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ANTI ITPOAOT'OY

H xatamoréunon g untpikng Bvnrotnrag Ko Bvnoipdtntog amotelel Evav onpUavTiKO 6TOYO
Yy v avamrtoén kot yuo T Peitioon tng vysiog kol ¢ mototnTog (ONG TOV YUVOIK®V. XToug 8
avantuélakong atoyovg Tov Opyavicpod Hvouéveov EBvav yio v yidetia “Millennium Development
Goals”, 0 Soc otoyog NTav péypt to 2015 va pewwbei katd 3/4 n BvnopdTa TOV YOVOUIKGV AOY®
EMMTAOK®V TNG KONOMG, TNG SKOTNG TNG KOl TOL TOKETOV Kol Vo LITAPYEL TOyKOo U Tpdofacn oty
avamopoywywkny vyeia. [Hopd Opumg ™ onuoviikn peioon mov wopatnpninke, 0Kl oTIC
OVOTTUCOOUEVEG YDPES, BAvVATOL VTAPYOVY OKOUA KOl GE YOVOIKEG TOV £XOVV dUVATOTNTA 1OTPIKNG
TopoKoAoLONOoNG K1 avTd opeileTal og onuavTikd Pabud o€ KapdlayyElKd VOSLOTO TOV OTOTEAOVY
Kot TNV KOplae oitio, pnTpuKod BavAatov amd un POLEVTIKE aitic. ZNUavtikd poAio mailel 1 ovénomn tov
HEGOVL OpoL TMAKioG TeEKVOTOinoNg (LeyaAvTepog KivOLuVog Yo DITOKEILEV KOPOLOyYELOKT VOGO), Ol
eelMeic otov Topén Tng vmofonbovpevng avomapaymyns, oAAG kol yioti pe v e&EMEn g
KopdoAOYIOG KOl TG KAPOLOXEPOVPYIKNG TOAAEG YUVOUKES UE VTOKEIEVT] KAT|POVOUIKY] 1| GUYYEVT|
kapdtomdbeia Aapupavouy Ty amapaitntn epoviida mote va Pedtinbdel  TototnTo {ong kot va avéndet

T0 TPOGOOKIUO (NG TOVG, MOTE VO KATAPEPOLV VOl YIVOVV UNTEPEG,.

Q61660, TO SIKOIMU GTN UNTPOTNTO OEV TPEMEL VO CLYVOEITAL KOl TPETEL VAL VITAPYEL GTHPIEN
o€ KABg eMAOYN TNG VIOYNPLOG LEALOVTIKNG UNTEPAG 0pOD OUWG £xEL TponyYNOEel EKTEVIG EVNUEP®ON
Y OAEG TIG AVOTAPUYWDYIKEG EMAOYEG OAAG KO TOVG KIVOHVOLS, TOCO Yl TI UNTEPA OGO KOl Y10 TO
éuPpvo — veoyvod. ITAéov, avadelkvieTal OAOEVE KOl TEPICCOTEPO O CNUAVTIKOG POAOG TNG 10pLoNG
«Kapdiopatentikng» opddog emotnuoveV (Kopdloddyol — KopdloyEPOVPYOl — LOLEVTHPEG — YEVETIOTEG
- veoyvoAdyol) Tov Ba avaddfovv Ty vToynela uNTépa o€ OA0 TO Ta&idl TPOG TN UNTPOTNTO. TKOTOC
OAOV TTPETEL VO, EIVOL 1] TAPOYN VYNAOD EMTEIOL VINPESIDOV VYeiOG Yo va eEacpaiileTor 1 vyeia TG

UNTEPAG KO 1) YEVVIION VYLDV OTOYOVAV.



Amo 1 0éon ovt) Bo MBeha va gvuyoplotiom OAOVG OGOLG pe Ponnoov vo OAOKANP®G® TN

UETOTTUYL0KT OV EKTOUIOEVOT] KOL TV TOPOVCH EPYOTia:

Tnv wovpla lwdvva Traeger - Zvvoowov, kabnyntpie [evetkng xar digvbBovipia tov
UETOTTUYL0KOD TPOYPAUUATOG TOV UE EMEAEEE VO CUUUETEX® OTO TPOYPOUUO KOl MOV £00CE TN
dUVOTOTNTA VO OAOKAT|PMG® T1 GUYKEKPIUEVT EKTTOLOEVON.

Tn xvpia I ewpyio Kaxovpov, Moprakn Bioddyo kot ['evetiotpia yio tnv ToAvTiun kabodnynon
™G amd T0 oyedoud g epyaciog mg TV oAokAnpmon. H peboducotntd g, n apocinor kot 1
QYT Yo TNV EMGTAKUN TNG, TO YOUUOYEAO KOl 1] EVYEVELD, 1) OVAYKT VO, LETOAOUTAOEVGEL TIG YVMDGELS
™G, OMOTEAOVV £VO TPOTLTO EMTUYNUEVNG EMGTHLOVO, — LEVTOPQL.

Tov kOpo MaxpvBavion Iepixcly, emikovpo kabnynti [evetkng kot emiPriénovia g
TopovGOG EPYNCING Yo TN oNUAVTIKY Bonfeld Tov 610 TPOTO MOV HE EKTAIOEVGE VO TPOoEYYILm TOvg
acbOeveic ota mlaicla [evetikng ZopPovAevTIKNG KOl Y10 TIG OMUOVTIKEG TAPOTNPNOES TOV GTNV
TOPOVCH, EPYACIAL.

Tnv xvpia Xpvotaléva Zogoxriéovg, emikovpn wabnyntpo [evetung wor pérog g
GUUPOVAEVTIKNG EMTPOTNG, VIO TIG EKTANKTIKEG OLHAEEELG TNG OTO LOOMLOTO TOL UETOMTUYIOKOD Kot
oTOV TPOTO oL e Pfonbnce va peretom Eava PeTd amd ToAAG £T1) TOV HOYKO KOGHO TG Ploloyiag.

Tnv wvpio Xprotivo, Bperrod, Xmukd kou EAIT lotpukcng Tevetwnng kor pélog g
GUUPOVAEVTIKNG EMTPOTNG, Y10 TIS GUUPOVAES TNG AAAG KLPIWS Y10, TNV AYGTN TG TPOG TNV OPYAVOCT
Kot S1EEQY®YN TOL GUYKEKPIUEVOL EMITUYTUEVOD LETOMTUYLOKOV TPOYpappatos. H petadotikdtrd g
1660 ota BepnTikd padnpata, 660 Kol 6To epyacTnplakd etvol agiémovn.

Tnv xvpio Koopd Kwovotavtiva, mowdiotpo kot axadnpaikd vrdétpopo oto Epyacthplo
latpung ['evetikng Tov EKIIA, ota wtpeia tng 0moiog OAOKANP®GO TNV KAWVIKY OV GOKNGN, Y10 TIG

YVOGELS KOl TNV EUMEPi0 TNG TOV polpdotnke pali pov.

Evyopiotd Oepud ) Swoiknon tov Qvaceiov Nocokopgiov o1o omoio gpyalopor g
A0ToAOYOG 10TPOC, TOV YPNUATOSOTNCE TA ££000 GUUUETOYNG OV GTO GUYKEKPIUEVO UETAUTTUYLUKO
TPOYPOUUE KOl KVUPIOG Yot TO OPOO TOV GUYKEKPIUEVOD VOGOKOUEIOL Yiol GUVEILOUEVT] 10TPIKN

ekmaidevon otoyevuévn oty latpikn AkpiPeiog.

Téhog, Ba Beha pe OAN PoL TNV KOPSLA VO EVYAPIGTHC® TN UIKPT Aovi{a Yio TV VTOLOV TNG
KOl TIC OPEC TOLYVIOOD TOV OTEPNONKE omd TN UOUA TNG Yo VO, OAOKATPMOGEL TI CUYKEKPIUEVT|
UETOMTUYL0KT EKTAIOEVOT). XTOYOG LoV givar va pdbel OG0 Opopeo givar To Ta&idl Tng yvmong mov ogv

TELEIDOVEL TTOTE. ..

®envn Kavellorodrov
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Gonadotropin-releasing hormone
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Platelets
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15

MeTa@pact) 6To EAANVIKA

AvooToAelg LETOTPENTIKOD EVEDLLOV AyYELOTEVGIVIG
(a-MEA)

Xpopocopkn kot lovidiopotik Avéivon pe
Xpnion Mikpocuotoyimv

Apepkavikov KOAAEYIOV LOIEVTP®V KoL
YOVOUKOAO Y@V

Apepwcavikn Etaipeio Kapdid/Apepikdviko
KoAAéyo Kapdioroyiog

2,3 — S1p®CQOYAVKEPLKO 0D

Aocvppetpikn dipuebuiapyvivn

Avtt MuAAépiog oppovn

Avtictaon oty gvepyomompévn npwteivi C
Avootoleig vTodoyéa ayyeloTeEVGivig
YroBonBolpevn avorapoymyn

Appobrioydvog kapdropvondOeto tng de&ig Kotkiog

AopTikn 6Téveon

MEeGOKOATIKT EMKOVOVID

KoAmokotlakm enkovmvio

Avyhoywa (dimtoyn) coptikn Barfida
AvtayovioTtég StadAmv acfeatiov
Kevtpopuepidio

AMAovyon e£@viov KAMVIKNAG onuaciog
Hoporrayn apBpod aviypdemv

Ay @ptopdg 0opTnG

Kateyolopivepyki ToAOLOpOT VITEPKOIAOKT
TayvKopdio

Bowia yoplakdv Aayvov

AwToTik] pookopdlonddsio

Awaypoagn

AmevBeiog Spdong avTImNKTIKG amd TOL GTOOTOG
Aumhacloopog

Evponaikn etapeio kopdioloyiog

ElebBepn B- AvOpdmivn yoplakt| yovadotpomivn
OKoyevIG LITEPYOANOTEPOAULLLIO

DOopilovca vBpdomoinom in situ

AVCOCOUKOD EVEDLLOV 0-YOAUKTOOIOA0M o
Oppovn mov omelevbepmvel YovadoTpomiveg
MeAéteg GLGYETIONG TOV YOVISIOUATOC GE EVPEiR
KApoka

Yrepylvkaipio kot ovemBounto amoTeAEGHATO KT
v Konon

Yreptpo@ikn kapdionddeio

Etepoluyn okoyevic vepyoinoteporatpio
Ayoivon pe avEnon Nratik®v VEOI®V Kot XoUnAd
OLLLLOTTETAALL

YromlaoTikd GOVOPOLO aploTePNg KOPILAG
Opo6luyn otkoyevig VITEPYOANOTEPOAULLIL

Etopeia Kapdudg Pubuov

AloKEKOUIEVO 00PTIKO TOEO

Epgutedoipog antvidwig
EvdokuttapomAocatiKny £€yyvoTn oTéEPUOTOC
Ewcayoyn



IUGR Intrauterine growth restriction Evdopuntpila kabvotépnon avantuéng

IVF in vitro fertilization Toviponoinon in vitro — EE@ompatikn yoviponoinon

LDL-C low-density lipoprotein cholesterol ATOTPAOTEIVY YOUMANG TUKVOTNTOG

LQTS Long QT syndrome >Hvdpopo pakpod QT

LSD Lysosomal Storage Disorders Avcooopikd afpoloTtikd vooruata

Mat Maternal origin Mntpikng mpoéhevong

MELAS Myopathy Encephalopathy Lactic MvondOeia EykeparondBeio I'ohaktiky O&eidmon
Acidosis and Stroke-like episodes KOl TOL OLOLALOVV [LE AYYELOKO EYKEQOAKO EMEGOOI0

MIMODS Mitochondrial, multi-organ disorder syn- = Mitoyovoplakd GOVOPOUO LLE TOAVOPYAVIKT
drome Swatapayn

MRT Mitochondrial Replacement technique Teyvikn avTiKoTaoToong toyovopiny

MS Mitral stenosis Ytéveon HTpoeldong

MST maternal spindle transfer Metapopd PnTpIKnig ATpAKTOL

mtDNA Mitochondrial DNA Mitoyovdploké DNA

NGS Next Generation Sequencing AANAovyoM EMOUEVNG YEVIAG

nuDNA Nuclear DNA IMupnviké DNA

NYHA New York Heart Association Kapdoroywn Etaipeio Néag Yoprng

OHSS Ovarian hyperstimulation syndrome 2Ovdpoo vrepdEyepong wonkdv

PAI Plasminogen Activator Inhibitor AV0ooTOALNG EVEPYOTONTI] TAAGHIVOYOVOL

PAPPA Pregnancy Associated Plasma Protein A | Xyetldpevn pe komon npoteivn A oto TAdG

Pat Paternal origin Hoatpkng mpoéievong

pcos Polycystic Ovary Syndrome, 2HVOPOLO TOAVKLGTIKGV 00ONKOV

PCR Polymerase chain reaction AAo10®T avTidpaoT TOAVUEPACNG

PDA Patent ductus arteriosus Batdg aptmploxds mopog

PGD Preimplantation genetic diagnosis [IpoeppuTeuTiKy YEVETIKY S1AYVOON

PGT Preimplantation genetic testing [IpoereLTELTIKOG YEVETIKOG EAEYYOG

PIGF Placental growth factor [MiokovvTiokds 0LENTIKOS TapayovVTag

PNT Pronuclear transfer Mertagpopd Tpomvprva

PPS Peripheral pulmonary stenosis [eprpepikn| TVELLOVIKY OTEVOON

PS pulmonary stenosis Ytéveon Tvevpovikng foABidag

gPCR Quantitive PCR [ocotikr PCR

Rob Robertsonian Translocation Poumeptoovia petddeon

sENG soluble Endoglin AwAvTn gvdoyhivn

s-FLT-1 soluble Fms-like tyrosine kinase -1 Awdot Kuvdon Tvpocivng -1 Tomov Fms

SGA Small gestational age Mikpd yio v nAkio avamtuéng

SNPs Single nucleotide polymorphisms MovovoukAeoTISIKOG TOAVUOPPIGHOC

SQTS short QT syndrome >ovdpopo Bpaytog QT

TGF- Transforming growth factor beta MeTapoppoTiKog avENTIKOG TopdyovTags - B

™ Thrombomodulin ®poupopoviovrivny

TNF Tumor necrosis factor oapdyovtag vékpwong OYK®V

HTAD Hereditary thoracic aortic disease K\npovopukéc aoptromdOeteg

TFPI Tissue factor pathway inhibitor AvooToA0G LOVOTTOTION OTLOTOSOTIONG IOTIKOV

TOPAYOVTQ

TOF Tetralogy of Fallot Tetparoyia Fallot

t-PA Tissue-type plasminogen activator Evepyomomntig mAacivoyévov 16TikoD - TOTOL

VSD ventricular septal defect MeooKoMoKY| ETKovVOVia

VEGF Vascular endothelial growth factor Ayyelokdg evoonAtokog anENTiKog mopiyovTog

VEGFR-1 Vascular endothelial growth factor re- Yrodoyéog ayyelokon evoodnAlokoy ovEnNTiko
ceptor-1 mapdyovta - 1

vWAg Von Willebrand Antigen Avtiyévo tov Topdyovta von Willebrand

WES Whole Exome Sequencing AAn\ovyon dAov Tov eoviny

WGS Whole Genome Sequencing AAAAovyon GA0L TOL YOVISIOUATOG
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HHEPIAHYH

EIZATQI'H: Ztnv gioaymyn yivetol ava@opd oTig QUOIOAOYIKES OAANYEC TOV OPYOVIGHOD KT TNV
gyKopooHvn Kol 6TIg TOAVEG EMTAOKEG TTOL O UTOPOVGAV VOl EXNPEAGOVY TO KAPILUYYELLKO GUGTI AL
Mopéyetor por eKTeEVAg avdALoM Yo TIC SIAPOPEG EMAOYES OVATOPOUYWYNG, OVOVTOG EUPACT TIG
TEYVIKEG LIToPonBoduevng avamapaywyng, Tig dwbéoueg nebddovg mpoyevvnTKoD EAEYXOL Kol TN
vopoBecio mov S1€mel TNV EEMOMUOTIKY YOVILOTOINGN KOl TV TPOYEVVNTIKY @povTida otnv EALGda.
YKOIIOZ: H mapodoa OSuthmpotiky epyocio dlepevvd tov KabopioTikd poAo 1TNG YEVETIKNG
OUUPOVAEVTIKNG YO VTOYNPIEG UNTEPEG HE KANPOVOUIKEG Kapdlomdbeleg, eotidloviog oty
TOALTAOKOTNTO TNG AEI0AGYNONG KIVOUVOL, TMV GTPUTNYIK®OV TAPEUPOCTG KOl TOV YOXOKOWVOVIKOV
TTVYOV TOL GYEdAGHOD NG okoyévelng. ME@OAOAOITA: 'Eyive ektevic avaokommon g o1ebvoig
Biproypapiog oto PubMed eved cvumAnpopotikd aviAndnkov dedopéva yuo Kabe KAnpovoutko
voonua and T1g Pacelg dedopévov OMIM ko Varsome. Emmdéov, oculntoelg pe kAvikodg Kot
EPYACTNPLOKOVG YEVETIOTEC, KAPILOAOYOLS, dIKNYOpoLS Kol mpooPePfAnuéva dropo fondnoav oty
TEPUITEP® KOTOVONGCT TOV TPOKANGEMV TG YEVETIKNG GUUPOVAEVTIKNG GE VTNV TNV OULAdN 0GOEVAV.
AITIOTEAEEZMATA: [TIlepypdpovtor ot yeveTikéc PACEG TOV  KUPLOTEP®OV  KATPOVOUIK®DV
KopOOTOOEIDV KOl Ol EMATMOGCELS TOVG OTIV EYKLHOCVHVY Kot TV vyeio Tov eufpdov. Avaiveton 1
drodtkaoio TNG YEVETIKNG GUUPBOVLAELTIKNG OvVGL VOGO, ETICTUAIVOVTOG TN onuacio tng akpypoig
a&10A0YNoNG KIVOUVOL Kol TNV TOPOVGINCT] TOV AVOTAPOYDYIK®OV ETIA0YDV, TEPIAUUBOVOUEVOD TOV
TPOEUPVTEVTIKOD YEVETIKOD EAEYYOV, TOL TPOYEVVNTIKOD EAEYYOL, TNG dwpedg wopimv, pall ue v
mopoy” VTooTNPIENG oTa Atopa Kot ta {evydpia mov ennpedlovral. LTYZHTHEH: Avaivovtor ndud
SUMUUOTO TTOV ELVOL EYYEVH OTI YEVETIKN GUUPOVAELTIKY YO TIG KANPOVOIKEG KapdlomdOeiec, 6mme N
16oppoTio HETOED TG avTovopiog Tov acBevolc kal TG EuNUEPING TOV HEAAOVTIKMY OTOYOVOV KOl Ol
ovvémeleg g e&EMéng g vmoPonbovduevng avamapaywyng. E&etaletanr emiong m emppon TtV
KOW®VIK@V KOl TOMTICTIKOV TOPAYOVI®OV GTN SWOUOPO®OT TOV OVTIAYE®YV Kol TOV OTOPUCEDYV
OYETIKA LLE TOV OIKOYEVELNKO TPOYPOUUaTIond. To eupripata TS CLYKEKPIUEVNG Epyaciag Tovilouy Tnv
kplown avaykn ywo. eEE0IKEVUEVEG VANPECIES YEVETIKNG OGLUPBOLAEVTIKNG Kol opddeg "kapdio-
LOLELTIKNG" TPOCUPUOGUEVEG OTIG LOVAIIKEG OVAYKES TMV ATOU®V e KANPOVOUIKES KopdlondOeteg. (2g
OTOTELECUO  TNG MEAETNG TPOTEIVOVTOL OTPUTNYIKEG YL TNV EVIOYLON TOV TPOTOKOAA®V
cuppovievtikng, ™ Pertioon TG SWTUNUATIKNG GUVEPYACING HETOED TOV TOPOY®OV VYEIOVOUIKNG
mepiBodyme, Kot TtV avénom g evNUEPMONG Kol TPOGPAONC OTIS VANPECIEG YEVETIKNG

GLUPOVAEVTIKNC.
Aggarig Khewra: Kinpovoukd kapdoroyikd voonupota, Komom, TIpoyevwntikdg £€leyyog,

YrnoPonBovpuevn avamopaywyn, [Ipoguputevtikdg yevetikdg éleyyog, Tevetkn ZvpPovievtikn,

Kaopdio-patevtikn opdda, BionOkn
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ABSTRACT

INTRODUCTION: The introductory part describes the physiological changes of the body during preg-
nancy and the potential complications that could affect the cardiovascular system. An extensive analysis
is provided on the various reproductive options, emphasizing assisted reproductive techniques, availa-
ble methods of prenatal testing, and the legislation that governs in vitro fertilization and prenatal care
in Greece. AIM: This master thesis explores the pivotal role of genetic counseling for prospective moth-
ers with inherited cardiac diseases, focusing on the complexity of risk assessment, intervention strate-
gies, and the psychosocial aspects of family planning. METHODS: A comprehensive review of the
international literature on PubMed was conducted, and additional data for each inherited disease were
gathered from the OMIM and Varsome databases. Furthermore, discussions with clinical and laboratory
geneticists, cardiologists, lawyers, and affected individuals aided in further understanding the chal-
lenges of genetic counseling in this patient group. RESULTS: The results analyze the genetic bases of
the main inherited cardiac diseases and their implications for pregnancy and fetal health. The process
of genetic counseling per disease is analyzed, highlighting the importance of accurate risk assessment
and the presentation of reproductive options, including preimplantation genetic testing, prenatal testing,
egg donation, along with the provision of support to affected individuals and couples. DISCUSSION:
An analysis is presented about ethical dilemmas in genetic counseling for inherited cardiac diseases,
such as balancing patient autonomy with the welfare of future progeny and the consequences of the
evolution of assisted reproduction. The influence of social and cultural factors in shaping perceptions
and decisions regarding family planning is also examined. The findings of this specific work emphasize
the critical need for specialized genetic counseling services and "cardio-obstetrics" teams tailored to the
unique needs of individuals with inherited cardiac diseases. Recommendations are made for enhancing
counseling protocols, improving interdepartmental cooperation among healthcare providers, and in-

creasing awareness and access to genetic counseling services.

Keywords: Inherited cardiac diseases; Pregnancy; Prenatal testing; Assisted reproductive

technique; Preimplantation genetic testing; Genetic counselling; Cardio-obstectrics; Bioethics
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A.EIZAT'QI'H - ETKYMOXYNH KAI KAPAIAITEIAKO XYXTHMA

H mopovca dumhopatikn epyacio pe Titho « YTOYNQo untépa Le KANPovouKn Kapdtomdeia:
Ievetikn ZvpPovievtikny e&gpeuva TNV TEPITAOKN o)XE0T HETAED TV GIA0J0EIDV TG UNTPOTNTOS KoL
TOV TPAYHOTIKOTATOV TNG KANPOVOUIKNG KOPOOKNAG VOGOV, ZTO EGO0YWOYIKO WEPOS, TAONYOOUACTE
UEGO ammd TOV KOGHO TNG EYKLUOOUVNG, avaADOVTOG TOCO TIG PUCIOAOYIKEG OGO Kot Tig ToBoloyukég
oAloyég mov  cupPaivouv, EMIKEVIPMOVOVIONG 1OOUTEPO. OGTOVG EVTEIVOUEVOLS KIVOUVOLG  TTOL
aVTIHETOTICOVV Ol €YKLHOVOVGEG HE VTOKEiEVES Kapdlakég mabnoelg. H avdivon otn cuvéyeln
petafaivel OTIC OVOMOPOYOYIKEG EMAOYEG TOV YOVOIK®OV HE EUQOCT) OTNV EMCTAUN 1TNg
vrofonBoduevng avarapaymyne, eOTILOVTOS TIg AETTOUEPELES TG EEMOMUOTIKNAG YOVILOTOINGTNG, T
dUVOTOTNTA TOV TPOYEVVNTIKAOV SOKLULOCL®Y Kol TNV OKP1P] (UG TOL TPOEUPLTEVTIKOD YEVETIKOD
eréyyov. H elcaymywkn ovdivon efumnpetel ) OleukOAvven NG KOTavOnong Tng YEVETIKNG
GUUPOVAELTIKNG KOl TV WOHTEPOV KIVOUVOV OTNV KONOT ovd voonuo mov Oa avaivbodv ot

GUVEYEL.

A.1 ®YZIOAOI'TKEX METABOAEXZ TOY OPI'ANIXMOY XTHN KYHXH

H puoioroywn kdnom yapoktnpiletor amd petafforég Tov apopovv oxeddv kb Opyavo, MOTE
VO KOTAPEPEL O OPYOVIGHOG TNG YOVOIKOG VO TPOGAPUOGTEL OTIS OTOLTHOELS TG EUPPVOTAUKOVVTIOKNG
EMKOVOVIOG KO TNG OUAANG avATTLENG TOV EUPPVOU.

Kotd ™ d1dpketo tng eyKuposhvng 1 yovoiko eLeavifel oNUAVTIKEG OPUOVIKEG LETAPOAEG TOV
emnpedlovv TN AeITovpyio ToL KAPSOYYELNKOV CLUGTHUOTOC: AVEAVETAL O OYKOG OULOTOC, 1] KAPOLOKT|
oLYVOTNTO KOl 1) KOPOLOKT Topoy. AKOUO Kot Yio VYIEG Yovaikeg avtég ot peTafoAég amoTEAOLV
oNUOVTIKY €MPAPUVON OTI] PLGLOAOYID TOV KOPIIAYYEWKOD GUGTAHKOTOS KOl 1) €YKupoouvvn Oa
UTOPOVGE VO TAPOUOINCTEL L [0 TOPATETOUEVN «OOKILOGTO KOTWOONG». L€ YOVOIKESG |LE VTTOKEILEVN
KopdloKN VOCOo, 01 LETAPOAEG OVTEG UTOPEL VO PEPOVY GTNV EMLPAVELD GUUTTAOUATO TOV OEV LIPYAV

TPV TNV EYKLLOCLVT Kol v EKONA®BODV Yio TpdTn Popd appubuies Kot KapdloK aveTdpKELQ.

A.1.1 DYZIOAOI'TKEX METABOAEX AIMOIIOIHTIKOY XYXTHMATOX

To apoToMTIKO GUGTNIO TPETEL VO TPOGUPHUOCTEL LE TOAAUTAOVS TPOTOVG OTNV KATAGTOOT)
NG EYKLHOOUVNG LE OMOTELECUO UETAPOAES TOV OPOUOY TV KLTTAP®OV TOL OUIOTOG OAAG KOl TV
mopoyoviov g méng. Ot meplocdtepec UETAPOAES APOPOVY (QUGIOAOYIKO QOUIVOUEVO KOl OE
YPEWLOVTOL OVIEUID BEPUTEVTIKT] OVTILETMMIOT), EKTOG OO OTAN TapAKOA0VON o).

O1 o oLYVEG AUOTOAOYIKEG LETABOAEG OTA KOTTOPO TOV QHOTOG EIVOIL 1] PUGLOAOYIKT] avOLLiol

NG KONONG, 1 0VOETEPOPIAL Kot 1) KoAonOng Bpopforevia tng komong (IMivaxoag 1).
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Mivaxag 1. ®YXIOAOI'IKEX METABOAEX AIMATOAOI'TKQN TAPAMETPOQN XTHN KYHXH

Mn ‘Eykveg 1° Tpipnvo 2° Tpipnvo 3° Tpipnvo
Awpoc@arpivy (g/dL) 12-15.8 11.6-13.9 9.7-14.8 9.5-15.0
Ayparoxpitng (%) 35.4-44.4 31.0-41.0 30.0-39.0 28.0-40.0
MCH (pg/cell) 27-32 30-32 30-33 29-32
MCV (xm?) 79-93 81-96 82-97 81-99
Epv0pé Ayoceaipra (x10%mm?) 4.00-5.20 3.42-4.55 2.81-4.49 2.71-4.43
RDW (%) <14.5 12.5-14.1 13.4-13.6 12.7-15.3
Awonetaha (x10°/L) 165-415 174-391 155-409 146-429
MPV (mcm®) 6.4-11.0 7.7-10.3 7.8-10.2 8.2-10.4
Agvké Aypoceaipro (x103/mm?) 3.5-9.1 5.7-13.6 5.6-14.8 5.9-16.9
OvdeTepooira (x10°/mm?) 1.4-4.6 3.6-10.1 3.8-12.3 3.9-13.1
MCH: Mean Corpuscular Hemoglobin - Méon ovykévipwon oupocpaipivic, MCV: Mean corpuscular volume -Mécog 6ykog epvOpcdrv, MPV:
Mean Platelet Volume - Méoog dykog aupometalicov, RDW: Red cell Distribution Width - Etpog kazavounc epvlpav.

Aedouéva amd www.uptodate.com

H yvodon tov mopandve Stokvpdvoemy eival amapaitntn kot gival onpovtikd vo yivetol mavta
SPOPIKY S1AyVMOT Ao EXITAOKEG TG KONOTG, OV UTOPEL va Tig Ennpedlovv kal xpelalovtot 101K
Oepomentikn] avtipeTdnion. Ot apatohoyikeés LETAPOAES GTNV KOMoN emavEpyovTol 6-8 fdopndadec puetd
TOV TOKETO oT0, TPO TNG KOMong emineda (Rizack T et al. 2012, Townsley DM 2013).

Kotd v xomon o éykog tov TAACHATOS avEAVEL TPOOSEVTIKA. XTO TPAOTO TPIUNVO 1 adENOT
etvan katd 10-15% oe oyxéon pe 10 UGIOAOYIKO, Evd POAVEL TN PEYOAVTEPT TIUN TNG OTO TEAOG TOL
de0TEPOL TPIUNVOL OV Ko UTOPEL VoL ouveytotel Emg v 371 efdondda. [Tapdiinia pe tnv adEnon Tov
OYKOV TOL TAACUATOG ovEdveTal Kot 1 palo tov epuBpmv. QoTdG0, 1 GYETIKN ADENCT TOV OYKOV TOL
TAGoUaTOG eivat duoavaioyn pe TNy avénomn g Lalag Tav epulpdv Le amoTéleca TN HETPLO LEIDOT
TOV EMTES®V TNG Apooeulpivine. Emopévamg, n opfoypmun voproKLTTAPIKY| avalpio oL Topotnpeiton
oTNV KOMOT, 1 «ovolpioc TG KOMoNg», omoTeAel £vo, PUGIOAOYIKO (OIVOUEVO OUOOPOI®ONG, TOL
OVTOVOKAGQ TN OMUOVTIKY a0ENCN TOL OYKOL TOL TAGGLOTOC 1) omoio vrepPaivel dvsovaioyo v
avénon g pakog Tov epudpav apoceatpioy. H avénon tov epubpmv pepucmg vrootnpilel Tig vynAég
petafoAikéc amortioelg Yo 0&uyovo katd T ddpkeln TG konong. Ta enineda tov 2,3 disphospho-
glycerate (2,3-DPG) tov epufpav mopapévouy avénuéva katd tn S1dpKeLo TG KOMoNS, Tov 0dNYel G
LEW®UEVT oLYYEVELD HE TO 0EVYOVO TV epuBpmv g untépac. H younin cvyyévela pe to o&uyovo e
ouvovacpud pe ta yapnAd eminedo pCO2 tov PUNTPIKOL OipaTog AOY® TOV avéNUEVOD KOTd AETTO
OEPIOUOV, OLEVKOAVVEL TN HETAPOPA 0&VYOVOL dta PEGm Tov TAakovvia (Bernstein IM et al 2001,

ACOG Practice Bulletin 2008).

A.1.2 DYZIOAOI'TKEX METABOAEX AIMOXTATIKOY MHXANIZMOY

Kotd m didpreia g kdnomng, Uio GEPA OPLOVIKMOV OAAAYOV JATUPAGCOVY TOV ALOGTOTIKO
UNYOVICUO KOl TNV 1GOPPOTHL0 LETAED TOV UNYAVICUOV TG THENG Kot TG V®OOAVOTG LE OTOTEAEG L
aHENOT TOV TPOTNKTIKMOV TOPAYOVIMV Kol UELMUEVT] WOIOAVTIKY dpaotnptotnTa. Ol GUYKEKPIUEVES
0AAOYEG TPOKOAODV [0 KOTAOTOOT «QUGIKNG VITEPTNKTIKOTTOG», PAIVOUEVO TOV Eival EVTOVOTEPO

KaTé T0 30 TPIUNVO TNg KOMoNG, MOTE Vo Pondncel Tn yuvaiko va oVTILETOTICEL ATOTEAEGLOTIKH L0
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duvntikd cofapov fabuov anmAieia aipatog Kotd tov Toketo. [TapdAinia, poiveton 6Tl Ol GUOCGTATIKEG
HETAPOAEG TNG KONGONG GUVEICOEPOLY BT PLGTIOAOYIKT] AVATTLEN Kol AELTOVPYIKOTNTO TOV TAAKOVVTOL

KOl EMOPEVOG GTN PLGLOAOYIKY avamTuén tov eufpdov (Franchini M. 2006, Holmes VA et al. 2005)

(ITivakag 2).
Mivaxas 2. METABOAEX AIMOXTATIKOY MHXANIXMOY XTHN KYHXH
A Vv
Hapayovreg TEng 1L, VII, VIIL, IX, X, XII, vWAg
DVoIKOL AVOGTUATES Awivt TM, TFPI, APC-R Tpwteivn S, ekevBepn Ipwteivn S P
Ivomdorvtkoi mapdyovreg PAI-1, PAI-2 t-PA
Muwpooopatidwn EvdoOniwoid, Ayrometoliokd
APC-R: Activeted protein C resistance, PAI: Plasminogen Activator Inhibitor, TM: Thrombomodulin, TFPI: Tissue factor pathway
inhibitor, t-PA: Tissue-type plasminogen activator, vWAg: von Willebrand Antigen
Franchini M. 2006

A.1.3 DYZIOAOI'TKEX METABOAEX TOY KAPAIAITEIAKOY XYXTHMATOZ

Onwg MM avapépbnke, 0 0yKog ToL TAACUATOG AVEAVEL Kot 1) GUVOAKT avénom vodoyileTot
katd péco 6po oe 1100 émg 1600 mL pe tehid amotédecpa GuVOAKO Oyko TAdopatog 4700 émg 5200
mL, dniadn 30-50% mepiocdtepo 0md TOV OYKO TOV UN-EYKO®V YOVaIK®V. [0 Vo TpoGaproGTOLY Ta.
ayyeio. TOV EYKO®OV GTNV TOPOTAV® aOENCT] TOL TAGCUATOG, UELMVETOL 1| CUGTNHOTIKY OYYEWKN
avTioTao Kot avEAVETOL 1) TAPOYN CLOTOS GTOVG VEPPOVE KOl GTNV UNTPOTANKOVVTIOKT] KUKAOQOPI.
YT0V TOPOTAVED UNYOVICUO GUUUETEYOVV TOAAATAES OpHoOveG, aAAG kaboploTikd porlo mailel 1
QVENUEVT dPOCTIKOTNTO TNG PEVIVIIC KOl 1] N)TTL0L LEIMON TOV EMTEI®V TOL VOTPLOOVPTTIKOD TEXTIHIOL,
(QOIVOLEVO TOL VTOOMAMVEL OyYEIOOGTOAN Kot OVENUEVT] OYYEWNKT YOPNTIKOTNTO TOV ayyeimV
(Bernstein IM et al. 2001, Sanghavi M et al. 2014).

To toiympa g Kapddg YIvETOl TAYDTEPO KOl 1 YOPNTIKOTNTO TOV KAPIIOKOV KOIAOTHTMOV
avédvel. Av mapatnpnbodv niektpokapdioypapikéc aArayéc tov ST, T kot Q xdHOTOG £x0VV KOAN
TPOYveon kol omokabiotavtal peTd tov TokeTd. H wopdiokn mapoyn avédver otn OSldpkeld g
gyKopoohVNG Kol glval amotédecpo Tng avénorng Tov Kopdlakod pubupod kol g pelmong Tov
HeTaPOPTiov, KaODG 0 0YKOG TUAUOD dgv veioToTal 0EOA0YN UETOPOAN KaTd TNV S1dpKED MG
QVo10A0YIKNG KOMons. H kapdiokn mapoyn av&dver pe toydtepovg pubuovg otr SidpKeLn TOL SEVTEPOL
TPWAVOL KOl TOPOUEVEL oTafEPT LEYPL TO TEAOG TNG KONOTG. TN SIAPKELD TOV PUGLOAOYIKOD TOKETOV
pio avénon 45% amodideTol 6TV VIEPEKKPIOT] KOTEYOAQUIVMY OO TOV TOVO, EVM W10 TOGOTNTO £MG
500 ml aipatog TpootiBetar 6TV KVKAOPOPi, GOV ATOTEAEGLO TMV GVOTAGEWOY TG UTPag. Katd to
TpiT0 0TAd10 TOV TOKETOV 1 KOpdlakn mapoyn eBdver 80% ndvm amd ta Tpo TG KONong eninedo Aoy
NG OTOUETAYYIONG GO TOV TAOKOLVTH. ATOKATAGTAGN GTO (UOIOAOYIKG EMIMES TNG KAPIIOKNG
TopoyNg enépyetar mepimov 2 efdouddeg petd tov TokeTod (Sanghavi M et al. 2014, Villablanca AC
1998).
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A.2 TAOOAOI'TIKEX KATAXTAXEIX TOY KAPAIAITEIAKOY XYXTHMATOX
XTHN KYHXH

Ta kapdiayyelokd voonpata gival TaONGELG TG KapOLIg Kol TOV ayYEIV TOV OPYOVIGHOV
(pAéPec — aptnpieg) Kot adpd KATNYOPLOTOIOVVTOL GE IGYOUUKOD KOl U IOYOIKOD TOTOV TabGELS,

kapdopvonddeies, ParPrdonddeieg, appvOuieg ko aoptromddeieg (Ewcova 1).

101 1) [ — ATTEIAKA
NOXHMATA

Ayyswako
Kapdomafera YKEPaALkO ETleELo0810

BaAB8omtdOsreg

Ivevpovikn Epfoin
Ilvevpovikr) Yréptaon

MepLpepkn
Aptnpuakr) vécog

Tre@aviaia Nooog -
Ioyayuxkn kapdomadsia

IIpo-
skiapyia

Yreptaouwkn)
KapSomadera

Ev8okapditida

Ev Tw Ba0sL
dAeBoOpONBwON

MvuokapSitida AOGnpookAinpuvon

AvoAmi-
Sapia
Avelpuona

Awxtpogn

Hayvoapkia

Ewova 1. Baokég KAt yopieg KapSlayyeELaKk@V VOO HATWV KoL TApEYyOoVTEG KtvdUvou

O emmloxéc otV TV voonuatov oyetiCovior pe OpopfoesuPorkég emmAOKEG: OPTNPLOKES
Opoppacelg (0£H Euppaypo pvokapdiov, ayYElKO EYKEPUAIKO €MEIGOO10) Kol PAEPIKES Opoufmaelc
(ev @ PBdBer prefobpoupwon, Tvevpovikny gpPodn. Aiieg coPfupéc emMAOKES apopolV eEEMEN og
KopALOKN AvETAPKELD 1] TPOKANON a1pvidtov Bavdrtov ota TAaica appLOuidy.

Y pio pUGLOA0YIKT KONGOT), TO KAPOLOYYELNKO GOGTN O, LTOPEL VO DVITOGTEL OTLLOVTIKEG OAAOYES
KoL Vo, ennpeactel amd diapopes Kapdiakég manoelg. Kabe pia amd avtég tig mabnoeig pmopet va £xet
SLPOPETIKY EMIOPACT] TNV LYEL TNG EYKDOV, AVEAVOVTOG TOV KIVOUVO Y10l ETTAOKEG KATH T SLAPKELL
NG EYKVUOGUVNG KOl TOV TOKETOV. XTIG EMUTAOKEC UIOG KOVOVIKNG EYKLUOOUVNG, TO KOPO10yYELOKO
GUGTI O LITOPEL VO VTTOGTEL CNUOVTIKEG OAANYEC KO VO ETNPEACTEL 0md d1dpopeg Kapdlakég madnoelc.
O1 TaB0oA0OYIKEG KATOOGTAGELG TOV Bo ovaALOOUV GTI GLUVEXELN OPOPOVV TIC KUPLOTEPEG EMMAOKEG OO
TO KOPOOYYEWKO GUGTILO TOV UIOPel v cuUPody aKOUM KOl O VYIEIS UNTEPEG XWOPIG VITOKEIUEVA

VOGT|LOLTOL.
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A.2.1 YIIEPTAZIKEYX KATAXTAXEIX XTHN KYHZH: IIPOEKAAMYIA

H ovoyétion g véptaocng Ue LOLEVTIKEG ERITAOKES EIXE OVOYVOPLOTEL OO TNV apYoLOTITOA.

H vréproaon katd v xomon ovveyilel va amotelel po omd TIC KOPLEG auTieg voonpoTnTag Kol

BvnowdtTag untépog Kot veoyvov. Xxedov 1o 10% tov Kuncemv emmAEKOVTAL [IE VTEPTACT KoL N

mpoekhapyio apopd mepinov Tig oéc nepintooelg ([livakoag 3).

