVveuon TTapaAAaywyv
apiBuou avtiypdewv( Copy Number Variants-CNVs) o€ aoBeveig ue Ouyyeveig
KapdiotrdBeleg. O1 TTapaAlayég apiBuol  avTiypd@wy  atToTeAolv  eAAgipaTa i
OITTAACIAOHOUG XPWHUOCWHIKOU UAIKOU HE ATTOTEAECHA va PNV UTTAPXEl aAAayr oTnv
aAAnAouyia Tou DNA aAAd oTov apiBud Twv avtiypdowy piag mreploxig. Mtropei va
QVIXVEUOEl  UTTOMIKPOOKOTTIKEG  (MIKPOTTOAAATTAQCIAOUOI,  MIKPOEAAEIWEIG) N
1I00{uyIoUEVEG avadlaTALEIC OTA XPWHOCWHATA PE PEyeBog ammd pia KINoBAon €wg
MeyaBaoeig A aplBunTIKEG avwpualieg (aveuttAoeldieg) 3 v UTTapén OnNUAvTIKOU
TTO000TOU PWOAIKIOYOU 1 YETOBEOEIG KAl AvOOTPOPEG MOVO OTNV TTEPITITWON TTOU
OUVUTTAPXEl ATTWAEIO  YEVETIKOU UAIKOU. ETTopévwg Oev WTTOpEi va  avixveUuoeEl
I00CUYIOUEVEG PETOBETEIG KOl AVAOTPOWPEG 1] ONUEIAKEG METAAANGEEIG 1] VOUKAEOTIOIKEG
ETTEKTAOEIG i} MIKPOU TTOC0CTOU Pwoaikiopd. H euaiobnoia tng Tnv KaBioTd e§aipeTiknA
MEBOBO €TTIAOYAG yia TNV SIAYyVWON AKOPA KAl adIdyvwOoTwY YEVETIKWVY SIATAPAXWV.
(van Trier et al., 2013)
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(a) (d) array profile

Patient Control
j 'T R
Mix 4
23&';"33??2 u : £ Ewove: Baowkég apyég
fragment 1 ; ! Aertovpyiog Tov HOPLOKOD
WY { kapvotormov. (Algallaf, Alkoot
o000 00 i: g and Aldabbous, 2013)
£
3

Laser Scanner

4

Duplication Deletion |8

3. FISH (FLUORESENCE IN SITU HYBRIDISATION)

O ¢Bopifwyv in situ uBpPIdICUOS CUYKATOAEYETOI OTIC KAQOOIKEG HEBAOOUG TNG
KuttapoyeveTikng. H péBodoc auth xpnoigotroiei DNA 11 RNA  avixveuTtég
OE0NUACUEVOUG UE OIOPOPETIKA PBOPIOXPWHATA TTOU TTWAOUVTAI GTO EUTTOPIO YIA TNV
MEAETN KUTTApWYV Xwpic va atraiteital N KaAAiEpyeia Toug. AiaBéTel peyadAn euaiodnaia
Kal €1I0IKOTNTA pE duvatdtnta avixveuong 1-5 kIAoBdoeig Tpoo@EpovTag KaAUTePn
avaAuon og oxéon PeE Tov KAAOOIKO KapUuOTUTTO. XPNOIWOTTOIEITAI VIO TNV aviXveuon
aApPIBUNTIKWY, OOUIKWY XPWHOCWHMIKWY aVWHAAIWY, UTTEPAPIOUWY XPWHOCWMUIKWY
Bpauoudtwy, onueiwv Bpalong avakaTaTatewy, MIKPOEAAEINATWY KAl YOVIOIOKWYV
ETTEKTACEWV. ATTOTEAET TNV HEBODO £KAOYAG yia Tnv didyvwaon Tou cuvdpouou Alagille,
DiGeorge, Williams-Beuren. TéAog utropei va xpnoigotroinBei n subtelomere FISH
MEBOSOG N oTToia avixvelel avwuaAieg oTa UTTOTEAOUEPN 1) TEAOMEPT, TTOU TTPOKOAOUV
TNV EUOAVION ouyyevwyv  Kapdiotrabeiwyv  OTTwG  PECOKOIANIOKN  ETTIKOIVWVIGQ,
MECOKOATTIKA €TTIKOIVWVIA, BEE QOPTIKO TOEO Kal TTVEUHOVIKN OTEVWOT C€ CUVOUQOHO
Me OlavonTiky KaBuoTépnon Kal OUyKekpiévo @aivoTutro. (Baker et al., 2002;
Anderlid et al., 2002)

4. AANNAHAOYXHZH ENOMENHZ FENEAZ (NEXT GENERATION SEQUENCING-

NGS)

H aAAnAolxnon emméuevng yeveds atmoTéAeae akpoywviaio AiBo yia Tnv avakdAuywn
VEWV YEVETIKWV TOTTWV KABWG €KAvVE €QIKTH TNV TauTdXPOoVN aAAnAolxnon peyaAou
apiBuou Tunudtwv DNA pe ammotélecpa Tnv dnuioupyia TePAoTIOG TTO0OTATOG
0edopévwy pe TaxuTnTa Kal akpifeia. H péodog auth XpnOoIUOTIoIEITAI OE TTEPITITWON

TTOU OeV UTTAPXEI UTTOWIa YIO OUYKEKPIWEVN aoBéveia KaBwg ptropei va TrepIAauBAvel
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OAa Ta g€wvia Tou avBpWTTIVOU YoVISIWNKOTOG dnAad TIG TTEPIOXEG TOU YOVIDIWUATOG
TToU KwdIKoTToloUV TTpwTeEiveg (whole exome sequencing-WES) 11 oAOkAnpo 10
yovidiwpa ouptrepIAauBavovTag Ta egwvia Kal ecwvia (whole genome sequencing).
¢ TEPITITWON TTOU UTTAPXEl uTTowia yia Ta Tlavd eutrAekopeva yovidla TTou
TTPOKAAOUV ToV QaIvOTUTTO JE BAon TNV KAIVIKY eKTiNon Kal TV BloAoyia Tng Kapdidg
T0TE €ivar duvaTtdv va TIPAYUATOTTOINDEI YEVETIKOG €Aeyxog HE TTAVEA yovidiwv
(Targeted Gene Panel-TGP) 1o oT1roio XpnoIdoTToIEiTal apKET& ouxva aTnv dIdyvwon
TWV  JN OUVOPOMIKWY cuyyevwyv kapdlotradeiwy. MNaAaidtepa 10 screening Twv
yovidiwv yivétav pe Tnv xpron tng aAAnAouxnong Sanger n otroia Trapouaciale
TTEPIOPIOUOUG. MTTOpEl va ouvduaoTel e TOV POPIOKO KAPUOTUTTO yia auénon Tng
OlayvwaTIKAG atrdédoong | va xpnoigotroindei autoteAwg yia tnv didyvwaon &vog
QAIVOTUTTOU YIO TOV OTTOI0 KAIVIKA &gV UTTOPEI va TeBEi utToWia ouox£ETIONG UE KATTOIO
Nnén yvwaoTtd oUVOPOMO, OTa TTAQIcIa avakaAuywng vEwv yovidiwv TTou dnuioupyouv

éva dyvwaTo gaivotutro. (Rehm, 2013)

5. MOPIAKEZ TEXNIKEZ ( MLPA, QF-PCR)

H pébodog RCR atroteAei Baciki TeEXVIKA yia TNV OlIAyvworn HPOVOYOVISIOKWY
voonuatwy. EmTtpémel TRV dnuioupyia  TTOANATTAWY  avTIYpAQwy  ETTIAEYUEVOU
THAPATOG TNG aAAnAouxiag Tou uttd peAéTn DNA. Mpiv Tnv avdamtuén tou PCR
Xpnoiyotroiouvtav n WéBodog¢ Southern blotting n otoia ammoTeAoUcs APKETA
XpovoBopa kal gpywdng diadikacia. EmmpocBeta, n péBodog Multiplex Ligation
Dependent Probe Amplification (MLPA) Baoiletal otov uBpIdiond TToAwWV euywv
OAlyovOUKAeoTIOiwV o€ Mia oToxeupévn Treploxy DNA pe otéxo Tnv avak&dAuyn
eMeIpdTwy, evBéoewv Kal BITTAACIOONWY, XPNOIYOTTOIWVTAG TO TTOAAQTTIAG PCR yia
Tov TToAAaTTAaCIoouG diagopeTikwy Béocwv DNA. Etmmopévwg yivetalr katavonTtd Ot
yia TNV XPRon TwWV CUYKEKPIMEVWY TEXVIKWV €ival ammapaitnTo va UTTAPXEl KAIVIKA

utroyia yia Tnv TeAIKA didyvwon Kabwg atraiTeital oTdXeuon.