IMivaxac 3. YIIEPTAXIKEY KATAXTAXEIX XTHN KYHXH

Xpovio vrépracn
Yrépraon kimong
Mposkrapyio
Mposkrapyio  o¢
£dagpog APOVIOG
VEEPTAGTG

Xovépopo HELLP

Exhopyia

HELLP: Hemolysis Elevated Liver Enzymes Low Platelets

IIpovmapyovca véptacn

Ipwtomabng, ypovia veppikr vooog

Ynéptaon petd v 20" eBdopdda Komong, xwpic TpmTeivovpio

IMopodikn (€mg 12 efdopdades Letd TOV TOKETO) 1) LOVIUN

To oOvdpopo ekeivo Tov yopakTnpiletor amd TV ELPAVION VTEPTUONG KOl TPMTEWVOLPING HETE TV 201
eBdopdd0 TG KINONG OE VOPLOTAGIKT KOL LN TTPMTEIVOVPIKT £YKVO YOVOIKO.

Apvidio. avénomn g aptnplokng mieons, eppavion 1 emdsivovon npmteivovpiog, Opopfonevia ko
av&non nrotikdv eviopov petd v 20" efdopdda kdnong o yuvaika UE 16TOPIKO VIEPTACTS

YoBopn ekdrwon mposkhapyiog mov ocvvdéeTal pe apdivon, avénon NEaTkOv evOOHOV Kot
Opopporevia (5-8% meploTOTIKGOV TPOEKAULYING)
Zofapr ekONAWOT TPOEKAAUYING [LE CTOGHOVG

Watanabe K et al. 2018

Q¢ mpoexhopyio opiletar to cOVOpopo ekeivo mov yopoktnpiletal omd TNV EUEAVION

VIEPTAOTG Kol TPpOTEIVOVUpiog petd tnv 20m eBdoudda TG KOMONG O VOPUOTUGIKY KOl M)

TPOTEIVOLPIKT] £ykvo yuvaika ([Tivaxag 4).

Mivaxac 4. ANAGEQPHMENA AIAI'NQXETIKA KPITHPIA TIPOEKAAMYIAX 2000
Ouaoda Epyacios “National High Blood Pressure Education Program”

YHEPTAXH

MPQTEINOYPIA

e Zvotolikn aptnplokn wieon > 140mmHg 1) StectoAkn wieon > 90mmHg, o §00 1| mePLIocOTEPEG PETPNGELS pe dtopopd 4-6
®pOV (0ALG Oyl TEPLEOOTEPOV TMV T NUEPDV) GE UEYPL TOTE VOPHOTAGIKT Yuvaika, petd tnv 20m efdopdda tng kinong

o Emaypimvnon oty mepintmon mov avéndei n aptmproxn wicon mepiocdtepo omd 30mmHg 1 6uoToAKY, Kot TEPIETOHTEPO
a6 15SmmHg 1 dacToliky, £6T® KoL EGV 01 TYWES aVTOV eV EEmepvovv Ta Opia Tng vaéptaons (140/90mmHg)

o Qg mpoteivovpio opiletor n anoPfolrs) Aevkdpatog >0.3g npmteivig e cVALOYN 0Opav 24 wpdv 1 1 avedpeon Adyov
Aevkopativn/kpeatvivn ovpov > 0.3
o H mapovcio tng dapopomotet Tnv TpoekAapyio oo TNy vaéptact TG KONong

H maBoyévewn g mpoekiapyiog eival oOvOeT] Kol QoOiveTol VO CUUUETEXOVLV YEVETIKOL,

avocoloyikol kot mepiParloviikoi mapdyoviec. H avopoin mAakovviionoinon Oesmpeitor ©g to

TPOTUPYIKO GiTI0 Kol 1 TOPOLGio TOL TAAKOVVTO givol avaykaio cuvOnkn Yo TV EKONA®ON NG

nmpoekhapyiog. H mpoekiapyio anavtdrol 6€ 10606To 6-8% TV KLUNCE®V, Kot omotelel attio Bavdtov

1060 Yo T0 EuPpvo 660 kol Yoo TN untépa. Ot kvpltoTEPOL TTaPAYovVTEC KIvOOVOL TPOKANGTG

nmpoekhapyiog anewoviCovratl atov [ivaxa 5.
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Mivaxkag 5. TAPAT'ONTEX KINAYNOY IPOKAHXZHE [TIPOEKAAMYIAX
IpwtéTokog

Iotopd mpoekrapyiog og mponyoduevn kKimon

O1K0YEVELOKO 10TOPIKO TPOEKAAYTING

TToAvdvpun kdmon

MvAn kdmon

Tpoimapymv cokyapddng dopntng

Awffng konong

Yyniog deiktng palog odpatog (Body Mass Index - BMI)

Yrvikn drvoto

Hlwcia pntépag >40 £t
Kbdnon otv gpnfeia
Ipovmépyovca xpovia ve@pikn vOGog
AoydEerg
IIpodmdpyovca aptnplaxn VIEPTACT
E&woopatikn yovyronoinon
Adotnpo > 10 £t and mponyoduevn Komon
Opoppopirio
AVTIpmoPOMTISIKO GOVIPOHO
American College of Obstetricians and Gynecologists (ACOG) 2019

.3

Ye cofoapéc HOpQEG TPOEKAAUWING UTOPEL VO, GUVLTAPYEL OIOMUO, ONTIKEG Ol0TAPU)ES,
KeQaAaAyia, dAyog 0e£l00 vIToYOVOPioL KaUN EXYASTPALYiO, VOUTIO 1] EUETOL, EVD 0V EKONA®OOVV Kot
omacpol TOTE TO GVUVOPOUO ovopdleTon eKAapyio. ZTn ondvio popen mov meprypapetor g HELLP
(Hemolysis Elevated Liver enzymes Low Platelets) cvvumdpyel aipdivon, dotapoyn mMToTK®V
evlopov kol BpopPorevia. H tpéyovca otpatnykn yww v ekTiunon Tov Kivddvov ekdNAmong
mpoekhapyiog PocileTtor 6TO CLVOVAGUO UNTPIKDOV TOPAYOVI®V Kotd TNV &vapén tng komnong,
BloguoIK®V TOPAUETPOV Kol TPOTEIVOV TV 0moimv 1 €kkplon oyetiletol pe tov mAakovvta. To
WTPIKO 10TOPIKO Umopel va, mpoPfAréyel €mg kal to 30% TV TEPIOTATIKOV, EVAD OV CUVOVACTEL UE
Bropuoikég TapapéTpoug 6nmg aptnplokn migomn kal Doppler untplaiog aptnpiog (uterine-artery / UtA
Doppler) t6te 10 mMocooTd pmopel va ayyifer to 80% Y v mpown kot 40% yw v oyun
mpoekhapyio. Xg 0,TL 0QOopd TOvg Ploynuikovg OeikTeg, €VPEMG YPTCYLOTOLOVVTOL Ol OEIKTEG TNG
erevBepng B yoproxng yovadotporivng (free B- Human Chorionic Gonadotropin / fB-HCG) kot g
oyxeTlOMEVNC e KUMOT O TPp®TEIVNG 6To TAdoua (Pregnancy Associated Plasma Protein A / PAPPA).
Aglypo aipotog Yoo TOUG GLYKEKPIUEVOVG OEIKTEC AGUPAVETOL GYEOOV TAVIO KOTG TN OLOPKELL
OIEVEPYELOG TOV VIEPTXOTOUOYPAPIKOV €AEYYOL 1°° Tpumvov (EAeyy0G «OVYEVIKNG SLOQAVELNGY) KoL
TAEO0V OmO{NIMVETOL KOl 0O TO AGPAAOTIKG Tapein. 61000, oT0 TAAicI AVENONG TOL TOGOGTOV
TPOUNG AVIYVELONG TOV YUVOIKOV DYNAOD KivdOvoy avalntodvTol Kt GAAOL SEIKTES Kl GE TPOGPUTES
UEAETEG ONUAVTIKO pOAO QaiveTal 0Tl B TaiEel 0TO LEAALOV 1] LEAET OIYYELOYEVETIKAOV TOPOAYOVTOV KO
€K ToLv TAoKoVVTIHKOD avénTikov mapdyovto (placental growth-factor/PIGF) kot tng dtoAvtig
TVPOGIVIKNG Kivaong-1 tomov Fms( soluble Fms-like tyrosine kinase -1/s-Flt-1). H mpoc6rjxn tov PIGF
OTOVG UNTPIKOVE TOPAYOVTEG KOl TOVG PLOPUGIOA0YIKOVG TAPAYOVTES (OIVETOL OTL UTOPEL VAL ALENCEL
T0 TOGOGTO aviyvevong 6to 95% yia v mpdun kot 71% yio v oyun. (Ives CW et al. 2020, Sircar
M et al. 2025, Crovetto F et al. 2015) (ITivakag 6).
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Hivakag 6. MEGOAOI IPOBAEYHX EKAHAQYXHY IPOEKAAMYIAX
Mé£600d0g screening 1060670 aviyveveng ekdNAwoNS TPosKAOpYiag
TIpoekhopyio Iposkhopyio TIpoekiopyio
<34 gfdopdada <37 ePdopdda >37 ePfdopada
Mnrpkoi rapayovreg (Ilivaxag 5) 58 % 50 % 38%
Mntpikoi Tapayovteg + emmAéov deikTeg
MAP 65 % 60 % 43 %
MAP, UTPI 80 % 70 % 44 %
MAP, PLGF 85 % 73 % 47 %
MAP, UTPL, PLGF 90 % 75 % 47 %
Ives CW et al. 2020, Sircar M et al. 2025, Crovetto F et al. 2015

Ievikd, 660 Yo TN UNTEPA OGO KO Y10 TO EUPPLO T TOGOGTA EMTLYOVS EkPaong avEdvouv
otav 1 wpoekiopyio ekdnimvetor petd v 34" gfdopdda kdmong («rposkAapyio Oyiung Evapéng»)
oe oyéomn pe Vv mpoekhapyio mov exdnimvetar wpw TV 34" gfdopddo («mposKAapyion TPOUYNG
évapéngy). Ocov apopd 610 EuPpvo o1 mhovég emmAokég TG TpoekAopyiog mepthapupdvouy tnv
TOAVOPOUN O], TOV TPO®PO TOKETO, TNV evoountpla kabvotépnon aviartuéne (IUGR), eve pmopel va
VRAPEOVY EMITAOKEG GTN vEOYVIKN Ko otn Ppepikn e&éhén. H povn opiotikn Oepameio petd tnv
exdnAmon g mpoekAopyiog mapopével 1 agaipeon Tov TAoKoLVTO, ONAadn o Toketdg. O
axpoymviaiog AMbog g Bepaneiog Emg TOV TOKETO £ival 1 YOPNYNOT| HoyvNnGiov yio TNV TPoPOAAEN 0o
OTOGHOVE KO 1] AVTIDAEPTAGIKT] AYOYT| Y10 EAAYIGTOTOINGT) TG VOOT|POTNTOG OO EMMAOKEG GE KOpOld
N eyk€Paro.

O pOAOG TOV AVTIUOTETAAINKMOV QPOPUAK®OV KOl EWIKA TNG OOTIPIvIG G€ YOUNA 0601 €xel
depguvnBel yio v wpoinym g mpoekropyiog kot e IUGR ko 1 ovykekpuévn Bepamevtikng
eMAOYN TEPAMUUPAVETUL OTIS TEPLETOTEPEG KATEVOLVTNPIEG 00NYIEG 1] CLGTAGELG UEYOA®Y ETUPELDV
yovarkoAoyiog Kot Kapdtoroyiag. O unyoaviopuog dpdong dev eivat EexdBapog, moTtdG0 gival yvmotd 0Tt
n aompivn pmopel vo pubuiler v opowdotoon g OpopuPolavng Kol Tng TPOGTUKLKAIVIG,
mopeUnodilel T ocvoompevor ooneTaAiov, chattdvel Ty mapoywyn sFlt-1, av&daver Tov
TOALOTAAGLOGHO KOl TN O1EIGOVOT TV KLUTTAP®V TNG TPOPOPAGCTNG Kol £XEL AVTIQAEYUOVMOT OpAcT
(Ren Y et al. 2023). Evdeyopévmg, 610 £yydg LEALOV va, TpoKkOWoLV vEX ded0UEVA GTO TTESTIO0 TPOANYN G-
Oepomeiog Tng wpoekAapyiog (e TN XPNOT AYYEIOYEVETIK®V Ttopayovtwv (vascular endothelial growth
factor /VEGF, PIGF, TGF-B) 1] Kot o0vTay®@vieTOv TV avTiayyeloyevetik®v popiov (sFit-1, sEng) (Flint
EJ et al. 2019).

A.2.2 ANTIZTAZH XTHN IN2OYAINH

HYmopén coxyapddn dtafntn ahid Kot o cokyapmdong stafntg tng kinong dnuovpyody Evay
eavAo KOKAO: TIpmog cakyapmong Saprtng, KONoN MOV EMAAEKETOL PE CakyapmON Pt e

EMNTOGCELG TOGO TN UNTEPC OGO Kl GTO KOT|LLA, OVAUOAO EVOOUNTPLO HETOPOALKO TEPIPAALOV, TOIOIKT|
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TOYLOOPKIC, TPOO UETABOAKO GUVOPOUO, TOYLCUPKIK, TPOOG COKYUPOONG OWfNTNG K.0.K.
(Catalano PM et al. 2003).

Ot oppovikég PeTaforEG oV KUNOT, N UEYOAN aDENCT TOV EMTESWMV TOV O1GTPOYOVOV Kot
™G TMPOYESTEPOVNG, T EKKPIOT YOVASOTPOTIVIG, TACKOUVTIOKOD YUAAKTOYOVOL, KOPTILOANG Kol
mopdyovta vékpwong 0ykov (Tumor necrosis factor — TNF), éyovv w¢ amotéleoua Katd t0 de0TEPO
KoL TPiTo TPIUNVo 1 Spdom TG WGOoLAVING 6T0 HETAPOAIGHO TV VOATAVOPAK®OY Kol TOV AiTovg va
LEWDVETOL, OVATTOCOETOL OVTIGTOOT OTNV WWGOLAIVN oTn Untépo Kot pewdveror katd 50% n
KOTAVAA®OT YAVKOLNG amd pog Kot Mmdon 16to. [Ipokodeitor pio «pueloloyiky avtioToon otnv
WGOVLAIVI) LLE UTOTEAECUO VO VTTAPYEL TEPIGTELD YAVKOLING Y10 TO KOMP, Pacikd OpenTiKd cLGTATIKO
avanTuéng Tov eUPPOov TOV PETAPEPETAL O10 LEGM TOV TAUKOVVT.

O1 yuvaikeg e avTioTooT GTNV VGOLAIVT GTIV KONGT), OKOLO KL 0V OEV EKONAMGOLV ETioT A
dwafntn kdnong eivor vynAod KvéHVOL v EKONAMGOVY OVETIBOUNTEG OVTIOPACELG TOL UTOPEL Vo
aQopovV TOGO T UNTépPa, 060 Kol to EUPpvo — veoyvo. Ta mPOTOYEVH OTOTEAEGUOTO TNG TUPANG
peiétng kooptrg Hyperglycemia and Adverse Pregnancy Outcome (— HAPO) ftov copatikd Bdpog
vévvnong >90" ekatooTioio Ypopun, TOKETOC HE KOLGOPIKN TOUN, KAWVIKA OlOTICTOUEVT] VEOYVIKY
vroyAvkopio, kot oppoiikd C-peptide >90" ekatootiaia ypapuun. Ta devtepoyevi| amoteAécpata fTav
Tpoek oo, dSVGTOKIO MUOL KOl TPOVUATICUOC GTOV TOKETO, VITEPYOAEPLOpIVaLLio Kot voonAeio o€

evtatikn povada veoyvav (Selen DJ et al. 2022, Metzger BE et al. 2008).

A.2.3 OPOMBOO®IAIA

e pio mEPiodo OPUOVIKAOV OAANY®V TOL 00NYOVV GE OLENUEVT PAEPIKT YOPNTIKOTNTO ALY
KO TOVTOYPOVO OVOTOUIK®DY OAAAY®OV OV 001YOUV GE PAEPIKT GTdoT (UNYXOVIKY amdPpasn amd T
UATPO, UELOUEVT] KIVNTIKOTNTO YOVAIKOG, TPOLUOTIOHOG OayYelmv), N avénomn TV TEPICCOTEPOV
TOPOYOVTOV TNG TENG, 1 HEIDOT OPIGUEVOV PLGIKAOV OVOGTOATMV KOl 1) 0OENGCT TV AVOSTUAT®V TG
wmdoivong, dnuovpyobv cvvinkeg emiktnng OpouPoeiriag pe oxeddV TEVTOTAGGIO Kivouvo
enpdviong Opopfocewv. Zyeddv 10 80% TV TEPIOTOTIKOV 0QOopoLV QAePikéc Opoupoocelg e
enintoon 0,49 — 1,72 avd 1000 kvnoeig (James AH 2009). TTapdyovteg mov avédvovy Tov kivduvo yia
QAePicéc OpopPmoel; apopodv OMUOYPAPIKA YOPOKTNPIOTIKA NG yuvvaikog, o Tpomog (mong,

GULVVOCT|POTNTEG KO 1010UTEP YOUPAKTNPIOTIKA 1) EMTAOKEG TG kumong (ITivaxag 7).

Hivakag 7. MAPAT'ONTEX KINAYNOY IPOKAHXHE @POMBOEMBOAIKHX NOXOY
XopaKTNPLOTIKG EYKVOV ZovocenpoTnTEg Emuthokés komong / Toketov
Hlwcia > 35 ém Iotopd Opoppwong Tposkhopyio
1" kdnon KAnpovopkn Opoppoeirio Yrepepeoio kinong
> 3 Toketol Kapdiomadero Awapritng konong
IToAvdvpun kdmon ApEmOVOKLTTAPIKT VOGOG Kacapkn topun
YnoponOodpevn avoropaywmyn Ynéptaon Awoppayio 6TOV TOKETO
Kanmviopo Toakyopmong dwpnmg Avaykn yuo petoyyioels
Hayvoapkio Yvomuotikog Epunpatddng Avkog Aoipwén ot Aoxeio
Kipooi kéto dxpov AVIIPOOPOMTISIKA OVTIGMLOTOL

Sultan AA et al. 2013
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Emutiéov, kKAnpovopkoi mapdyovteg umopel vo cuvoéoviot Pe Tepatép avéEnom tov BpopPwticon
Kvovvov. Qot1600, Kot 10 BeTikd KAnpovokd 1otopkd yioo eAePiky Opopfoepforikny voco oe
ovyyeveic TpmTov Pabpod Bewpeitan aveaptnTog Tapdyovag Kivdhvoy avesapTiTOs OTOTEAECUATOV

gpyaoctnprokov eréyyov (IMivaxog 8) (Raia-Barjat T et al. 2022, Robertson L et al. 2006).

Mivaxkag 8. MAPAI'ONTEX KAHPONOMIKHXE OPOMBO®IAIAY KAI OPOMBQTIKOX KINAYNOX XTHN
KYHXH
Odds Ratios (95% CI)

Opoluyortia FV-Leiden 34.40 (9.86, 120.05)
Erepolvymtia FV-Leiden 8.32 (5.44, 12.70)
Opoluyortia FII-G20210A4 26.36 (1.24, 559.29)
Erepolvymtia FII-G20210A4 6.80 (2.46, 18.77)
Avenapkera avrifpoppivng 4.76 (2.15, 10.57)
Avemapkewo Tpoteivyg C 4.76 (2.15, 10.57)
Avenapkerla TpoTEivig S 2.19 (1.48, 6.00)
Opolvyortio MTHFRC677T 0.74 (0.22, 2.48)

Robertson L et al. 2006

H mpdxinon apmplokdv Opoufdcemv og YOvaikeg avomapayoyikig nAkiog eivol acuvnong
KOl TTOPG TO QOWVOUEVO VLREPTNKTIKOTNTAG GTNV KONGOTN, 1 EMINTOON EUEPAKTOL HvOoKapdiov 1
OYYEWKOD EYKEPAAIKOV €MEI000i0v €lval omdvio Kol KUPI®G aPOpd YUVOIKEG HE 10TOPIKO
Kapdloyyelokng vosov pwv v komon. Ilapdio mwov 1 abnpockinpuven apopd Tov KOPLo UNyovIGUO
TPOKANONG apTnpLoKng Opopfoeprfoiikig voOsou 6To Yevikd TANOLGUO, TPETEL Vo AapuBavovTol LIToy
Kot Ao aitio Omwg 1 Vmoapén mpocsbetikdv unyovikdv BoABidov 1 eopudkov Tov pmopel va
TPOKAAEGOLV 0yYEIOOTAGHO. Ol EMITAOKEG UTOPEL VO 001 YT)COVV GE LLOKPOYPOVIOL VO Pio, KOO, KoL
Odvarto. Qg ek TOOTOL, €lval TOAD CMUOVTIKA 1 £YKOIPTN OVOYVOPIOT TOV YUVOIKOV 7OV E£XOLV
OTUOVTIKOUS TAPAYOVTES KIVOUVOL Kot Vo, ANeBodv eykaipmg HETPA Tov Umopel vo apopodv Evapén
OVTIOLLOTETAALOKNG OYYNG 1] OLEVEPYELD GTEQUVIOYPAPIKOD EAEYYXOV Y10 TV TOTOBETN O GTEQAVINiNG

evoompobeong (stent) po kumong (Walker ID 2003).

A3 ANANTAPAT'QI'IKEX EIIIAOT'EX — H OEXH THX YIIOBOHOOYMENHZX
ANAITAPAT QI'HX

Ot avamopoy®ytKeég ETAOYES LOG YovaiKog ival 1 KOMon HETE OO QLTOHOT GUAANYT, N
KONo™n HETA 0md TPWTOKOAAO VIoPonfovuevng avarapaymync, 1 vioBecio oAAG Kol 1 OTOEACT Un
amOKTINONG TEKVOU.

Ymv mopovca evotnta Ba avoivBodv Ta SlopOpETIKG TPOTOKOAAN vToBonfolduevng
AVOTOPOY®YNG LE EEMOMUOTIKT YOVILOTOINGoN, 0l KIVOUVOL Kol Ol EXITAOKEG Ao TN JldIKOGio OAAG

K0l 01 VOUOL TTOL 1oYvovV oty EALGda oyeTikd pe ) dadikacio tng vrofondoduevng avomapaymync.
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A.3.1 YIIOBOHOOYMENH ANAITAPAT'QI'H

H teyvoloyia g vroPfonBoduevng avamapaywyng (Assisted reproductive technologies-ART)
aopd Bepameieg yovipotnTag oTic omoieg yivovtol yepicpol oe wokvttapa M éuppva. H in vitro
yoviponoinon (in vitro fertilization - IVF) amotedei 10 mo ocvyvo €idog ART, evd ot Oepameieg
YOVILOTNTOG TOV aPOpovV OlepUaTEYYVon 1M O1€yepon wobnkmv ywpig woinyio cvvnbwog e
CLUTEPILOUPAVOVTAL GE AVTOV TOV OPIGUO.

H ART mo ocuyvd dievepyeitar AOym vroyovipotntag eite He odpio TG Yovaikog 1 [Ue oapio
d0tplag. Ze acbeveig 6ToL N KONOT GYETIKA AVTEVOEIKVLTAL 1] €AV LITGPYEL TaBoAOYIN TNG UATPUG TTOV
dev emurpémel komon, n IVF umopei va dievepynOei péow «mapévietng untépagy, OnAaon Hag yovaikog
OV KLOPOPEL KAl YEVVA Y10 AOYOPLIGUO GAANG yuvaikag. Ymapyovv moAAamAd mpotokoila IVF
avAAOYO LE TO YOPOKTINPIOTIKA TNG KA yuvaikag, mov pmopel va apopoldv di€yeporn @wodnkmv pe
YOVAS0TPOTIVEG 1) ®OAN i GE PLGTKO KOKAO, EuPpvopetaopd epuPfpimy 2-3 NUeEPOV 1] PAACTOKVGTE®MV
N euPfpoopetapopd HETA amd KpvocvvINpNon. TEAOC, 0To TAAICIO EPELVNTIKOV TPMTOKOAA®V GE
oplopéveg yopeg devepyeitor IVF péowm texvik@v avTikaTdoToonG TOV TOYOVOPI®mV Yo TPOAYN
LTOYOVOPLOKAOV Voonpatov 1 aveénynt vroyovipdtnta (Zhang J et al. 2016, Costa-Borges N et al.
2023).

Huépa 0 Huépa 5-6
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Ewova 2. (A) ZYNHATIKY ATEKOVIOT TIPWTOKOAAOV E§WOWNATIKTG YOVIpOoToinong
(B) Ztadia avantuing pfpov 6To TPOERPUTEVTIKO 6TASL0
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Qot6c0, n IVF pmopet va pavel yprioun kot o€ acbeveig mov dev avripetomilovy tpofAnuota
yovipdtrag: Eite ota mhaiclo kpuoouvtnpnong @okuttapmy Adym Ayng yovadoto&ikng Bepaneiog 1)
TPOCOTIKNG EMBLUIOG TNG YUVAIKOG Y10 TEKVOTTOINGT 0 LEYOAVTEPT NAIKI 1] UTOPEL VO, pOPA ETIAOYN
aclevov pe yevetikd voonuate (1 OCVUTTOUOTIKAOV POPEDV) OOV ETBVIOVY VO YPTCUYLOTO GOV
YEVETIKO DAKO 60TN/d30Tpiag 1 vo VTOPANB0VY Ge TPOEUPVTELTIKO YeEVETIKO €Aeyyo (preimplantation
genetic testing - PGT) mpwv v euPpoopetapopd. To minbog tov dapopetikov popeov ART

ovvoviletol otov [Mivaka 9 (Jain M et al. 2024).

Mivaxag 9. MIPQTOKOAAA EZQXQOMATIKHYE TONIMOIIOIHXHX

Qonyio kot ELPPLOUETAPOPE GE PVGIKO KOKAO

Qonyio kot epBpvopeTaopd HETd and TPWTOKOALO S1EyEpoNG WOONKOV
Euppuopetapopd kpvoouvtnpnuéveov epuppdov

E&woopatikn yoviporoinon pe odpa d6tplog

E&ooopatikn yovioroinon kot euPpuopetapopd e mapévietn untépa
IpwtoKoAho eEOOOUATIKNG YOVILOTOMONG Y10 SIEVEPYELD TPOEUPVTEVTIKOV EAEYYOV

EEOOOUOTIKN e TEXVIKY QVTIKOTAGTOONG HitoXovopiov*

*Xe OPIOUEVES YWDPES KAl UOVO OTO. TAAICLO. EPEVVNTIKDOV TPWTOKOIAWY

A.3.1.1 Emumhokéc- Kivovvor Atadwcaciog YroBonBovuevng Avomapaywyng

[pw v évapén evog mpotokdAhov ART mpémel va cvlnrovvrol OAeg o1 TOUVEG ETITAOKES
a6 T dwdkaoio. Edikd og yovaikeg pe kapdloyyelokd voopuata, 1 ot 1 konorn mbavotata va £yt
OYETIKN aVTEVOEIEN avaAoya Le T BapdTNTa TOL VOGTIUOTOG Kol VoL TPETEL va cu{1tn0el To evdeyOpeEVo

mopEVOETNC UNTPOTNTOG.

A.3.1.1.1 Xdvdpouo Qobnrikng Aiéyepong Qobnkwv

[Moporo mov N IVF propel va Tpaypatonombel € puoikd Euunvo KOklo, ETOUEVOS VO, Yivel
woAnyia evoc wapiov og KGO KOKLO, CLVNOMG YPTCLOTOIOVVTUL TPMOTOKOALN EAEYYOUEVTG O1€YEPONG
wofdnkmv pe avaroyo aneievfépwong yovadotpomvev (Gonadotropin-releasing hormone - GnRH). O
OKOTOC NG O1€yepong wobnkdv givar va AneBodv mepiocoTepa mapla Kot v avénbel to T0c0oTd
emitevéng xomong eite petapépoviag >1 EuPpva 1 HESH KPLOGLVTINPNONG Kol EUPPLOUETAPOPAG OE
EMOUEVO KVKAO.

Mia oo Tig o GLYVEG avemBOUNTEG EKONADCELS TIG d1€yepong wobnkdv gival To cOVOPOLO
®ofnKikng d1€yepong mobnkav (Ovarian hyperstimulation syndrome - OHSS) wov pumopei oe cofapéc
poppég va  amoPel powpaio Yy v vmoynele. untépa. H emimtoon tov  mepiotaTikK@V
evoldpeong/cofapnc fapvtntog exktpdror 1 - 5%. H exdnimon tov cuvopopov opeiletar otny e€myevn
XOpNYNoN YovadoTpoevdv mov akoiovdeitor amnd eEwyevny yopnynon hCG «atd tnv omoia

TEPLOCOTEPA, OO £va. MOOMAGKIL KIVNTOTO0UVTaL Kol Opdlovy o€ évov EUunvo KOKAO, LE
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OTTOTELECIO EKTETAUEVT] TTOPOUY®YT AVENTIKOV Tapayoviov 6nwg VEGF pe cuvodod veoayyeioon. O
OLVOLACUOC TOV OVOTEP® TPOKOAEL aENON VYPOV GTOV TPITO YOPO TOV UTOPEL VO TPOKUAECEL
OWNLOTO, 0OKITI, TAELPITIKN GLAAOYT, TEPIKOPOIOKT GLALOYT, VEQPIKN VOGO, OULOCLUTOKVOOT] Kol
eAefikn OpopPoepuporixn voco. Ot Tapdyovieg Kvouvov €kdNAMONG ToL GLVIPOUOL cuvoyilovtot

otov ITivaka 10.

Mivakag 10. MAPAI'ONTEX KINAYNOY [IPOKAHXHX OHSS

Neapn nhwcio

Xopnio copaticd Bapog

ZHVOPOLO TOAVKLOTIKGOV modnkmv -PCOS

ToAhomhég ONAaKidIES KOGTES ®OOMKDV

Yynhiég 600€1G YovadoTpopivedv 6to mpwtokorro IVF

Meydhog aptOpoc ®oKVLTTAP®OV KoTd TV moAnyia (>24)

YynAd enineda owotpadioAng (>3500 pg/mL)

ITponyoduevo eneicodia OHSS

IVF: in vitro fertilization, OHSS. Ovarian Hyper-Stimulation Syndrome, Zovopouo vrepdicyepons wobnkav, PCOS: Polycystic

Ovary Syndrome, Zovdpopo moAvkvotik@v wolnkoy
Practice Committee of American Society for Reproductive Medicine. 2008

Ortav 1ebei  ddyvoon tov OHSS n Bgpaneia cuvnBmg glvar cuvtnpnTK KOl GUVIGTATOL
avamovon, gvudatwor, Kanuepwo (hylopa kor PETpnon S100PNoTG KOl OVIWTNKTIKY oyoyn. X
OPOYOVITIOEG TOV TPOKOAOVV KOWMOKO GAyog 1M Ovomvole pmopel vo ypelaotel Oepamevtiknm
TOPOKEVINGT. L€ YuVaikeg Tov Bempodvtar vynAoy Kvdvvoy Yo ekdAwon OHSS dev mpoteivetan
EUPPLOUETOPOPA GTOV 1010 KUKAO LE TNV OANYiN, OAAG KPLOGLVINPNON Kol EUPPLOUETAPOPA GE
EMOUEVO KUKAO OTOV TO GUVOPOUO Exel mANpwg veebel, cuvnBwg petd and 3 pnveg. Emmiéov, ot
yovaikeg vYNAov Kivdvvov umopei va tpotabel ART pe puoikd kOkAo dote vo amopgvybei n Evapén

TPpOTOKOALOL d1€yepong (ASRM Guidelines 2016).

A.3.1.1.2 Iloivovueg Konoeig

Edv emtevyBetl kimon, ) wo cuyv emmAoki ivar 1 ToAVSLUT KONOT), AOY® EUPPLOUETAPOPAS
nepLocoTEP®V oo Eva euPpdmv. Ta mpmta £tn evpeiog xpnong ART ywvotav epufpvopetapopd ToAldv
eUPpO®V KOl TO TOGOGTO TOALIVUWOY KuNoE®VY £pTave To 50% o€ avtifeon pe 1,2-2% tov veoyvav 6to
vevikd mAnOvoud. Qotdco, e TNV TAPOSO TOV ETOV, o€ Uia mTpoomddeio va pewwbdel 10 T0G00TO
TOAOOVUOV KVcE®V 7OV Bempoldvior vynAod Kwvdhvov, pelwbnke o oapBudc euPpdmv  wov
UETOPEPOVTOL LIE OMOTEAECUO ONUOVTIKY peiwon, dote mepimov 10 20-30% va agopd moAvdvpeg
KUNGELC.

Yy EAAGda, pe v avabBempnuévn vopobesio (PEK 2589/29-09-2014), o yuvaikeg vedtepeg
TV 35 etV emTpéneTal 1) ELPPLOUETAPOPA £mG 2 uPpOmV o€ KdBe KOKAO, evd og nAikieg 35-39 etV
1-2 otovg Tpd@TOLE 600 KVKAOLG Kot £0¢ 3 EuPpua, amd Tov TpiTo KOKAO Kot petd. Xe niikia 40 eTtov,

3 éuppva amd Tov TPOTO KHKAO eved oe nAlkio >40 etdv éwoc 4 éuPpua. Qotdco, edv n ART eivan pe
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®AapLo. dOTPLOG, OTOTE Ko 1 NAia TG d0Tplog Ba glvan pikpotepn amd 35 €11, TOTE EMTPENETAL

euppoopetapopd pExpt 2 euPpowv.

A.3.1.1.3 AlJec Emnlokéc ART

Ot ToAbdVpES KUNOEIS aVEAVOLY TOV KIVOLVO Yol ETITAOKEG KOL Y10 TNV UNTEPO KO Y10, TO
éuBpva. H yuvaika €xer peyodvtepo kivovvo va exdniooetl vrepepesio (hyperemesis gravidarum),
St Tn KOMONG KoL VAEPTUAGTKES EMMAOKEG, OTTMG TPOEKAAYio. YTAPYEL OTUOVTIKY 0OENGT TPOWPOL
TOKETOV HE EMMAOKEG OTO VEOYVA AOY® NG TPowpotntog (avénomn katd 7 @opéc Tov Kvdvvov
veoyvikoL Bavdatov) kot 5 popég LeyoldTepog Kivouvog yévvnorg vekpol eufpiov.

[Mopéra avtd, vradpyovv evoeilelg OTL akOUO Kol Ol HOVAPES KUNoelg petd amd ART
oyetiCovtot pe avénuévo Kivouvo HOEVTIKAOV ETITAOK®OV OTTMG TEPLYEVVNTIKT BvnToTNnTa, TPOWOPOTNTA,
YOUNAO Papog yévvnomg, OlevEPYEID KOIGOPIKNG TOUNG, TPOOPOUIKOS TAOKOOVTOG, OTOKOAANOT|
TAOKOVVTO, KOl TPOEKAQyio. QQ0TOGO, amaITOVVTIOL TEPIGGOTEPC OEDOUEVE KOl GYESOOUOS LEAETDV
TPOG QTN TNV KaTeLOVVOT, MOTE Vo UTopEl va Yivel Kot 1 KATAAANAN EVIUEPMOT] GTOVG VTOYTN(PLOVG
Yoveig yuo Tovg mlavoig kivdvvoug. Emiong, vrdpyovv kdmolo dNUOGIELUEVE GTOYELD Y10 GLYYEVEIG
avOUOAiEg €101KA HETA amd pukpoyovipomoinon (intra-cytoplasmic sperm injection - ICSI) mov
Ka016TOOV avaryKoaio TNV TO EVIATIKOTOUEVT TopakoAovOn o Le epPpuikd vaepnyoypaenua (Davies

MIJ et al. 2012).

A.3.1.2 Nopobeaia yia ) Aevépyeta IVF oty EAAGO

Ymv EAGda mpoopdtmg £xel avénbei 1o nAkiokd Oplo TOV YUVOIKOV 7OV OOVOTOL Vo
npoopvyovv o€ IVF ato 54 €10 Tng nhikiag Toug, v £xel kaTopyndel To avadTato 6plo SIPKELNS TOV
€lKOG1 €TOV Y10 TN SVVATOTNTO, KPLOGLVTNPTONG YEVVITIKOD VAIKOV, {UY®OTOV KOl YOVILOTOUUEVDV

wopiov (PEK 142 / 21-07-2022 Apidpdg 4958).

A.3.1.2.1 Aotec svetikod Yiikod

H bwped wopiov Baciletoun ot pio aAtpovioTiky] Tpdén 1 TOLAGYIGTOV LE OUTY TN ELAOGOPI
&xer vopponombei. Qo1000, 0T dOTPLA YEVETIKOV VAIKOV KOTaPdALETOL amolnimon Adym PloAoyiknig
KOTATOVNONG, OAAG KOt Y10 TIG S0TAVEG ToL Oo amartnBovv MGTE VoL Vol APOGIOUEVT GT S1001KOCT0L
(¢€0da petaxivnong, SOUOVAG, AmOYNG OO TNV EPYOCIO 1 OV KOAVTTEL He OKA TNG ££000 KOGTOG
wTpIK®V/epyaotnplakmv darovav) (PEK 2632 /21-04-2023, ApiBuog 1297). Emmiéov, coppmva e
TO VOUO VTTAPYEL 1 duvVTOTNTA TOV SOTN 1] TNG OOTPLUG VA amopacilel 0 1d10¢ 1} 1 id1a Yo TNV avevouio

tov 1} ™G (PEK 142 /21-07-2022 Ap1Budc 4958). [To avolvtikd, 1 d0Tplo mapiov £xel T duvatoTnTa
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va emhEEeL edv Ba elvar avavoun, endvoun 1 av Ba 6&rel va arokadlvebei ) TavtdoTNTO TG T TaL 18
070 Prodoyko g Todi. Opwe, okOpe K oV Vol EXMVLUN OEV EVIUEPDOVETOAL Y10 TV ANTTPLO. KOl TN
vévvnon tov tékvov. Edv emiéler v avovoun dwped, N AYTTpo 1 TO TEKVO dev AauPdvouv
0mol0dNmOTE TANPOPOpPia TOL O UTOPOVGE VO TIV THVTOTOINGEL, OGTOGO Ol KAVIKES d10TNPOVV apyEia
LE TANPOPOPIEG Y1 TNV TOVTOTOINGT TOVG Yol TOVAd IGTOV 20 YpoOVIa.

2116 80TPlEG YEVVITIKOD VAIKOD TPV TN ANy ®opiov Jlevepyeital VITOYPEDTIKA EKTOG IO
10A0YIKOG EAeYYOG Kot eEETAON Yo opEia O-,B-, Kot dP-LECOYEINKNG KOt SPEMAVOKVTTAPIKNG OVALIIOG,
e&étaon v eopeion KVoTIKNG tvoong (Hoplakdg EAeyyog mov KoAvTTEL >99% TtV maboloywmv
VOUKAEOTIOKAOV TOPOAAAY®DV Kol TEPIAUUPAVEL EAEYXO KOl Yiot EAAEIUPOTO KOl STAUCIOAGHOVS GTO
yovidiov CFTR), kKlooikog Kopvotumog, e€€taon vy gopeia cvvopopo gubpavotov X (Fragile-X),
e&étaon yuw popeio votiaiog poikng atpopiag (yovidio SMNT) (pe poplaxd ELEYY0 TOV KOADTTEL TNV
7o ovyvi mafoloyik mapoaAiayn), eEETAOT Yo POPEID U GUVOPOUIKNG KOPmong (Yovidolo GJB2),
éleyyog G ovyvotepng moboloyikng moapariayng c.35delG, oudda aipatog kot Rhesus. Emumiéov
dlevepyeital LITOYPEMTIKA KAVIKT e£€TaioT 0O TOV BEPATOVTA 10TPO Y10 TVYOV AVEVPECT] CLUTTOUATMV
OV TOPATEUTOVY GE KATO0 YEVETIKO VOO0 Kot ACUPAVETAL TANPEG OTOUIKO KOl OTKOYEVELNKO
IGTOPIKO KOl GUUTANP®GCT] EPOTNUATOA0YIOV OV oyeTileTal pe TV amokdAvyn mhavoDd YEVETIKOV
voonuatog. Ent avedpeong BeTikov okoyevelakon 1 0TopiKoD 10TOPIKOD Yio. KATOoo voon o 0o Tpénet
VO VTTAPYEL YEVETIKT] GUUPBOVAELTIKN Y10 TNV TUXOV KANPOVOUIKOTNTO TOV GUYKEKPIUEVOL VOGTILOTOG
0o YEVETIOTH, TOL Ba. apopd TOGO TOVg ANTTEG OGO Kot TOV dOTN/J0TPLO. XTI AALOSATEG OOTPIEG
dlevepyovvtol OAo To OVOTEP®, KOOMG Kol OV KATOLO YEVETIKO VOOTUO £XEL VYNAN GLYVOTNTO
etepoluyntov (>1-2%) oty yoOpa KATaywyng TOLS, Bo TPETEL VO TPONYEITOL YEVETIKT] GUUBOVAELTIKN
07T YEVETIOT Kol EPOGOV KPIveTal avoyKaio £€Taom Yo popeia Tov cuykekpiévov voonuatog (PEK

2632 /21-04-2023, Apuodg 1207).

A.3.1.2.2 [apévOetn Mntpotnro

[Mpodmobécelc yio v mapévletn untpdtnta opifovror: 1) Hikia dvo tov elkoct mtévte etmv
KoL HEYPL TEVIVIO TECCAP®Y ETOV e oYeTKN ddela tng EOvikng Apyng latpikodg YroBonBoduevng
Avamnapayoyng (EAIYA) ko unv €xel voPAndel oe mepiocotepeg and 000 Kuoupikég TouEg. Agv
VEIGTATAL YPOVIKOG 1| TOGOTIKOC TEPLOPICUOG MG TPOG TOV 0POUd TOV EUPPLOUETAPOPOV GTIG OTOIES
TpoKerTon va LIToPANOel 1 VTOYN P KLOPOPOS Le TNV 1010 1 dLPOPETIKT diKaoTikn omdeacn (PEK
5524 /26-10-2022, ApOuog 1704).

Onmg ka1 6N dwped mapinv £T61 Kol 6To OGO TG TapEVOETNG UNTPOTNTAG 1 TPOGPOPA ival
OATPOVIoTIKY KOl omotteitan oyetikn ddewn g EAIYA. Xtn yuvaike wov Kvogopel Kot yevva yia
Aoyapraoud GAANG KATABAAAOVTOL O1 SOTAVES TOV OTOLTOVVTOL Y10, TNV ENITELEN TNG EYKLUOGVVG, TV

KLOPOPIa, TOV TOKETO KAl TNV AOYEID EPOGOV AVTEG OEV KOADTTOVTOL OO TOV OGPOAIGTIKO (POPEN TNG
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kaOdc ko amolnuioon yw amoyn amd v epyocia e H oamolnuimon oesiieton povo av €yet

xopnynOei  amartovpevn amd to vopo dikaotiky adewo (DEK 5524 /26-10-2022, ApiBuog 1704).

A.3.2 YIOOEZIA

Ag Ba mpénel moté va ayvoeitan kot 1 duvatdtnTa viobesiog g avomapaymywkn exihoyn. H
vioBecia ivar pro vopukn Tpaén, 1 onoia kab1oTd T0 TEdl OV deV Pmopel va {GEL L TNV QUGIKT TOV
OLKOYEVELN (O LOVIHO LEAOG Pl GAANG O1KOYEVELNGS, aKPIPmG Gav va £xel yevvn el og awth, dNAadn €xet
Ta 1010 dkadpaTe, pe vog uotkol Tadtov. [apdiinia, ol Betol yoveig Exouvv Tig 1d1€G LITOYPEDCELS
OEVAVTL TOL OAV VO TOV QUGIKO TOVG TEKVO. Apd, VA Ol OIKOYEVELNKOL deGol 0 otnpilovtal o
Broloywkn cvyyévela, otnpilovial 6€ KOWVMOVIKOGLVOICONUATIKT GUYYEVELD TOV VOUIKA £XEL TNV 101
woyv. Yrapyovv 3 €idn vopupung viobeciag otnv EAlGda: 1. [dwwtikn, 2. Anpdoia, 3. Alokpotikh.
(ITivaxcag 11).

MMivaxaeg 11. TPOIIOI NOMIMHX YIOOEZIAX XTHN EAAAAA

1. IStk "Eva dtopo M puor owkoyéveta viodetel to mandi KAmoov AoV TPOoHOTOL aveEUPTHTOS OV TO
GUYKEKPLUEVO TOdT OVIKEL GE £VOL GLYYEV 1) G€ lyV(OOTO

2. Anpocra ‘Eva dtopo 1 pia oucoyéveto viobetei £va mondi amd idpopa.

3. AwokpoTukn "Eva dropo M pioe oucoyéveta viobetel Eva moudi amd to eEmteptko Paon g Zoppaons tng Xayng

Y (o TpooTadELd AmAOVGTEVOTG TV AdIKAGIMV vioBeaiog oty EAAGSa, Tov ftav iaitepa
YPOVOPOPEG Kol Agtitovpyovoav amofappuvTikd yioo ToAAL (evydpia, oAAd Kol Yo va pEwBodv ot
MEPMTMOCELG «TOPAVOU®Y VI0OEGIDVY, £Yve gloaywyr Tov vopov N. 4538/2018: «Métpa mpombnong
TOV JOKOGIDOV TG Lobesiog Kot avadoyng Kot GALEG SLOTAEEIGY. XTIG KOIVOTOUIES TOV VOOV GUTOV
eivar M dnovpyia tov EBvikov ZvpPoviiov Avadoyng kot Yobeciog, ®¢ cuUBOLAELTIKOD Kot
YVOUOJOTIKOD 0pydavov, Kabmg kot tov Efvikod Mntpoov AvnAikev, oto omoio Oa eyypdpovral
VIOYPEDTIKG OA TO TOdLA OV TOTOOETOVVTAL GE HOVADES TPOGTAGIOG KOl PPOVTIONG 1) TPOKELTOL VO
tonofetBovv cg avadoyo yovéa i va vioBetnBovyv, Tov EBvikod Mntpoov Yroynoiowv Avadoywov
Tovéwv kot Eykekpuévov Avadoydv Avniikav. To EBvikd Kévipo Kowvavikng AAAnAeyydng dotnpel
emiong EBvikd Mntpmo Ymoyneuwwv Oetdv [ovéwv, 6mov amoteAiel mpovmobdeon 1 eyypoapr TV
vroynPlwv Betv yovéwv. Emiong, yio mpdtn gopd mapéyetor 1 duvatdtnta va viofetodv mondid kot
EKEIVOL TOL £(0VV O TOVGE, VA VI0BETHGOLVV Kot 01 £YYOOL, OVEEAPTNTO GO TO OV EYEL OTOKAEICTEL 1
dUVTOTNTA TOVG VO ATOKTIGOVV S1KH TOVG OO, EVA Y10 TPATN POPA TAPEXETAL TO OIKAIOUN GTOVG
GYOOVG KOl GE 0VTOVG oL GLLOLV YWPIg YAUo vo vioBeToovVY, aAAG TAvTo e TNV £YKPION TOL

dkaotnpiov.
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E@ocov, mAnpodviat o1 factkéc mpobmobécelg Kot katateBodv T omapaitnTo, SIKOI0AOYNTIKA
elvar onuavTiKn Kot 1 61e&aymyn TG KOWOVIKNG EPEVVOG Kol GUVTOENG TNG OTALTOVUEVIC KOWVMVIKNG
éxbeong avorifetol oe MOTOMOMUEVOVG KOWVMVIKOVS AEITOLPYOVS. g O,TL aQOpE TNV LYEld TOV
VIOYNPLOV YOVEDV, adpd 0TIl Tpoimobioelg avapépetal: «Na €QovV KOAN WYuyIKY], S10VOoMTIKN Kot
COUOTIKN VYEiD KO 1010¢ VoL UMV TAGKOLV amtd XPpOVIO LETAOOTIKG VOGT|LATOY KO Ol DITOYTPLOL YOVEIC

TPENEL PE TO SIKALOAOYNTIKA Vo, kataB€écovy mioTomontika vyeiag (Ilivakag 12).

Iivakag 12. BAXIKEY IIPOYIIOOEZEIX YIO®EXIAX I'A TOYE YHOYH®IOYX I'ONEIZ

1. Hukio H nAkio tovdaytotov £vog ek T@V 300 VITOYNPL®V OETOV YoVE@VY TTpEmeL va eivat Aved Tav 31-59 etdv.
Akoun, o 0e16¢ yovéag yperdletor va givar peyaldTepPog 0md Tov V10HETOVUEVO TOVAG)IGTOV KoTd 18
£tm, aAAG oL > 50 €t

2. Howwk6 Mntpco O1 Bgtoi yoveig va pnv £yovv katadikaotel TEAesidka 1) va unv ekkpepel o€ BApog Tovg mowikr diwén
Yoo To OSIKAHOTO EKEIVOL TOV EMGVPOVY EKMTMOON OO TN YOVIKH UEPYVO, KOOMG Kol Yo To
TPOPAENOUEVE ATTO TNV EKAGTOTE 1GYVOVGA Vopobesio mepi vapkmTiK®V Kot mepi epmopiog avlpdmwv
Ko opyavemv

3. Owovopiki| KoTdeToon Na éovv ) dvvoromto vo KoAdyovv ta Poactkd €000 STpoPNg, HOPP®ONG KOl LOTPIKNG
mepifodyng Tov Toudon

4. Yyeia Na €éovv koA Yoyikn, Slvontikn Kol cOUOTIKN vyeio Kot iog vo unv méoyovv and xpovia
UETASOTIKG VOO LLOITOL

5. Zvvaiveon Eivon anapaitnm n ovpeovia kot tov 600 culdywv dote va vrapéet pia tpdén viobeciag. Aiveton
opmg M dvvardTo viobeoiog ko 6e Gvdpa M yvvaike Tov eivar dyapog/dyaun. Emiong sivon
OTOPALTITN 1) GLVOIVEST] TOV TTPOG VI0OEGTIO AVIAIKOV TTOd100, oV aVTO £XEL CLUTANPMOGEL TO 120 €T0G
™G NAkiag tov. Xe mepinTwon WM TIKNAG VI0BEGTNG 1) TEAMKY GUVAIVEST TOV PUGIK®V YOVEDV diveEToL

POV TEPAGOVY TPELG UNVEG OTTO T YEVVION TOV TOd100

A.4 NTPOI'ENNHTIKOX EAET'XOX

Ye OAeC TIC YUVOIKEG TPEMEL VO YIVETOL EVNUEPMON KOL VO, TPOSPEPETOL 1 dVVATOTNTA
TPOYEVVITIKOD EAEYYOL Y10 OVELTTAOEIDiEG pe EETATEIC “screening” 1) GAAEG JOYVOOTIKEG EEETACEL
ave&optnTog and v nAikia 1 GAAovg Tapdyovieg Kivdovvov. H culnitnon yia tov EAeyyo yia YEVETIKA
VOO LT TPETEL VA YIVETAL 6GO TO duVATO VOPITEP, WOVIKAE TPV TNV EYKVUOGLVN T} OO TNV TPAOTN
EMICKEYT OTO 10TPEI0, MOTE VO VITAPYEL O YPOVOG Yo T SEVEPYELN TV EEETAGEMV TOV UTOPOVV VL
yivouv 610 Tp®@TO TPiUNvo. Oa TPEmEL va YIVETOL EKTIUNGOT] TOL KIVOHVOL Yio TNV VIAPEN YEVETIKOD
VOGN UATOG 6TO EUPPLO Kot Vo AapPdveTat £va TOAD KaAd KANPOVOUIKO 1GTOPIKO i TOaVE YEVETIKA
VOGN UATA 0TIV 0koyEveLa. Ot KupLoTeEPES EVOEIEELG TOV TPOYEVYNTIKOD EAEYYOV CLPOPOVY TPOYMPTUEVN
nikio g untépag (LeYyahvTePN Ao 35 ETMV), IGTOPIKO YEVVNONG TOUSL0D LE YPOUOCOUIKT AVOUOATL
N GAAN oVYYEVH] OVOUOALD, 10TOPIKO YPOUOCOUKNG OVOUOAING O KATOO YOVEN, 1GTOPLKO
LOVOYOVISIOKOD VOOTIUOTOG, EVPNUOTE GTO EUPPULIKO LEEPMYOYPAPNUA 1| EvPNUATO ot €EETACELG

OlLOTOG TNG UNTEPAG TTOL dlevepyouvTal g deikteg “screening” (ACOG, Clinical Guidelines 2016).
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A.4.1 MH EIIEMBATIKOZX [TPOT'ENNHTIKOX EAEI'’XOX

A.4.1.1 Yrepnyoypagikdg kot Proynukog EAeyyog

O un emepPatikdc TPOYEVVNTIKOG EAEYYOG PACIGUEVOG GE VTEPTYOYPUPIKE EVPMUOTO KoL
Bloymuikovg deikTeC 6TO Qiplol TNG UNTEPOS, YPNOUYOTOLEITOL Y10 VO KOTIYOPLOTOUGEL TIG YUVOIKEG
avaAoyo LLE TOV KIVOUVO TO £UBPLO TOL KVOPOPOLV VO EYEL AVEVTTAOELDIM, KVPIMS piac amod TG 3 fLdCIEG
tproopieg (21, 18, 13). O efatopkevpévog Kivouvog TPOKLATEL GO TN Jl0UPEST TOV TOGOGTOD TV
mAikov Thovoedvelog T omoio. TPOKOHTTOLY amd Tov TANOLCUIKO €AEYYX0, OTOL dloipeitan TO
TOGOCTO EUPPOOV UE YPOUOCOMIKY OVOUOAIL TPOC TO TOGOCTO TOV EUPPO®V LE (QUVOIOAOYIKO
KOPLOTLTO TOL OTTO10L £XOVV AT TN UETPNOT. AVTOL Ot SEiKTEG dEV OMOTEAOVV JAYVMGTIKA PEGO OAAG
uéEBodo TpocLUTTOOTIKOD EAEYYOVL (“‘screening”).

Ytoug Proynuikods deikteg 0edTEPOL TPWAVOL TEPAOUPAvVOVTOL 1 pHETPMON NG O-
eetompwteivng (AFP), yoplakrg yovadotpomivig (hCG), eledtBepng ototproing (UE3) kon vyumivig
A. Xt0v TPOGOOPIGHO TOL KIVOOUVOL GUVEKTIHATOL 1| MAKio Tng UNTEPOC, TO COUOTIKO PApoc,
Broymuwkot deikteg ko 1 nAkio g kKomonge. H xpnon tov cuykekpluévmv SEIKT®V UTOPEL VA AVIXVEDGEL
VYNAO kivouvo yio Tpicopia 21 og yuvaikeg Tov Ba mpocélBovv kabvuoTepnUEVA Y10, TPOYEVVITIKO
éleyyo. Qotoc0, 1 evarctnocio mapapével xaunin (70-80%) oe oyéon pe dAdec pebodovg, pe kivouvo
el opvNTIKOD OMOTEAECUATOG VO, TOPAANPOODY KATO0 VITEPNYOYPAPTLATO 1) VO XPEOCTEL VO Yivel
emePPoTIKOg TPOoyeEVWNTIKOG €Aeyyog mo kabuvotepnuéva. Emiong, A0yo tov yevdmg Oeticdv
OTTOTELECUATOV AVEAVETOL TO AYYOC TNV £YKVO 1) WTOPEL VO TPOYPAUATIOTEL AKOUO KOl TEPLOTIOHOG
KOnong o€ éva vyEg EuPpuo. H evarstnocia yia v aviyvevon tov GAL®V aveLTAOEWOIOV Eivol aKOLO
YOUNAOTEPT G€ T0G00TO <50%. EnUovTikd poAO oTr dlokvUVeT TG a&lomioTiog g neboddov mailet

N Un oot ektipnon g efdopddag komong (ACOG, 2016).

A.4.2.2 Non-Invasive Prenatal Testing (NIPT)

O un emepPoticog Tpoyevvntikog Ereyyog — [Non-Invasive Prenatal Testing (NIPT)] mpoc@épet
pio péBodo “screening” yio CUYKEKPUYEVES YEVETIKEG KATAGTACELS OTO EUPPLO HECH AVAALONG LIKPAOV
Opavoudtov guPpuikod DNA mov kvkloopoldv 610 aipe g untépoc. Xtn oebvn ayopd eivon
drobéoipa NIPT amd dropopeTikég eTapeieg, TOL TPOGPEPOLY LYNAN aKpifela GTNV aviyvevon E0IKOV
YPOUOCOUKDV OVOUOALDV, YOPIG TOV KIVOLVO EMTAOK®V amd T1) SIEVEPYELD TOV EXEUPATIKOD EAEYYOV.
H axpifewa yo t1g tproopieg 21, 18, 13 Eemepvd 10 99% (Koumbaris G et al. 2016). Kabepio and Tig
dwubéopeg etaipeieg ypnoyomolet ta dikd g “panel” 6oL VILAPYEL 1| SLVATOTNTO ETAOYNG CYETIKA
1e To OGO ekTeTApEVOG Oa givar o Edeyyog. Extdc amod tig tpiompieg 21, 18, 13 o édeyyog pmopei va

0QOPd OVOUOAIEG OTO QUAETIKO YPOUOCMUOTO, HIKPOEALEIYES OTmg TOo ovvopopo Di George
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(del22q11.2) kou TOAAG povoyovidlakd voonuato. 26t6c0, £va BTk OmOTEAECUA TPETEL TAVTO VO

emPePardveral pe enepPatikég peBod0Vg OTWS N Ployio YoploK®Y AdyV®V 1 1] OUVIOTAPUKEVINGT.
Emedn oumg o oxomdg g Tapovcag LEAETNG ival va avaAvBovV 0T GUVEXELD SLVOTOTNTES

TPOYEVVITIKOD €AEYYOL o€ aoBeveic e Yvootd kinpovopukd voonpata o Eheyyog pue NIPT dev éyxet

0o, omoTe Kol YU avTo o€ Oa yivel TEpaTEP® AvAALGT.

A.4.2 EIIEMBATIKOZX ITPOI'ENNHTIKOX EAETXOX

O enepPatikdc TpoyevvnTikog ELeyyoc dievepyeitar pe froyio Yoplokdv Aayvov 6To TEAOG TOL
TPAOTOL TPYNVOD 1] GUVIOTAPAKEVTNOTG 6TO de0TEPO TPipNvo. [ladaidtepa yivotav kot Ay delypotog
euppuikov aipartog petd v 20" gfdoudda g kinong, péEBodo yio v omoia ¢ Oa yivel TepaTéEP®
avaAvon oty TopovCSa epyacios aeod mAEov Teivel va eykotoiewpfel. [lpémel va Toviotel OTL M
dlevépyelo emeUPUTIKOD TPOYEVYNTIKOD EAEYYOVL OMOTEAEL [ Sl0yVOOTIK HEB0d0 Kot Oxl HéBodo
dthoyng — “screening”, 6mwg givol o1 €EETAGEIS TOV Un EXEUPATIKOV TPOYEVVNTIKOD EAEYYOL, OTOL
EKTILATOL O KivOuvog To EuPpuvo va @épel o yevetikn acBévewn. Emopévaoc, to amotéhecso Tov
eMePPOTIKOD TPOYEVYNTIKOD €AEYYOL gival kaBoploTikd dote va Anedel amdeaocT Yo Sl0KOT NG
KONONG 1 TPOETOWHCIO Y10 TIG OVAYKEG TOV VEOYVOL OTav yevvnOel, av mpoywpnoel 1 KONOT Kot
VILAPYOVV EVOEIEEIC OTL TAGYEL OO YEVETIKO VOGO,

O evdeielg tov emepPatikov yeveTikoh eA&yyov eivar avénpévog Kivouvog avevmioeldiag,
AVENUEVOG KIVOUVOG YVOGTOV YEVETIKOD 1) LETOFOAKOD VOOTLOTOC, AOUMOI0VG VOOT|LLOTOC TNG UNTEPOG
mov umopei vo, petadobel 6to EUPpvo (my. ToOTAAGH, KUTTAPOUEYAAOTIOG, epuBpd) 1 embBopio TG
unTépag ympic GAAN €vdeiln. Zyetikd pe tov kivouvo avevmhogdiag, 1 nAkio g untépag M M
devépyeto IVF mhéov dev amotehodv amd POVES TOVG EVOEIEEIC Y100 SIEVEPYELD TTPOYEVVITIKOD EAEYYOV.
H amdégoon katevbivetar omd T GUVEKTIUNGN PLOYNLUIK®GY KOl DTEPTXOYPUPIKMY SEIKTOV TPDTOV Ko
devTepOL TPUNVOV, amoterecpudtov NIPT kot 6ta TAaiclo yvooToD 16TOptKod 6TV 0tKoyEVeLd (GAAO
MO0l UE YVOOTN YPOUOCOMKN AVOUUAIL 1 YVOoTh (opeio 160JuyIGHEVNG 1| GAANG YPOUOCOUIKNG
avouaAiog ) (Ghi T et al. 2016). O ckomdg TOL TPOYEVVITIKOV EAEYYOL £ivar va aviyvevBouv Ta Euppoa
oL o PEPOVV aPOUNTIKEG 1) SOLUKEG YPOUOCOUIKES SATUPOYEG 1| YVAOOTES TUPOAAAYEC IKOVEG VAL
TPOKAAEGOVV cofapt) VOG0, MOTE Vo TpocpepBel n dSuvaTdTNTA TEPUATICUOD TNG KOMOTG 0G0 duvaTOV
o VOPIc. L& OKOYEVEIEG UE YVOOTO 1GTOPIKO YEVETIKOU VOGTIOTOS, O TPOYEVVNTIKOG EAeyyog Oa
EO0TIAGEL GTO YEVETIKO VOOT|LLOL TOV VITAPYEL GTNV OIKOYEVELL, OAAG Oev eEacparilel T YEvvnomn vylo0g
TO0100 KaBdG dev glvar duvatdg 0 EAeYY0G Yio OAO TO YEVETIKA VOGS UATA. 26TOG0, AOY® TOL KIvODVOL
OTOPOANG TPETEL VAL EKTIUATOL TO OPEAOG OO TN JlEVEPYELL TNG EEETAOTG GE GYEOT] L€ TOVG KIVOHVOLC,
KoL 01 LEALOVTIKOT YOVELG va amopacifovv Telkd av B Tpoympioovy apod Xouv TANP®S Evruepmbel

OAAG KOl KOTOVONGEL TNV OAT dlodikacia.
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A.4.2.1 Buoyio Xoplokov Aayvaov

H Poyio yoplaxkov Aayvov — Ayn tpoeoPrdctng (chorionic villus sampling, CVS)
devepyeitan vopig, v 10" — 13" gfdopdda (Ewdva 2). To emimedo aceareiog g avdivong tov
YPOUOCOUATOV glvar 97,5-99,6%, ®oTOG0 voTEPEl 08 GYEDN E TNV AVAALGT GE GUVIOKO VYPO AOY®
TOOVOTNTOG LOMGAIKIoHOU Teplopicpévoy otov mAakovvta (Confined Placental Mosaicism) mwov
evromiletar 610 1-2% TV derypdtov (Baffero GM et al. 2012).

H mo coPfapn emmroxn amd tn devépyein CNS givor 1 amofoin petd tn dodikacio Kot To
TOGOCTO UEUMVETUL OVAAOYO LE TNV EUTTELPIO TOV 10TPoD OV dlevepyel TNV e€étaon Kot extipdron 0,5-
1%. Mukpng €vtaorg KOATIKY| aipoppayio Bempeitol pUGIOAOYIKY], EVD AOY® TNG TaPOSIKNG aENGNC
otV KukAoQopia eufpuikov aipatog, oe Rhesus D apvntikég yovaikec cuvioTdtol Tpo@uAGKTIKI
yopnynon anti-RhD avococpaipivng. Xe mepintwon omotvyiog ANYng KOTAAANAOL LAWKOD 1
KOAMEPYEIDG TV  KUTTOPMOV OMOITEITOL TEPAUTEP® EAEYYOG OTNV TOpeiol NG KONONG UE

apvionapaxévinon (Cederholm M et al. 2003).

A.4.2.2 Apviorapokévinon

To apviarod vypod TePPAALEL, TPOGTATEVEL KoL TPEPEL TO EUPPLO KATA TN S1ApKELN TG KOTONG
K01 0 OYKOG TOV UETOPAAAETAL KOTA TN SLdpKELD TG KNGO G Kol vroAoyiletan og mepimov 250 ml tnv
20m efoopdda. Metal&d GAA®V TEPIEXEL KOTTOPA TOV TPOEPYOVTOL OO TO SEPLLOL, TI| GTOUATOPAPVYYIKT|
KOWAOTNTO KOl TO OVPOTOUTIKO GOGTNUO TOL EUPPLOV, EMOUEVOS OmMOTEAEL o KOAN Ty ARWNg
EUPPLIKOL VAIKOV Y10, YEVETIKN AVAALGT).

H apviorapaxévinon dievepyeitarl petd v 15" gfdopdda kor pe pio Aemwti Pelova kot vmo
GULVEYT VITEPYOYPUPLKO EAEYYO OVALPPOPATOL EVOL kPO TG0 (cuviBwg 15-20ml) apviakon vypol ord
10 6ako oL mePPdALeL To EuPpuvo ot untpa. (Ewova 3). To eminedo acpoireing tng aviivong tov
YPOUOCOUATOV gival 99,4-99,8%, vymAotepo oe oyxéon pe T Proyia yoplakmdv Aoyvav. Ommg kot ot
CVS kot 6tV apviomopakévtnon vrapyel Thovotnta arxofoing 0,1-1% mov pmopel va opeidetan og
PNéEN TV pepPpovav 1 6€ AOTU®EN, 0V KOl TPOCPOTES AVAPOPEG TANGIALOVV TO TOGOGTO TEPIGCOTEPO

010 katmtepo opto (Ghi T et al. 2016).

37



A. Buoyia Xoplakov Aaxvov B. Apviotapakévtnon

Ke@adn viepiixov “ \ / /——— Beddva
( f

MAakovvtag , MAaxovvtag \
Mitpa - / y £ &
nTp % | — M'I’]‘I.'pa / 3 ‘I)
Apviaké vypo

Ewodva 3. Zynuatiky anetkovion Stadikaciag AMPm¢ epfpuikov) VALKoU KAt TOV EMEUBATIKO
TPOYEVVITIKO £AEY)O:
(A). Buoyia Xoprakwv Aaxvwv (B). Apviomtapakévtnon

AS5 TTPOEMO®YTEYTIKOX 'ENETIKOX EAEI'XOX

Qc  mPoeUPLTEVTIKOG YeEVETIKOG €heyyxog (preimplantation genetic testing —PGT, moAowdtepa
TPOEUPLTEVTIKY| YEVETIKN ddyvoor), preimplantation genetic diagnosis- PGD) opiletanr n yevetwn
avaAivon avlpdTIvov ufpomv 6TO TPOEUPLTEVTIKO 0TAdI0 PETA omd TpwToKkoArio IVF kot mpv v
euppvopetapopd otn puntpa. O oxomdg tov PGT eivon vo peimbel o kivovvog yévvnong nadiov pe
cofapd yevetikd voonpata. EmmAéov, divel tn duvatotnto o GyEon e TOV TPOYEVVNTIKO EAEYYO, Yia
emitevén eykvpooOVNG e gUPpLoUETAPOPE VYLOVG EUPPOOL KOl ETOUEVMG OTOQLYY TEPLOTIGHOD
moforoywkng komone. O PGT umopel va dievepynfel yuo aviyvevon avevmAoeldidyv, OGOUIK®OV

YPOUOCOUK®DV AVOUIAIDY, LOVOYOVISIOK®MV, 0ALY Kot ToAvyovidtok®my voonudatov (Iivaxkog 13).

Mivaxaeg 13. MIPOEM®YTEYTIKOX 'ENETIKOX EAEI'X0OX - AKPQNYMIA

Ipogppurevticds Feveticds Eeyyog Preimpantation Genetic Testing PGT

Ipoepgputevtikog I'evetikdg Edeyyog yio povoyovidakd Noonpato  Preimpantation Genetic Testing PGT-M
for Monogenic Disorders

Ipogpputevtikog Ievetikdg Eleyyog yio dopukés ypopoooukés Preimpantation Genetic Testing PGT-SR

avopoAieg for Structural Rearrengements

Ipoepputevticog I'evetikog Edeyyog yio ovevmloidieg Preimpantation Genetic Testing PGT-A
for Aneuploidies

Ipogpputevticog Ievetikog Edeyyog yia toAvyovidwakd voorpato  Preimpantation Genetic Testing PGT-P
for Polygenic Disorders
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Ta otad100 avanTuéng tov eUPpHov G6To TPOEUPVLTELTIKO 6TAd10 amekovifovtal otov [livaka

14.
Mivakag 14. ANAIITYEH EMBPYOY KAI AEII'MA BIOYIAX I'lA IPOEM®YTEYTIKO
TFENETIKO EAEI'XO
Hpépa X1ad10 Avarntoéng Epppiov

0 1o molk6 copdTio

1 20 TOAMKO COUATIO

3 Blaotopepidio

5-6 Tpo@oeKTOdEP QL

H Broyia pmopel va mpaypatoroindei o ToAKO GOUATIO @APIoV TNV TPOTN NUEPA AVATTVENG,
o€ ProcTouepioa (Eufpua 3 NUePOV) OAAG Kol GE KOTTOPO OO TO TPOPOEKTOOEPUA. PAOCTOKVCTEWDV.
To 1990 éywoav o TpadTeg emttuynpéveg Tpoonddeieg Proyiag oe EuPpua 3 Nuep®V OAAL Kot TOAKO
ocoudtio wapiov. Apykd epapudéotnke teyvoroyio PCR yuo evtomioud tov @vAov kou amotpomn
evioovvdetwv voonudtev (Handyside AH et al. 1990). Tn uebodoroyia PCR dadéyOnre n pébodog
g eBopilovcag vPpdomoinong in situ (Fluorescence in situ hybridization-FISH) 1660 ywo kaBopiopod
@O0V, 0G0 KOl Yot EVIOMIGUO AVELTAOEWIDV. Ao 10 2005 &ywve epikti m Proyio oe oTdd10
BAactokbotng. To mocootd kukimv IVF mov apopodv PGT (cupmepirappavouévne PGT-A) dwopépet
peta&d Evpomng kot Apepikng xupiog A0Ym TV SopOpETIK®V VOUODETIKOV TAUGI®V, KAVIKGOV
TPOKTIKOV Kol TPOTIUAcE®V TV acbevav. Ze pia avaivon v mepiodo 2014-2018 otig HITA, t0
1060010 PGT eni tov cuvolikov apiBuov kokiwv IVF ftav 44,9% 1o 2018 évavtt 17,2% 1o 2014
(Hipp H et al. 2022). Xtnv Evponn, to mocootd tov kokiov IVF mov mepihappdvoov PGT eivan
YOUNAOTEPO G cOyKplomn pe v Apeptkn 7,1% kot 2% yio tnv avtiotolyn tepiodo TG TPoNyoOUEVNS
peiétng (De Geyter c et al. 2020, Wyns C et al. 2018).

H PGT-M pmopel va epaplooTel G 0TOI00MTOTE LOVOYOVIOIKO VOGT|UA LE TNV TPoUTODEDT|
OTL VITAPYEL YEVETIKT| O1Gyvmon, dNAadn va gival YveGoTOC 0 YEVETIKOG TOTOG TOV gvBuveTal Yo Eva
YV®OGTO VOGO GTT GLUYKEKPIUEVT) O1KOYEVELD. 26TOGO, LITAPYOVY TOAAOL TEPLopiopotl. Xta, EuPpua 3ng
nuépoag N Proyia agopd 1 kdTTOpo evd oTig PAactokvotelg 4-5. Yrapyetl kivduvog ta KOTTOPO Vo, Uy
glval  AVTITPOCOTELTIKA AOY® HOCOIKIGUOD, KOKNG TOWOTNTOG YEVETIKO VAIKO KOl TOPOLGIOG
OTOTTOTIKGOV KLTTAp®V. To TAEOVEKTHOTA OAAG KOl PEOVEKTAHOTO 0O TN Otevépyela Proyiag oe

kd0e nuépa avamtuéng amekoviovtor otov Iivoka 15.

39



Mivaxag 15. ITIHT'H DNA I'lA TH AIENEPI'EIA TIPOEM®YTEYTIKOY EAEI'XO0OY —
HNAEONEKTHMATA KAI MEIONEKTHMATA THX KAGE BIOYIAX
Hpépo 0 Hpépa 1 Hpépo 3 Hpépo 5
10 kot 20 IToké Zopdatio Blaotopgpidio Tpo@oektodeppo
McovekTiparo Mgewovektipor IIieovekTipato MgewovekTiparo. IIieovekTipaTO Mewovekijp
[V} oTo
Buovyia 6¢ AvokoMo ommv | Buoyio oe pn | Mwpn nocoémrta | Boyio and 1o | Afyog ypovog
YOPETIKG KOTTUPA amopOVOOoN Sapopomonuévo YEVETIKOD DAMKOV | TPOPOEKTOSEPLLL Yoo didyvoon
euppuiko kottapo | - 1 kdtTOpO mov  Bo  e&ehbel | av de  yivel
Ta tolkd copdtia | Yynio k66t0G GTOV  TAOKOUVTOL | KPLOGLVTHPN
PUOLOAOYIKE — 2 deilypata Apketd Eufpoa MoGOIKIGHOG Kot Oyt amd v | on
amoppinTOvTUL v Broyia euppvov (Zuyvog | ecwtepKn pnado
Mucpn o€ ot T0 KuTTdpov mov Oo | Moacaikicp
Agv yperalovror yro. | mocoHTTO ITo gvkokn 610010 dwoet To EpPpuo o¢ (Myodtepo
TN Yovipomoinon YEVETIKOD UTOUOVOOT| TOV avamTuéng) GUYVOG and
TNV avanToén ToV VAoV — YEVETIKOD VALKOV Emupéner ) Poyio | éuPpva 3ng
guppovov TOAMTAOKOTITOL TEPLOGOTEPOV nuépoag)
Avéivon kot KutTapov (5-10)
Asv yperalovror yia | ‘Eppecog UNTPIKOV Kol
NV avanToén Tov XOPOKTNPIOUOG | TOTPIKOV Meiwon  kécTOLC:
epppdov YovoTHmou TOPOALY DV ~40% euppowv
wapiov @TAVOLV GTO GTASI0
BraoToKOGTNG
Audyvoon
VOOT|LUT®V TOV ITwo AGPOIANG
KAnpovopovvta Swdwacio amd ™
1amd ™ UNTéPa Bloyia
Braotopepdiov oe
éuppua 3ng nuépag.
Levin T el al. 2012, Scott K et al. 2013, Neal SA et al. 2016

Apxketd npotoxoiro PGT-M ompilovtar ot pébodo PCR. H yevetikn maparioyn pmopel va
avalnmoOei dueca oto euPfpuikd KOHTTAPO, OGTOCO PTOPEL VO YIVEL O EVTOTIOUOG KOl e EUUESO TPOTTO
péow avaivong ocvvdeong (linkage analysis). H didyvoon yivetar pécw molvpopeikav deiktov Short
Tandem Repeats (STRs), mov Bpickovtol o€ yeveTikn cOVIEST] e TO LIEVOVVO Y10, TO VOGTLA YOVIO10
og amootaot pikpotepn omd 1 Mbp. [Ma va emheyodv o1 KaTdAANAOL TANPOPOPLOKOL SEIKTES YiveTon
UEAETN T®V UEADV TNG OIKOYEVELNG. . AALEG emA0YEC amoTteloV 1 avalvon Single nucleotide polymor-
phisms (SNPs) ce cuvdvooud pe teyvoroyio aAindovyiong emduevng yevidg (Next Generation Se-
quencing — NGS) 1} SNP arrays pe ) ypnion e0ikoav oiyopifumv. H epapupoyn avolvcemv oAOKANpov
oV Yovidiopatog pe NGS amopevyetar yiati 0dnyel otov eviomiopd TopaAlaydy aféfoing KAVIKNG
onupaciog Kot pmopel va givar dOOKOAO va gpunvevfodv o1 TANPOPOPIEG TOV OTOTEAECUAT®V.
Emopévag, yia va dievepynBei PGT, nmpodta mpénetl va yivel yevetikn cupfovievtikn, va onpovpynoet
10 mpmtoKoAAo PGT xon petd va yivel évapén IVF.

H vopobecio oyetikd pe tn devépyeto PGT dwapépet and yopa o ydpa (Ginoza MEC et al.
2020). Znv EALGda PGT dievepyeital pe T ouvaiveon TV evOl0QEPOUEVOV TPOCOTOV KOl LETE od
aoew g EAIYA. Tlpwv and v epapuoyn g HueBddov gival vmoype®mTikn 1 TOPOYN YEVETIKNG
ovppovievtikng (PEK 4958 /21-07-2022). Térog, yia va yopnyndei n ev Adyw ddewa tng EAIY A €yet
mpoto e&ocpoiiotel 6TL 1 povada vrofonovpevng avamopoy®yng dAAL Kot TO0 EPYASTplo Tov Oa
devepynoetl PGT minpovv cuykekpiuéveg tpotmobécels. M ta epyaotipia mov dievepyovv PGT eivan
vroypewtikn Awomictevon Epyactmpiov [poguputevtikon Nevetikov EAéyyov Baoet tov ISO 15189

(®EK 4875/29-12-2017). Zopewva. pe tnv eMnvikr] vopobeoio yia va dobei adewa yio PGT-M 7 PGT-SR
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npémel o CELYApL va EivOL QPOPELS YEVETIKMOV S0TOPOYDOV KOl GOUO®VO LE TNV TPEYOVGO EMLGTNHOVIKY
YVAOT], KIVGLVEDOVV VO, OTOKTHOOVV TEKVO TOL UTOPEL VO TAGKEL OO VOOT|ILO. TOV EMPBOPVVEL TV TOLOTNTOL
™¢ LoNG, TPOKUAEL YVOGLOKN 1| COUATIKT SVGAEITOVPYIQ 1| OTOLTEL XEPOVPYIKEG N W0TPIKEG TTOPEUPACELS,
Vo €(EL IOTOPIKO TPONYOOUEVOV KLTGEMV LE GLYYEVEIG avopaAieg 1§ evdourtplo Bavato, vo yivet HLA
tumomoinon oote va avevpedei HLA cupfotd Euppvo dote petd ) yévvnon tov va amotehécst S0t
TPOYOVIK®DV CILLLOTTOMTIK®OV KVTTAPMV Y10 LETAUOGYEVST] LUEAOD TV 0GTMV GE TAGYOV adeA®d Tov. TéAOg,
va VapyeL Kamota voeiEn o dievépyeia PGT-A. O evoeiteig dievépyetag PGT nov pumopei va ddoet adeto

n EAIY A oopeova pe v eAinvikn vopobesio avaypdaeovtot otov [Tivaka 16.

Mivakag 16. ENAEIZEEIZ AIENEPT'EIAYX IPOEM®YTEYTIKOY EAErX0OY XYM®QNA ME THN
EAAHNIKH NOMOGEXIA

‘Evdsién: Noonpa mov empapivel my wordtnta s {ONG, TPOKAAEL YVOGLOK 1] cORATIKY dvchertovpyia 1) amwartsi
AEWPOVPYIKES 1 WTpIKéS Tapepfacerg

DvAoGHVIETO LOVOYOVISLKO VOOTIHLOL Avtocouikd vmolewmopevo 1 emkpotés  Noonpato Oyung spReaviong
HOVOYOVISLaKO VOGOl

Ayoppopidio Kvotikn avopio KAnpovopkog kapkivog

Zovopopo evbpavcetov X B — Mecoyelokn ovopio Nocog Huntington

Mok dvoetpopio ApETAVOKLTTOPIKY ovopLion

Noocog Tay-Sachs

Notwoio pown atpoeio
IToAvkvoTiky VOGOG TV VEQPOV
Nevpoivopdtmon

"Evdsign: Tuyyeveic avopalics 1 evdopitpro Oavato
Mikpodumhaotiaopoi N pucpoerieippoto PGT-A
Aopuég ypopoocopotikég avopoiies PGT-SR

"Evdeidn : Emloyn yovipomompévov oapiov ictocopfotdv pe 116n waeyov tordi
PGT-HLA

Av 10 voonua givar kAnpovopkd tote mapdiinia kow PGT-M

"Evéeiln : Ipoepgurevtikog 'evetikds Ereyyog yra Tov £heyyo avevmroedidv (PGT-A)
Avo M| mePLocdTEPES AMOPOAES TPMTOL TPIUIVOL, GAYVOGTNG OLTIOAOYING

Ipoywpnuévn avamapoyoykn nikio e vroyneag pntépag (40 eTdv Kot Gvo)

Tpeig 1) TEPLOGOTEPOVS ATOTLYNHEVOVG KOKAOVG EEMCMLATIKIG YOVILOTOINGNG

Aopucég avoparieg (PGT-SR)

AVOUOMES TOV XPOUOCOUAT®OV TOV PVAOV GTOV KOPVOTLTTO GE £VOV 0td TOVG OO0 YOVELG

DPEK 6549/Tevyos B’ /21.12.2022 — Ap16u. 2954 ApOpo 2 EviciSeis spapuoyis
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B. XKOIIOX

YKxomog TG mapovong PiAloypapikig PEAETNG €lval 1 KOTAVONOT] TOV KANPOVOUOVUEV®V
KOPOOK®OV VOST|LATOV PE GKOTO TNV 0EI0AOYTOT| TOV TPOKANGEDV KOl TOV TUPUYOVIMY TOL TPETEL VA,
AGPovv vTOY™N TOVG 01 YUVOIKEG [LE ALTA To VO HaTo. 6Tav amoeacilovy va yivouv untépec. H peiétn
Ba diepguvnoel T oyéorn petagd G emBupiog Yo UnTpOTNTO Kol TOV W0TPIKAOV, WYUYOAOYIKOV Kol
NGV TPOKANGEDY TOV GLVOLOVTAL LE TIG KANPOVOUIKEG Kapdlakég Tabnoelg. EmmAéov, 6tdyog gival
N aviivorn Tov POAOL TNG YEVETIKNG GLUPOVAELTIKNG oTo va Pondncel avtég Tig yuvaikeg va
KOTOVOT|GOVV TNV TAHNOT| TOVG, TOVG GYETIKOVS KIVOLVOLG TNV TEPiodo NG KONoMG Kot TG Aoyelag, Tig
OVOTOPOYDYIKEG TOVG EMAOYEG Kot Trnv mlovh €midpoon TOL VOGNUOATOG OTO Taldld Tovs. O
peietnBovv emiong ot tehevtaieg e&elielg oty TevoAroyia TNG vITofonBodUEVNG avaTAPAY®OYNS, GTOV
TPOEUPVTEVTIKO YEVETIKO EAEYYO, KOL OTI SLOYEIPIOT TNG EYKVUOGVVNG GE YUVOIKEG UE KAT|POVOUIKES
kapdronadeieg, vroypappiloviag Tn onuacio Peg TOALSIAGTUTNG TPOGEYYIONG TOL TEPIAAUPAVEL pid

OPYAVOUEVT KOPOIOUOIEVTIKT LOVADAL.