H avelpeon Tou yeveTikoU aiTiou TTOU TTPOKOAEI TNV ouyyevr) Kapdlomabeia  ival
ONMAVTIKN YIO TNV €KTIPNON TNG TOavOTNTAG ETTAVEUPAVIONG O€ PEAANOVTIKEG KUAOEIG,
TNV TTAPOXn €COATOMUIKEUPEVNG YEVETIKAG OUMPBOUAEUTIKAG, Tnv KAtavonon Tou
TTPOTUTTOU KANPOVOMIKOTNTAG (QUTOCOWMIKO, UTTOAEITTOMEVO, OUVOEOEUEVO PE TO X
XPWHOCWUA) Kol TNV TIBAvVI avaykn yia TTEPAITEPW YEVETIKO EAEYXO TNG OIKOYEVEIQG.
(Resta et al., 2006) Otav petd TNV Xpnon Twv Tapamdvw PeBOdwY eVTOTIOTEI HIa
molavr TapaAAayr] TOTE auTr Ba TTpETTel va aglohoynBei kabwg dev gival OAeg ol
TTapalAayég TTaBoyoveg aAAd aBéBaing kAivikhg onuaciag (VOUS) A akdua Kal pn

TaBoyodveg. (Rehm, 2013) Eival yeyovég o1 TTapd TNV aAPaTwdn TTpdod0o TTou €XEl
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ONUEIWBEl OTOV TOMEA TNG VEVETIKAG 1N YEVETIKI AITIOAOYIO TWV OCUYYEVWV
KapdIOTTaBEIV TTAPAPEVEI AYVWOTN O ONUAVTIKO TTO000TO KABWG gival SBUOKOAOG O
EVTOTTIONOG  TWV  TIPOTUTTWV  KANPOVOUIKOTATAG  BIOTI  pTTopel  va  €mdpolv
TEPIBAANOVTIKOI TTOPAYOVTEG, 1 va UTTAPXEl MEIWPEVN DIEIoOUTIKOTNTA 1 TTOIKIAN
EKQPACTIKOTNTA. TaAuTOXpova ol TTaBoyoveg TTAPAAAQYEG UTTOPE va PNV evToTTiCovTal
oTa yovidla aAAG o€ AEITOUPYIKEG TTEPIOXEG KABIOTWVTAG AKOUA OUOKOASTEPN TNV
oldyvwon. (Gelb et al.,, 2013) Kpivetar amapaitntn n MEAETN TNG ouUyxpovng
BiBAIoypagiag woTe va ecivar duvarth n TTapoxr KAtaAANANG Kai €LATOMIKEUPEVNG

YEVETIKNG OUMPBOUAEUTIKAG.

Emopévwg, katd Ttnv OlayvwoTIKA TIPOCEYYION TwV OUYYEVWY KAPOIOTTaBEIwWY
OuVvOTITIKA aKkoAouBoUvTal Ta TTaPaKATwW Bruara:

1° BHMA: TtraAuikr) ofupetpia o€ avw Kai K&Ttw dkpo (uEBodog screening)

2° BHMA: @uoiki e€étaon (akpdaon, €mokoOTnon, wnAdenon) kal afloAdynon
KAIVIKAG €IKOvag (MEB0DOG screening)

3° BHMA: epyaoTnpIakog EAeyX0G €TTi evOEICEWY (AEPIO QiPATOG, YEVIKN QiNOTOG)

4° BHMA: nAekTpokapdioypd@nua/akTivoypagia Bupaka eTTi evOEeigewv

50 BHMA: utrepnyxokapdioypagia yia opioTikh diayvworn (PEBodog ekAoyng)

6° BHMA: payvnTIKA-0aEOVIKr Topoypo@ia, ayyeioypagia, Kapdlakdg KABETNPIOOHOG
yia ETTITTAEOV QVATOUIKA AETTTOUEPEIO

7°BHMA : TTOpQTTOUTIN) O€ YEVETIOTH 10TPO

8° BHMA: Awn aTOMIKOU / OIKOYEVEIAKOU I0TOPIKOU KAl KATAOKEUR YEVEAAOYIKOU
OEvOPOU UE KaTaypa®r OAWV TwV dEBOUEVWYV TTOU TTAPEXOVTAI

9° BHMA: katd oucThpaTta QUOIKA eEETacn yia avalfTnaon CUYYEVWY AVWHOAIWY Kal
KaTtaypa®r autwy

10° BHMA: trapatroutrr) KatdAAnAou epyacTnpiakoU YEVETIKOU EAEYXOU (CUPBOTIKOG
KapuoTutrog, FISH, popiakdg kapudtutmog, NGS, PCR, MLPA)

11° BHMA: epunveia atroteAeoudTwy Ye Bdaon Tnv ouyxpovn BiBAioypagia

12° BHMA: rapoxr| KaTAAANANG Kal EEATOPIKEUMEVNG YEVETIKAG OUUBOUAEUTIKAG
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5. LYZHTHZH-ZYMIMNEPAZMATA