I' MEOOAOAOI'TA

Kvpro pépog g épevvag omotéhese pia cuoTnoTikn avalntnon oto PubMed. Avto enétpeye
NV aVAKTNON TOV To TPOCEATOV KOl CYETIKOV apBpav. Xe kabe dpbpo mov coumeptAnednie
peietinke n PipMoypaeio Tov kol amd ekel aviAnOnkav wepaitépm avapopés. Ot Pacikég AéEelg
KAE1014 wov ypnoiponomdnkav frav: “Hereditary” [OR] “Inherited” “Cardiac” [OR] “Heart” “Dis-
ease”, “Genetic Counselling”, “Reproductive Decision-Making”, “Pregnancy”, “Pregnancy” [AND]
“Cardiac Risk”, “Inherited Cardiomyopathies”, “Congenital Heart Defects”, “Preconception Care”,
“Preimplantation Genetic Testing [OR] Diagnosis”, “Prenatal Testing [OR] Diagnosis”, “Familial Car-
diac Disorders”, “Maternal Health in Cardiology”, “Assisted Reproductive Technique”, “Bioethics”,
“Cardio-Obstetrics”. T TV avdALGT TOV KANPOVOUIKMV YEVETIKOV VOC|UATOV £YIVE GTOYELUEVT
avalntnon ava voonua otn Pdon dedopévov g OMIM (Online Mendelian Inheritance in Man) kot
g Varsome 6mov ovTAnOnkay Tepottép@ S£d0UEV Y10, TO POVOTUTO KOl TO YOVOTUTO, OVTIOTOIY®™G,.
Emuiéov, n peBodoroyia evioybnke pécm mapakorovnong cuvedpiov kol nuepidmv kot dte&aymyng
ov{ntNoemVv Ue EI81KOVG GTOV TOUEN, TTOV TAPOLGIACAY OO TN SIKN TOLG GKOTLY TNV TOAVTAOKOTNTA
TOV KANPOVOUIKAOV KOPIOKOV TadNcE®V KOl TIG AETTEG SLUKPICELS TNG YEVETIKNG GLUPBOVAEVTIKNG,
eumiovtifovtog T UEAETN UE TPOKTIKES, PIOUOTIKEG YVOGCELG OV VEEPPAivovy TN OMUOCIEVUEVN
Bproypapio. H ocvlftnon pe acbeveic amotélece eniong kpicyo pépog g dadikaciog Epgvvag. Ot

TPOCOTIKEG TOVG EUTMEIPIEG KOl TPOOTMTIKEG TPOGHEGAV €vav TOAVTIUO TOPAYOVTO, GTNV EPELVO,
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eotifovtog o TOg {ovV Kot aVTIETOTILOVY TNV KANPOVOLUKT Kapdlakh Tdonon oty tpayurotikn {on.
YUVOAIKA, AVTOC 0 GLVOVAGHOG EMIGTNHOVIKNG EPEVVOC, AKOONUATKNG GVIATNONG, YVOUNG EWOIKMV Kol
eumelp@V  acbevov  Tmapelye WO OMOTIKY| Tpocéyylon omv  Piprloypagikny avackomnon,

dNpovpydvTag Lo oTéPen Pdom yio o AeTTopepn Katavonon tov eEetalopevon Bépatoc.

A. AIOTEAEXMATA

A.1 TIOPEIA IIPOX TH MHTPOTHTA AXOENQN ME XYITENEIX
KAPAIOITAGEIEX 'H AAAA NOXHMATA ME EKAHAQXEIX AIIO THN KAPAIA
KAI TA MEI'AAA AITEIA: O POAOX TQN EIAIKQN

H Beitimon g mopokoAodOnong Ttov KOPUIICI®OV HE GLYYEVEIC KOlL KANPOVOUIKESG
Kapdromadeieg kot 1 EEMEN TG TOdoKOPOI0YELPOVPYIKTG EYEL fonOnoel oMuaVTIKA 6TV avENCT ToL
Hésov 0pov Lmng pe kodn mowwtnta (onc. TToAhég amd avtég Tig yuvaikeg Oa {nticovv ) cupfovin
TOV W0ITPOV TOVG MOTE VO, Yivouv untépeg. Ot vmoyneieg Untépeg Ue KANPOVOUIKES Kapdtomadeleg
AVTIHETOTICOVV EEXYMPLOTES TPOKANGELS KOl 1] TOPELD TOVG TPOG TH UNTPOTNTO OTOLTEL 10, TPOGEKTIKN

ooppomia avdpecsa oty embupio KoL GTNY KATOVONGT TOL VOGTUATOG TOVC.

A.1.1 ITPO'ENNHTIKH AEIOAOT'HXH

H mpocextikn npoyevvntikn a&loddynon eival kpicwun yio ™ fertiotonoinon g vyeiog g
UNTEPAG KO TN LEIMON TOV KIVOOV@OV KOTA TV £YKVHOCUVT Kol Tov TokeTo. Kdbe mepintmon B mpémet
vo Oloyelpiletal oTOUIKA, UE TN GUUUETOYN WO OUAdOS EWIKMV TOL UTOPOVV VO TPOCSPEPOLY

OAOKAN POUEVT PPOVTION KO VTOSTAPIEN G€ OAN TN SL0dIKAGI0 TS UVATOPOY®YNG.

A.1.2 MEGOAOI ANTIZYAAHYHZ

Ot yovaikeg pe KOpPIYYEWKA VOCTIUOTO KOl YEVIKG LE GLVVOGTPOTNTES, YO TIG OTOIEG
Aappévouv ypdvia papUOKELTIKN aymYT], cuVROmg evnuep@voLY To Bepdmovta 1Tpd Yo TV emtBopio
TOVG Y10, TEKVOTOinoT. E1dwkd yio o kapdrodoyikd vooripata, TPEMEL Vo, KOAOVONGEL EVOg EKTETAUEVOS
éleyyog kot va emava&loAoynel to voonua, eved culntiodvtar ot mhavoi Kivovvol tnv mepiodo g
Konong. Mropet vo amaitnel tpomomoinon e PaPUAKELTIKNG ayYNg (Thavr tepatoyovog dpdon
OPICUEVMV GKEVOCUATMV) OAAG Kol AVOADY®S LLE TO VOOT|LOL XEPOLPYIKT ETEUPaCT 1) GAAN emepPartikn

wpa&n (my. epevTevor anvidwt). Emopévmg, pio kdnon e auTtopatr GOAANYN TPETEL VO, Elvol KaTd
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pio évvola mpoypappaticpévn. ‘Eog va tporomombodv ol mopdyovieg Kvouvov Kol TPOG aropuyn
TEPUATICUOV HIOG KOMONG N CLUVEXIOTG MG KOMOTG LE TOAD DYNAG Kivouvo Yo Tn PNTEPQ, LITAPYEL
OYLPN GLOTACN YO OVTICOAANYN OTN GLYKEKPEVT oudda acBevov. Emiong, ol yuvaikeg eival
evacOnromoinuéveg Yo dueco éreyyo B-HCG (ovvnbwg oe detypo ovpmv) kot emi Betucod eAéyyov
dpeon emikovavia pe Tov Oepdmovta 1Tpd G TEPITTMON LN TPOYPOUUATICUEVIC KOTOTG.

H evnuépwon yio avticOAAnyn Oa mpénel va Eekvd vopig amd v epnPeio kot TpEmeL va
GUVEKTILAOVTOL 01 KivOLVol amd T xp1on ¢ kdOe pebBodov kot vo eMAEYETAL M TTO AGPAANG ETIAOYT.
H yopfynon ovvdvocuéveov ovIIGUVAANTTIKOV O1oKiOV omd TOL GTOUOTOC TOV  EUTEPLEYOVV
a10vLAOIGTPAdIOAT] Bepeitan G 1 EMAOYT LE TOV TO LYNAO Kivovvo mpoxAnong Opopfoepuforikig
EMMAOKNG GE GYEOT UE TIG AAAEG HeBOdOVG avTIGOAANYNG. EmmAéov, prmopel va av&dvel Tnv aptnplokn
mieon, EMOUEVMG GE YUVOIKES e 10ToPIKO VIEPTaonG O Bempeital 1 KatdAAnAn emAioyn. H ypnon
TPOYESTAYOVAOV OE®PEITOL TO AGPAANG EMAOYT G€ O,TL APopd TNV TPOKAN oM OpoUPOTIKOV ENEIGOdImV
POV £YEL EAAYIOTN ENMIOPUGCT] GTOV OLLOGTUTIKO UNYAVIGHO. Ta OKEVAGLOTO TPOYEGTEPOVIG UITOPEL VOl
xopnynbovv €ekt0g OmO TOL OTOUATOG Kol HECH EVOOUNTPIOV  OpTNUATOV  OTOdECUEVONS
AePovopyectpédng péca ot UNTPa, OTMG 1 cuokevn Mirena g etaipeiog Bayer®, mov Oewpodvtan
07T0 TOL TTLO OCPOAT] KOL OTOTEAEGUOTIKA LETPOL AVTIGVAANYTG. EmmAov, To GuyKeKpIUEVE ELPVTEVLOTOL
LEWDVOLV CTHLOVTIKA TN fapdTnTo TG oppayiog Kot 6€ T0600To £0¢ 60% mpokaleital aunvoppola,
TOAD OMUOVTIKO Y10 TI§ YOVOAIKEG TTOL AQUPAVOUV OVIUTNKTIKY ay®YN] Kol TapoLGldlovv ypovia
OONPOTEVIKN avalpia. Xg yuvoikes 0mov 1 konorn Bempeital ToAd vYNAoD KivdhHVoL Ywpig va LITAPYEL
duvatdtnra Pedticoong tng kKapdtomddeiag Bo propovoe va cuintnOel kot 1o evoeyOUeEVO amoAivmdoNg

TV coAntiyyov (Regitz-Zagrosek V et al. 2018).

A. 1.3 ATAZTPOMATQXH KINAYNOY XTHN KYHXH

Ye YyuvaiKeg UE YVOOTH KOpOloyYEOKT VOGO TPENEL VO TOPEYETOL GUUBOVAEVTIKY TPV TNV
KONOT KOl VO DITAPYEL TPOYPOUUUATIOUOS OT¢ 110 avaeépOnie. Emg tote mpénet va yivetot evnuépmon
Y0l TOVG TPOTOVS OVTICOAANYNG KOl VO ETIAEYETOL 1] TTO OCQOANG HEDODOG GUUPOVE OUMG KL UE TNV
embopio g uNTéPOG. LT TAAIGIO SINCTPOUATMOONS TOL KIVdLVOL, £xovv dnpiovpyndel Lovtéda Tov
BonBovv otov mpoypappatiopnd komong ormg to CARPREGII (TTivakag 17) (Silversides C et al. 2018)
Kot to Tpomomomuévo povtéro katd WHO (IMivaxag 18). Xtic acBeveic mov gumintovy oty opdda IV
TOV TpomoTOUEVOL povtédov katd WHO, 1 cuppovievtikn mov Ba mapéyetor Oa ival amotpentikn
Y0l TO EVOEYOUEVO KVTMONG Ko €4V dtomiotwbel kimon Ba wpénet va Tpoopepbei 1 SuvatdTnTo d10K0mn

¢ (ITivaxag 18) (Regitz-Zagrosek V et al. 2018).
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MMivaxac 17. AIAXTPOMATOQXH KINAYNOY OGNHTOTHTAX XTHN KYHXH. MONTEAO CARPREG II

Ipoprentikoi Hapayovreg Kivovvou BaOpoi

ITponyovpevo 16Topikd kopdtoloyikol cuppapatog 1 appvbpiog 3

Katd ) didyvoon NYHA 3-4 1] kudveon 3

Mnyaviky BoAfido 3

Tvotnuatiki Kothokn dvciettovpyio pe LVEF <55% 2

Yyniod kvddvov BoABidikh vocog 1 andepain avdod exporg Yaoptiky BarBida <1.5 cm?, 2

vroaoptikn kKAion>30, 1N pétpla €mg coPapn HITPOESIKT TAAVIPOUNGT), GTEVAOCT] HTPOEBOVG

<1 cm?

Ivevpovikny vaéptacn, RVSP >49 mmHg 2

Yyniod kivddvov coptondfeto 2

Trepoviaio vOoog 2

Amovcio madaod 16Toptkol Kopdokng Topépfacng 1

‘Oyyn ektipnon kdnong 1
BaBpoi =1 : Kivévvog 5%
BaBpoi =2 : Kivévvog 10%
BaBpoi = 3 : Kivévvog 15%
BaBpoi = 4 : Kivévvog 22%
BaBpoi >4 : Kivdvvog 41%

NYHA: New York Heart Association Function Classification, LVEF: Left Ventricular Ejection Fraction, RVSP: Right Ventricular Systolic

Pressure Silversides C et al. 2018

Mivaxag 18. AIAXTPQMATQXH KINAYNOY OGNHTOTHTAX XTHN KYHXH. TPOIIOIIOIHMENO

MONTEAO KATA WHO
KATHI'OPIOIIOIHXH KINAYNOZX KAPAIAITEIAKEY ANOMAAIEX
EIMKINAYNOTHTAX KYHXHX ONHTOTHTAZ- TAEINOMHZXH KINAYNOY KATA WHO
ONHIIMOTHTAX
XTHN KYHZH (%)
WHO Risk Class I 2.5-5% Averimhextn, pikpn 1 e
Mn avigvedoun avénon tov Kvdvvov o ITvevpovikr otévoon
UNTPIKnG BymTdTTOG Kot 7Tia 1) kabOAov 0 AvoiKTog aptnpLaKdg TOpPog
avénomn Tov Ktvdvvov Bvynodtntog o I[Iponteon pitpoedods ParPidag
* Emitoyng xepovpyikt) amoKaTdoTaoT Hikpmv
GUYYEVAV OVOUAADY
* LELOVOUEVT] KOATIKN 1] KOTALOKT| KTOKTT) GUGTOAN
WHO Risk Class II 5.7-10.5% Mn xepovpyn0eico LECOKOATIKY 1) LEGOKOIALOKT
Mukpn adEnom Tov Kvduvou PnTpikng EMKOWVOVIOL
BvntomTog N pétpra avénon Tov Kvdvvov * Xepovpynbeica tetparoyia Fallot
Bvnowomrag * O meprocoTepes appubpieg
WHO Risk Class II 1} ITI "Hmio emnpeacuévn apiotepn kotiia
O kivdvvog dapopornoteital aviroyo pe TV * Yreptpoikn) kapdlopvonddeto
acbev * BuAPrdomabera mov dev Tagvopeitan katd WHO I
v
* cOvdpopo Marfan ywpig didtacn aoptig
* Aoptr| <45 mm c¢ aoptondfeio mov oyetileton pe
Simtoyn aoptikn PorBida
* Xepovpyeio yio Stay®piopd aoptig
WHO Risk Class III 19-27% Mnyavikn BarBida
Inpavtikn avénon Tov Kvohvov UnTpikng * Ag&la kothio
BvntomTag kou coPapr BvnopdtnTa * kukhogpopia Fontan
* Mn yepovpynbeica kvavoTikn kapdomddeio
* AXLeG GUUTAOKESG OLYYEVELG KOPOLOKES OVOLAAiES
* Aoptikn didtaon 40-45 mm og cOvdpopo Marfan
* Aoptikn| didtoon 45-50 mm og aopTonddelo. Tov
oyetiletan pe dimToyn aoptikn BaAPido
WHO Risk Class IV (H xonon 40-100% Ivevpovikn veéptacn

avtevdeikvoTar)
IToAd vyniog kivovvog untpikng Bvntotntog 1
cofapny Bvnopomta.

YoBapn dvciettovpyia apiotepng kotdiog (LVEF
<30%, NYHA II-1V)

IIponyobpevo 16Toptkd TEPLYEVVNTIKNG
KOopSlopvonddelag He ErNPeacHd aploTepns KOiog
ZoBopn COUTTOUOTIKY GTEVOCT] MTPOESOVG 1) AOPTIG
Zvvdpopo Marfan pe avevpuopatiky Siétacn copthig
>45 mm

Avegvpoopatikn didtaon aoptg >50 mm eqv
cuvumdpyet dimtoyn aoptikn ParPida

Zvyyevig otévao 16000 copTig

Regitz-Zagrosek V et al. 2018
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H dwokomn, avaioya pe v gfdopddo Komong, Unopet vo, eivol QapUOKELTIKT, OGTOCO GTIS
YOVOIKEG LLE KOPOLOYYELOKT VOGO, EIOIKE €6V AAUPBAVOLY AVTITNKTIKE, EIVOL TPOTILOTEPT] 1) YEPOVPYIKA
dwokom g komong. IToAd vyniod kivdbvov Bempolviar ol KV el o€ aobeveic e TVEVUOVIKT
véptaor. e oobeveig pe otévoon 160pov aoptig Bo mpémer va afloloyeitol 1o €VOEXOUEVO
YEPOVPYIKNG EMEUPOCTG TPO KVTONG KOl YOPTYNOT AGTIPIVNG TNV KUTMoN AOY® ovénpévou Kivduvou
exdNAmong Tpoekiapyiog. Xe Tepint®on Tov 1 acOeVNg £xEL KOPOOKT OVETAPKELN EVOL GTUAVTIKO VOl
emovekTiun el 1o KAdopa e£®ONoNG LETA TNV TPOTOTOINGT| TNG POPUAKEVTIKNG OY®YNG, ApoD KAmola
eappoka Bo dtakomodv yio oy TEPATOYOVO OPAcT). X& YOVAIKEG IUE KOPOLUKT OVETAPKELL TOv Oa
KLOPOPNCOVV Kot Ba YEVVIIOOUV TO TPMTO TOVG TALdi, YEVIKG OTOTPENETOL TO EVOEYOUEVO OEVTEPNG
konong. Kvnoeig oe acbeveic pe aopromdbdeieg givar emiong vyniod Kivévvov Ady® e mBavoTnTOg
PMENG 1 Sy ®PIopov Kot o Kivdvvog Bempeitat 1dtaitepa VYNAOG €Gv 1 didtacn eivor >45 mm Kot 6V
ouvvovaletor pe dimruyn aoptikn Parfida, 6Tmg kot B avadvbel o eroduevn evotnta (Regitz-Zagrosek

V et al. 2018).

A.1.4 DPAPMAKEYTIKH AI'QI'H KAI KYHZH

H ovvtayoypdonon @opUoKELTIKNG ay®YNG OTNV KONOT YPEIieTol TOAD TPOGEKTIKN
nwpocéyylon wolvyifovtag Tovg Kvdvvoug yio T untépa kot to EpPpvo. H pappokevutikn ovcia pmopet
va €xel gite pia dpeon emidopacn 6To KOMUO SOTEPVMOVTOG TOV TAUKOVVTIONKO QPOayUo 1 EUUEST, Yo
TOPASEIYHO LEC® P0G OLOSVVOUIKNG LETAPOANG LE GLVODO SlOTaPAY QUATMOOTG TG UNTPAG KOl TOV
mAokovvta. H cupufovientikn oxeticd pe tn AMyn GUYKEKPILEVOV QOPLOKEVTIKOV GKEVUCUATOV TV
KONO™N TPENEL VO, YIVETOL a0 £EEIOIKEVUEVOVG EMICTHUOVES, VO, YIVEL EVNUEP®OT CYETIKG WE TI
TOOVOTNTEG ELPAVIONC GUYYEVDV AVOUUAIDV O GYECT] LLE TO YEVIKO TANBVoUO, Yio TV ovayKoloTTa

TOV TPOYEVVITIKOD EAEYYOV OAAY KO Y10l TOVG TEPIOPICUOVG TOV.

A.1.4.1 Acopdrern Pappakwv mov Xpnotponoovvral yio Kapdiayysiakd Noorpoto

To 2018, otic avabBempnuéveg odnyieg e Evponaixng Kapdioroywkng Kowortnrag (European
Society of Cardiology - ESC) dnpociebdtnkay mivokeg Le QAPUOKO OTOL TEPTYPAPETOL 1| ACPAAELD
YOPNYNONG OTNV KUMON KOl €Nl OTOLGIOG OESOUEVOV TOL QUPUAKOL Tpoteiveton avalnTnon
TANPOPOPLDY OTIV LOTOGEAIDD www.safefetus.com 1| G dNUOGIEVUEVES TANPOPOPIES OCPUAEING TV
QOPUAKOV og TTelpapoTikd (owd povtéra. (Regitz-Zagrosek V et al. 2018).

Acpain pdppoka otny Komon Beopodviar ot f — amoxielstég (blockers) 6mov 1 yprion Tovg
OgV €YEl GLOYETIOTEL UE GLYYEVELG KOPOOKEG OVOUOAIEG 1| ovopoAieg amd dAAa dpyava. YTapyovv
dedopéva Yo TPOWPO TOKETO N YaUnAo Papog yévvnong (small for gestational age - SGA) kvpiwg pe

Un EKAEKTIKOVG OVOOTOAEIG (0TEVOAOAT)), eV €kBeoT GE TPOYWPNUEVT] KONOT £XEL CLUGYETIOTEL LE
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vroyAvkopio kor Bpadvkapdio oto veoyvd. Ilpémel va mpotiudvior ov Pl-amoxkielotés, Onwe M
UETOTPOAOAT KO 1 UTICOTPOAOAT, TOL £YOVV UIKPOTEPO KIVOLVO Y10 GUGTACELS TNG MATPOC KOl
emidpacn oty avamtuén tov guPfpvov. Ot cuvdvacuEVoL 0/f- aTOKAEIGTEG PaivOVTaL AGPAAEIS GTNV
KONon, Om®G 1 AaPETAAOAN TOV €ivVOl AVTIVTEPTAGIKO KOl 1] KAPPESIAOAT TOV YPTCILOTOLEITAL OTIV
kapdlokn avemdpkew. Or avtayoviotég acPeotiov (calcium channel blockers - CCBs) emiong
Qoivovtal ac@oA QAPUOKE Kol PEYOADTEPT] eumepio vdpyel pe T vipedutivr. Télog, éva dAAo
KEVIPIKAOG Opwv papuako, n o-methyl-dopa (dieyéptng 02-vmodoyéwv) givotl Eva N0 OVTIVTEPTAGIKO
emiong aceoiéc Yoo tnv komon. H duitwaléun dev mpotpudrol Aoy evoeiewv tepatoyéveong oe
melpapatolwoa. Ta dtovpnTikd eappoka, TaPOAO TOV dEV EVBVVOVTIL Yio avmUOAES 6TO EUPpvo pmopel
VO TPOKAAEGOVY OALYOLVOPAUVIO, EAATTOUEVT] ALULATOOT) TOL TANKOVVTO KOl NAEKTPOAVTIKES OVOUAAIEG
oto Kompa. Ta vitpddn ¢oivovtar aceair, n dryo&ivn eniong eaivetal ac@AAng amA®g 1 HETPNON
EMMEOOV QOPLAKOV 0TOV 0pd givarl avaglOmioTn KOTA TV KNon. ATo To wOTpoma. o acGoAn Eival
o1 f2-aymviotég 6mmwg 1 Aefooyevodvn. Ta wepiocdtepa avtioppuOukd propodv va ypnoiporombody
pe e€aipeon v apmOapOVN OV £YEL GUGYETIOTEL e VITOBLPEOEIGUO GTO EUPPLO KOl OVEOUAAIEG
avantuéng Tov vevpaéova (Halpern DG et al. 2019).

Ot avaoTtoAgig Tov peTaTpentikon evivpov g ayyeloteveivng (a-MEA, angiotensin converting
enzyme inhibitors-ACEi) kot o1 avactoAeig tng ayyelotevoivng (angiotensin reveptor blockers-ARB)
glvot amo To O YVOGTA QAPLLOKO TOV EVOYOTOLOVVTOL Y10 ETTAOKEG GTO EUPPLO KOl TLO CUYKEKPUUEVA
oe pio pukpn peAétn edvnke ot 1 €kbeon og a-MEA €xel évo m0606To0 emmAOK®OV £w¢ 48%, évavtl
87% oe ARB. Ta @dppoxo avtd gival SuvnTikd TEpaToyOVa 68 OAN TNV KOTOT KOl Ol EXTAOKEG UTOPEL
va a@opovv amoforn, euppuikd Bdavaro, IUGR, ovyyeveic Sopoptieg, cOVOPOUO GVOTVELGTIKNG
duoyépetog, oAtyoudpauvio, avovpia, veepikn averdpkelo (Bullo M et al. 2012). Ot avtayoviotég g
0Ad00TEPOVIG £XOVV GUGYETIOTEL e PAGPec otV avdmTuén Tov E£® YEVWNTIKOV opydvmv. Meydio
EPDOTNLOL TOPUUEVEL CYETIKA UE TNV ACPAAELN TOV GTUTIVAOV, OAAG KOl TOV GAA®V DTOMTIOOUKDV
QopUAKOV otV KOmor. Aedopéva yio mhovr tepToyovo dpdon €xovv Paciotel 6€ TOAOTEPEG
peAéteg mov dev Exovv emPePformbel amd peTOyEVESTEPEC LETAVAADCELG. ZYETIKA LE TOL VEOTEPO OTO TOV
otopartog avtmnktikd eappoka (Direct oral anticoagulation agents - DOAC 1 Novel oral anticoagula-
tion agents - NOAC) dedopéva vdpyovv povo yia T popo&apmdvn Tov SmEPVA TOV TAKOVVTO Kol
v TNV Tlavn TpoKAnoT anofoing — BavaTov oto Kumuo. o Tovg avTayOVIGTEG TV VTOJOYEMV TNG
gvooOnAivng mov ypnoyomolovvtal ot Bepameio TG TVELUOVIKNG VIEPTUOTG (T, PocevTavn) emiong
VEapyovy dedopéva 0Tl umopel va givorl tepatoyova. Xtov Iivaxa 19 kataypdeovtor ta cuyvotepa
GULVTAYOYPOPOVUEVO QAUPHOKO 0V EVPVTEPT] KATIYOPio KAPSIOAOYIKOD VOCTLOTOC KOL 1] EKTILOUEVN

AGPAAELD YOPNYNONG TOVG TNV Kbmom kot tn yahovyio (Halpern DG et al. 2019).
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Mivaxec 19. PAPMAKEYTIKH OEPAIIEIA KAPAIAITTEIAKQN NOXHMATQN KAT AX®AAEIA XE KYHXH

DopRUKEVTIKY] OVGIA Aoc@diero oty KOO FDA ta&wopnon Ac@diern 610 ONhacpo
Adgevooivn Aogaléc C Iepropiousva dedouéva
Metorpororn/ IIpompavoroin Aopolréc C IIepropiouéva dedouéva,
Avyo&ivn Aogaléc C Aopaléc

§ Awdokaivn Aopolréc B Aopolés

E Bepomapiin Hepropiouévo dedopéva C IIepropiouéva dedouéva,

E Attolépn Iepropiopéva dedouévo. C Ayvwaoto

g: Ipokaivapion Hepropiouévo dedopéva C IIepropiouéva dedouéva,

E TotoAOAn Iepropiopéva dedouévo. B Ayvwaoto

3:: DArekaivion Hepropiouévo dedopéva C Iepropiousva dedouéva
Ipomagpovovn Iepropiopéva dedouévo C IIepropiouéva dedouéva,
Apodapavn Xopiynon uovo eav ot alieg D Avtevdeixvotai

Oepomeies amotiyovy

Metompordvn Aopolréc C IIepropiouéva. dedouéva,
KoapPedhoin Aogaléc C Ayvaworo

g Dovpoocepion Aopolréc C IIepropiouéva. dedouéva,

% Ly | Bovperavidn Aogaiés B Ayvworo

§ E Nromapivn Aogalés C Ayvaworo

N gf AoBovtapivy Aopalés B Ayvworo

N E Nogpemveppivn Aopolréc C Ayvwaoto

Lé Lﬁ Ydparalivny Hepropiouéve dedopéva C Aopoléc

SS ~ Nurpoylvkepivn Iepropiopéva dedouévo. C Ayvwaoto

LS Awrpkog IsocopPiing Hepropiouévo dedopéva C Ayvaworo
Topoepion Iepropiouéva dedouévo B Ayvwaoto
Metolalovn Hepropiouévo dedopéva B Ayvwoto
Bapoapivn Iepropiopéva dedouévo D Aopolés
KAoowmn nrapivny Aogaléc C Aopaléc
Evo&omapivn Aopolréc B Aopolés

g Dovtamapvovs Hepropiouéve. dedopéva B Ayvwoto

a ApyKovTpopuTavn Iepropiopéva dedouévo B Ayvwaoto

%q MmiBoiipovdivny Hepropiouévo dedopéva B Ayvwoto

8 Aomipivn Iepropiopéva dedouévo. N IIepropiouéva. dedouéva,

% KAomdoypéin Hepropiouévo dedopéva B IIepropiouéva dedouéva,

Ec Ipacovypéin Iepropiopéva dedouévo. B Ayvwaoto
Twoypedopn Hepropiouévo dedopéva C Ayvwoto
Altemhdon Iepropiopéva dedouévo. C Ayvwaoto
ZTPENTOKLVAOT Hepropiouévo dedopéva C Ayvwoto
Aofetaroin Aopolréc C IIepropiouéva. dedouéva,
Nipedimivn Aogaléc C Aopaléc
A-MebvA-N16ma (po) Aopolréc B Aopolés

g Ydparalivn Hepropiouévo dedopéva C Aopoléc

E Nurpoylvkepivn Iepropiouéva dedouévo C Ayvwaoto

% Nitponpovosion Hepropiouévo dedopéva C IIepropiouéva dedouéva,

E Awtpikog Icocopfiang Iepropiopéva dedouévo C Ayvwaoto

; Aprodurivn Hepropiouévo dedopéva C IIepropiouéva dedouéva,

= Dovpoocepion Aopolréc C IIepropiouéva. dedouéva,
Ydpoyropobealion Hepropiouévo dedopéva B Aopoléc
Khovidivn Iepropiopéva dedouévo. C Ayvwaoto

= Ihompootn Hepropiouévo dedopéva C Ayvwoto

E E Emonpootevoin Iepropiopéva dedouévo B Ayvwaoto

S & | Tvrevaeitn Hepropiouévo. dedopéva B IIepropiouéva dedouéva,

E % Tpenpootviin Ayvworo C Ayvwaoto

=

=

ANTENAEIZEH XTHN KYHXH
Atevoloin D
ACE-I class D
ARB class D
Avtoyoviotég oAdooTtepdvng Awpoponoinon
avaloya [e TNV ovcia
Trativeg X
DOACs Awpopomoinon
avaloya [e TNV ovsia

ERAs X

ACE-I: Angiotensin-converting enzyme inhibitors, ARB: Angiotensin receptor blockers DOACs: Direct oral anticoagulants, ERAs: Endothelin re-
ceptor antagonists FDA: Food and Drug Administration -Omov avaypdgpetar Teplopiopéva dedouéva vIGpyel oOaTaoN YLo. XPHON UE TPOTOXI] — OTOD
AVaYPAPETOL GYVWTTO DIEPYOVY AVTIKPOVOUEV amoTeAéouata o€ pelétes - Tpomomouévog mivaxas Halpern DG et al. 2019
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A.1.4.1.1 Kovuoprvikd ovurnktixa

[Swaitepn avaopd Ba yivel 6T AMyn KOLUOPIVIKGV OVTITNKTIKOV QOPUAK®OV KATE, TN O10pKELL
™G KUMNONG, KUPIG AOY® TNG XPNOILOTNTAS TOVS otV TPOANyT Opoufoepuforixng vocov oe acbeveic
oV EEPOLY pMyovikés (petoAlkég) PoAPideg kol Bewmpodvior vynAov KivdOvoy Yo BpopuPoTikég
emMmAOKEG TNV KuNon. Ta KOLHOPIVIKE avTITINKTIKA €ivol 0O TOVG GTOUATOG OVTITNKTIKA Kol OpOvV
¢ avootoreis g Prrapivng K. Kopilor eknpoécmmol avtig ¢ katnyopiag ivor n Popeapivn, n
0GEVOKOLHOPOAT Kol 1] @avapokovpovn. [lapodio mov otnv EAAGSa, To peyarhtepo m0oc0oTd acbevov
OV AQUPAVEL KOOLOPIVIKG OVTUTNKTIKA AApPAVEL TO GKEDAOUO 0GEVOKOLUOPOAT (Sintrom®), dieBvidg
eMAEYETAL TO GLYVA Poapeapivn yio TV onoio VTAPYOVY KAl TEPICTOTEPH OEGOUEVO AGPUAELNG OTN
Bproypapia.

H Bapeapivn dwmepvd tov mhokovvta kot 1 €kfeon tov guPpvov 6To TPMTO TPIUNVO
oyetiCovtol e T0 ovVdpopo «euPpvomabeiag and Papeapiviy mov yopaktnpileTol ond vromiacia
PVOG KOl GKEAETIKEG OVOUOAIEG, e KiVOUVO ekdNA®ONG el AYNg o€ OAN TV Kinon 6,4%. Enopévac,
pio yovaike wov AoUPEvel OVIITNKTIKY Oy®Yyn HE KOLHOPIWVIKG TPEMEL Vo, glval gvipepn Yo TNV
TEPATOYOVO OPAGCT) TOL PAPUAKOV, MGTE EYKALPO VO, SOTIGTOOETL [iiol KON O™ Kot VoL DTTAPYEL XPOVOG DOTE
v €k efdopdda KuMong va yivel tpononoinom o nrapivn Tov Bempeitol acEaing GTNV KONON YTl
dgv dlamepva TOV TAAKOVVTOL.

H eridpaon g Pappapivig oto EuPpvo eaivetar 6Tt eivarl 00G0eEapTOUEVT] KOt KaOnUepIV
Mym > 5 mg Poapeapiving oyetietan pe mo wtoyn éxPacn KONONG Kol HOIELTIKEG EMMAOKEG UE
amotélecpa amofoArn, veoyvikd Bdavato M guPpvondbern. Edv 1 Aqyn eivor < 5 mg o kivouvog
emmlokav givor 15%, évavtt 88% oe vynAdtepeg d00ES. ATOTEAEGUATO OO OVAOPOUIKEG UEAETEC
avadekvhHouy 0Tt 0 Kivouvog amd tn ANy Bapeopivng yia o EuPpuo givar pikpoTePOg omd Tov Kivouvo
Opopupoong g PorPidag g eykbov, €av yivel Tpomomoinomn TG aywyng He nmapiv KaboAn
dudprela g kumone. ['vaikeg mov emrvyydvouv INR 2,5-3.5 pe <5 mg Bapeapivng Exovv Ayotepec
LoLELTIKEG EMMAOKES (Y10 TIC a0pTikéS fodPideg 0 6TO)0G umopel va ivar kot o yapuniog) (Yarrington
CD et al. 2015). Aaufdavovtag veoyn TIC GLYKEKPIUEVEG TOPUTIPNCELS, OTIS TPOCPOTES 0OMYIiEC TNG
Apepwcavikng Etopeiog Kapdidg / Apepucdvikov Koileyiov Kapdiodoyiag (American Heart Associa-
tion/American College of Cardiology - AHA/ACC) cvotivetal n yopnynon Bappapivig oe €ykveg
acOeveic pe unyovikég farPideg oto devTePO KO TPITO TPIUNVO, EPOGOV EMTVYYAVOLV TO BEPUTEVTIKO
oTOY0 Ue Nuepnola docoroyia < 5 mg.

AOY® TG CLYKEKPYEVNG SVOKOAING LE TN AYT) QVTIINKTIKAG Oy®YNG OTNV KON OT), G TEPIMTOON
7oV pia yovaika €xet BoiPdomadeia kot wpémel va vroPfAindel o kapdioxeipovpyikn exéupaocn yo Tnv
avtikatdotaon g BaABidag mov moyel, N exBupio yio TEKVOTOINGT KOl 1] OVOYKOLOTITO, Y10, P’ OPOL
Long Myn OVTITNKTIKAG 0y®YNG omoTeEAEl VOV ONUOVTIKO Topdyovta Yio emA0YY Plompocbetikig
BoABidag, mwapd TV TO YPYOpN EKPOAICT] TNG, AoV ot acbeveic pe BlompocheTikég avéyovTol KoAd

{10 KOMoT YOPIG Vo DITAPYEL AVAYKT] Y10, AP OVTUTNKTIKNAG y®YNG.
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A2 KATATAEZEH KAPAIOAOI'IKQN NOXHMATOQN I1I0Y O®EIAONTAI XE
KAHPONOMIKO ITAPAT'ONTA

Ta xAnpovopkd VvooNUOTO OTO OMOl0l VTAPYEL KOPOWKY GUUUETOYH UTOPOLV v
KatnyoplononBovv avdioya LE TO 100G TG YEVETIKNG PAAPNG, SNAdN oV apopd YPOUOCOUKT BAGST,
LOVOYOVIOIOKO VOOT|LO, TOAVTOPOYOVTIKO VOGSO 1 MITOXOVOPloK: vOco. Mmopel va agopoldv

EKONAMGCELG EVOG EVPVTEPOV GLVIPOLOL 1 VO AKOAOVOOHV VOl GLYKEKPIUEVO TPOTVTTO KAT|POVOUNGTC.

A.2.1 TENETIKA XYNAPOMA ME XYITENEIX KAPAIOITAG®EIEX ITOY O®EIAONTAI
>E XPOQMOZOQMIKH ANQMAAIA

Ot KopdloKéG dLoUaPTiES lval aVAUESH OTIG O CUYVEG JOUOPTIEG SIATAACNG GTO, GLYYEVN
ovvopopa. Mo peydin Aota omd chHVOPOLLN e GLYYEVT] KAPIIOTADELL MG GUYVO ELPTLLA EXEL YVWOOTEG
YEVETIKEC OVOUOAIEG Kol LTOPEl Vo OQEIAOVTOL GE YPOUOCOMIKEG OVEVTAOEISIES, YPOUOCMLUKE
eMelppata 1 SmAAcloGHovS, cvvdpoua pikpogdheiyewny N va givar povoyovidtaxkd (Ko JM 2015).
[Mopdro mov ta TEPIGSOTEPO GHVOPOLLO. TTOV OPEIAOVTOL GE YpOUOC®MKN PAAPN ivar “de novo” kot
oLYVA £XOVV GOPOPO PUIVOTLTTO MGTE TO, TAGYOVTA ATOLO VO UMV OTOKTOVV A0YOVOLCS, VITAPYOLV Kol
MEPMTMOOELG e NTO QOvOTLTTO OOV Ol 0oBevelg pmopel va AmOKTAGOLY TOdLY Kol €lval TOAD
OTLLOVTIKT 1] TOPOYN YEVETIKNG CLUUPOVAEVTIKNG.

Ta ocOvOpopo pe ovYyevelg KOPOIOKEG OVOUOAIEG TOL OlAylyVOOKOVTAL UE GLUPATIKO
KOPLOTUTIO APOPOVY OVELTAOELNIEG KOl GUYKEKPIUEVO Ol LOVEG TOL UTOPEL VO dDGOVV YEVVNGELG OE
{ovta veoyva givar  povooopio X (1 uoévn Prooiun povocsopuio) kol 1 tpioopia 21 mov uropei va
TPOYWPNGOVV UEYPL TNV EVIAIKT] {OT), DOTE VOl LLOG OTACYOAEL 1] YEVETIKT GUUPBOVAEVTIKT| OTIS YUVOIKES
OYETIKO LE TN YOVILOTNTO KOl TOV TPOTO OmOKTNONG modldv. [Tapdia avtd, otV CLYKEKPIUEVN
avaokonnon Oa yivel avaeopd Hovo oty Tpicopio 21 Tov VITAPYOVY KOTUYEYPOUUEVEG OIKOYEVEIC
LOPPEG, MOTE VO, LTOPOVV Ol GUYKEKPIUEVEC TEPITTAOCELS VO, YOPUKTNPIGTOVV (G KATPOVOUIKO VOOTLLAL.

Ta cOvdpopa pikpoehieiyewv opeilovtal o EAAEINOTO TUHOTOG EVOG YPOUOCHUNTOG TOV
mepthapPavel mepLocoTEP omd dVO Yovidla TOAD KOVTId To £va 610 GAAO. QGTOGO, TO YPOUOCOUIKO
EMdela etvor pkpo yia vo, aviyvevBel pe KAaokd KopuoTLTTO KOl Y10, TNV OVIXVELGT TOV ATOITOVVTOL
EOIKEG TEYVIKES OTMG YPOUOCOUIKT avaAivon pe pikpoovotoryieg (Chromosomal microarray analysis,
arrayCGH - «poproxog kapvotomocy) kot FISH. Ta yovidia pmopel va pun oyxetilovior pHeTa&d Toug
AELTOLPYIKA Kol O QUIVOTLTOG €S0PTATOL OO TO GUVOAO TMV YOVISIV Tov mEPAaUPAvovIal ot
TEPLOYN TOL EAAEINOTOG. XAPOKTNPIOTIKO OVTOV TOV GLVOPOUM®V EIVOL OTL VTTAPYEL OTLLOVTIKT KAIVIKY
etepoyévela (Weise A et al. 2012). To mo kKaAd peretnpévo omd ta GuVOPOua PKpoeAAeiyewVY gival To

ovvopopo Di-George (pikpoéAdeipupa 22q11.2). Adha cOVOpOUO HIKPOEAAEIUUATOV ivol 0pKETH TTLO
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OTAVIO Kot AOY® TG OTOVIOTNTOS OAAG Kot OTL cuVIOmG GuVodebOVTAL LE GOPapT| VONTIKY avornpia,

o€ Ba avarlvBovy mepuITépm oYETIKA e TO BN TOOVAG TEKVOTOINONG KOl YEVETIKNG GUUPOVAEVTIKNAG.

A.2.1.1 Zovdpopo Down

To ouvopopo Down cuvvdéetar pe v tploopic 21 wov amoterel v o cuyvn Plooiun
avevmAogdia pe emintwon 1 otig 700-800 yevvnoelc, av Kol 1) ETIMTOGCT OVOUEVETOL VO, TPOTOTOLNOEl
pe v avénomn tov PEGOL OPOL MAIKIONG TEKVOTOINGNG, CAAA KOl UE TNV €UPUTEPT] EQUPUOYT TOV
TPOoyeEVVNTIKOD eAéyyov. H didyvaon o0lwv Tov mepiotatik@v pe cbvopopo Down pmopel va yivel pe
oLUPATIKO KapLOTLTO. XYedoOV T0 95% TV Yuvaik®v £yovv Tumikh Tprowpio 21 (47, XX, +21). To
voroto 5% twv acbevov umopel vo £xel pOUTEPTOOVIO OVTILETAOESN 1 OTOVIOTEPO HLMOCOIKIGUO
(<2%) (46, XX/47, XX +21).

Ot exdnidoelg and t0 GOVOPOUO UTOPEl Vo apOopobY TOAAUTAG GUGTAMOTO Kol LRTAPYEL
mowiAng Paputntog vonrtikn avamnpio. Qot060, 1 KAVIKN mopeia de pumopei va tpoPrepbel. Nuvaikeg
pe obvopopo Down Kot HOCATKIGUO GLVROMG YOV NAIOTEPA GUUTTOUATA, EVAO L0 YOVOIKO TTOV E1vol
popéag tng avtiperdfeong [cuvibog t(14;21) kot t(21;21)] €xel to Tpdcheto LAIKO, OAAG LOVO €val
avtiypapo 21, emopévag 6ev eKONAOVEL KAVEVE, COUTTOO TOV GUVOPOUOL YT £XEL CMOTI TOGOTNTO
YEVETIKOD VAIKOV.

Ov acbevelig pe ovvdopopo Down, ce mocootd 40-50% JdwayryvdoKOVTOl HE GLYYEVN
kapdronadeia wokiing Bapvtntag, Tov arotelel onuovtikd Tapdyovta exPioong. Amo TG T GUYVES
ovyyevelg PAdPeg elvar eAlelppoto 6T0 KOATOKOWMOKO KOVAAL, HEGOKOATIKY 1 HUEGOKOIAOKY|
emkowvovio Kot tetparoyio Fallot. Hiektpokapdioypdonuo mpémel va dievepyeitar 6 OAOVG TOVG
acBeveic Katd ™ O1dyvmon, ave&apTiTOg av £XEL YIVEL EUPPVIKO VTTEPNYOYPAPN O GTNV KUNOT KOl OgV
elye svpnuata. Ot acBeveic &xovv LVYNAN eMNTOON €KONAMONG TVELUOVIKNG VTEPTACNG 1 OmOold
EKONAMVETOL KOl GE TLO TPAOUO GTAO10, EOIKE GE EKEIVOVG TTOL TAGYOLV TAPAAANAO KOl OO GLYYEVN
kapdtomadeia. [ToAAEG EMONUIOAOYIKEG LEAETEG OVAPEPOLY OTL OV AVEAVETL 1 XEPOLPYIKN BvynToTN T
Kot BvynootnTo KoTd T S10plmon TV GLYYEVOV OVOUOA®Y, OTMG 1 KOATOKOIAIOKT ETIKOVOVIA.
Emopévog, to modid pe ovvopopo Down mpémel vo eKTILOVTOL KOl VO VITOPAAAOVTOL GE £YKOLPT
Kapdloyepovpyikn enépPaon otav kpiveton anapaitnto (Dimopoulos K et al. 2023). Onwg €yel 110
avaeepbel, ol oVYYEVEIG KOPIOKEG AVOUOAIEG OAAG KOl Ol ETITAOKEG TOVG KOOIGTOUV [0 KVMon
VYNAOD KIVODVOL KOl OPIGUEVEG POPES OKOLLO, KO OTOYOPEVTIKT, OTIMG Y10 TAPASELYLLOL OV GUVLTTAPYEL
TVELUOVIKN VEPTacT. EmmAéov mapdyovieg mov pmopel va av&dvouv Tov Kopdloyyelokd Kivouvo
0QPOPOVY GUVVTAPYOVGES TVEVHOVOLOYIKEG, EVOOKPIVOAOYIKEG Kol HETOPOAKEG TAONGEG OTmG Kot

TopAyoVTEG KIvduvoL abnpockAnpuvtikng vocov (Regitz-Zagrosek V et al. 2018).
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A.2.1.1.1 I'everixn Zoufovievtikn Avoroapaywyikov Exiloyov I'ovaikwv ue Zovopovo Down

Ot yuvaikeg pe ocbvdopopo Down Pmopovv vo amokToovV Toudid Le oVTOUOTN GOAANYT Kol
VILAPYOVV KOTOYEYPAUUEVE, OTT PBAOYPOQIO TEPICTAUTIKA LI UNTEPEC TOV YEVVNOV €iTE TSI [E TO
ovvopopo 1 yopic (Bovicelli L et al. 1982, Alnoman A et al. 2023). ['o Ta dTop pEe VONTIKEG
droTapayég omoteAel TPOKANGN 1 EVNUEP®ON Y10, TO. SIKOLMUOTH GE O,TL apopd TN cefovahkn {mn
(SIECUS, 2016) oAAd ko1l TNV TEKVOTOINGOT KOl GLYVA 0yvoohvTol Ol avaykeg TV acevov Kol Ta
ocvovolcOnuatd tovg. Emumdéov, o1 0eE0VUAKEC GUUMEPLPOPES KO TPOKTIKEG TOLG WITOPEL va
Bepovvtal amokAIVOVGEG KOl ATOOEKTEG MG [T PLGIOAOYIKEG AOY® TNg VONTIKNG dtatapoyng (Gokgoz
Cetal. 2021).

' ovtd to AdYo givor TOAD OMUOVTIKOG O TPOTOGC TPOGEYYIONG TG 0oBeEVOUg e GOVOPOLO
Down ywti 6 6Aovg Tovg aoBeveic, aALA Kol GTOVE GLVTPOPOVG TOVG, TPEMEL VO, TAPEXETOL YEVETIKY|
GLUPOVAELTIKY Y10, TOV KIVOLVO TTOV SLOTPEYEL 1] VITOYNPLLL UNTEPO, OO TIG GLVVOGTPOTNTES TNG KOTA
TNV KOMom, 0AAd kat yio vo kabopiotel o kivovvog yia tn petafifacm tov cuvdpopov oto Eufpvo. Mia
vIoynPl untépa pe ovvopopo Down €xer évav Bempntikd Kivovvo Vo GTOKTAGEL AmOYOVO LE
ovvopopo Down éwg 50%. Xe yuvoikee pe pHooaikiopd eivor mo obvokoAo va oamavtnfel to
GUYKEKPIUEVO EPMTNILO AP0V eV LITOPEL VoL EKTIUNOEL av PEPEL TO EMTAEOV YPOUOCOUIKO DAIKO Kot 1)
YOUETIKN ogpd. Qotoc0o, mapd tov Bepntikd Kivdvvo, avaivon g PipAoypapiog ovadeikviet
WKPOTEPQ TTOGOGTA YEVVIONG ATOYOV®MV LLE TPIOMLIN O GYECT] LE PVGLOAOYIKO KOPVOTLTTO TTOL VTTOVOEL
QUOIKN EMAOYN EvavTl TV avopoiov youetov (Bovicelli L et al. 1982, Otter M et al. 2010). Eneidon
TO TEPIGGOTEPO TEPIOTATIKO KVNGEDV OPOPOVV ouTOHAT SOAANYM Oa Tpémel vo mopéyetan
GUUPOVAELTIKY OTNV VTOYNPLOL UNTEP, KOL GTOV GUVIPOPO GYETIKA WE TN OlEVEPYELD EMEUPATIKOD
TPOYEVVITIKOD GUVOPOLOL Yot TOV KIVOLUVO YEVVNOTG oS00 UE OVELTAOEWDiN. € TEPITTMGT TOL 1)
Konomn apopd IVF pe odpla g acbevoig 1ote o pmopodoe vo yivel Kot TPOEUPLTEVTIKOG EAEYYOG LE
PGT-A.

Avdlvon ékPaong Kunoenv T@V achevav e To GHVOPOHO avadEIKVEL avENUEVO KiVOUVO i
LLOLEVTIKEG EMTAOKEG OTWG TPOWPOTNTA, YEVVIOT| VEOYVDV UE YOUNAO Bapog yévvnong, evoounTplo
Odvarto, cuyyeveig avopaiiss, Kot eUPpuikes ypopocokég avopoiies (Bovicelli L et al. 1982).

Ye oyéon OHmG e ToV Yevikd mANnOvoud, ol yuvaikeg HE TO GUVOPOUO EYOLV TPAOLUN
EUUNVOTIOVGT LLE YOPOKTPLOTIKG PEIOUEVO TA EMIMESA TNG AVTIHLVAAEPIOV 0ppovNG (Anti-Mullerian
hormone - AMH). Onwg kot 6€ OAeC TIG YUVAIKES e TPOUT OOTKIKY OVETAPKELD Kot Ol acOeveic e
ovvopopo Down Ba mpémet va vnuepdvovtal yio tn dvvatodtnto OAaENS wopimv/owodnKikod 16100
Yo Tekvomoinom og peyorvtepn niikio. Emumiéov, Oa mpémet va yiveton evnpépmon kot yio tig pefddouvg
IVF pe wdplo d6tplog, eite oto TAGICIO OVIIHETOMIONG TG VIOYOVILOTNTAG AOY® TNG OOMKIKNG
OVETAPKELNG 1 AOY® TOV 0LENUEVOL KIVODVOD YEVVTIONG Tod100 WE TPICMMUIN 1] GALES YXPOUOCOUIKES
avouaAieg. Qotoc0, gyeipovtal Kot onpavtikoi noucoi tpofAnpartiopoi. Ot cuyyevelg avopoiieg and

TOAAATIAG Opyova, Ol GUYVEG AOUMEES OAAG Kol avENUEVOG KivOLVog Yo Kakon 0 olpatoAoyikd
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VOGN HOTA EIVOL TOPAYOVTES TOV EMNPEALOVY TO HEGO TPOGIOKIUO (MNG OV EXTIHATOL TEPT TaL 55 €1.
Emumiéov ot acbeveig £xovv mokiing Paputntag vontikn dwatapoyn. H averdpkelo tov oiotpoydvemv
oyetileTor pe dTopayég LVAUNG Kol UE YVOGIOKT OLGAELTOVPYIN Kot VITAPYOVV TOAAES LEAETEG TTOV
&yovv ovoyetioel To ovvopopo Down kot pe Tpaun Evapén vocov Alzheimer’s (Schupf N et al. 2018).
Emopévog, moAld sival ta epmtpata katd m6co ot achevelg eival tkovol va, HEYOADCOVY T, OO
TOVG KOl E101KE Vo TOVG TPoSPePOEL 1 SLVOTOTATO PVAENG YEVETIKOD VAIKOD 1) VO TPOYMPTGOVV GE
IVF pe odpro d0tplag o peyolvtepn nhikio. Opmg ektipdror 6Tt £0¢ Kot t0 5% tov acdevav £xovy
enmineda [Q kovtd ota Pucstoloyikd dpla Kot apkeTol acbevelg pmopodv va (Roovv ave&dptntol Kot
elvan evtaypévolr oty kowmvia. Emopévog, de pmopel o avtovg tovg acbeveig vo pun Aapupdveton
VIOYT TO SIKA{OO GTO VO AITOKTGOLY OIKOYEVELD Kol VoL AGBovy TNy amopaitntn vrosthpién omd Ty
wTpikn kowotnra (Parizot E et al. 2019).

To npoPANUa 0T YEVETIKT] GUUPBOVAELTIKN KUPIMG APOPE GTNV KAVIKT ETEPOYEVELD KOt OTL O
umopel va TpoPAepdel n PapdTnTa TV SUGHOPPLOV KOl TNG VONTIKNG aVOTTNPlag, EIOIKA GE TEPLGTATIKA
LOOUIKIGHOV OOV OVAUEVETOL NTLOTEPOG PavoTuTog (Johnston AW et al. 1963). [1pénet va yivel capég
GTOVG VIOYNPLOVG YOVEIG OTL Ogv givarl Suvatov va exTiun Ol 1 PapHTnTa TOV GLYYEVAOV OVOHOALDY Kot

TO €MiMESO VONUOGHVNG EVOG ATTOYOVOL LE TO CUVOPOLO, TAPE, LOVO LE TNV OVATTTLEN TOV TOd10D.

A.2.1.2 Xovdpopo Di-George

To ovvopopo Di-George omavtartarl og 1:4000 yevvioelg kot moporo mov 6to 90% eivon de
novo, LLAPYOVV KOl OIKOYEVEIC LOpPEG apol optopévol acbevelg, cuvnbmg e To NTO POVOTLTO,
amoktovv moudid. [poxaieital and pio dStaypaen (EAAepa) 6To YpoUdcOUd 22 6TO pakpy Ppayiova
(ql1) éxtaong 1,5 to 3,0-Mb, éAkela oto 22q11.2, mOL KANPOVOUEITOL UE OVTOCOMUIKO EMIKPUTEG
npotumo. Ta yovidwe TBXI koaw COMT Bempobvtot To Pacikd yovidio Tov VIdpyovV GTny TEPLOYN TOV
eMelupaTog Kot vBuvovTaL Yo To KOPLX YOPUKTNPIGTIKG TOV (OIVOTOTOV TOV Guvopopov. To TBXI
KOOKOTOLEL TN mopaywyn ¢ mpwteivng T-box 1 1 omoia gival amapaitntn yio v ovamtuén g
KopdliG, TOL TPOCAOTOL, TOL KPOVIOL KOl TOV &VOOKPWAOV adévev, OTmg o BOuog Kot ot
nmopobupeocideic. To COMT coppetéyel 610 KATABOMGUO TOV KOTEYOAQUIVMY KOl TN S10THPNGCT TOV
EMNESOV TV VELPOOWPIPUCTOV GTOV £YKEPAAO Kot givarl Tlavd 6Tl evBivetan Yo To pLobnoloKd
TPOPAHOTE Kot TIG WYuYTPIKEG dtaTapayég otovg acbeveig pe pikpoédeupa 22q11.2. Ot Khvikég
EKONAMGCELS TOKIALOLY AOY® 0aTEAOVG JIEIGOVTIKOTNTOC Kol AyoTepo amd 10 1% Ttov acbevav pe
pikpoéAdenym oto 22q11.2 &yovv TApeg GLVOPOUO LLE TOAD KOKT TPOYVMGT], TOV 0010V Ol EKONADGCELG
aeopovV cofapn cuyyevn kapdiorabeio 6nwg tetpoioyia Fallot, vmomiacio Topabvpeocdmv adévmv
pe amotéleoua vrooPeostiopio, oamiacio Bupeoedods pe coPapn OVOCOOVETAPKELN, VEVPOLOYIKEG
dSlTopayEG Kol QUCHOPPIEC TPOCAOTOL. ANANON VITAPYXOLV KOl EVAMKEG KE TO GUVOPOUO, TOL
TOPOUEVOLY AdLAYVOGTOL AOY® TNG MO CUUTTMOUATOAOYING KO [T] CIHUOVTIK®Y S10UOPTIDV TOV dEV

&yovv ouvdebei pe 1o ovvopopo (Fung WL et al. 2015, Palmer LD et al. 2018).
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Ov yuvaikeg pe 10 obvdpopo Di-George éyovv kapvotvmo 46, XX kol avonTOGGOLV
(QUCIOAOYIKA OEVTEPOYEVT] YOPOAKTINPIOTIKA TOL POAOV. 2GTOCO, GE OPIGUEVEG YUVOIKEG UTOPEl GTa
TAOIC10. TOL GLVOPOUOV Va VITAPYEL LTOTANCia 1 arlacia o puntpo — kKOATo (“Mayer-Rokitansky-
Kuster-Hauser syndrome”) (Morcel K et al. 2011). Zg avtiv Vv ntepintoon, vaapyel aunvoppoto Kot
ol Yyuvaikeg 0 UTOPOVV Vo KLOPOPNGOLYV, MGTOGO Ol mOoBnKeg eival Asttovpyikéc. AAAo aitio
VIOYOVIHOTNTOG G€ Yuvaikeg pe Di-George pmopel va apopd ota TAico ToSIKOTNTAG TOV YOVAd®mV
oo YpOVIO ANYT OVOGOKOTAGTOANG GTA TANIGIO LETAUOGYELONG BOHOV adéva.

Ot ovyyeveic kopdlokeg SIOUAPTIEG KVUPIOS OPOPOVY OVOUOAES TIG KAPIIOKNG EKPONG OTMC
tetparoyia Fallot, Tomov B Sraxekoppévo aoptikd t6£0, Lovipng aptnplokog Koppog, deEd aopTikod
16&0, TapekkAivovca deld vrokAeidw aptnpio (Momma K et al. 2010). Av kot moAAL TOd1G PE
Yovdpopo Di-George dev @tdvouv otnv evijdikn (o1, Kupimg AOY® TOV GUYYEVAOV Kopdlomadeimv, 1
EMTUYNG KAPSLOYEPOVPYIKY| EMEUPOOT] KOL 1] AVOTPOPT GE VTOCTNPIKTIKO TEPPAALOV pmopel va
BedTidoel GNUAVTIKA TO TPOGOOKIHO EMPi®OoNG. ZE YuVaikeG TOL €MBLUOVY Vo ONUOVPYHCOLY
OLKOYEVELN KOl VO KDO(QOPTICOVV TPETEL TPAOTO. VO ETAVAEIOAOYEITAL O KIVOLVOG Y10l EXITAOKEG OO TO
KOPOlOYYEWNKO GOGTNUO, EWOIKE GE YUVOIKEG WE 10TOPIKO OLYYEVOLG KOpdlomdbelog mov £yovv
xepovpynbei N eival o€ avdykn yia ¥povia ANYn EOPUOKEVTIKNG 0y®YNG. 26TOG0, Kol TEPQ Omd TV
oLYyYeVT] KOpdlomdOeila 0 Kivauvog Yo ETITAOKES GTNV KONGT) 0LEAVEL Ao TNV LITAGPESTIOIN OAAG KoL

amto Tov ovénuévo Kivouvo yio Ao®EELC.

A2.1.2.1 Teveukn Zvufovievtikny Avorapoywyikav Emiloyav Tvvoikwv ue Xovopouo Di-
George

Ot avopodieg and ta, dSdpopa Opyova, Kot 0t SOVCUOPPIEG, OTMG EMIONG KOL Ol WYOYLOTPIKES
draTapayég 1 dtaTapoyég TG VONTIKNG Aettovpyiag ennpealovy v avoamapaywyr. Y mipyovyv eAdylota
dedopéva atn Piproypagio Yo yovaikeg pe 1o ocOVOpPOpHO OV £ywvav UNTéPES kKot to mhavoTepPO
aPOPOVCAY YUVOIKES LLE NTLO POVOTVLTO.

H yevetikn ovpfovientikr] avtov tov acbevov Oa Tpémel va TapéYETal G GLUVEPYUGIO UE
vocokopeio Tov Oa PToPEGOVY GTI GUVEXELD VO, AVOAGBOLY TNV TAPOKOAOHONGT TOVG. e S10YVOGUEVEG
YOVOIKEG LE TO GUVOPOUO TPEMEL VO YIVETOL EVIUEPMOOT] CYXETIKA LE TOLG KIvODVOLS Ko Tig ThavES
EMMAOKEG TNV KONGOT) KOl VO, TPOTEIVETOL AVTIGOAAYN £®G OTOL YiVEL 1] KATUAANAT TPOETOUAGIO TOV
Kupiog apopd Bepameia TV GLVVOCNPOTHTOV, KOPOLOYELPOVPYIKT 610pHWOCT) GVYYEVOV OVOUAADY OV
kplel avaykaio, TPOTOTOINGN QUPUAKELTIKY OY®OYNG, SOCVVOEST] UE YUVOIKOAOYIKT LOVADO TTOV
mopokoAovdel kunoelg LVYNAOV Kivdvvov. TIpénel va eEac@aileTol KOVmVIKT TPOVOLN KoL VTOSTHPIEN
Kol Kotd tnv komon (kdmoleg aobeveig dev €yovv UOVILO GHVTPOPO 1] VTOGTIPIKTIKO OUKOYEVELNKO
TePPAALOV) OAAG KOl TPOETOWOGTIO Y10 LETA TOV TOKETO, OTMG VTOCTNPIEN GTO GTITL KOl OTKOVOUIKT

BonBeia. [Ipocoyn mpémet vo divetal av VIAPYEL KOTAYPNGCT OVGLOV KOl TEPC OO TN GLUBOLAN Yo
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oAdayn Tpoémov Lmng, va cvotnvetal Evapén euAkoD 0&éog omd vopic. XTn cuvEXELD 1) VITOYNPL
UNTEPA TPETEL VO, EVILLEPDOVETAL Y10 TOV KIVOLVO OTOKTIONG TEKVOL UE TO GUVOPOLO GE TOGOOTO £MG
kot 50% avd kdnuo, AOY® TOL EMKPOTOVS TPOTOL KANPOVOUNOTG, OAAG Kal Yiol TOV DYNAO Kivouvo
LOLEVLTIK®DY EMTAOKQOV TOL 0QPOPOLY OVTOLOTEG amoPfoAég, evdountplo Bdvato aAAd Kol VEOYVIKN
BvntomTo.

e pio avadpopukn perétn pe 368 evihkeg acbeveig pe ouvopopo Di-George ympig onuovTikn
vonTikn avamnpia, omd tig 195 yuvaikeg o1 48 yuvaikeg giyav 1otopikd koumong (122 koncelg cuvolkd),
nepinov 2,5% twv acbevov. To 60,3% tov kuncewv 0dNynoe o yevvioelg {ovimv veoyvav, 21,2%
avtopateg amoPoréc kar 1o 4,5% wotéinée oe evdountplio Odvaro. Xto 14,1% odevepynbnke
Tepuatiopdg komong. Iibavov ol cuykekpiéveg emMAOKES apopovy EUfpuo pe To cOvdpopo. Movo
dvo meplototikd apopovoav ART (6t ouwg ota mhaicla oevépyswog PGT). Aev avadeiynke n
oLYYEVIG KOPOOTAOEl G 0 AOYOG UN ammOKTNONG TEKVAV, OVTIOETOC AvnKe OTL ol acbeveig g
UEAETNG TTOL OEV OMEKTNOAV TOOH NTAV VEOTEPNG NAKING, CLVNOMG AVOPES e WYLYLOTPIKN StoTapayn
N e vontikn dwetapayn. Evidnwon apokaiel 1o yeyovog 6Tl 6yed6v 610 50% 1 didyvoon 6Tto yovéa
aKoAovONGE TN S1dyvoT 6To Tadi, TOL OVCLUCTIKA EXPEPALDVEL KOL TOV O GULVOTLTO TV YOVEDV
(Palmer LD et al. 2022).

Y11c acbevelg pe  dwyvoouévo Di-George alAd kor o€ @opeic Sopkng 1ooluytopuévng
YPOUOCOUKNG avodldtoéng mov mepthapufdvel pio dwaypaen oty meployn 22ql1.2 mpémer va
TPOCPEPETAL TPOYEVVNTIKOG €Aeyxoc. H evdederyuévn dwayvootikr] péBodog eivor ypoUOC®LIKN
avdAivon pe pkpoovototyieg, cuvnBmg SNParray 1 oligo + SNP array og Broyio tpopoPfAidotng N
OUVIOKO VYPO, INANON TPETEL VO GUGTIVETOL EXEUPOATIKOG TPOYEVYNTIKOG EAEYYOG. EvaAilaxticd pmopel
va ypnoporon el multiplex ligation-dependent probe amplification (MLPA), mov givat mo owovopikn
uébodog. Me Tig ouykekpiuéveg pebodovg pumopodv va aviyvenBoiv 6ieg ot maboyoveg pikpoerheiyelg
OTNV TEPLOYN], OKOLO KOl TEPLOYES TOV UmOPEl vo, unv aviyvevovtav pe aviyvevtég FISH. H pébodog
FISH 6o umopobvoe va ypnoyomondel av vrdpyel dabéciog yvootodg aviyvevtng (probe) mov
xoptoypaget tnv meployn LCR22A - LCR22B ko1 vadpyel yvooTto okoyeveG EALEIUA TOV EXIKOADTTEL
NV €YY0G TEPLoyN. 26TAG0, 1) OVAAVGN LE PIKPOGVOTOLYIES TPOTIUATOL YI0Tl UTopel va omoKaAvL@Oovy
Kot GAAEG mopoAAayEC aplBpov aviypdewv (copy number variants -CNVs), 1 AL KAVIKA GMHOVTIKE
eMelOTA 1] SITAQGLOGUOL. X€ TEPIGTUTIKA OTTOV VITAPYOVV TUTTIKA YOPOUKTIPLOTIKA GTOV TPOYEVVITIKO
VIEPNYOYPAUPIKO EAEYYO TOV GLVIPOLOV, AAAG O YeveTIKOG EAeyyoc pe CMA 1 MLPA eivar apyntikog,
umopel va ypnoworomdel éva panel yovidiov 1 clinical exome sequencing (CES) mov 0o eAéyyovv
mopoAriayéc ota yovidw TBXI (22ql11.2 deletion) woir CHD7 (8ql12.2, cvoyétion pe ocvvopopo
CHARGE).

Xe yovaikeg mov o BEAoVY va vrofAnBovv g emepfatikd TpoyevvnTikd EAeyyo Kot o€ BEAOVY
Vo YEVWIHGOULV Toudl e TO GVUVOpPOUO, umopel va mpotadel euPpvopetapopd pe @aplo dOTPLOC. €
yovaikeg mwov Bewpeitan acparég vo vrofAndovy oe IVF pe mpotdkorro di€yepong wobnkmv pmopel

va tpocepbel n dvvatotnta devépyelog PGT. Yrdpyovv mepiotatikd ot Pipioypapio pe yovaikeg
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pe Mmoo eowvotvmo mov vrofAnOnkav ce PGT petd omd omdktnorn modod pe 10 GUVOPOUO GE
nwponyovpuevn komon (Iwarsson E et al. 1998, Shefi S et al. 2009, Boot E et al. 2023, Blagowidow N et
al. 2023).

Evtonmon mpoxodel n EAMING eVUEP®OT TOV YOVOUK®DV GYETIKA LUE TIG OVOTOPAYOYIKEG TOVG
EMAOYEG, TO VYNAO TOGOGTO EMMAOK®V TOL O0l AVTIUETOTIGOVY TNV KONGOT), GALAL KOl Ol SLCKOAEG
OTNV OVOTPOPT] TOV TOOIDV TOVG. X€ [0 OVOoKOTNGT TOV AVEAVGE AMOVINGELG GE GLVEVTELEEIS 158
eviAkov acbevav pe ovvopopo Di-George (83 yuvoikeg) oyetikd pe Tnv KONoN Kol TNV
OVOTOPOY®YIK VYElo avadelkvOeTOl VYNAO TOCOGTO HOEVTIKOV emmAokmv: 21 yuvaikeg elyov
TEPLOCOTEPEG AMO [0 KVUNGES HE avéNpéEvo kivouvo yia amdktnorn veoyvod pe SGA 1 avénuévo
Kivouvo Yo eviountplo Bavoto. Ot GUYKEKPIUEVEG EMTAOKES OEV OQEIAOVTIOV OTOKAEISTIKG GTNV
voapén Tov GLVOPOHOL GTO VEOYVO, OAAG GUUUETEIYOV Ol GUVVOCTPOTNTEG TNG UNTEPOG, OVETUPKNG
VROGTNPIEN TG UNTEPOS, WU OCQOAElS GeE0VOMKES TPOKTIKEG, 1 Kobvotepnuévn dudyvoon Tov
oLVOPOUOL KaUM EAAEWYT YEVETIKNG cupPovAievtikne. Emiong, mpofAnuationd mpoxorel to vynAd
TOGOGTO EVOOOIKOYEVELNKADV TPOPANUATOV, OTMG KAKOTOIN oM, XPNOT 0VGIMOV 1| PUAGKIGT. AT TG 18
Yuvaikeg Tov yévvnooy {ovtavo Veoyvo, 6To TEAOG HOVO T0 69.4% Tmv modidv peydiocay poli Tovg,
evo 1o 25% v100emOnke kot 10 5,6% €{noe pe 1o yovéa ywpig o ovvopopo (Chan C et al. 2015).

Av e£0p£COVLLE TIC YOVOIKEG LLE )TTLO POLVOTLTTO TOV SLOYVACTNKAY LUETE TNV OOKTION TOLO00
ue obvopopo Di-George, vrdapyel peydrog TpofANUATICUOS GYETIKA LUE TOV TPOTO EVIUEPWOOTNG OAAY
KO TNG KOTOVONGONG TNG YEVETIKNG oupPovievtikng. EmumAéov, n katavonon g onpaciog dievépyelag
TPOYEVVITIKOD EAEYYOL UITOPEL VAL VO 1O1OTEPOG OVCKOAN EIOTKA GE YOVOUKEG LE T YALPOKTIPIOTIKE
Yo TNV TOAVOTNTO, S10POPETIKNG KAIVIKNG EKQPACTS TOV GUVOPOIOL GTOVG 0oyovous. [lapdro mov ot
TANPOQOpiec TTPEMEL Vo Tapadivovial eyypaomc, icwg avtd dev givar opketd kol o émpene va
TPOPAETETAL OO TOVG 1TPOVS TOV AVOAQUPAVOVY BVTA TO, TEPIGTATIKA VoL £xovv 110N eEacPaAice Yo
OVTEG TIC YOVOAIKEG VTOGTNPIEN OO KOWVMVIKOUS AEITOVPYODS KOL Y10, TNV EYKVUOGUVT] 0AAY KO Y10l LETA
TOV TOKETO, OTMG EMIGNG VO EAEYYETOL TO OIKOYEVEIOKO TEPIPAAAOV Y10, TNV OVATTLEN — OVOTPOPY| TOV

TTOO100.

A.2.2 MONOI'ONIATIAKA NOXHMATA

Ye avtifeon pe ta dTopa Tov EUPAVICovV cuyyeVeic Kapdlakés SUGTANGIEG EVTOC TOL TAAIGIOV
GLVOPOL®V Kal S10y1YVAOGKOVTOL GUVROMG KOTA TN YEVVNOT 1 TNV TOSIKT| TOVG NALKio, 0501 TAGY oLV
oo KANPOoVopkEG Kapdlondleileg umopel va ovartHEOVY CUUTTOUATO KOTA TNV eviAkn (on Tovg N
KOO KO VO TTOPAUEIVOVY Y®pic cuprT®dpata St Pfiov. Zuyvd, 1o yevetikd vrofabdpo g mabnong
pével avebyviaoto. H anpoopevn ammAieio evog vEOL HEAOVG TNG OIKOYEVELNG UTOPEL VO AELTOVPYNOEL
®G 0 TO 1oYLPOS TAPAYOVTOS Yiol OAN TNV OKOYEVELD VO avalNTHOEL YEVETIKT] KOB0dNYNoN, UE GTOYXO
T depevvnon €4V o a1pvidlog BGvaToc cuVOEETOL e KATOLN KANPOVOLIKT 0GOEVELD KOl €0V VTTAPYEL

EVOEYOUEVOG KivOLVOG TOGO Y10 TOVG 10100G OGO KoL Y10 TNV EXOUEVT] YEVIA.
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Evéd otic nlkieg peyaAdtepeg amd ta 35 €1, Mo cvyvn artio aipvidtov Bavdtov eivar
oTeQOVIaia vOGOG, OTIS VEATEPES NAIKIES elval TOL KANPOVOIKA KOPIIYYELKA VOOTLLOTOL, TTOV KVPIMG
aQOPOVV LVOKAPIOTADEIEG, OVOUOAIEG NAEKTPIKOD GLGTANOTOG KOpdlag kot aopTtomtadeieg ([Tivaog
23) ( Markwerth P et al. 2021).

Mivakag 20. LYXNOTHTA AITIQN AI®NIAIOY OANATOY
AITIA XYXNOTHTA (%)
Zrepaviaio vOG0g 30
Mvokapditida / Evdokapditida 25
Mvokopdrondbdeteg 20
BoABdikég kapdromddeteg 10
vyyevelg kapdonddeleg 5
Avopolieg NAEKTPIKOD GLOTAATOS KOPIAG 5
Oyxot (xuping po&mpoTa) 1
Aoprondbeieg (pnén ayyeiov) 4
Markwerth et al. 2021

2T1¢ ToONGELG TOV HLOKOPSToV oo pnyavikég BAAPES 6TV KapdLd EVIAGGOVTOL 1| VITEPTPOPIKY|
pvokapdlonadeto. (hypertrophic cardiomyopathy- HCM), n dwatatikr] pookapdtomddeia (dilated
cardiomyopathy-DCM) kot 1 appuBpioydévog kapdtopvonddeia g 6e&16g kotkiog (Arrythmogenic
Right Ventricular Cardiomyopathy-ARVC). Z1ig mafnocelg Tov NAEKTPIKOD GLUGTHLOTOC AVIKOLV TO.
ovvopopo pakpov kot Bpoyxéog QT (Long QT syndrome-LQTS, short QT syndrome-SQTS), to
ovvopopo Brugada kot n xoteyorapvepykn moAdpopen kolaxn toyvkapdio (Catecholaminergic
polymorphic ventricular tachycardia -CPVT) (Wilde AAM et al. 2022).

Ext6g amod to Lovoyovidiakd KANpovopikd KapdtoAoYIKE VOGTLLOTO, TOV OTT®G 101 avopEpOT ke
ta&vopovvtal adpd o€ 3 opddeg (LVokapdOTAOEIES, AVOUIAIEG NAEKTPIKOD GUGTHUATOG KOPIIAG Kot
00pPTOTADEIEG) VTAPYOLV KL GAAC HOVOYOVIOOKG VOCHUOTO OTO OTOlo. UmOpel vo. LTApyEt
YOPOKTNPLOTIKY KOPIIOKT GUUUETOYT]. TN GUYKEKPLULEVT] 0vVaGKOTN o™ Oa YIVEL 0vapOpd GTO GOVOPOLLNL

Noonan kot Fabry.

A.2.2.1 Yreptpooiky Mvokapdiordabeio

H HCM eivon pio. cdpmioxn vOGOG mov yopaktnpiletal amd avENREVO TAY0G TOL TOLYMUOTOG
ToV pvokapdiov. H vreptpopio pumopel va elvar GOUUETPIKN 1 AGVUUETPT, 1| EVIOTIGUEVT] GE VO TUN LA
NG 0PLoTEPNG KOG, Xe moAL0oOG acbeveic cuvumapyet kot PAAPN ot ptpoedn Porfida. H vocog
glvat apKETA GLYVN QPO GE S1APOPES LEAETEG POIVETAL OTL GTO YEVIKO TANOLGUO pmopel va Tacyet 1
oto 500 dropo. H attiohoyia tng vOGou ivar KoTd KOPLo AOYo YEVETIKN Kol oQeiletol o TaBoyOVeG
TOPOAAAYES TOV YOVISI®V TOV TPOTEIVOV TOV GOPKOUEPIDIOV, MCGTOGO GE £VO. LEYOAO TOGOGTO TMOV
acevav dev avevpiokeTal Kapio amo Ti¢ Yvmotég mapailayés. Emmiéov, oty maboyévela tng vosou
EKTOC OmO TO YeEVETIKO LIOPaOpo @aivetor OTL GUUUETEXOLV TEPIPOAAOVTIKOL KOl EVOOKPIVIKOL

TOPBEYOVTES.
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Inuovtikd yopaxtnplotikd g HCM kot mpoyvmoTtikog deiktng eivol 1 amdepaén 6To ympo
e€odov g aplotepnc kotdog (Left ventricular outflow tract obstruction - LVOTO). Zto 1/3
eneavifeton kot v Npepia, eved 6to dALo 1/3 petd amd dokipacio tpdkAnong. Ot acbeveic umopei va
ElVOl OGVUTTOUOTIKOl, (OGTOCGO OPIGUEVOL EKONAMVOLV GUUTTOUATOAOYIO, OTMG dVGTVOLN, EUKOAN
Komwon, otnldyym, (AN, aicbnuo TaAUdV, cLYKOTTTIKO €ME160010. Ta CUUTTOUHOTO KOTA KOPLO AdYO
emdewvavovtal oty mpocnddeln. Oco apopd oty e€EMEN g vOGOL UTopel Vo EXOVUE oLPVIO0
Odvarto mov pmopel vo givorl Kot n TPOTI EKONAMOT], GTUSIOKA EMIOEVOVUEVT] KOPOLOKT OVETAPKELD,
avaykn vy Oepomevtikés mapepPfdoelg 1 peETOUOoYELOT KOPOAS, kabdg wal OpopfoepPorucég
EMMAOKEG KLPIG AOY® KOATIKNG popprapuyns. H didyvoon otig yuvaikeg cuyva kabvotepel kot ToAAES
HEVOLV 0 d1yveoTeg KaBOAN T didpketa {ong Tovg. AdYm ¢ kabvotépnong ot ddyvmor cuyva ot

acBeveic £xovv NON exdnrmaoet kapdiakn averdapkela (Olivotto I et al. 2005).

A.2.2.1.1 Yreptpopixn Mvoxapdionabeia.: Kivovvor othv kdnon

Mo v HCM xupiog pog evotapépouy ot QUGIOAOYIKESG OLLOSVVALUKEG LETOPOAEC oTnV KON OT).
[pwv and v Kdnomn TpEmeL Vo EKTILATOL TO AEITOLPYIKO oTddlo katd NYHA. Xe otadwo LI/IV mpénet
va ekTidrton 1 duvatdtra Pertioong g kapdiakng Aettovpyiog og I/11, va yivetar cvlftnon oyetikd
LE TNV 0CPAAED TOV QUPUAK®OV 6TV kbmomn kot og mepintmwon LVOTO va peiwdel to ndyog tov
LEGOKOIAAKOD SLoPPAYLOTOC [E XEWPOVPYIKN TapEUPacT] (LLEKTOUN) 1 KATAAVGT TOV LECOKOIALOKOD
dppdypnotog pe aAkooA. Edv o xivévvog arpvidtov kapdiakod Bavdtov eivor vymAog pmopel va
amorteiton  UEVTELOT Kopdlakoh omvidwty (implantable cardioverter defibrillator-ICD). Xtig
OCVUTTOUOTIKEG YOVOIKEG GCULOTIVETOL TOPOKOAOLONON Kol €mi cvumtopatoloyiog évapén B
amokAeloTOv. Eivar onuavtikd o€ yovaikeg pe omdepaln vo omoQeDYETOL 1 LTOOYKOLUio, M
OYYEIOO100TOAN, 1| YOPNYNON PAPUAK®V pe BeTiKn oTpon dpdon kot 1 dokipacio Valsava (Euova

4).
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YINEPTPO®IKH
MYOKAPAIOTIA®EIA

l

ATIO®PAZH XTO 0XI KAPAIAKH OXI
XQPO EE0AOY ~ ——* ANEMAPKEIA ——» KAINIKOEPTAXTHPIAKH
APIZTEPHZ KOIAIAZ 'H STHOATXH TTAPAKOAOY®HIH
ATIO®YTH ATTEIOAIAZTOAHS sysToalkn  LVEF>50% B;};ﬁﬁﬁﬂfggz
KAI'YWHAHZ AOXHX AEITOYPTIA AIOYPHTIKA
AIOYPHTIKQN
l l LVEF < 50%
AIOYPHTIKA
KAINIKOEPTAXZTHPIAKH ~ OXI KAPAIAKH NITPQAH
MAPAKOAOY®HZH  *—  ANEIAPKEIA YAPAAAZINH
'H STHOATXH

l NAI

EMMENOYZA
B-AIIOKAEIZTEZ
TOKETOX
BEPANIAMIAH ZYMIITQAMATOAOTIA ,
AIOYPHTIKA

AIZOITYPAMIAH

Ewova 4. llpotetvopevog adlyopiOpog mapakorovdnong - Oepaneiag ac0evmV e UTTEPTPOPIKT] pUOKAPSLOTGOEIX
Katd T Stdpkela TG knong

Yto, povtédo CARPREG 11 score kot oto tpomomoinuévo povtédo katd WHO avadegtkcvoovton
N UEIOWUEVT] GLGTOMKY] Agrtovpyia Tng aplotepns kotkag, N vmapén HCM oAAd kot 1 onpovTikd
avENUEVN omOepacn oto YmPo €£000V NG APICTEPAS KOWAOG MG CNUAVTIKOL TapAyovVTES KIVOUVOU.
Yopemva pe o Tpomomomuévo povtédo katd WHO ot mepiocotepec acbeveig avijkovy og katnyopia
II-III, eved av vdpyel coPapr| Erdtton oto kKAdopa eEdBnong (omdvio yio HCM) 1 soPapry LVOTO
ToTE gumintovy atny katnyopia IV 6mov 1 kdnon apénet va amobappvvetal. Ot TepiocdTEPES YOVAIKES
0OV EUTIMTOLV GE YOUNAN katnyopio Kvdvvov Ba Exovv pn emmheypévn komon, evao og 15-48%
UTOPEL VO VITAPYOVY EMTAOKEG OGS EKONAMOT apPLOLLOV Kol KAPIIOKT| OVETAPKELD.