Me Bdaon v avwTtépw AVATITUEN TWV ATTOTEAEOUATWY KaBioTatalr ca®Ag OTl ol
ouyyeveic kapdIoTTadeleg atToTeEAOUV Pia TTPOKANGCN YIa TOV KAIVIKG 1aTpO KaBwWwG gival
amapaitn™n N yvwon Tng €uppuoloyiag kal  avatopiag TG  KaApdIAG, TwV
TTOBOYEVETIKWY Kal TTAB0QUGCIOAOYIKWY PNXAVIOUWY TTOU dnuioupyolVv Tnv ekdAAwON
TWV CUUTITWHATWY JE KOpu@aia TNV KapdIakr aveTTapKela, TNV TTVEUHOVIKI UTTEPTACN
Kal Tov TTpowpo Bavaro. EmiTAéov eival oagég 611 o€ TToo000To TTEPiTTOU 10% auTéG
o@eilovTal o€ yeVETIKA aiTia. Ta YEVETIKA aiTia aQOpoUV PEPNOVWHEVEG METAAAAEEIC O€
yovidla TTou euTTAéKOVTOl OTNV Trapaywyrp i TNV puBuIon Twv MPETAYPAPIKWY
TTAPAYOVTWY, XPWHOCWHIKEG AVWHAAIEG, aUVOPOUA HIKPOEAAEINGTWY, PovoyovIDIakd
voonuarta. ETTopévwg gival TTITAKTIK N avAykn TNG TTAPATTOUTIAG Tou TTaIdlou TTOU
QEPEI TNV OUYYEVH KOPOIOTTABEIa O€ YEVETIOTA yia TNV EKTINNoN TuXov eAdooovwv
O0opPUPOPWY aVWHOAIWY Kal TV TTapayyeAia Tou KATAAANAOU €pyacTnpiakou
YEVETIKOU eAEyXou avaloya pe TV KAIVIKA €ikéva. H TTpdodog oTov Topéa TNG IATPIKAG
KAl TNG YEVETIKNG €XEl KATAOTACEI duvaTh TNV £ykaipn didyvwaon Kal TaUToTToinon Twv
YEVETIKWV QITIV JE TNV BorBeia TG aAAnAouxnong eTOUEVNG YEVEAS OTTWG Kal TWV
MO TTAPadOCIAKWY HEBOdWY OTTWG O KAPUOTUTTIOG, O HOPIOKOG KAPUOTUTTOG, O
@BopiCwv in situ uBPIdICUSGS. Ta aATTOTEAECUATA TTOU TTPOKUTITOUV ATTO TIG TTAPATTIAVW
MEBOSOUG cival atTapaitnTo va agloAoynBoulv e TNV Xpron Twv BAccwv SeO0UEVWIV
KAl TNG TTapoucag PIBAIOYpa®iag waoTe va aveupedei To YEVETIKO aiTio. ETTITTAéov Adyw
NG aAPOTWAOUG TTPOGOOU TNG YEVETIKAG O YEVETIOTAG Eival atrapaitnTo va £XEl ouveXA
ETTAQN PE TIG paydaieg geAi€eic Adyw TNG ouveEXOUG avakaAuywng vEwv yovidiwv Kal
véwv ouoxeTioewyv. Qotéco n mpokAnon Tng didyvwong Ogv TTEPIOPICETAl OTO
YEVETIKO OKEAOG OAAG Kal OTO KAIVIKO TTOU a@opd Tov 0pBO XapakTnpPIonO TNG
ouyyevoug  kapdiotrébeiag  Tou  @épel To  Taudi  pe TNV BoriBeia TNng
uTTEPNXOKAPBIOYPOQIag Kal GAAWV €EEIBIKEUPEVWY BIAYVWOTIKWY PEBGdWY OTTWG N
MayvnTiIK Topoypagia Kkal o KapdlokOg Kabetnplaoudg. EmTAéoV  EMITAKTIKA
KaBioTtaral n avaykn Tng TrapakoAouBnong NG €¢EAIENG TNG AIJOBUVOUIKAG EIKOVOG
ToUu a0Bevolg avd TAKTA XPOVIKA OIACTAUATA WOTE VO UTTAPEEl XEIPOUPYIKA N
QPOPUOKEUTIKI TTapEéPPacn oTov KATAAANAO XPOVO WOTE va atmmo@euxBouv o1 un
QVAOTPEWIPEG ETTITTAOKEG TTOU TTpoava@EpOnkav. Q¢ ek TOUTOU KPIiveETAl OKOTTIUN N
Olevépyela TTOAATTAWY PEAETWV yIa TNV dNUIOUPYIa AQEVOG TTPOYVWOTIKWY KAIVIKWV
MOVTEAWY KAl GQETEPOU TNV AVEUPED OKOUA TTEPICCOTEPWYV YOVIDIWV TTOU GXETICoVTal

ME TNV UTTOPEN CUYYEVWV KAPBIOTTABEIWV.
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