Ye pia mpoomddeio kotaypang eykvov pe HCM og maykoouio kiipoko (Registry of Preg-
nancy and Cardiac disease - ROPAC) ocvuykpiOnkav kuvnoelg 6mov dwomotodnkav peiloveg
KOPOLOYYELOKES EMIMAOKES GE YUVOIKEG e OmOQPOKTIK) 1 un amoepaktikn HCM. To 41,7% tov
ac0evaV €YoV AITOPPUKTIKOV TOTOVL. AEV DIPYE KOVEVA TEPIGTATIKO UNTPLKOL Bavdtov. Xto 23% twv
aclevov mpoxAinOnke peifova kopdloyyeloKn ETITAOKN KOTO TNV KONGOT TOL KLPIOG APOPOVGE
yovaikeg pe Aertovpykd otadto kotd NYHA >I1 kon onpeio kapdlokng avenapKelag Tpo Kunong, 6To
15% wapdiokn avendpkela, oto 12% appubuia (oe 6 acbeveic Kook kol 6€ Evav achevi KOATIKY
poppopovyn). Ot eTITAOKEG NTOV IO GUYVEG GTO TPITO TPIUNVO TG KONGNG Kot TNV Tepiodo ¢ Aoyeiog.
To 5% tov Kufcewv katéAnée og evOouNTPLo BAVOTO. ZTIC YUVOIKEG PE KOPOOYYEIOKEG EMTAOKEG GE

UEYOAVTEPO TOGOGTO VINPYE N OVAYKN Y10 EXEIYOVOO SIEVEPYELD KOLGOUPIKNG TOUNG Y10 KOPOOAOYIKA
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aitwo. [Tapodria avtd, o yovaikeg TOV YEVVIIOOV QUGIOAOYIKG GE GUYKPIOT| LE YOVOUKEG TOL EKOVOV
KOLGOPIKT TOUN, OEV VINPYE OOPOPE GTIV EUPAVIOT EMTAOK®V. AEV VINPYE CTATIGTIKG CTUOVTIKY|
dlpopd oty €kPacn Tng KONOTMG OVAAOYO LE TO OV Ol YUVOIKEG €OV OTOPPOUKTIKOV 1 WUI-
ano@paktikod Torov HCM (Goland S et al. 2017). Ze pia petovdrvon 18 ueletdv mov apopodcov
1624 xunoelg, M enintoon tov pnTpikov Bavdatov NTav 0,2%. H cvyvotnto eupévoucog KOAaKNG
TaYLKOPOING, GAANG KOWMOKNG ToyLkopdiog, KOATIKNG HOPUOPLYNG, KOPOIOKNG OVETAPKENS 1
ovykomng Ntav 1% (0-1%), 6% (4-8%), 4% (2-6%), 5% (3-8%), ko 9% (3-14%), avticToiymC.
Ayoppayio HETE TOV TOKETO, TPOEKAQUYIO Kot eTITAEYUEVN Kausapiky Topn nTav 2% (1-4%), 4% (2-
6%), ko 43% (32-54%) tov xufioewv, avtiotoiywg. Neoyvikog Bdavatog mpoxindnke oto 0,2% twv
Kunoenv (Kupimg AOY® TPomPOTNTOC) VM VOOUNTPLOg Bavatog 1% kot mpdwpog tokeTdg 610 22%,
mov o€ oyetiotav pe mpoekiapyio (Moolla M et al. 2022).

Yg 0,TL aQOopd TOV TOKETO, MPEMEL VO TPOTIUATAL 0 vroPfonbovuevog KOATIKOG TokeETOG. H
KOLGOPIKY TOUN TPEmEL vo Otevepyeitor yuoo ponevtikég evoeieig 1 coPapn LVOTO, kapdiokn
avemdpKeLlo 1] Myn avTImnKTiKng ayoyng. O poAog Tov avoicOnololdyov gival ToAD GNUAVTIKOG 0pOD
wpEnel va, e£acPalicel 0Tl 0 B VITAPYOLY CNUAVTIKEG OLOdVVOLUKEG peTafoAés. Ot B amokAeloTég
TPENEL VoL cuveYILOVTaL, VA avVTEVOEIKVLTAL 1] YOPTYNOT EXWVEQPIVIG KOl TPETEL VO ATTOPEHYOVTAL OL
TPOCTOYAUSIVEG, Ol TOKOALTIKOT TapAyovVTeS e B adpevepyikn OpacoT Kl 1) TEPLOYIKY avolcOncio

(Regitz-Zagrosek V et al. 2018).

A.2.2.2 AvwvromdBeieg

e nlkieg pikpotepeg amd T 15 €1, g to 40% TV apvidiov Baviatov &gl appubutoydvo
aitoroyio. Ot dtovhomddeleg ivor po opdde KapdloKOV VOOT|LATOV OTTOL 1) Kapdld JOUKE gival
(QUOIOAOYIKT, 0ALA UTopel va 0dNyN ol o€ appuOUIoyEvesT), cLYKOTN 1 alpvidto kapdiokd Bdvato. Ot
dlowAol («kavaion) 1OvIev gival TpoTeiveg mov €0paloviol 6T HEUPPAVN TOL HVOKLTTAPOL Kol
EMTPETOLY TNV SloKivNon TV WOVIOV OoTE va dtatnpeitat icoppomia. [ v mpdkAnon Kapdakig
dpaong amaiteitol o, COUTAOKT] GUVEPYOCIO OVOIKTMV Kol KAEICT®V SOA®MV 10VTIOV UTOopel va
TPOKOAESEL Kopdlokn dpdor Adym miextpikng khione. [apoiiayéc oe yovidld mov K®OKOTOOVV
TPOTEIVEG KAVOM®DY 1OVIOV 1| GAADV OYETILOPEVOV TPOTEIVOV £(0VV GUGYETIOTEL Le droavAomdfeleg
(xovaromdBeleg — channelopathies) mTov kKAnpovopoOvIol Kupimg Pe VTOCOUIKO ETKPATY YOPUKTIPO.
Ta Mo yvooTtd voonuate Tov evidocovTol oTig dtwiomdfeleg eivar ta ochvopopa tov pakpov QT
(Long QT syndrome — LQTS) kot Bpayéog QT (Short QT syndrome -SQTS), o cvvdpopo Brugada kon
N KOTEYOAAMVEPYIKT TOADHOPEN Kotltokn Toyvkapdio (Catecholaminergic Polymorphic Ventricular

Tachycardia CPVT) (ITivakag 21).
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Mivakag 21. AIAYAOIIAGEIEX: TITAPAAAATEX XE TONIAIA KAI TPOIIOX
KAHPONOMHXHX
KANAAI NOXOX T'ONIAIO KAHPONOMHZXZH
Natpiov LQT3 SCN5A4 Avtocopkn Enkpatrg
LQT10 SCN4B Avtocopkn Emkpatrg
LQT17 SCNIB Avtocopkn Enkpatrg
BrS1 SCN5A4 Avtocopkn Emkpatrg
BrS2 GPDI-L Avtocopkn Emkpatrg
BrSS SCNIB Avtocopkn Enkpatrg
BrS7 SCN3B Avtocopkn Emkpatrg
BrS16 SCN2B Avtocopkn Enkpatrg
BrS17 SCN104 Avtocopkn Emkpatrg
BrS19 PKP2 Avtocopkn Emkpatrg
Tyenilopevov pe Natpro LQT9 CAV3 Avtocopkn Emkpatig
LQTI12 SNTAI Avtocopkn Emkpatrg
BrS10 RANGRF Avtocopkn Emkpatrg
BrS14 SLMAP Avtocopkn Emkpatrg
Kariov LGT1 KCNQI Avtocopkn Emkpatrg
1 Avtooopukn Yrolewmopevn
LGT2 KCNQ2 Avtocopkn Enkpatrg
LGTS KCNEI Avtocopkn Emkpatrg
1 Avtooopukn Yrolewmopevn
LGT6 KCNE2 Avtocopkn Emkpatrg
LGT7 KCNJ5 Avtocopkn Emkpatrg
LGT13 KCNH2 Avtocopkn Emkpatrg
SQT2 KCNQI Avtocopkn Emkpatrg
SQT3 KCNJ2 Avtocopkn Emkpatrg
BrS6 KCNE3 Avtocopkn Emkpatrg
BrS8 KCNJS Avtocopkn Emkpatrg
BrS9 HCN4 Avtocopkn Emkpatrg
BrS11 KCNES Avtocopkn Enkpatrg
BrS12 KCND3 Avtocopkn Emkpatrg
CPVT3 TECRL Avtocopkn Yroremopevn
Tyenilopevov pe Kaho LQTI11 AKAPY Avtocopkn Emkpatig
BrS18 ABBCY9 Avtocopkn Emkpatrg
AocBeotiov BrS3/SQT4 CACNAIC Avtocopkn Emkpatig
BrS4/SQTS5 CACNB2B Avtocopkn Emkpatrg
BrS13 CACNA2D1 Avtocopkn Emkpatrg
BrS15 TRPM4 Avtocopkn Emkpatrg
SQT6 CACNA2D1 Avtocopkn Emkpatrg
LQT8 CACNAIC Avtocopkn Emkpatrg
LQT14 RYR2 Avtocopkn Emkpatrg
LQTI15 CALM1 Avtocopkn Emkpatrg
LQTI16 CALM?2 Avtocopkn Emkpatrg
CPVT1 RYR2 Avtocopkn Emkpatrg
CPVT2 CASQ2 Avtocopkn Yroremopevn
Tyenilopevov pe Acpéctio LQT4 ANK2 Avtocopkn Emkpatig
CPVT4 TRDN Avtocopkn Yroremopevn
CPVTS CALM1 Avtocopkn Emkpatrg
BrS: Brugada syndrome, CPVT: Catecholaminergic polymorphic ventricular tachycardia, LOT: Long QT syndrome, SOT:
Short QT syndrome
Campuzano O et al. 2010

O yevetkog Eleyyog pmopei va GupPadel 100 6N S14yvmon 060 Kol 6TV TPOANYT TPOKANGNG
KOPOOK®OV ETEIC0OIMV GE OGOVG PEPOLVY TNV TAPUAAYT), OKOUO KOl GE OCVUTTOUOTIKG GTOUN VYNAOD
KIVOOVOV. Xg YEVIKEG YPOUUES, OVOAOYMG TTO KAVAAL EYEL TN YEVETIKN PAGPN pmopel va mpokAnOel

S10popeTIkd cOVOpopo. Qotdco, cuvyva TEptypdpovtal cOvopope aAiniemucdioyne. EmimAéov,
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EMIOPAON YEVETIKOV TOPAYOVI®OV Kot TEPPUAAOVTOC umopel va cupPdAovy Gty TPOTOTOiNGNn TOL
eawvotvmov. Téhog, o€ €va LeYAAO TOGOGTO OIKOYEVELMV O UTOPEL VoL TavTomon el ) vevBovn BAGPT.

To LQTS yopoxtnpiletor amd mapdTtoon TNG KOWNKNG ETOVOTOANMOTG Kol TOADLOPOT|
KolMok” Toyvkopdio yvoot) kot ¢ “Torsades de pointes”, Tov odnyel 6€ GuYKOT Kol ALPVIOLO
kapdlokd Bdavarto. O emmolacudg ivor 1 : 2000 dtopo kot katd 90% KAnpovoueitol Le dVTOCMUKO
emkpotn Tpomo. Acbeveig pe LQT1 Piodvouv ta mepiocotepo Kapdlakd cUUPAIOTO MG ATOTELEGHA
QVENUEVIC QOPEVEPYIKNG OPACTNPLOTNTOC KOTA TNV GOKNGN, E0IKA TO KOADUTL, 1 HETA OO £VIOVO
OLYKIVNOLOKO stress. AKOVGTIKY| O1€YEPGT), OTTMG YTOTNUO TNAEPMVOL 1 AKOVGLO EVTTVITIPLOL UTOPEL
va TpoKaAécel enelcodto oto LQT2, evd acBeveig pe 1o LQT3 givon o mbavo va £xovv couPapoto
KaTé TN O1dpKELD TOV VTTVOL Kot 060 Eekovpdlovtatl. Ta kapdlakd enelcod1a 6TOV HVTTVO BempovvTol Kot
Ta mo coPapd. Emopévag, n yevetikn ta&ivounorn otovg 3 SQOPETIKOVG VTOTVTOVS UTOPEL Vol
Bonbnoet oty emAoyn katdAining Oepaneiog kot aAiayn tov Tpomov {mng (Giudicessi JR et al. 2013,
Wilde AAM et al. 2022).

H &1dyvoon tov ocuvdpépov Brugada Bociletor og avdymon tov ST — S106THHATOG GTO
NAEKTPOKAPIOYPAPNIO HE HopPoroyia TOmOv 1, >2 mm oe pio 1| meEPLocoTEPEG Amd TiG OeE1Eg
mpokapdleg amaywyég (V1, V2), eite avtopata 1 HETG omd TPOKANCT e yopnynon evooeAefing
avaoToAén dlAwv vatpiov. ‘Exetl ateln dieltedutikotnta Ko amavtdtol 8-10 gopég mo cuyva atoug
avopec. O emmoiacpog extipndtot 1: 5000 £mg 1: 2000 kot To TVTIKO NAEKTPOKOPIIOYPUPLKO TPOTVTO
kopaiveton oo 0,12% €wc 0,8%. Ot kKhvikég exkdnAmoelg lvar o ovyvég oe evidikeg. Eivatl vtevBuvo
v 4-12% tov apvidlwv Bavatov kol €og kot 6to 20% tov Bavatov oe acbeveig pe dopuxd
@uotloloyikn kopdld. H péon niwia euepdviong kothiokng Toyvkapdiog eivar ta 41 €t aAdd umopel va
exdnimbel o omoladnmote nAkio, cuvnbmg katd TN didpkeln Eekovpaong 1 vvov. O TVPETOG, N
VREPPOAKT AYN OAKOOA KOl TO HEYAAN YEOLOTO UTOPEL VO TLPOSOTNCOVY EVO EMEICOO10. ZE
CLUUTTOUOTIKOVG acbBevelg vmapyer €vdein v epevtevon ICD xor n kwvidivn amotelel éva
avTIOPPLOKO EAPIOKO TOL EAIVETOL OTL LELMVEL TOV KiVOLVO KOIAaKNG Toyvkapdioc. TovAdyiotov
12 yovidwn €yovv evoyomomBel yio TV TPOKANGN TOV GLVOPOUOV, OCTOCO 1 TAELOVOTNTA TOV
mofoyovav Topailaydv eviomiletol oto yovidio SCNIA. [Mopd dpumg TNV Tpdodo TNG YEVETIKNG 0T
ddyvoon tov dtowwrionabeimv, £oc kot 70% tov acbevov pe cdvdpopo Brugada moapapévouv ympic
TEKUNPLOUEVT YEVETIKT Bdon. To amoteAéGUATO TOV YEVETIKOD EAEYYOV O QaiveTal va ennpedlovy TNV
TpoOyveon N v emhoyn g Oepamneiog (Priori SG et al. 2015, Brugada J et al. 2018).

Q¢ CPVT opiletor pio opddo KANPOVOMIKGV appLOUOYOVOV SlaTopoy®V HE OOKd
(QLGIOAOYIKT KOPOLA OTTOV £XOLV AVENUEVO KIVOLVO Vo EKONAMGOVY KOKONON KOWALOKN Toyvkapdia
EMOYOUEVT] OO KOTEYOAUUIVI. OempodVTaL O GTAVIO VOSHUOTO amd TIG GAAEG dlavAoTabeleg Le
emmoiacpo 1:10000, av kot elvar TOav va VTOEKTILATOL | GUYKEKPLUEVT] GUYVOTNTA. XTOVG acheveic
umopel va TpokAnBovv GUYKOTTIKG €MEGO0I OKOUO, KOl amd TNV Toudik) nAkio mov cuvndmg
oyetiCovtot e Aoknomn 1 GVVAIGHNUOTIKT EOPTIOT|. L€ AVAAVGELG 060evmV eKTIATOL OTL EmG Kot To 1/3

Bo £xovv 6T0 16TOPIKO TOVG Eva OTENTIKO Yo TN {1 TOVG EMEIG0010 appuOuiog Tpwv v Evapén e
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Oepamneiog. Mdalota mpokodel evolapépov Ot AavBaouéva morhol acbevelg avipetomilovior g
TOGYOVTES OO VELPOAOYIKES JOTOPOUYEG OLPOV TO EMAVOAQUPAVOUEVO CUYKOTTIKG ETEIGOOL0 £YOVV
AavBoopéva yopakTNPLoTel Mg eMANTTIKEG Kpioelg. O yeveTikog EAeyyog etval KaboploTikng onuaciog
yw T odyvoon g CPVT kot wpénel va mpocpépetar og kdbe acbevn pe kKivikny vroyia CPVT
AOUPAVOVTOG VTTOWYN KOl TO OTKOYEVELNKO IGTOPIKO. ZOUPMOVO, LE TIG TPEYOVGEG KOTELOLVTIPLEG 0dNYiESg
nofoyoveg mapailayég ota yovidwn RYR2 xow CASQ?2, apkovv ywu vo tebel n didyvoon g CPVT

OKOUO KOl 0ovGio KAVIKOD eotvotdmov (Priori SG et al. 2021).

A.2.2.2.1 diavioraBeies: Kivovvor atnv konon

O1 dawromabeieg pmopel vo emmAEEOLY L0, KOTA TO, GAAC QLUGIOAOYIKT KONGT Kol oYeTilovTan
pe emmpochetovg KivdhHVoug Kot yio To EUPPLO OAAG KOl Yo TN UNTEPO, CLUTEPIAAUPAVOUEVOD TOV
a1pvidtov kapdiakov Bavatov. Onmg Exel avapepbel, katd tn didpkela TG KONONG SLUPaivovy TOAAEC
(PLOIOAOYIKEG PETAPOAEG, M KOPOLE ovadIOHOpPOVETOL Kot av&avetal 1 kopdiakn wapoyn. H advénon
TOV KOPAOKOL TOALOD EYEL WG amoTéLeca Ppdyvvon Tov QT, emopévog umopel va dpa TPOGTATEVTIKE,
oe aobeveig pe LQTS. H mepiodog tng Aoyeiog oyetiletan pe ypryopn oAAoyn TNV olodLVOLIKT Kot
AVENUEVO KIVOUVO ATEIANTIKAOV Yo
™ {on appuBuidv. ‘Exet culnnoel
0Tl umopel va  ovpPdrovv  Ta
OLPOPETIKA  TTPOTLTTAL  VTTVOV, TO
(PUCIOAOYIKO stress oAAd Kol To
évtova aKovoTikd epediopata petd
TOV  TOKETO GE  OOPEVEPYIKA
dropesorafodpeva KopOLOKA
ocvoppdpata. ITo cvyvd ot Aoyeia
KOTAYPAQPOVTOL  EMWTAOKEC  OF

acBeveic pe LQT2 og oyéon pe toug

GAAoVG TOTTOVG, TTOL OGS €Yl NN

Ewova 5. e yovaikeg pe 16topkéd LQTS2 8 cuviotwvtal v mepiodo
™G Aoxeiag oL agunvicelg kat ta EuntvnTipa

avaeepBel o1 appvluieg pmopel va
TpokANBovv pe mokida akovotikd epediopata (Ewcova 5).

Ov aAloyég oto eminedo TV OpUOVOV (010TPOYOVOV — TPOYECTEPOVNG) UTOPElL emiong va
moilouv onuovTiKd poAo ot pOBuon g Kapdlokng enxavaroimonc. H yopnynon B amoxielotdv
arotelel Tov akpoymviaio Ao ot Oepamneio tov LQTS ko eivan otig katevBuvinpieg odnyieg g ECS
2018 yio TNV OVIYETOTION TOV KOPIOYYEWNK®OV TaONGE®V TNy KONoT. TNV TEPiodo e Aoyeiog 1
peimon g ocvyvoTNTOG KOPOK®V ENEGOdimV givat amod 3,7% o 0,8%. Xe copntopotikog acheveic,
(QOIVETOL OTL 1 YOPNYNON TPOTPOVOAOANG Kol VOOOAOANG VTEPEYEL TNG MUETOMPOAOANG Kol 1|

TPOTTPOVOAOAN petwvel onuavtikd to QT oe oyxéon pe tn vadoAdAn kot Tn UeTomporoAn. (Regitz-
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Zagrosek V et al. 2018) To evdeyouevo suputevong ICD wpémel va exkTidTon TPy Ty KONOT GE
YOVOIKEG pe LYNAOD KIvOOVOU TOpAYOVTESG, OTMG Y10 TOPAOEIYUN IGTOPIKO KAPIIUKNG EMTAOKNG GTO
mopelov. Epocov 10 éuPpvo eivor peyodvtepo amd 8 efdopddeg, dev avouévovior avEnuéveg
EMMAOKEG OTO TANIGIO TNG TomoBETNONG amvdT. ZTa vVYNAoL kwvdvvov LQTS mpotipdtor n
KOLGOPIKY Top G HEB0d0G EKAOYNG TOKETOV, EVM OMOVGIO UOLEVTIKAOV €VvOEiemy, oTa YOUNA0D-
EVOLOUESOD KIVODVOVL GUVOPOUD, O KOATIKOG TOKETOG Oewpeitar m mo aceoing emioyn (Regitz-
Zagrosek V et al. 2018, Marcinkeviciene A et al. 2022).

Avdpeca otig yovaikeg pe LQTS mov yévvnoav, ov emduevor 9 pnveg petd tov toketd
oyetiCovtot pe avénomn katd 2,7 opég Tov Kivdhvou va fidcovy Eva kapdlakd enelcodto kot 4,1 popéc
éva amelAntikd o ) {on enecodlo e oyéon pe TNV mEPIodo mpo cVAANYNG. Metd to TEpag NG
Aoyelog mov 0 kivouvog gival TOAD VYNAOG, GTN GLVEXEWD O KIVOUVOG EMOVEPYETAL GTO TTPO KVUTONG
enmineda. Katd v xdmon o kivduvog ehattmvetor Ady®m puotoroyikng Bpayvveong tov QT kot ot
Aoyelo oNUAVTIKA €AOTTOVETOL UETE TNV TpocHnkn Oepomeiog pe P amokAelotéc. Xe Ooplopéveg
UETAVOADOELS GEPMY 00OEVAOV QaiveTal OTL 0 GVVOAKOG KiVOUVOG TPOKANGNG KOPIHKOD ETEIGOSI0V
OTIS YUVOIKEC TOL OMEKTNOOV TTAdl GE OYECT LE OCEG OEV OMEKTNOAV EIvOl YOUNAOTEPOG. GTOCO,
umopel va opeiheTon 6TO OTL Ol YUVOIKEG TOL EUEVAV £YKVEG TOPATEUPONKAV GE KAPIIOAOGYOLS KOl
éafov mpopuraktiky Oepaneia. EmmAéov, pumopel otTig avaAdoelg, ot yovaikeg mov giyav cofapd
eMECOd10 o€ veapn NAkio va aropdoioay vo, un yivouv untépeg (Seth R et al. 2007).

Ext6g amd tov Kivoduvo mov S1aTpéYouv o1 UNTEPES £Y0VV avaEePDEl Kot LOIEVTIKEG EMTAOKEG.
Y konoelg 0mov katéAnEay o euPpuikd Bavato Ppébnke OTL 01 UNTEPES €OV ONUOVTIKG LEYAADTEPO
QT duwouo oe oyéon He TG KVNOES OOV yevviOnke (ovTavd veoyvd Kol O QALVOTUTOC TOL
GLVOPOLOL NTAV OPKETA O GOPapoc. EmmAéov, mapoio Tov Ta vEOYVE NTOV TEAEIOUN VA, OTIC UNTEPEG
oL EAafav aywyn He B — omoKAEIGTEG TO COUATIKO BAPOg YEVYNIONG NTAV LIKPOTEPO Yia TNV NAKia GE
oyxéon pe 6oeg dev ElaPfav Bepomeia k1 av To QT frav >500 ms 10 Pépog yévvnong fTay oKOU TLO
ppo (Albertini L et al. 2023).

Ye pio avadpopkn oviivon pag oepd 104 acBevov pe ocbvopopo Brugada pe 1otopucod
KONomng, 0ev avoeEpOnKay He HEYOADTEPT) CLYVOTNTO CUYKOTTIKG EMELGOON GTNV KUNON Kol 1
TPOYVAOOT SEV NTOV YEPOTEPT OTNV KOMON. Xe EEL YOVUIKEG OVOPEPETOL TOVALYIOTOV £EVOL GUYKOTTIKO
EMEGO010, EVO G€ Kapia omd Tig 3 yuvaikeg 6mov wpo konong eixe tomobetnOel ICD dev avapépbnke
eMeGO010 appubpiog. e 4 yovaikeg e IGTOPIKO AVOKOTNG 6TO TAPEABOV dev TAPOVCIAGTNKE KATOLN
EMMAOKN otV KONOTN. ATO TIC YUVOIKEG L€ GLYKOTMTIKA €EMEGOO OTO TOapeABOV, 6/24 elyav
vroTpomdovTa ENEIcOd10 KOl OTNY KOMon. 26t660, avapépdnkay 15 avtdpateg amoforés, eva Eva
veoyvo anefimoe Eaepvikd otov vvo 3 univeg petd mn yévvnon. Ouwg Katd tdéco evbuvetat To cUVOPOLO
Brugada ypeidletor meprocotepo digpevvnon (Rodriguez-Maiero M et al. 2014). Xe pio dAAN avdivon
6 acBevov (dev vINpye YeveTKY| emPePaimon oe G0 Ta TEPIOTATIKA) EMPBERaIDVETOL OTL 1] TACT YO
TPOKANON appLOUIdY KaTd TNV KONoT eival pkpr, eved 1 ThavotnTa avéavel o€ acheveic mov £xovv

1M0N 670 16TOPIKO TOLG KATO10 Kapdlokd cupuPdy (van der Crabben SN et al. 2022). [IiBavotata wailet
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pOLO OTL 1] péoT) NAIKIO TOV YOVAIK®V TOV £X0VV GUUTEPIANEDET oTIG ovaAvcels ival ata 43 £, evd
ot aoBeveig pe Brugada cuviBwmg ekdNADVOVY GUUTTOUATO GE TTLO PEYOAN NALKiaL.

O kivduvog yia appoBuia eivor peyodlvutepog tnv mepiodo g Aoyeiog. tov Toketod, Emg S00 ml
OLOTOC TTOL £MG TOTE CUATMVE TNV UTPO «OVTOUETAYYILETA OTN UNTPIKT] KUKAOQOPia. AVTO avédvet
v Kapdaxn moapoyn 30-50%, apodiabétovtag Tovg acbeveic oe appubuio. OempnTikd 1 OKITOKIVN
avédvel tov kivouvo appubuiog AOY® TOL UNYAVIGUOL OpAcTG TLPOSOTMVTAG EVOOKLTTAPLN
amelevbépwon acPeotiov. O toketdg O Tpémel va TpoypappatileTol 6€ VOGOKOUEID e epmelpia Kot
oLVEYT KOPIIOAOYIKT] KAALYT) Kot TOPAAANAN [LE EUTEIPOVG OVAIGHNGLOAOYOVG LLE YVMGT GYETIKA LLE TO

Ol PAPLLOKO OVTEVOETKVUVTOL GE avTNV TNV opdda acbevov (Hong HY et al. 2023).

A.2.2.3 AppuBuioydvog KapdiopvordBeia g As&iag Kotkiog

H appubuoyovog xapdopvordbeia g 6e&1dg koiag (Arrythmogenic Right Ventricular
Cardiomyopathy-ARVC) yoapaxtnpiletol 1GTOAOYIKE 0O TPOOSEVTIKT OTDOAELN TOV LVOKAPSIOL Kot
OVTIKOTAGTAGY] TOV a0 WOMIMON 10Td Kol Oempeitor o amd TIG ONUOVTIKOTEPEG ALTIEG OPVIdlov
Bovdtov epnPov kol veopodv evniikov afintov. Xe 6Aovg toug acbeveic vapyel TpocPforn de&ic
KowMog, eved oto Teplocotepo amd 0 90% Oa ekdnAwBodv appvlpieg, OTMG EUPEVOVCO KOIMOKT|
TaYLKOPSI0 PE HOPPOAOYIO OTTOKAEIGHOD TOV aPIoTEPOL OKEAOVG. O PavOTLTOC GLUVNO®G TPOKAAEITAL
amo PNYaVIKA aitio, Kupimg AOY® TOV HIKPOTEPOL TAYOVE TMV TOYYOUAT®V TG 0e€ldg Kothoag, o€
oLvoLACUO pe TNV avENUEVT TAOT KOl TIC OMPOSVVOUIKES cuvOnKeg kupiog katd tnv doknor. O
emmolacpog extipdton 1:2500 éwg 1:5000 dropa. Zto 30-50% m vocog eglvar otkoyeving kot m
petafipaon eivol kupiog pe oVTOCOUIKO EMKpOT TPOTO Ue oTeAn detcdvTikotnta (Thiene G et la.
2007).

Ymnv EAAGSa vrdpyet Wiaitepo evotapépov yia v ARVC apod oto mpdypappo «Detdimmiongy
OV OTOYOG NTAV 1| GLOTILOTIKY UEAETT] TOV KATPOVOUIK®OV KOPI0yYEIOK®Y TOOCEDV GTN YOPA LOG
KoL 1 TPOANY™ TOL pVvidiov BavaTov TV VEOV Kot TV aOANTOV, T0 6% TOV TEPITTOCEMY VEAVIKOD
a1pvidtov Bavatov og dtoTnua 22 unvov o€ teployég Ztepedc EALadag, KukAddwv kot Amdekaviicov
opendtav o ARVC.

Yt0, mAoicwo Olepevvnong kol Koataypagng tov ocbevov pe ARVC omv EAldoda,
mopotnpOnkay owoyéveleg kKupimg oto vnoi g Na&ov pe pia voco mov cvvovaler ARVC pe
VIEPKEPOUTMOELS OTIG TAAGIES KOl OTO TEAUOTO KOl oyoupd poAiid. To mpodtumo KAnpovounong Exet
OVTOCOUIKO VTOAEITOUEVO YOPUKTIPOL KOL 1] YEDYPOUPIKT EVIONIOT TOV 0GOEVAOV dgiyVEL POIVOLEVO TOV
Wput. Me yevetikn avdivon covdeong n PAAPN tpocdiopictnke o yevetiko Tomo oto 17g21 (Coonar
AS et al. 1998). X1 cvvéyela TPOcdOPIcTNKE Kol G€ LOPLoKd EMimedo OTL vTEVBUVT Y1, TN VOGO gival
pio waboydvog mapariayr oto yovidro g mhakooeapivng (Pk2157del2) (McKoy G et al. 2000). To

OLYKEKPIUEVO Voo o ovopdotrke «NOcog g Na&ouy.
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A.2.2.4 Awratiky Mvokapdrordabeio

Kéto amd v «opmpéroy g datatikng pvokapdionadetag (Dilated cardiomyopathy-DCM)
VIapyovy aobeveic 1060 pe KANPOVOUIKA VOGTIUATO, OGO KOl TEPMTMCELG acevmv He EMIKTNTOVS
TOPAYOVTEG OTMG AOY® QapUAK®V, TOEV®DY, PAEYHOVAV 1] Aoluméemv, kabdg Kol TEPIGTATIKA TOV
ouLvoEoVTaL LE TNV KOMoN Kot TNV Tepiodo Aoyeiag, 1 akopo Kot puo ogpd acdevav pe DCM ord mo
ovvBetovg mapdyovreg. Oplopéveg Popég 1 yYeEVETIKN TTpodidbeon pe évay emmAéov mepParloviikd

TOPAYOVTO UTOPEL GLVOVACTIKA VO, 0dNYNGOVY 6TV EKONAMOT] TOV avoTiTtov (Ewova 6).

nueodepameia
AvBpakvkiiveg
MovokAwvikd avtiowuata,

Ev8okpvomadeLeg
Awatapayés Bupeoeldoig
daloypwuokiTwua

I8lomadng

Aopwielg
Toyevii¢c MvokapSitiSa

Avtoavooia

Ewkova 6. Altia TaBoyévelag Statatikig puokapdlonddsiag

H A copntopoatoloyio mouidAel 0md ACLVUTTOUOTIKY TOPEIN MG KOPOLOKT OVETAPKELL
KoL 0pviolo Kopdlokd 0Gvoto, akoUo Kol G€ TPONYOLUEVMS OCVUTTOUATIKOVS aobeveis. H mpodyvmon
&xel onuovTikG Pertimbel To TElevTAi £TN AOY® QUPUOKEVTIKOV KOl UN-QAPUOKELTIK®OV eEEAMEemV,
TPON  Sdyveoon AOY® OIKOYEVEIDKOD EAEYYOL Kol OLYVO Kol EENTOMIKEVUEVO TPOYPULLLCL
nmapokorovdnonc. H emBioon yopic v avaykn petapdoyevong Exet avéndet kot Eemepvd to 80% oe
8-étn mapakorovdnong (Maron BJ et al. 2006).

[MoAAG TTpOTLTO, KANPOVOUNONG EYOVV TTEPLYPAPEL, MGTOGO TO YeVETIKO vofabpo g DCM
exTipdton porg 20-37%. Epyaoctnpuokn diepgvvnon acbevaov pe NGS avadeikviel mopovsio 2 1
TEPLOCOTEPWV TOPUALAYDV 6T0 38% TV acOevdv TOv aVOOEIKVIEL Kol TNV o GOVOETN YEVETIKN
aitoAoyio Tov cuykekpipévov voonuatog (Haas J et al. 2015). EmmAéov, vmdpyel aAAniosmucdioyn
TOPOAAQY®DV GE GULYKEKPEVE Yovidlw 7ov pmopel va mpokohovv DCM, dAAla cdvdpoua
Kapdtopvomdfelag 1 StavAomadeleg. Avt 1 10101TEPOTITA GE GLVIVOGUO UE AAAN ETIKTNTO ALUTIO TTOL
UTOPEL VO, GUUUETEYOVY, TOOVOTOTO GUUPOAAEL OTNV TOIKIAN EKQPOCTIKOTNTO KOl (OIVOTLTIKN

TowIAopopeio, okopa kot otny id1a owoyévela (Ewova 7).
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Mleproprotiky)
Mvokapdionddsia

Muwkn
Svotpogia

YrepTpo@Ikn

TNNT2
MvokapSiomaOsia

MYBPC3

Awmodvotpogial
TPM1

MYH7
SUR2A/ABCC9

AppuBpicg
SCN5A

Ewkdva 7. Fovidia tov epnAékovrat otnv nadoyEvela TG SLatatikig puokapSionddeiag
kat aAAnAoerkaAvn pe GAAa KapSLOAoyLKA Voo pata

H mo ovyvn artio mov opeileton og yevetikd aitio givar A0y Taboyovov Tapailaydv ce
Yovidld TTov KOOKOTOWUV TPMTEIVEG Tov capkopepdiov: Titivny, pvocivn, axtivr, tpomovivn kot
tpomtopvoocivr. H titiv mov kmdikonoteitan and to yovido TTN eivol 1 pLeyaAdTepn TPOTEIVY TOV
capkopePdiov 6to pvokdpdio. Iapordayég oto TTN TpokoAobV SloTapayES 6T SOUN TG TPWTEIVIG
Kol avevpickovtol émg Kot 610 25% Tov acbevov pe teElMkov otadiov kapdlokn avemdapkeld. Ot
«apvomabelegy opeilovior og mTopaAlayég Tov yovidiov LMNA mov K®OKOMOolEl TV £0MTEPIKN
TOPNVIKY HEUPPAvVN Kol avevpiokoviol 610 6% TV tepmtdcemv. KAnpovopobvtol e dnTooOUIKO
EMKPOTN YOPOKTAPO Kol yopaktnpifovtal amd mo emBeTikd QavOTLTO He Kivouvo TPOKANGNG
KOUMOK®OV appuBuidv. Awpvidiog kapdiokog Odvatog pmopel va mpoxAnbei mpv v didyvoon
OTUOVTIKNG OLGAELTOVPYING OPLoTEPNG KOWAlOG HE TTocootd Bvnrotntog £mg ko 30% oe mepiodo
mapokolovdnone 12 etov. H péon nlkia évapéng g ovumtopatoroyiog givar 30-40 €t ko M
dleloovTIKOTNTO gival oyeddov TANpng €mg ta. 70 étr. H avevpeon maboyoévov moapaAloyng oto
LMNA BonBd otnv mo &ykaipn tomobétnon ICD, ave&aptitog and to kKAdoua eEmOnong g aplotepng
KolMag. AAAN opddo oeopd TopoAlayéG ©€  YOVidll TOV  KMOIKOTOOUV TPWTEIVEG TOV
KUTTOPOOKELETOD: Dhapivr, dvotpopivn, decuivn. [Haboydveg mopadiayéc oto avticTolyo yoviold
umopel va 001 yncovy ce Ptk dvotpopia mov oyetiCetar kot pe DCM. Téhog, maboydveg mapardoyég

o€ YOVidlo TOV KOIKOTOI0VV dEGUOGMUATO TEPLYPAPOVTIL EmG Kot 610 13% twv acbevav pe DCM,
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aAld kon og acBeveig pe ARVC (Orphanou N et al. 2022).

A.2.2.4.1 diaratikn Mvokapdiomabera: Kivovvor otyv kdnon

Agdopéva yuo acbeveic pe DCM katd tn didpkela TG KuMong eivat TePLOPIGUEVE AGY® NG
Bapvtnrag g vocov. Otmg £xel on avapepbel 0 6yKog TAUCIOTOG KOt 1) KOPILOKT TopoyT ovEdvouy
katd 40-50% wxor 30-50% oavtiotoiymg katd T Jdpkeln TG Komong. Emopévog, 1 tkavotnta va
TPOCAPUOGTEL 1 KOPOIA TNG EYKVOV GE OVTEG TIS OVVOLIKEG OAAOYEG €lval ONMUAVTIKNAG KAVIKNG
onuaciog, T6G0 UAALOV €GV €ival OMUOVTIKG EMNPEACUEVO TO KAAGHO eEdONonG. Apykd otav pia
yovaike tpocépyetol Tpémet va yivel véo Triplex kapdidg kot va extiun el to kKAdopo e&mdnong. Edv
extipdton < 30% (NYHA III-IV) tote cvppova pe 1o tpomomomuévo poviédo tov WHO o kivovvog
unTpikng Bvnrotntog Kot Bvnoudtntag eitvol Tapa ToAd VYNAOG Kot 1) KONGT avTevoeikvuTaL.

AVOADOELS KUNOEMY YOVOIKOV HE KOPOIOKN OVETAPKE — OVOOEIKVOOUV EMOEIVMOT TG
KopdloKNG Aertovpyiag Kupiog oto Tpito Tpipunvo Kot T Aoyeia 6€ T0600To £m¢ 30%, evid AOY® NG
KOPOLOKNG aveTapKelng pmopet vo TpokAindeil mpowpog toketdg. 20T0G0, 01 EMTAOKES PAIVETOL OTL
etvan dwyepioipes. O Tep1ocoTEPEG YUVOiKes Oa ypelacTodV Oepamevtikny aymyn pe B amokAeloTES,
evo Oa dwokonel ayoyn pe ACE-I kot ARB av Aapfdavovv mpo kimong. Zuvibwg, ot yovaikeg mov Oa
TOPOVGIACOVY LOLEVTIKEG EMTAOKEG 1 KapdloKES emmAoke Oa etvar 6ceg €xovv NYHA I kon 6ceg
rappdvoov ACE-I 1 ARB pe 1 yopig dtovpntikd mpo kdnong. Mateutikég emmAokég Oa TpokAnHovv
oxedOV OTIC IGEG YLVAIKEG OT®S TPowPdTNTA Kot veoyvo pe SGA. T cuyvad PoteuTikég EMTAOKES
TPOKOAOVVTOL GTIC YUVOUKEG LE PEYOADTEPT O1GTAON 0PLoTEPTG KOIAMOG Kol KAAGpa eEmOnong < 40%,
eved 10 SGA oyetiletor kot pe ™ Aym P - anokieictodv. Qotd60, EKTOG A0 TNV TEPI00 TNG KN ONG
01 UNTEPEG KIVOUVEVOLV KL TIV TEPL0O0 TNG AoYElNG KOl £XOVV TEPLYPAPEL TEPIOTATIKA EXOEIVOOTG TNG
KopOlOKNG AElTovpyiog, KopdloKn OVETAPKELD YloL TNV OTOid amoitnOnKe HETOUOCYELOT OAAG Kot
o1pvidlog Kapdakog Bdavartog. vvibwg, ol emmlokéc otn Aoyein oyetilovrav kol pe KapdloKa

enelcodl otV mepiodo g kumong (Yokouchi-Konishi T et al. 2016).

A.2.2.5 AoptomdBeieg

[lepimov oto 20-25% TV atOU®V pE BOPOKIKA OVELPOOUATE 1 1GTOPIKO OLOY®PICUOV
avevpiokovtol wafoyoveg TapaAlayég o yovidld Tov akoAoLOOVY Eva TPOTVTTO KANPOVOUNGNG LE
OVTOCOMIKO ETIKPATOVVTO YopakTpa. Yapyovv 3 opddeg yovidiov: Ta yovidwa mwov oyetilovton pe
mv eéokuttdpo ovsia (FBNI, MFAPS, LOX, COL3A1I), to. yovidio mov eUTAEKOVTIOL GTO LOVOTIATL
TGF-B (TGFBR1/2, TGFB2/3, SMADZ2/3) ka1 ta yovidio mov oyeTi{ovtal JE TN CLUGTOATIKOTNTA TOV
Aelov pokav xottapwv (ACTA2, MYHI 1, MYLK, PRKGI) (Isselbacher EM et al. 2022).
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H dudyvoon tov kAnpovopkod cuvopopov mov oyetiletorl pe Bopakikd avevpdouate tifeton
OTAY TEPIGGOTEPO OO dVO LEAN GE Ui 01KoYEVELD EPPAVICOVY BPOKIKE AVEVPVGHLOTO KO OVIYVEVETOL
nmafoyovog mopariayn mov oyetileTon pe VTopsn OmPUKIKOY avEVPUCUATOV GE £VO, LEAOG TTOV TAGYEL
N KAVIKY S14yveon cuvopOoL Tov oyeTICETOL KOl [LE TOpoLGio BPaKIK®V 0VEVPLOUAT®Y GE GALO
UEAOG TG OIKOYEVELNG.

Ye pio yovaiko pe aoptomddeia mov emBupel va yivel untépa, av dev £xel Non yivel yeveTikog
€leyyog Kol O1dyvmon KANPOVOUIKOD VOGHIOTOS TOV Vo, oYeTileTal ue T aveupOoUATO, TPETEL VA
edel évo ovoAvTiKO 16TOPIKO. AV GTO YEVEOAOYIKO OEVOPO KATOYPOEOLV GAAD VO HEAN LE
OVEVPVUGLOTO 1] VIAPYEL IGTOPIKO SOY®PICUOV 0oPTNG 1 apvidtov Bavatov oe nikio < 50 €, to1e
gtvat ToAY TOAVO 1 GLYKEKPIUEVT YLVOITKO VO ELPAVIEL AVEVPVUGLOITO GUVOPOLKOD 1] [1T] GUVOPOULIKOD
tomov. [MapddiinAia mpémer va evBappovBoldv kot GAia pEAN Tng owkoyévewng va vroPfinbovv ce
VIEPNYOTOLOYPOPI KAPILAG. ApyIKE TPEMEL VO avaALOOVY GTNV LIOYNPLO UNTEPO. TOLNL ELVOL TOL AT
KANPOVOUIKNG aOpTOTAOEIDG Kol TOGO OTUOVTIKY Evol 1) YEVETIK Odyveor Kupimg Kot Yo
TPOYVAOGTIKOVG AOYoLG (). To Loeys-Dietz syndrome €yetl mo kakonn mopeia amd to Marfan) aiAdd
KOL Y10, AP GUYKEKPIUEVOV DEPUTEVTIKOV OTOPAGEDV.

Yrdapyovv dSwbécipa ‘panel” yovidimv yw €Aeyxo TV 0opTOTOOEIDV, TOL GLVHOWG
TPOTILDVTAL OO HELOVOUEVT] avalTNON GUYKEKPIUEVOD YOVISIOL AOY® GUYVNG OAANAOETUKAAVYNG
KAVIKOV 0poKTNPoTIK®V PeTaEd Tov ouvopoumy. Evailaktid, propel o Eleyyog va EEKVIOEL e
™V aAAniodyon OAwv Tov eEmviov Tov yovidiov (Whole Exome Sequencing-WES). Iapoia avtd,
OgV TPEMEL VL TAPOAEITETOL TPV OO OAL, EOIKA EAV OV £XOVV avevpedel AALa LEAN e aveELPVGLLOTAL,
0 £AEYYOG LE AmAO KOPLOTLTO Y10 OMOKAEIGHO cuvdpopov Turner. Ztov [Tivaka 22, areikoviloviot Ta
7O GUYVA GUVOPOLO AOPTOTADEIDV KOl OIKOYEVMV OVELPLGUATMV, O TPOTOC KATPOVOUNGNG, TO YOVIOld
OV PEPOVV TAHOYOVO TOPOAAAYT] OAAG KOl TO 7O GTUOVTIKG QOIVOTUTIKG YOPOKTNPICTIKG TOV
acOevav.

H yevetikn avdAivon Kot o TPOTEWOUEVE YOVIdle oL TEPIAOUPAVOVTIOL OTO dl0YVOCTIKA

“panel” Ba avalvBovv ot GUVEKELN GTNV EVOTNTA TG YEVETIKNG GUUBOVAEVTIKNG,.
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IMivaxac 22. XYNAPOMIKEX KAI MH XYNAPOMIKEX AOPTOIIAGEIEX

NOXHMA IT'ONIAIO KAHPONOMHXH - ®AINOTYIIOX

ZYNAPOMIKOY

TYIIOY

Xovépopo Marfan ~ FBNI AVTOCOUIKY ETKPATNG KANpOVOUN oM
Avevpuopa aoptikig pilag, Stuympiopdg aoptic, TAA, MVP, veepavantuén pokpuov
00TMV/d0AyooTEVOpELID, GKOLIOOT, apayvodaKTuAia, ynAo AVAoTN LA,
VIEPKIVNTIKOTNTA  0pOpdoE®Y, KOTOAN 7oV Tpoe&éyel, mapapdpemon Odpaxa,
mvevpobmpakog, SolyokepoAio, pikpoyvadio, extomio @akovy, pvomio ekTocio
oKxAnpég piviyyag

Xovépopo Loeys- AVTOCOUIKY ETKPATNG KANpOVOUN oM

Dietz TAA, avevpbopatae oe ayysio pe Swkladmoes, doywpopdg aoptng, MVP,
KPOVIOGUVOGTEMGT, VAEPTELOPIOUOC, Kvavol GKANpoi, Sioydng oTapLAN, dopavig
dépua/opatd ayyeia, poylaio ektacio, avopuoTnTa

LDS1 TGFBRI Aptprokn KOO Kot AvELPUGUOTA, VIEPTELOPIGUOC, S1GYIONG GTAPVAN 1
vrepoiooyloTia,
EmBetikn popen, oAl vynAdg Kivouvog HOLEVTIKOV EXTAOK®OV

LDS2 TGFBR2 Yreptehoplopdg, vepoiooyoTia 1) S1oYONG GTUPLAN, APTNPLUKT ELIK®OT).
Ta apmprokd avevpdopata givor ToAd embetikd, vyniog Kivouvog Stoywpiopod,
VYNAOS KivEUVOG VITOOPOYVOELDOVG LLOPPAYitG AOY® EVOOKPOVILK®DY (VEVPUOUATMV

LDS3 SMAD3 Mmopei va GuvuTdpyet Kot 06T0appitida, meEPLPEPIKT vELpoTadELn

LDS4 TGFB2 Mmopei va. GuvuTapyovy OKeAETIKEG avopoies (okolimon, apayvodakTvAic) Kot
GuppETOYN dEPHATOG (AemTO SEPUA, EVKOAIN EKYVUDCEDV) M| NTEG KPAVIOTPOCOTIKES
avopoAieg

LDS5 TGFB3 Ta avevpdopota dnpovpyodvtot kot 6T Ompakikn aopti aAAd Kot GTNY KOWAOKT Kot
vrapyxel vyniog kivovvog pnéng. Mmopei va Guvumdpyovv GAla Mo GUVOPOIKA
KOPOUKTNPIGTIKG OTMOG GTOVG TOPATAVE® TOTOVG OALG dev TapaTnpeitol ELikmwon TV
aApTNPLOV 1 TNG 0OPTAG

LDS6 SMAD?2 Tapovoio avevpuopdtov (avoLoH Kol KOTIOVGO 0oPTY, GOPTIKO TOED, EYKEPUAIKES
apTnpies, Aayoviov) pe EVPNILOTO KO GTOV GUVIETIKO 10TO.

Xovdpopo Ehlers- COL3AI AVTOCOUIKY ETKPATNG KANpOVOUN oM

Danlos ayyetokon TAA, AAA, pAén apmplov, dtayxopiopog eoptng, MVP, piién eviépov, pnén untpag

THTOoV G€ EYKVULOOUVY], TVELHOOMPUKOG, APAVO JEPLA/EVKOAID dNUIOVPYING EKYVUMDCEDY,
S0 ®PIOUOG KAPOTIIIKAV APTNPLOV, VIEPKIVITIKOTNTA LIKPOV 0pOpdGE®V

Arterial tortuosity SLC2410  AvtocmKY VIOAEOUEVT] KANPOVOUNGN

syndrome Elucogdng popeoroyia peyddov kot pecaiov peyébovg aptmpudv, aoptikn didtoon,
KPAVIOTPOoOOTIKEG dvopoppies (pkpoyvabdia, pokpd TPOCOTO, VYNAN VIEPDOW),
ouppeToyN S€PUOTOG (VITEPEANOTIKOTITO, POVB®VOKNAN) KoL OKEAETIKEG AV IOLieg

THvdpopo SKI AVTOCOUIKY ETKPATNG KA pOVOUN oM

Shprintzen-Gold- Kpavioouvootémon, «Map@avoidn» yepaKTnploTiKd, CKEAETIKES, VEVPOAOYIKEG,

berg Kopdlayyelokég Kot GUVOETIKOD 16TOV AVOUOAES.
Mrmopei vo. vrapyxer vrotovio avamtuélakh  Kabvotépnomn, mopovcic  KnAdv
(BovBwvoknAn, opLeoAOKHAN)

Yovopopo Ehlers- FLNA DurocvVIETN KANpOVOUNoN

Danlos He TAA, BAV, BaApdondbeia MV, PDA, VSD, oracpoi, emiinyia, vreperaotikdTTo

TEPIKOIALOKT apBpmdoemv, dev VITAPYOVV LUTOPAUYEG VONUOCHVIG

ol®dn etepotomio O meprocdtepot aobeveic eivat yovaikeg, apod dppeva Euppoa nebaivovy oty uiTpa

THvdpopo BGN DurocvVOET KANpOVOUNoN

Meester-Loeys TAA, dwywpiopdg aoptis, Barfidonddei MV
Y7reptehoplopdg, VIEPKIYNTIKOTNTA 0pHPDOGEWMV, 1L CKEAETIKT duoTAacio

LOX-related TAA LOX AVTOCOUIKY ETKPATNG KANpOVOUN oM
TAA, BAV, doopiopdg aoptg, «Map@avoidn» yopauKTnploTika

SMDS ACTA2 AVTOCOUIKT ETKPATNG KANpOVOUN oM
TAA, PDA, ayyelokn — €yKeQOAIKT vOG0G THTOV MOyamoya, TVELHOVIKT VTEPTOOT,
TVELLLOVIKT) VOGOG, VITOTEPIGTAATIGHOG, VTOTOVH KVGTN, CLYYEVIG pudpioom

Mn GuvdpopKa

(Owoyevn) -

FTAA

FTAA ACTA2 TAA, aoptikdg doyopiopds, tpodun CAD kot oyyelokn-eyKe@oAKn vOGog THTOV
moyamoya-like, diktvw nediowon, kpokidwon ipdag

FTAA MYHII TAA, 0optikég dtoympiopos, PDA

FTAA MYLK 00PTIKOG SLOYOPIGHOG O€ OYETIKE pikpd néyebog 0optig

FTAA PRKGI 00PTIKOG SoYOPIGHOG o€ kP NAKio kot pe pkpd puéyebog aoptng

FTAA MAT24 TAA, ooptikég doympiopdés BAV

FTAA MFAPS TAA, 00pTIKOG S10(0PIoHOC, CKELETIKEG SUOUOPPIEg

FTAA FOXE3 TAA, 00pTIKOG S0 ®pLopdg

FTAA THSD4 TAA, 00pTIKOG S0 @plopdg

Tyenlopevo pe

BAV

Owcoyevig NOTCHI  Xtévoon aoptikig BarPidog, TAA

BAV/AS xont TAA
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BAV pe TAA TGFBR2, Zvvdpopukn kot pn cvvdpopkn HTAD kot FTAA pe avénpévn coyvotmta BAV
MAT24,
GATAS,
SMADG,
LOX,
ROBO4,
TBX20

Avevmhoidieg
Zvvdpopo Turner X0, Xp BAV, CoA, TAA, 0optikdg doy@piopds, KOvid ovacTnpo, AEHQoidnue, mpdin
®OONKIKN avemdpKeLe

AAA: Avedpoouo kordioakic aoptic (abdominal aortic aneurysm), AS: Xtévwon aoptig (aortic stenosis), BAV: Airtoyn aoptiki
Ppaipioa (bicuspid aortic valve), CAD: Ztspaviaio vooog (coronary artery disease), CoA: Ztévwon 166uob aoptis (coarctation of
the aorta), EDS: Ehlers-Danlos syndrome, FTAA: Owoyevij avevpbouata Owpakixng aoptis kai obvopouo diaywpiouod (familial
thoracic aortic aneurysm and dissection syndrome), HTAD: Kinpovopuki véoog Qwpakikiic aoptic (heritable thoracic aortic dis-
ease), MV: Balfido purpoeidods (mitral valve), MVP: Ilpomtwon utpogidodvs falfidag (mitral valve prolapse), PDA: Avoiktog
aptipiaros wopogs (patent ductus arteriosus), SMDS: Xivvopopo dvolertovpyiog Agiwv pvikdv vadv (Smooth muscle dysfunction
syndrome), TAA: Avevpoouo Owpakikic aoptic (thoracic aortic aneurysm), VSD: Mecokoilioxn emikovwvia (ventricular septal
defect)

Isselbacher et al. 2022

A.2.2.5.1 AopromdBeieg: Kivovvor oty kdnon

O peyaddTepog Kivouvog oty K01 on aeopd To dloyopiopd 1 ™ pnén evog avevpocpatog. O
Kivouvog Sloy@piopod av&avel Kupimg yiotl mopatnpeital Tepuitépm dATacT KaTtd T JSIIPKELN TNG
konong. Eivor moAdd onuovtiki] 1 JlevépyEln. amEWKOVIOTIKOD EAEYYOL MOTE Vo eKTUnBobv pe
AETTOUEPELD O OLOGTAGELG TOV OVELPVOUATOG KAOMS Kt av cuvuTapyet dimtuyn aoptikr| Paifida. To av
0o TponynOei yeypovpyeio N OxL TPV ATd TNV KVUNON EQPTATOL OO TNV OITIOAOYIN TG 0LOPTOTAOELOG

KoL TN YeveTIkn PAAPT, apod dev Egovv dAha Ta GHVOPOLA TO 1010 KivOLVO Sloy®PIGHO.

IMivaxag 23. TIAPATONTEX KINAYNOY AIAXQPIZXMOY AOPTHX

KAHPONOMIKA GOQPAKIKA ANEYPYEMATA KAI MH ANIXNEYXIMH H YIIEY®OYNH TI'ENETIKH
IMTAPAAAATH

OwKoyeveLaKd 16TOPIKO JLOXMPIGHOV UE SIAUETPO AVELPVOUOTOG < Scm

OKoyeveLoKoO 16TOPIKO aveENyNToL auevidtov Bavatov oe nhwkio < 50 £t

I'pnyopn adénon peyébovg aoptig >= 0.5 cm oe 1 £tog M >=0.3 cm/étog o€ 2 cuveyduevo £
Isselbacher EM et al. 2022

Mivaxaeg 24. KINAYNOZX AIAXQPIXMOY AOPTHX XE XXEXH ME TO NOXHMA KAI ENAEIZH
I'TA KAPAIOXEIPOYPI'IKH ANTIMETQIIXH

"Evdei&n yio xEpovpyIK) 0moKoTAGTOo:
Adpetpog aoptig cm 1 péyebog aoptrg index

cm/m?
>vvdpopo Marfan >4.5 cm
Xovdpopo Marfan + moapdyovteg kivdvvov  (taydtnta avénong > 4-4.5 cm
0.3/£10G, O1KOYEVELOKO LGTOPIKO SL0®PLGUOV)
Loeys — Dietz TGFBRI1, TGFBR2, SMAD3 >4 cm
Loeys — Dietz TGFBI, TGFB2 >4.5 cm
Mn cuvdpoptkd otkoyevi) Bmpokiid avevpdouoTe >4.5 cm
ZHvdpopo Turner >2.5 cm/m?
Airtoyn aoptikn BarPida >5 cm

Isselbacher et al. 2022

Oa wpénel va eQoppofovTol LOVTELD JUCTPOUATOOTG KIvduvoy oty komor. Edv n kimon

EKTILLATOL TOAD LYNAOD KIvduvov, aveapttog av Ba dievepynel 1 6yt Kapdioyeipovpyikn enéppaocn,
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tote O Tpémel amd TV apyn va eivar Eekabapo kot d0Bel otV vVIOYN PO UINTEPX 1] EVOAAUKTIKY TNG
vioBeciog N IVF péow mapévietng untpomrag. O pdorog tov Bepandvioy 1aTpdv VAL VO EVILEPOCOVY
OVOALTIKG Y10 TOVG KivdOvoug Ty kdbe acbevn Eexmplotd Kot va 6eBacTovy TNV TEMKN 0TdQCT TNG
yovaikag, ®@ote vo givar dimha tng. Ot 0dnyieg mov Ba ddcovV TPEMEL VoL Elval GOQEIS, OVAAVTIKES Kol
Wwovikd o Eyypoaen popen. Eedcov, n yuvaika peiver éykvog Bo emavagloloynbei o kivovvog
CULYKEKPIUEVT] YPOVIKT] OTIYUN KOl EPOGOV 1) KUT|OT cuve)IoTEL O Tpénet 1 TapakoAovdnor va yivetan
oo €EEIOIKELUEVT] OUAdN 1UTPOV LE EUTTEIPIOL OTNV TOPUKOAOVONGN €YKO®Y VYNAOL KIvOHVOL, GE
VOGOKOEID L KOPIIOYEPOLPYIKT] KAAVYT).

H BeAtiopévn Tpdyvmon tov yovarkov tov yvopilov Ty drapén e aopTikng mddnong tpo
Konong Kot Erofav katdAinies ovuPfoviéc, mapakorlovnon ko Oepaneio emPefoidveror Kol 6g
apyelo Kataypagng aodevav pe Kapdlokn VOGO oty KONoT, 0oL ol acbevelg oTovg omoiovg £yve
O OPIoHOG aopTHG O€ YVvdp1Lov Yo TNV vrapén tov cuvopopov (Wanga S et al. 2016). Ze pio perém
mov weplerdppave 74 yovaikeg pe cbvopopo Marfan kot 16Topikod KONomg, Somotddnke 611 0 Kivovvog
OOPTIKOV SLO(OPLGHOD OEV SIEPEPE OTLOVTIKG GE GVUYKPLOT LE EKEIVEG OV dgVv glyav eykvopootvn (31%
évavtt 23%), av Kot epeavifotav og peyodloutepn nAio (45 évavti 38 et@v). To mePIGTATIKA AOPTIKOD
do@pIopod TOTOL A, Ta O EMKIVOLVE, GLUVERN GOV G Yuvaikeg mov dev yvopilav Tnv vTapén Tov
ouvopopov. Emiong, onpavtikyi mopatipnorn ntav 0Tl 6TIC YOVOIKEG LE 0opTIKn d1dueTpo 4,0 — 4,5 cm
TPV OO TNV KVNOT, Oev TapatnpnOnke didtaon katd tn didpkeia tng komong (Narula N et al. 2021).

‘Evag mpotewvopevog aAyoplfpog evnpépmong Kot TopakoAovdnong €ykvov pe cOVOPOUO

Marfan angwoviCetar otov [livaka 25.

Mivaxkag 25. MAPAKOAOY®HXH EI'KYOY ME XYNAPOMO MARFAN
1. Métpnon dootdoemv avevpvopotog Bmpakikng aoptig pe Triplex kapdidg (Backn tyn-“baseline”)
2. Exriunon kivévvov doympiopov — 6vntdmrag Katd Ty konon
Eav ovvepiotei n kinon
3. MRI yopig yadorivio yio Teptypapn Sl06TAGEOV OANG TG aopThc. Ava ufva Triplex kot el onuavtikig didtacng
THAVOTNTO Y10 AVTIKOTAOTAOT 00pTIKNG pilag
4. O xivdvvog duaympiopo sivor peyaidtepog 6to 2° Tpiunvo, xmpic vo amokAieTol Kot 6T0 TPAOTO
Y mepInTOoN d0OPIGHOV, EPOGOV TO EUPPLO gival BidGILO TPETEL VO SPOLOAOYNOEL GUEGH KOUGOPIKT) TOT KO
GTN GLVEYELL YELPOVPYIKT OMOKUTAGTOOT
Edv 10 épPpuo dev eivar oo Ho pmet oe eEocmpotikny kukiopopia (kivévvog 30% andieiog epuppvov)
Evnuepot yuo tv achevn] yrotpol ToAdVv e181KOTHTOV
Avompog Eheyyog opTnplakig mieons — Afyn f-avactoréo
Evnuépmon yo v mhavotnto HeTddoong TOV VOSTHHOTOS 6TO EUPPLO KOl Yo TOVG TPOTOVG TPOYEVVITIKOV
eLEYYOL
10.  Evnuépmon yia 1o {610 10 vOon o (TOIKiAn EKPPUCTIKOTNTA)

W

SIEIRE

A.2.2.6 XOvdpopo Noonan

To otvdpopo Noonan givar Eva GYETIKG KOWVO YEVETIKO VOG LA, e cuyvoTthTa Ttepimov 1:1000-
2.500 yevvfoelg K1 omoTeAEl HEPOG HIOG ELPVTEPTG OUASAG YEVETIKMV VOOT|LATOV TTOL ovoudalovtal
RASopathies kot mepirapfavoov ta covdpopa Costello, Legius, T vevpoivopdtoorn tomov 1 kot to

Cardiofaciocutaneous cuvopopo. Ta cuykekpéva chvopopa £xovv éva Koo yevetikd vtofadpo apob
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opeilovtar o ToBOYOVEG TOPUALAYEC OE YOVIOLO TOL KMIKOTOOUV TiG TpmTeiveg RAS 610 povomdtt
onpatoddtnong RAS - MAPK (mitogen-activated protein kinase), mov cuppetéyovv 6tov KuTTapIKd
TOAMOTAQG OGO, TNV AVATTUEN, TN S10(pOPOTTOINGT Kot TV aTOTTOO, EVO VIAPYEL OAANAOETIKAAVYN OTIS
KMVIKEG EKONADCELS.

To ovvdpopo Noonan yopaktnpiletal and KOVIO avAGTNO, GUYYEVELG OVOUAAIES TNG KOPOLAS
(ITivakag 26) Kot 10104TEPO. YOPAKTNPLOTIKA TPOSMTOV (VIEPTEAOPIGUAC, TPOG T KATWO KAIOT TOV
UEGOPAEPOPIKDY CYICUDOV, PAEPAPOTTNOOT], YOUUNAT TPOCPLGON OT®V). AAAL YOPAKTNPIOTIKA givorl
ducpopeieg 610 BdpoKa, CLYEVIKO TTEPVYIO, Opoppaytkn d1dbeon kot Hmo vontikn Satapoyr. H

SIELGOVTIKOTNTO EIVOIL TANPNG AALGL O PUIVOTLTTOG TTOTKIAAEL.

Mivakag 26. XZYNAPOMO NOONAN KAI ZYITENHXZ KAPAIOITAGEIA 'H AAAA EYPHMATA
AIIO THN KAPAIA
Zoyvotmto

Amovcio cuyyevovg Kapdonddetag 10-16%
Z1évwon Tvevpovikng BaABidag 25-71%
MEGOKOATIKY EMKOWV®OVioL 4-57%
MeGOoKOIMOKY ETKOVMVIO. 1-14%
KoAmokotiako EAAELPO KOVOALOD 1-13%
Avopolieg prpogdovs Barfidag 2-17%
Ay ®piopog opTig 2-9%
Batdg aptproxds mopog 1-6%
Tetparoyia Fallot 1-4%
Yretpopikr pookapdronddeio 10-29%
Avevpidopora 0optg <1%

Linglart L et al. 2020

10 50% TV 0c0evdv To GUVOpPOpO opeileTan og TaBoYOVEC TapaAlayEg oto yovidio PTPNI 1
mov &dpaletar oto q21.1 ToL YpwpocOMATOg 12. XTI VTOAOWTEG TMEPMTMOGCELS OVELPICKOVTOL
mopoAAayEC oe GAA Yovidn oto povomdtt RAS — MAPK, kupiog ota SOSI, RAF1, KRAS. Zti¢g
MEPIOCOTEPEG TMEPWMTMOES UETOPIPALETOL LE OVTOCOUIKO ETMIKPATH YOPOUKTAPO OV Kol £XOVV
KOTAYPOPEL TEPUTTMGEIS AVTOCMOUIKNG VToAemopevnc petafifaong (Linglart L et al. 2020). Agv givan
EexdBapn n ovoyETion TG GLYYEVOLG Kapdlomdfelag oto ovvdpopo Noonan [ TN YEVETIKN PAGPT.
Qo1660, Paivetol OTL Yio TNV TPOTEIVN oL kodkomoteitan amd to PTPNI1, T poopatdon Tuposivng
SHP2, vdpyel cuoy€tion Pe TN Loppoyévesn TV kapdlokav Baifidmv. H faputnta tov kapdlakdv
EKONAMCE®V KOl EMTAOK®OV NON propel va tpoPreqdel and v mondikn niikio apod givor acvvnbeg
va vrdpyet e&€EMEn g HCM 7 exdnlmon g mépa amd v modikn nikio (Linglart L et al. 2020,
Tidyman WE et al. 2008).

A.2.2.6.1 Xovdpouo Noonan: Kivovvor atnv kvonon

O eprocdtepeg yovaikeg pe ochvopopo Noonan dev avTipneTomilovy TpofARUaTe YOVIOTNTOGS,
e pio avdivon éxPacng 10 kuncewv, 5 acbevav pe cuvdpopo Noonan €K TV 0TIV 3 YOVAIKEG LE
oTéVoT TveELHOVIKNG BaAPidag (o€ 2 eiye mpaypotonomBel enepPatikn emdiopbwon) domotddnKoy
T TOPakAT®: T0 50% TV KuNcE®Y 00N YHONKE 58 TPO®PO TOKETO, EVA 6To 80% 01 Yuvaikeg Yévvnoav

pe xooapikn toun. To 90% tov kuncenv 0dnynoe o€ yévvnon (@vtog veoyvol €K TV oToimv o 6
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OO0 YPEWACTNKE VO VOGNAELTOUV OTI LOVAON VEOYVMV Kol €ve, VEOYVO KATEANEE TNV TEUTTN
gfdoudda Lmng (Chow CA et al. 2022). Ot yovaikeg Tov €00V OUNAOD KIVODVOV GUYYEVELG KAPILOKES
avOUUALEG 1) €xEL YIVEL XEPOVPYIKN EMO0POH®OT, e KATAAANAT KoB0dyNon Kot Tapakolovinen g
KONong amd eEEI0IKELUEVT OLLAdA LTPOVY, Ba Exovy PN emimAeyuévn Konon.

Mia GAAN oNUOVTIKY TOPAPETPOG TOL GLUVOPOLOL TOL UTOPEL v, SNULOLPYNCGEL TPOPAR LT
KUPIOG GTOV TOKETO elval 1 apoppayiky dtdbeon, apod tepiocdtepo amd 10 40% TV acbevav Exovv
IOTOPIKO  QUUOPPOYIKAOV EKONAMOE®V Kol OKOHO UEYOADTEPO TOCOCTO TAHOAOYIKO EAEYYO
anktikotntoc. H oipoppayikn didbeon pmopel vo oQeidetol 6€ UEUOVOUEVN OVETAPKELN EVOG
mopayovta TEng, arponeTolonddeia, vocso von Willebrand 1 o coumhokn aipoppayikn 61abeon. Qg
€K TOUTOL, ivol amapaitnTn 1N TapaKoAoHONGN TG KUNGNG Kot amd OUATOAOYO, EIOIKA €AV VITAPYEL
OO TPV YVOOTO OLUOPPOYIKO 1GTOPIKO 1 TAHOAOYIKA ELPMUOTO OO TOV EPYUCSTNPIOKO EAEYYO

anktikotntog (Nugent DJ et al. 2018).

A.2.2.7 Nocog Fabry

H vooog Fabry avikel ota Avcocopkd abpoiotikd voonpata (Lysosomal Storage Disorders
— LSDs) ota omoia meptlopfavovral mepiocotepa omd 50 ondvia yevetued petafoikd voonuata. Ta
LSDs mpoxorobvton amd tafoloyikn Acttovpyio evOg AVGOCOUIKOV EVEDUOD LE ATOTELEGLO YPOVIO
GLGGMPEVCT] OVGLAOV TOV GUVTEAEL GTIV TPOOSEVTIKT] KOTOGTPOPT| TOV KLTTAP®V Kol GLVETOKOAOLOQ
TOV 0PYAVOV TOV EXNPeAlovTaL.

H vécog Fabry mpokaieiton amd Sratapayr] Tov HETAROACUOD TOV YAVKOGOLYYOAMTIOIMV Kot
OQEIAETAL G PEPIKT T OAIKT GVETAPKELD TOV AVGOGMMUIKOD evihlov a-yaAiaktooddon o (a-GAL A)
oL k@dwomoteitar amd 1o yoviolo GLA ot 0éon q22.1 tov X ypopoc®dpatoc. Mio Kapdlokn
mopoAAayn tng vocov Fabry emiong ogeiletor oe maboyoveg maparilayég tov GLA yovidiov. Ta
YAVKOGQLYYOMTIO10 EVATOTIOEVTOL OE OAN TNV EMPAVELD TOV GOUATOG OAAGL Ol KAWVIKEG EKONADCELG
Kupiog opeilovtal oty evamobeon TOV ASl®V HUIK®OV KUTTUP®Y TOV TOYMUOUTOS TOV OLULOQOP®V
aYYEI®V, TOV VEPPIKOV CTEPUUATOV KOl COANVAPIOV, TOV KOPIIOKDOY HUIKOV VOV, TOV GVTOVOLOL
VEVPIKOV CLGTIHOTOC KOl TOV KEPATOEWOOVS. L€ EVIIALKO, ATOWA, T ELPAVIOT] appLOUIDY, VITEPTPOPIG
apLoTEPNG KOIAMOG, OYYEWK®Y EYKEPUAK®OV ENEGO0IOV GE veopn MnAlkia, 1 mapovoio aveEnynng
TPOTEIVOLPING, 1 EKTTOOT TNG VEPPIKNG Agttovpyiog Kabmdg Kot BolepdTnTa TOL KEPATOEWDOVS Eival
evoelkTikég g mbavng vmapéng vocov Fabry. H vocog Fabry xAnpovopueitor pe @uAocuvoeto
YOPOKTAPO KOt 1 GUYVOTNTA TOL VOoHoTog ektipdron 1:55000 dvdpeg (Clarke JT 2007). H enintoon
™G vooov gival mhovo vo, DTOEKTILATOL APOD OG0 OLEAVETOL O EKTETOUEVOC VEOYVIKOC EAEYYOG M
ouyvotnto avéavetor og 1: 8800 veoyvd. Eva apyucd Beopnnke g vroleimoduevn vocog, To vynAod
TOGOGTO TNG VOGOL OTIC YOVOAIKEG, OKOUO KOl e TANPN KAWVIKT EKQPACT TNG VOGOV LE KOPIIOKT Kot
VEQPIKY] OVETAPKELNL VTOOEIKVIEL EMKPATNTIKO YOpaKTpa. 6TOG0, €AV Ol YUVOIKEG EKONADVOLY

CLUUTTOUOTOAOYIO, CLVAOWOE Ta cupTTOMOTO givarl AtydTtepa cofapd. H évtovn kKhvikn| etepoyévela g
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vooov oTIg Yyuvaikeg oe éva Pabud dwcaioAoyeital amd TO QavOUEVO adpavomoinong tov X
ypouocopotoc (Wang RY 2007).

Mia yovaika pe voco Fabry éxel 50% mBovotnta vo petafifdost ) voco ota modwd g H
mhovoTnTO Vo, TAoKEL ayopt mov Oa eivar muluyotng givar 100%, eved ota Kopitola, OTmg Mon
avaQEPONKe MOy KAVIKNG ETEPOYEVELOG, 1) CUUTEPIPOPA TOL VOOT|LATOG O€ Umopel va poPrepdel. H
gpyactnplokn enifefaimon trng vOGOL TPAYLOTOTOIEITOL LE LETPTOT TNG OPOCTIKOTNTAG TOV EVEDLOL
™™g GALA A oto mAdopa, ota AeuKkd alpocpaipto 1 oe KaAMépyeleg woPfAaoctav Tov acbevoic. Ot
TACYOVTES e KAAGIKO cOVOpopo cuviBwmg eppavifouv undevikn| dpaotikdtnTa Tov VOOV, EVD GTIG
dromeg popeég erdtTmon £mg kal 35%. H yevetikn S1dyvmon Tov Voo uotog yivetal pe aviyveoon
UEYOA®V EALEWPUATOV PETA 0O TOALOTAAGIOGHO TV 7 e€mviny Tov yovidiov GLA pe PCR, epappoyn
teyvikng ECMA (Enzymatic cleavage mismatch analysis), adAd n “gold-standard” péfodog eivor
aAAniovyon kot Tov 7 eéoviov tov yovidiov pe NGS (Amodio F et al. 2022). To yovidio GLA
CLYKOATAAEYETOL KOl OTO TEPLGGOTEPO panel yovidimv mov TPposPEPOVTAL Yia S1EPEVVI|OT] VITEPTPOPIKNG
Kopdlomadelag N mo SEVPLUEVOL KOPOIOAOYIKOD EAEYXOL VIO VTOKEILEVO KAPOVOUIKE Kopdlokd
voonuata, 6mmg Oa avolvbel oe enduevn evotnra.

O Baoikog otoy0c TG Beparneiog g vooov Fabry apopd v tpdinym g e£€MEng g vosou
KoL Tn un ovaotpéyiun opyavikn PAAPN. H eapuaxevtikny Beponeio mepiapfdvel 1060 e101KEG Y TO
voonua Bepameieg, 600 kol Oepameieg Yoo TV OVIWLETOMTION KOPOIOYYEIONKDOV GUUTTOUATOV KOl
TPOANYM pellovmv kopdloyyelokdV EnElc0dimv. YTEPTPOPIia TNG 0PLOTEPTG KOIMOG AVUPEPETAL GYEDOV
OTOVG HG0VG GvOpeg acbeveic kot og meprocdTepeg amd o 1/3 yuvaikeg aobeveic otny Tpitn dekoeTiol
Long, evd otnv mopeio pmopel vo. ekdnAwmbel kapdiokn avemdpkelo kot appvbuiec. H xapdiokn
CUHUETOYN OmoTEAEL Ko TV KOPLOL artion EXNPeacUEVNG o0t (mNG TV acfevady aAld Kot TV
KOpla ortio Bovatov. H xapdiokn BAAPN Eexvd vopig kot cuviBwg eEedicoeton VTOKAMVIKG, Kol GUYVE
EKONAMVETOL ®OG OPLOTEPT KOIAOKT vITeEPTpoPia ppovpevny HCM.

Metd v eilsayoyn g Oepaneiog eviuuikng vmokatdotaong pe avacvvovacuévn GALA A
(Replagal® - Agalsidase alfa, Fabrazyme® -Agalsidase beta), 1 Tpodiun aviyveuon Tov VOGN LOTOG Kot
N OWPOoPIKN Sdyveorn omd GAAC OiTlo. VTEPTPOPIOG OPLOTEPNG KOWAlOG €lval GMUOVTIKY Yol TOV
mepopopd g e&éMéng g vooov. Ilpdocpata £xel eykpifel and tov otopatog Oepameio pe pio
TPOTEIVY] OV OviKeL otV owoyéveln chaperones (Galafond® -Migalastat) kot vradpyovv véeg
Oepoameieg VO avamTvén Tov TEPAAUPAVOLY TpoToTonTIKA Evivpa Kot YeveTikég Oepaneieg (Rieroni

Metal. 2021).

A.2.2.6.2 Nooog Fabry: Kivovvor atnv kdnon

Ot yuvaikeg acBeveic pe voco Fabry pmopodv vo emithyovv kbnomn pe avtopatn GOAANY,
®WOTOCO TPEMEL VO VITAPYEL GTEVT] TOPAKOAOVONON Yo OOV EMOEIVOOT TNG CLUTTOUATOAOYIOG TOV

VOGNUOTOG OAAG Kol Yoo Tov ovénuévo Kivovvo Tpokinong tposkiapyiog. Xe pio Tpoc@aTn HeAETN
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otV Avotpia Tov evtdyOnkav 44 yovaikeg acheveig pe voco Fabry ek tov omoimv ot 32 giyav 1o0topikd
Konong, avadeiydnke avénon €vtaong oy KAIpoKe Tov TOVoV, avuEnuUévn cuyvotnTa TPOKAN oS
TPOEKAALYIOG KO TPOMPOTNTOG KO YEVVIOT] VEOYV®V YOUNA0D BAPOVS, € GUYKPLION UE SEDOUEVE TOV
yevikov mAnOvopov (Haninger-Vacariu N et al. 2024). H xdmon and povn g ¢ aiveton va ennpedlet
v e&€MEN g vooov gite Aapfdvovy 1 o AapPavovy Bepameio vrokoatdotaonc. Eva kdplo epdtnua
aQOPd TNV ATOGOOT) Yiot GUVEYIST) TNG Oepameiog VIOKATAGTACTG KOTA TV KONGT), TOL O GLGTIVETL
MOy ovemapkdv dedopévov. Khvikég pehéteg eival SUGKOAO Vo GYESI0GTOVY GTNV KVTON, E0TKA Y10,
éva 1660 GmAvVIo vOoonuo Kot to dedopéva EAYOVTOL OO UEUOVOUEVES TEPIYPOPES TEPICTOTIKDOV
ac0evOV TOL GUVEXIGOV TNV OY®YT GTNV KONOT) KOl T0, ATOTEAEGUATA IVt EVOOPPLVTIKA GE 0,TL 0pOopa

v aocpdiea (Madsen CV et al. 2019).

A.2.2.8 T'evetikn Zoppovievtiky| ota Movoyovidtakd Noojpoto

Mo vroyneuo pntépa pmopel v TpocéAfel oto 1atpeio yeveTIKNg CLUPOVAEVTIKNG €iTE UE
dryvoouévn KAnpovouikn kopdloloyikn voco 1 ota miaicto digpgvvnong €av 1 idwo mdoyel i ivan
popéag, Ady® Betikod otkoyevelokob 1otoptkod. To voonua kKot 1 yevetikny PAAPN umopel va givar
YVOOTE, ®OTOGO Pmopel va pnv €xel dievepynel yevetikog EAeyyog otnyv otkoyéveld. [davikd, edv givar

EPIKTO, O YEVETIKOG EAEYYOG TPEMEL VO, EEKIVIGEL OO TOV TAGYOVTA 0GOEVT.

A.2.2.8.1 Movoyovidiaxe. Noonuozo.: [ evetikog Eieyyog

H amoépaon dievépyelog YeveTIKoD EAEYYOV Y10 TNV AVIYVELGT] KATPOVOLUK®Y KOPIIOAOYIKMOV
voonudtov sival pio dtadtkacior Tov amortel ToAD onuavtiky] aloAdynon Kol COUUOPE®CN UE TIG
VIapyovces katevbuvinpleg odnyieg amd debveig emotnuovikég Kowotnteg. Tn cuykekpiuévn
a&1oAdynon cvvnBG TNV EvEPYOUV EEEIOIKEVUEVOL KAPOLOAOYOL, TOV OIGYOAOVVTOL LUE TIG KATPOVOUIKEG
KopdoTABELEG KOl TNV TPOANYT TOV aLpvidlov veavikol Bavdrtov.

Mo v epyootnplokn depedvior T®V KANPOVOUIK®DY KOPIIOAOYIKOV VOSUAT®V YiveTol
yevetikog éheyyog pe pebodoroyio NGS oe étoua eumopikd “panel” yovidiov mov oyetilovron pe
OULYKEKPIUEVO QaIVOTUTTO T dlevepyeitanl mo Slevpupévog Yevetikog édeyyog. Ta panel yovidiov
OTOTELOVV L0 OTOOOTIKT KOl GTOXEVIEVT] OLOYVOGCTIKY TPOCEYYIOT] TOV EMITPENEL LEYAADTEPO PAOOG
KdAvyng og oxéon pe v aAiniovyon WES 1 oAdxinpov tov yoviduwpatog (Whole Genome Se-
quencing-WGS) (IMivakag 27). Qot06G0, OTOITEITOL ETIKOLPOTOINGT TOL TEPEYOUEVOL KOl Elvar
SyvVOoTIKO HOVO av TO YOVIOl0 TOL TPOKOAEl TNV acBéveln vrapyel otnv opdda Yovidimv Tov
eréyyovtor. To WES amotedel o 0TOTEAECUATIKT OTPATIYIKN YO TNV OVIXVELCT| TOPUALAYDV, |
evaoOnoio kot to Pabog kaivyng eivor peto&d tov panel kot tov WGS aAld elvar coemg mo

owkovoutko amd 10 WGS Kot 7o €0KOAO GTnV gpUnVeia.
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IMivaxag 27. MIPOTEINOMENOZX I'ONIAIAKOX EAEI'XOX I'TA KAHPONOMIKA KAPAIOAOI'TKA
NOXZHMATA

AIEYPYXMENOX KAPAIOAOT'IKOX EAEI'XOX

A2MLI, ABCCY, ABLI, ACADVL, ACTA2, ACTB, ACTCI, ACTGI, ACTN2, ACVR2B, ACVRLI, ADA2, ADAMTS10, ADAMTS17, AGL,
AKAPY, ALMSI, ANK2, ANKRDI, APOAS5, APOB, B4GALT7, BAG3, BBS10, BCOR, BGN, BMPR2, BRAF, CIR, CIS, CACNAIC,
CACNA2D1, CACNB2, CALM1, CALM?2, CALM3, CALR3, CASQ2, CAVI1, CAV3, CAVIN4, CBL, CBS, CCDCI103, CCDC39, CCDC40,
CHD7, CHRM?2, COL1A1, COL341, COL5A1, COL542, COX15, CPTIA, CPT2, CRELDI, CRYAB, CSRP3, CTF1, CTNNA3, DEPDCS,
DES, DMD, DNAAF1, DNAAF2, DNAAF3, DNAAF4, DNAAFS5, DNAH11, DNAHS5, DNAII, DNAI2, DNAJC11, DNAJC19, DNALI, DOLK,
DSC2, DSG2, DSP, DTNA, EFEMP2, ELAC2, ELN, EMD, ENG, EYA4, FBNI, FBN2, FGDI, FHLI, FHL2, FKRP, FKTN, FLNA, FLNC,
FOXE3, FOXHI, FXN, GAA, GATA4, GATA6, GATAD1, GDF1, GJAI, GJAS5, GLA, GPC3, GPDIL, GYGI, HAMP, HAND1, HCN4, HFE,
HJV, HRAS, ILK, INVS, IPOS, JAGI, JPH2, JUP, KAT6B, KCNA5, KCND3, KCNEI, KCNE2, KCNE3, KCNE5, KCNH2, KCNJ2, KCNJS,
KCNJS, KCNK3, KCNQI, KCNQ2, KCNQ3, KCNT1, KRAS, LAMA4, LAMP2, LDB3, LDLR, LDLRAPI, LEFTY2, LMNA, LOX, LTBP3,
LZTRI, MAP2K1, MAP2K2, MAT24, MED12, MED13L, MFAPS5, MIB1, MKSI, MMP21, MRPL3, MTO1, MYBPC3, MYH11, MYH6, MYH?7,
MYL2, MYL3, MYLK, MYLK2, MYOMI, MYOZ2, MYPN, NDUFAFI, NDUFB11, NEBL, NEKS, NEXN, NFI, NKX2-5, NKX2-6, NMES,
NODAL, NOTCHI, NOTCH2, NPHP3, NPPA, NR2F2, NRAS, NSDI1, OFD1, PCDH19, PCSKY, PDLIM3, PKDILI, PKP2, PLN, PLODI,
PRDM16, PRKAG2, PRKGI, PRRT2, PSEN2, PTPNI11, RAFI, RANGRF, RASAI, RBM20, RIT1, RRAS, RYR2, SCN10A4, SCN14, SCNIB,
SCN2B, SCN3B, SCN4B, SCN5A, SCN84, SCN94, SDHA, SGCD, SHOC2, SKI, SLC2245, SLC25420, SLC2A41, SLC2410, SLC40A41,
SLMAP, SMAD?2, SMAD3, SMAD4, SMADG6, SMADY, SNTA1, SOS1, SOS2, SYNEI, TAB2, TAZ, TBX1, TBX20, TBX5, TCAP, TFR2, TGFB2,
TGFB3, TGFBRI, TGFBR2, TMEM43, TMEM?70, TMPO, TNNCI1, TNNI3, TNNT2, TPMI1, TRDN, TRPM4, TTCS, TTN, TTR, TXNRD2,
VCL, YWHAE, ZFPM2, ZIC3

AARS2, ABCC6, ABCC9, ACADVL, ACTA1, ACTA2, ACTN2, AGK, AGL, AKAP9, ALMS1, ANK2, ANO5, APOAIl, BAG3, BRAF,
CACNAIC, CACNB2, CALM1, CALM3, CALR3, CAPN3, CASQ2, CAV3, CBL, COX15, CPT2, CRYAB, CSRP3, CTNNA3, DBH,
DES, DMD, DOLK, DSC2, DSG2, DSP, DTNA, DYSF, ELAC2, EMD, ENPP1, ETFA, ETFB, ETFDH, FHLI1, FKRP, FKTN, FLNC,
FOXREDI, FXN, GAA, GATAS5, GATA6, GATADI1, GBE1, GFM1, GLA, GLB1, GUSB, HADHA, HAND1, HCN4, HFE, HRAS,
ISPD, JPH2, JUP, KCNAS5, KCNEI1, KCNE2, KCNH2, KCNJ2, KCNJ5, KCNQ1, KRAS, LAMA2, LAMP2, LARGE, LDB3, LMNA,
MAP2K1, MAP2K2, MLYCD, MTO1, MYBPC3, MYH6, MYH7, MYL2, MYL3, MYOT, MYPN, NEXN, NF1, NKX2-5, NOS1AP,
NRAS, NUP155, PCCA, PCCB, PKP2, PLEC, PNPLA2, POMTI1, PRDM16, PRKAG2, PTPN11, RAF1, RBM20, RMNDI, RYR2,
SALL4, SCN1B, SCN3B, SCN54, SCN104, SCNN1B, SCNN1G, SCO2, SDHA, SELENON, , SGCA, SGCB, SGCD, SGCG, SHOC2,
SLC22A45, SLC25A4, SLC25A420, SMCHDI1, SOS1, SPREDI, TAB2, TAZ, TBXS5, TBX20, TCAP, TGFB3, TMEM43, TMEM70,
TNNC1, TNNI3, TNNI3K, TNNT2, TPM1, TRDN, TRIM32, TRPM4, TSFM, TTN, TTR, VCL, VCPF, VPS134, XK

APPYOMIEX

ABCCY, AKAPY, ANK2, BAG3, CACNAIC, CACNB2, CALM1, CALM3, CASQ2, CAV3, CTNNA3, DBH, DES, DSC2, DSG2, DSP, FLNC,
GATA6, HADHA, HCN4, JUP, KCNAS5, KCNE1, KCNE2, KCNH2, KCNJ2, KCNJ5, KCNQI, LDB3, LMNA, MYH6, MYH7, NKX2-5,
NOSIAP, NUP155, PKP2, ,RYR2, SALL4, SCNIB, SCN3B, SCN5A4, SCN104, TBX5, TGFB3, TMEM43, TNNI3, TNNI3K, TNNT2, TRDN,
TRPM4,TTN

APPYOMIOI'ENHX KAPAIOMYOITAGEIA THX AEZEIAY KOIAIAX (ARVC)

CTNNA3, DES, DSC2, DSG2, DSP, FLNC, JUP, LDB3, LMNA, MYH7, PKP2, RYR2, TGFB3, TMEM43, TTN

KOAIIIKH MAPMAPYT'H

CACNB2, GATA6, HCN4, KCNAS5, KCNEI, KCNE2, KCNH2, KCNJ2, KCNJ5, KCNQI, LDB3, LMNA, NUP155, RYR2, SCNIB, SCN3B,
SCN5A, SCN10A, TBX5

XYNAPOMO BRUGADA

CACNAIC, CACNB2, CAV3, HCN4, KCNH2, SCNIB, SCN3B, SCN54, TRPM4

XYNAPOMO MAKPOY QT

AKAPY, ANK2, CACNAIC, CALM1, CALM3, CAV3, KCNEI, KCNE2, KCNH2, KCNJ2, KCNJ5, KCNQI, NOSI1AP, SCN54

XYNAPOMO BPAXEOX QT

CACNAIC, CACNB2, KCNH2, KCNJ2, KCNQ1

KATEXOAAMINEPI'TKH [TIOAYMOP®H KOIAIAKH TAXYKAPAIA (CPVT)

ANK2, CALM1, CALM3, CASQ2, KCNJ2, RYR2, TRDN

KAPAIOMYOITAGEIA

AARS2, ABCC6, ABCC9, ACADY, ACADVL, ACTAI, ACTCI, ACTN2, AGK, AGL, ALMS1, ANO5, APOAI, BAG3, BRAF, CALR3, CAPN3,
CASQ2, CBL, COX15, CPT2, CRYAB, CSRP3, CTNNA3, DBH, DES, DMD, DOLK, DSC2, DSG2, DSP, DTNA, DYSF, ELAC2, EMD,
ETFA, ETFB, ETFDH, FHLI, FKRP, FKTN, FLNC, FOXREDI1, FXN, GAA, GATA6, GATADI, GBEI, GFM1, GLA, GLBI, GUSB,
HADHA, HANDI1, HCN4, HFE, HRAS, ISPD, JPH2, JUP, KRAS, LAMA2, LAMP2, LARGE, LDB3, LMNA, MAP2K1, MAP2K2, MLYCD,
MTOI1, MYBPC3, MYH6, MYH7, MYL2, MYL3, MYOT, MYPN, NEXN, NF1, NRAS, PCCA, PCCB, PKP2, PLEC, PNPLA2, PRDM16,
PRKAG2, PTPN11, RAF1, RBM20, RMNDI, RYR2, SCN54, SCNNI1B, SCNNI1G, SCO2, SDHA, SELENON, SGCA4, SGCB, SGCD, SGCG,
SHOC2, SLC2245, SLC25A44, SLC25420, SMCHD1, SOS1, SPREDI, TAB2, TAZ, TBX5, TBX20, TCAP, TGFB3, TMEM43, TMEM?70,
TNNCI, TNNI3, TNNI3K, TNNT2, TPM1, TRIM32, TSFM, TTN, TTR, VCL, VCP, VPS134, XK

YHEPTPO®IKH KAPAIOMYOITAGEIA

ABCCY, ACADY, ACADVL, ACTAI, ACTCI, ACTN2, AGK, AGL, APOAI, BAG3, BRAF, CBL, COX15, CSRP3, ELAC2, FHLI, FLNC,
FXN, GAA, GLA, HRAS, JPH2, LAMP2, MYBPC3, MYH7, MYL2, MYL3, MYPN, NEXN, PRKAG2, RAF1, SLC2544, SOS1, TNNCI,
TNNI3, TNNT2, TPM1, TTR

ATATATIKH KAPAIOMYOITAGEIA

ABCC6, ABCC9, ACTAI, ACTN2, ALMS1, APOAI, BAG3, DES, DMD, DOLK, DSC2, DSG2, DSP, DYSF, EMD, ETFA, ETFB, ETFDH,
FKTN, FLNC, GATA6, GBE1, GLBI, HANDI, HCN4, JPH2, JUP, LAMP2, LMNA, MLYCD, MYBPC3, MYH6, MYH7, PCCA, PCCB,
PKP2, PRDM16, RAF1, RBM20, RMND1, SCN5A, TAB2, TAZ, TBXS5, TBX20, TCAP, TNNCI, TNNI3, TNNI3K, TNNT2, TPM1, TTN, TTR,
VCL, VPS134

XYITENEIX ANATOMIKEYX ANQMAAIEYX THX KAPAIAX
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ABLI, ACTA2, ACTB, ACTC1, ACTG1, ACVRI, ACVR2B, ADAMTS10, ADAMTS17, B3GAT3, BCOR, BMPR2, CBL, CHD7, CRELDI,
CTC1, DHCR7, EFTUD2, ELN, ENG, FLNA, GATA4, GATAS5, GATA6, GDF1, GJAS5, GPC3, HANDI1, HOXA1, HRAS, JAG1, LEFTY2,
MYCN, NF1, NKX2-5, NKX2-6, NODAL, NOTCHI1, NOTCH2, NR2F2, NSD1, PITX2, RBM10, SALL4, TAB2, TBX1, TBXS5, TBX20,
TFAP2B, TLL1, ZFPM2, ZIC3

XYNAPOMO MH XYMITATOYX MYOKAPAIOY

ABCCY, ACTCI BAG3, CTNNA3, DES, DMD, DSC2, DSG2, DSP, DTNA, EMD, FLNC, HCN4, JPH2, JUP, LAMP2, LMNA, MYBPC3,
MYH6, MYH7, PKP2, RAF1, RBM20, RYR2, SCN54, TAZ, TCAP, TNNT2, TPM1, TTN, VCL

XYNAPOMO LIDDLE

SCNNIB, SCNNIG

ANQMAAIEX AOPTHX

ABCC6, ABL1, ACTA2, ADAMTS2, ADAMTS10, ADAMTS17, ADAMTSL4, ALDHI1841, BGN, CBS, COLIAI, COLIA2, COL2A41,
COL3A41, COL5A1, COL5A2, EFEMP2, ELN, ENPPI, FBLNS, FBNI, FBN2, FKBP14, FLNA, GATAS5, MYH11, MYLK, NOTCH1,
PLODI, SKI, SLC2410, SLC39A413, SMAD2, SMAD3, SMAD6, TGFB2, TGFB3, TGFBRI, TGFBR2, ZNF469

XYNAPOMO MARFAN

ABLI, ADAMTS10, ADAMTS17, ADAMTSL4, BGN, CBS, COLIAI, COL1A2, COL2A41, COL341, COL5A1, COL5A42, COL11Al,
COL11A2, EFEMP2, FBN1, FBN2, MED12, PLODI, SKI, SLC2A410, SMAD3, SMAD6, TGFB2, TGFB3, TGFBRI, TGFBR2, UPF3B,
VCAN

XYNAPOMO EHLERS-DANLOS

ABCC6, ADAMTS2, ALDHI18A1, ATP6V0A2, ATP7A4, B4GALT7, BGN, CBS, CHSTI14, COLIAI, COLIA2, COL241, COL3A41, COL541,
COL5A42, COL1IAI, EFEMP2, ELN, FBLNS, FBNI, FBN2, FKBP14, FLNA, PLODI, PYCRI, SLC39413, SMAD3, TGFB2, TGFBRI,
TGFBR2, ZNF469

XYNAPOMO NOONAN

ACTB, ACTGI1, BRAE, CBL, HRAS, KRAS, MAP2K1, MAP2K2, NF1, NRAS, NSUN2, PTPN11, RAFI, RIT1, SHOC2, SOSI, SPRED1

IINEYMONIKH YIIEPTAXH

ACVRLI, BMPR2, CAVI1, ENG, FOXFI, KCNA5, KCNK3, NFUI, RASA1, SMAD4, TBX4

BAXIKOX EAEI'XOX YIIEPAIIIIAAIMIAX

APOB, LDLR, LDLRAPI, PCSK9

YIEPAIIIIAAIMIA

ABCAI, ABCGS, ABCGS8, ALMSI1, APOAI, APOAS, APOB, APOC2, APOE, CREB3L3, GPIHBPI, LDLR, LDLRAPI, LIPA, LMF1, LPL,
PCSK9

Ta mep1ocoTEPO KANPOVOUIKE KOPOIIOKE VOGHLOTO KAPOVOLOVVTOL UE CVTOCMMUIKO ETIKPATT
YOPOKTNPO, ©OCTOGO VLRAPYOVV KOL VOOHUOTO [E OVTOCMOUIKT) VLTOAEUTOUEVT], (UVAOGVUVOETN 1|
LLTOYOVOPLOKT] KANPOVOUIKOTNTO. XTO TAOICIO YEVETIKOD EAEYYOV TPV OO TPOYPOUUATICUO KON ONG,
0€ TMEPIMTM®ON TOPUALOYNG TOV KANPOVOUEITAL LE VTOAEMOUEVO YOPOKTIPO TPETEL Vo eheyyOel o
oLVTPOPOG Yo TNV 1010 TapoAiayn oAAG Kot Yo GAAEC Tapodhayég gite 6To 1010 TO YOVidlo 1 68 GAAa
yovidia wov givotl Yvooto 0Tt umopei va ennpedlovy T0 pOIVOTLTO TOV VOOT|LLOTOC.

Ta povoyovidiokd KANPOVOIKG KOPSIOAOYIKG VOCHUOTO £YOVV TNV 1O101TEPOTNTO OTL
yopoktnpilovtor amd yoUNAn OlEGOVTIKOTNTA KOl TOIKIAT EKQPOCTIKOTNTO, HE OTOTEAECUA 1|
dwyvootikn a&io Tov eAéyyov vo un ovpPadifel mavta pe v mpoyvootiky M Bepomevtikny aio

(ITivakag 28).

Mivaxkag 28. KAINIKH XPHXIMOTHTA TENETIKHX EZEETAXHX T'IA KAHPONOMIKEX
KAPAIOITAGEIEX

Awyvootikn ofie.  Ipoyveotkn aéic  Ogpansvtikh a&io  AwyvooTikd vpog
Yreptpopikn +++ ++ ++ +60%
Kapdtopvonddeio
Apvvbpioyovog +++ ++ ++ +60%
Koapdtopvonddeio
Aotk ++ +++ ++ 20-30%
pvokopdonddeia
LQTS +4++ +4++ +4++ 60-70%
CPVT +++ + + 50-60%
Brugada + + + ~20%
CPVT: Catecholaminergic polymorphic ventricular tachycardia (Kateyolauivepyixij moAbuopen koidioxin toyvkopdia), LOTS: Long OT
syndrome (avvopouo poxpod OT)

Wilde AAM et al. 2022
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Q610060, Y10 OPIGUEVEG KOTNYOPlEG VOSIUAT®OV [LE ONUOVTIKY €Tepoyévela, onwg 1 DCM o
YEVETIKOG EAEYY0G UTOPEL VOl VO TOAD GNUAVTIKOG Y10, TV TPOYVOOT| (T, TOPAALAYES GE YOVidld OV
KOOKOTowvV TG Aapiveg eivor moAd kaxkng mpdyvoong) (Bennett R et al. 2020). EmmAéov, oe
OPICUEVEG TEPITTMGELS TO OTMOTELEG O TOV YEVETIKOV EAEYYOVL Umopel va kaBodnynoel 6tn Bepamevtikg

avtetonion, 6mws oto LQTS (ITivaxag 29).

MMINAKAX 29. OTENETIKOX EAEI'XOX XTHN EIIIAOI'H OEPAIIEIAX. TO TAPAAEITMA TOY

LQTS

LGT1 | Appufuieg katd t Sidpketa Tng doknong (KoAvumt) KCNQI Dappoakevtikn aymyn Allaynh
LGT2 | AppuBuiec and cuvarshnporikn @dption 1 Suvatd 1yo KCNH2 | tpdémov Long

LGT3 | AppvuBuieg katd ) didpketo Tov vYvov (cuvijbwg Bovatneodpsg) | SCN5A Epgitevon anwvidot

LOTS: Long OT syndrome, Xovdpouo paxpod QT

Wilde AAM et al. 2022

opemva pe Tig Tpdoeates katevbduvinpieg 0dnyieg tov Heart Rhythm Society (HRS) oyetikd
pe v oppuboydévo Kapdtopvondbela, o YEVETIKOG EAEYXOC TPEMEL Vo, dlevepyeital oe GAOVG TOVG
acleveic pe KAvikn didyvoon kapdlopvomdbelag N o€ OmOPIOCOVTEG [LE VEKPOTOWMIKY O1dyvmon
kapdopvonddelag. To katdArnio panel yovidiov mov Oo emideyel eoptdtol omd TOV PAVOTUTO TOV
acBevovg. ['evetikn GUUPBOLAEVTIKY| TPETEL VAL TPOGPEPETAL GE OAOVG TOVG TPAOTOL Podod cuyyevelg
av avevpebei taboydvog 1 mbava Taboyovog Tapailayn oty owoyévela. [lapoia avtd, oo Kot ot
acbBeveic otovg omoiovg dev avevpiokovial Taboyoves TaPUALUYEG KOl OEV £YOVV EKONAMGELS TOL
VOGNUOTOG, TPENEL VO, EXOVV o TopakoAovdnon kot va enovaSlohoyoiviol oTig PAcels d0edouévaoy
TOpOAAAYEG TOV €YoV avevpeDel kot Exouv yopoktnplotel g apéfang KAvikng onuaciog. Emiong
glvar onuavtikdég 0 poOAOG Tov TEPPAALOVTOG OAAG KOL TPOTOTONTIKMY YOVISI®mV OV UTOpEl va

GUUUETEXOVY 6T Sopopeman Tov eatvotvomov (Orphanou N et al. 2022, Joglar JA et al. 2023).

A.2.2.8.2 Movoyovidiaxe. Noonuoza.: Eidika mpoypduuoto atny ELLdda

To K6GTOC dlEVEPYELNG YEVETIKDV EEETACEWMV TIC TEPICCOTEPES POPES EIVAL OTOYOPEVTIKO Yol
Tovg acbeveic, apov dev KAAVTTETOL OO TO AGPAAICTIKG Tapein. [a voorpota 6mme To KA POVOLKd
KOPOLOAOYIKE VOGLOTA, OTTOVL 1) £YKOPT dldyveoT Umopel va mpordfel cofupéc EMTAOKES OTMG O
0GvaTog 1 OMUOVTIKY VOGPOTNTA, TO OIKOVOUIKO KOGTOG oL eMIPapOveEL Tovg 0obeveig onpovpyet
KOWMOVIKEG OAVIGOTITEG.

To 2019 Eexivnoe pia dpdon oe cuvepyasio e TO VTOLPYEID VYEIOG: TO EAANVIKO SiKTLO
WTPIKNG okpifelog otV Kapdoioyion Kot TPOANYNG TOV Veavikod oipvidiov Bavdtov, T0 omoio
XPNUoTodoTeiTol amd 1o €0vikd OKEAOG TOL TPOYPAUUATOS ONUOCIOV ETEVOVCEMV TNG YEVIKNG
YPOUUOTEIOG £PEVVOG KOl TEXVOAOYIOG. ZVUVTOVIOTIG TOL SIKTOOL £ival T0 QVACELD KAPIIOYEIPOVPYIKO
KEVTPO KOl GUUUETEYOVV GE GVTO OMUOCLO VOGOKOUELD KOl EPEVVITIKA KEVTPA TNgG Y®pog. To diktvo
Eexivnoe ) Aettovpyia Tov tov lovAto Tov 2019 ko iye Sdpkela 2 etmv. [TAEov, avakovdbnke 6Tt Oa

mopotadel n dpdom aeod to 2024 560nke via ypnuatoddtnon. O andTEPOS GTOXOC TOL EAANVIKOD
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SIKTVOL TPIKNG akpifelag oty kapdioroyia givar vo eE0cPAAIGEL Uid IGOVOUIO GTO JIKOIMLLO TOL
mAnBvopoy Yy wPOANYN TOL aEVidlov BavaTtov Kol TNV OVTIHETOMION TOV KANPOVOUIK®OV
KOPOLOYYELOKOV VOO|UAT®V, KOOIGTOVTOG TPOCITEG 6 OAOVG TOVG TOAITEG HECH TOL GUGTHIOTOG
INuOGLOG VYELOG TIC KAWVIKEG EQAPUOYES TNG EEQTOUIKEVIEVIC LOTPIKNG XPTOUOTOIDVTAG TIG eEEMEELC
OTN YEVETIKY] KOl GTNV TOAVTOPOUETPIKT TPOGEYYION TMV VOST|LATOV QUTMV. AVTH 1) TPOGEYYIoN divel
TN SUVOTOTNTA Y10, GTOYEVUEVES KO OTOTELECUATIKEG TOPEUPACEIC TOL dNUOGIOL GLGTAUATOG VYELOG
™G YOPOC, KaOmg etvat KpiGIHog 0 EVIOMIGUOS ATOU®V UE KA POVOLIKO VOOT|LLOL KOl 1) TPOGTAGIO TOVG
TPOTOL GLUPEL KaTo10 coPapn EMTAOKT OTT®G CPVidLog Bdvatog 1 Kapdiakn averdpketo. Ta dedopuéva
T OTOI0. GLYKEVTPMVOVTOL 00 TO dikTvo Ba ypnoiponomnBovv Yo Tov GAPeco KAMVIKO KOl YEVETIKO
ELEYYO TOV OIKOYEVEIDV HE KATPOVOUIKE VOGLATA 1)/KOL VEAVIKO 0pvidlo Bavato, kupimg acbevav
LE CLOTNAEG KOl VTTOKAIVIKEG LOPPEG TV EMKIVOLVOV QUTOV VOCT|LATOV 1] GLYYEVAOV OV EIVOL POPELG
mofoAoYIKOV yovidiov yopig vo €(0oVV OKOUO KAWIKEC EKONAMGCELG, TN OKOMN TNG GUVEXELNS
UETAO00NG TMV VOOTUATOV ouT®V otnv emopevn vevid pécw PGT kor tm dnpiovpyio. tov
EMONUIOAOYIKOD YAPTY TNG YOPAG Y10 TO KANPOVOUIKH VOOTHOTO TNG Kopdldg mov odnyel otov

eVTOTIoUO TTeploy®v pe aénuévo kivovvo (my. Nocog Na&oq).

A.2.2.8.3 Movoyovidiaxe. Noonuozo.: Ilpogupotevtikog EAeyyos

Yy EAAGSa, pe tnv vdpyovca vopobesio prmopet va yiver aitnpa tpog £ykpion otnv EAIYA
v devépyeia PGT-M yia ta kKAnpovopikd kapdtoroykd voonuata. H devépyeia opwg PGT yuo ta
KANPOVOUIKA  KOPSIOAOYIKG VOOT|LOTO  TOPOUEVEL OUEIAEYOUEV] KLPIOG AOY®D NG YOUMANS
SIEIGOVTIKOTNTOG KO TNG TOIKIANG EKQPACTIKOTNTOG TOV £XOVV TO, TEPICCOTEPX OO QL TE TOL VOCT)LOLTCL.
Enopévag, av éva moudi eépel o maboydvo mopailayn givar dyvooto av tedkd B avartiéel  voco
KO 1] LEAAOVTIKY TpOYVOOT givar Ayvwotr aeov vadpyel onuavtikn etepoyévela (Kuliev A et a. 2021,
Finn C et al. 2023). Ztv HCM poévo to 50% twv cuyyevav mov gépovv Ty taboyovo mapailoyn Oa
eKdNA®GOVV TO Voo péEypt ta 50 £t kot Topopoto HoTifo SIEICVTIKOTNTOG TAPATNPEITOL Kol GTNV
ARVC. Ilepinov 10 25% twv acbevov pe maboyovo moapariiayn yio LQTS  éyxovv @ucioloyikd
pecodotnpate QT. Eva, and 6covg €yovv mapdtacn QT, n mbavomnta oipvidiov kopdiokon
emelcodiov pwv ta 40 € givon 15%. Emouévmg, ot kinpovopukég kapdionddeieg umopei va peivoov
adldyvooteg kaBoAn v mopeia g (ong evog acBevovg. Xwpig 1aTpik) QPOVTION 1 TPMOTN Kot
ocuvnBmg M povn KAvikn exdnimon pmopel va givar awpvidog Bdvatog. Mmopel va unv vrdpyet
CLUUTTOUOTOAOYIO €l TOAAG €Tn KOl Y10 TOPAdElypo vo ekdnAwbOel to cuuPdv petd amd Evrovn
COUOTIKY AoKNGN 1| LETA TN YOPNYNON CLYKEKPIUEVOV POPUOKEVTIKOV CKEVAGUATOV. € TEPITTMON
OV 1] UNTEPQ TAGYEL N} €lval QopEag Kot 1 Taboyovog TapaAdayn eival yvmoTn Umopel vo Yivel oto
TO0T YEVETIKOG EAEYYOG KO VO €XEL TNV KATUAANAN mopokoAovOnon kot Oepameio mov Peitidvel

onuavtikd tn Bvnrotnta kot BvnolpudtnTa arod T voco.
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Mia. 181aitepn opdda KANPOVOUIK®OV KOPIIOAOYIKOV VOCT|LATOV GE O, TL POPA TNV EVILEPMOT)
v PGT-M eivor o1 aoptomddeieg e kopto eknpdomno o cvvdpopo Marfan. I[apdro wov kot g avtd
TO VOGO, 1] EKPPOCTIKOTITA TOIKIAAEL KOl O QAVOTUTOG g Umopel va TpoPAepet, 1 d1e160VTIKOTNTA
oumg eivar TApne (Loeys B et al. 2021). To ocOvdpopo Marfan ftov oto voonpate yuo To omoia
oyxeddotnray mpotokolha PGT amd mold vopic 6tav NTav SbEcIun 1 GUYKEKPIUEVT] LATPECIA
(Harton GL et al.1996, Deng Y et al. 2021, Piyamongkol S et al. 2022).

Ot Kuliev A kot ovv. (2016) mapovciocav v gumeipio Tov ké€vipov tovg otov PGT yia ta
KAnpovokd kapdoloywkd voonpata wov agopovoe 51 kdkiovg PGT oe 30 Cevydapia, yo 14
voonuata Tov opeiloviol oe 23 dpopeTikég mapailayég yovidiov. H amoteleouatikdtnta Tov
YEVETIKOO eAéyyov oTig Prowieg euPpvv Ntav oapketd vymin (89%), 10 mocootd kbnong ovd
euppvopetapopd frav 66%, Tov 0dNyNcE ot Yévvnon 27 veoyvmv eAeDBEP®V Y10 TO VOCTILOL Y10, TO
omoio eréyyOniav (Kuliev A et al. 2016). Ze pia tpdoeatn pekét ot OArovdio amd tovg Verdonschot
Al ka1 ovv. (2024), o ap1Buds tov topamopndv Yo PGT yio kapdiaxd voonuata oy poAlg 3,6% ent
TOV GUVOAOL TMOV TOUPOUTOUTAOV KOL TO, TEPIGCOTEPA, (ELYAPLO PUETE OO EVNUEP®OT) OEV TPOYDPNCAV
ot devépyela PGT yia dudpopovg Adyovg. Amd ta 83 (evydpro mov mpoympnoay tehkd o PGT, ot
mafoyoveg maparrayég apopovaay 19 yovidia mov 0dnyodoav o€ 8 dlopopeTikovg pavotumovs: DCM,
HCM, LQTS, Brugada, CPVT, 15iomafng kotkokn tayvkapdio/pappapoyn. Ov 60 acBeveic giyav
KAMVIKO Kapdtako govotumo pe dtdpeon nikio évapéng ocvumtopatoroyiog ta 21 €t kot 27 frav
yovaikeg. Ao Toug aobeveic pe KAviKd eaivotumo, to 7% vrofAnnkay og petapdoyevon kot to 38%
1Y€ 10TOPIKO ATEIANTIK®OV V1o Tr {1 appuOUIdY Kot KaTayeypappéves ekpopticelg amd tov ICD. Movo
9 @opeig dev eiyov KAMOO HEAOG TNG OIKOYEVEWNG ME QPAIVOTLTO. Xg OAOLG TOUG GAAOVG LINPYE
KANPOVOUIKO 1GTOPIKO LE YOPAKTNPIOTIKA EVOPEN CUUTTOUATOAOYING G VEQPT NAIKi0, VYNAO TOGOGTO
UETAROOKEVONG KapOLAg Kol anpvidlov kapdiakov Bavatov. Ot pevvnTéC TPOTEIVOUVY £Va, LOVTELD VO
Pnudrov tov Ba Ponbovoe T yevetikn ouUPovAevTiKn Kol ETA0YN KatdAAnAmv {evyapiov yio PGT
UE 10TOPIKO KANpovoukng Kapdlonddeiac. To mpmto Prpo aeopd EAeyyo Yo YvoOTEG mToBoyOveg
mopoArayéc vyniov kwvdvvov (DCM: PLN, LMNA, FLNC, RBM20, BAG3 kot appvBuioyovog
kapdopvonddela: PKP2) kot oto dgbtepo Pripa va yivetan fabpovounon fapdtntog eotvotumon 0mov
ovvekTipdtar 1M mMAwioc €vapéng CLUMTOUATOAOYIOG, M EUEVTELON OTVIOMT, TO 1OTOPIKO
LETAUOOKEVONG 1 VTOOTNPIEN apLoTEPTG KOWAOG e 101K GVoKELN («TEYVNTA KOPSE») 1 10TOPIKO
HVEKTOUNG, TPOKANOT OEIANTIK®V Y10, T {on appubimv kot OeTicd kKANpovopko 16topikd (avaioyo
av givar 1°°, 2°° 11 3°” a&oloyeiton drapopetikd). Me avtov tov adydpifpo vroAoyiletot o kKivouvog yia
cofapd PavOTLIO Kol VYNAO TOGOGTO SEGOVTIKOTNTAG OTOTE KOl EKTIUATOL 1) KOTOAANAOTNTA Yo
PGT (Verdonschot AJ et al. 2024).

AOYO TV ovOTEP®, deV VITAPYOLV dlebveig KatevBuvtnpleg 0dnyieg Omd TIG EMOTNUOVIKES
etapeieg yuo 1o katd w6co gival nbwd ko Tpémel va mpoceépetar PGT-M oe OMeg TIG TEPUTTOCELS.
Emopévog, o porog Tou KAVIKOD YEVETIOTY] ivol KaBopIoTIKNG oNUaciog Yo vo dDGEL T duvaTOTN T

OTOVG UEAAOVTIKOUG YOVEIC VO KOTOVONIGOLV TIG OOITEPOTNTEG TOV GUYKEKPIUEVOV KATPOVOUIKDV
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voonudtwv, va evnuepmBoiv yio dtabéotpeg Bepameieg Kot vo UTOPECOVY LETA OO TNV EVIUEPWOOT] VO
AaPovv amdeacn vép 1 Katd g devépyetog PGT. Tlavta mpémel va yivoviol 6EBUCTES 01 TPOCMTIKES
embouieg oG Ko OpnokevTiKég TeEmoONGElg Tov (eVyaploV.. X TEPITTM®OT TOV TEAIKA OMOPAGIGEL TO
Cevyapt va dievepyn0el PGT mpémet va yivel kotavontd 0Tt 1 GLYKEKPIUEV SlodKaGio amattel ypovo,
TOAOTAEG EMICKEWELG, KOOTI(EL KOl TO. TOGOGTA emitvyiog eivol younAd ava kokio IVFE. Ze pia
avadPOIKT HEAETN KOOPTN OTN POpelo. AUEPIKT TO TOCOGTA KAVIKG MPERatOUEVNG KONONG ava
kOkAo PGT-M wvpaivovtov and 30,4% éwg 52,5% (Shaulov T et al. 2020). Emmiéov, yia va
emPePaindel to oamotéieopa PGT-M ovuvictdtor va dievepynfel kol emeufoticdg mTPOyEVVITIKOC
ENEYY0G KATOTY EMITEVLENG EYKLUOGVVNG. X TEPIMTMOT OV TO (gVYdpt dev emBupei tn devépyelo PGT
0AAG 0VTE TPOYEVVITIKOV EAEYYOV TPEMEL O1 YOVEIC VO EVILEPDOVOVTOL Y10, TO COGTO YPOVO TTOV TPETEL
Vo Yivel YeEveTIKOG €heyxog oTo Taudl TOLG, MOTE Vo Teploplotovy mlhavoi kivouvolr oAAG Kot vo
EMAYIOTOMOLEITAL O AVTIKTVITOG GTNV aTOoVOLia ToL Tod1o0. Emtiong npénet va yiveron culitnomn pe toug
YOVEILG Y10l TIG OVIGLYIEC TOVG GYETIKA UE TNV EMIOPOOT] £VOG BETIKOD OTOTEAEGOTOC OTIC KOVMVIKES
TOV OYECELS, TNV gpyacia, TNV WIOTIKY acediion K.d. Edv yio 1o cuykekpiyuévo voomuo vadpyet
Oepomeio mov pmopel va oPeAncel edv M Evapén yivel vopic petd ) yévvnon mpénel va culntnoei n
dlevépyelo. YeveTikoy eAéyyov oto veoyvo. llapdddnia mpémer va ocvlnmmBodv kot ot GAAEC
OVOTOPOYDYIKES EMAOYEC, OTT®G 1) duvatotnTa dlevépyelog IVF pe wdpo d0tplog aArd kot 1 exiloyn
g viobeciog.

[Swaitepo evdlopépov mPoKaAEl Kot TO 0101 €IvOL O1 KUPLOL TAPAYOVTEG TOV EXNPEALOVV TNV
amoOPUoT] TOV HEALOVTIKOV YovidV Yia dtevépyela PGT. TTapdro mov ot yoveig €xovv evnuepwbel 0Tt
YW TO TEPIGCOTEPO KOPSOAOYIKG VOO UOTo VIdpyovv dwbéoipes Oepameieg, M avaykn yuo
LOKPOYPOVIO KOPIIOAOYIKO EAEYYO, 1 KOOMUEPIVI] QUPUAKEVTIKT] Cy®YN, 1| TPOTOTOINGT TOL TPOTOV
Lomg, N mBavoTTe Vo vToPANB0VY G KaPIIOXEPOVPYIKES EMEUPATELG N 1] avdykn Yo eupvTevon ICD
KoL 0 Kivouvog Yo coPapéc EMMAOKEG OTTMG OVOKOTN KOpOLdg UTOPEL VoL EXNPEACEL TIG OYECELS, TOVG
EMOYYEALOTIKODG OTOYOVS Kol TNV Youyoroykn vyeia. [ToAlol acbeveig Piovovy éviovo stress kot
avnovyio 6x1 LOVo Yo Tovg 10100G ALY Kal Y10, To Toudid Tovg. O To GTUOVTIKOG TOPAYOVTAG PAIVETOL
TG €ivol 16TOPIKO a1pvidtov KapdlakoD BovaTov o€ KATol0 HEAOG TNG OIKOYEVELNG. AVTA TO YEYOVOTA
elvat omdvia, eivol OGS Kol TPOYTKA Kot 01 YOVEIG e TO pOPO0 £VOG TETOLOL TEPIGTATIKOD GTO TOdi TOVG
Kivnromolobvton vEp g olevépyewag PGT. 'Evag dAlog mapdyoviag mov cvyvd oamoteAel Oépa
ocv{nmong kKot katd moéco emnpedlel v amoeoon yio PGT eivol ol mepropiopol otig abANTIKES
dpaotnploTnTEG OV Bl £XEL OV TO TOOT KAT|POVOUNGEL TO GUYKEKPIUEVO VOOT|UOL. ZE OIKOYEVELEG OUMG
OmOV 10, TACYKOVTA WEAN Oev gixav TO00 GoPapés EKONAMGELG 1| €AV O VTOYNOLOG YOVENS TAGYEL KoL TaL
cuopmtopato ivor dtayepiolo, mo SVoKoAn amopacifovy ot vmoynelot yoveig tn devépyewn PGT.
Emutiéov, v amd@aor| Toug UITOPEL Vo EMNPEACEL 1] ATOPACT] TMV OIKMV TOLG YOVEMVY 1 TO TAOLA TOL
NnoM &xovv Kot yo ta ooia dev giyav npoypappaticel PGT. Eniong, vmdpyet éviovo otpeg kot aicOnpua
EVOYNG Y10 T1] YVOUT TNG KOwmViag Kol Thg 0o oyoiactel n ardeaon yuo dievépyeto PGT yuo voonua

amto 1o omoio 10N mAoYEL O YOVIOS, v av giyov AdPel avtioToyn amd@acn ot dukol Tov yoveig o Oa
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elye yevvnOel. Eav 101 oty otkoyévelo vapyet modi wov mdoyel, cuvnowg eival amotpentikd yio. PGT
0élovtag va ddoovv oTa Taudld Tovg ioeg evkaipieg, avayvopiloviag v aéio g {one. Télog, to
OLKOVOUIKO KOGTOG TOL TPEMEL VO KATUPAAOVY Ol LIOYNELOL Yovelg cuvnBwg gival and v apyn
OTOYOPEVTIKO Yo TNV Evapén Kol TO oYedoUO TPOTOKOALOL pe otoyo devépyeto PGT (Yeates L et
al. 2022). Ze pio véo PEAETN TTOV AVOADEL TOVG TOPAYOVTEG TOV EMNPEALOVV TIC amoPAcEIS (EVYapLDV
oV Kkdmolo péAog mhoyel amd ocopromdbdei oyetikd pe Tt yxpnon tov PGT xot T emloyég
aVamOPOY®YNG, e5ETAlovTol d1dpopol TaPAyoVTEG OTMG 1| KAVIKY TOpEia TG VOGOL 6Tov acbevi, N
avTiAnymn Tov KvdHvov, TO YOVAIKOAOYIKO 10TOPIKO OTMG €AV LVITAPYEL GALO Tandl e TO GVVOPOLO, N
eowkeimon pe Tov PGT ko trv IVF 610 60voAd g, KaOMG Kot OTKOVOLIKEG KOl KOWVMOVIKEG ETUTTOCELS.
H andpaon ya ™ devépyewa g PGT emnpedletor omd T1g tpocomikég atieg, aAld 10 K6oTOG Tailel

emiong kpiowo poro (Patton K et al. 2023).

AloOnpa 0OV G

Awpvidiog kapSrakog Odvarog Owkovopikr Suvatétnta
Neploplopoi ota abAfpata Sievépyelag IVF/PGT
KAwikn etepoyévela HAwia - Fovipdtnta

AloOnpa advvapiog
) . Nw¢ @avtaletar 0 Yovidg To péAdov Tou Swaxeipiong Twv
AloOnon wavotntag T80V - TG otkoyéverag REAAOVTIK®V
Swayeiplong Twv TPOKANCEWV
TPOKANCEWV TOV

VOGT|LaTOG

Ewova 8. llapdyovteg Tov empedlovv TV ané@act) TowV VoYt @Lwyv
YOVE®V yLa SLEVEPYELX TIPOERPUTEVTIKOV EAEyyov (PGT)
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A.2.2.8.4 Movoyovidiaxe Noonuoza.: Ievetikog Eieyyos [oioiwv

Mia, 4AAN TOAD OMUOVTIK TOPAUETPOG TNG YEVETIKNG GUUPOLAEVTIKNG eivan ToTE Bempeitar 1)
KOTAAANAN ¥POVIKN] OTyUn va dlevepyeital €Aeyyog oTovg amoyOovoug achevav pe KANPOVOKE
KOPOLOAOYIKE VOOT|LOTa, oV OgV £XEL YIVEL )01 TPOYEVVNTIKOG EAeYYOG pe 1 yopig PGT.

H nAicio 6mov mpémet va dievepyeitat yeveTIKOC ELeyy0g oTa Todd mpénet va, kabopileton amd
v TBavoTTa EKONAMONG TNG VOGOL GTNV ToudKh NAKia, T0 T0G0aTd BvnTOTNTAC, KOl TV VITapén
dwbéoipmv Bepaneldv mTov pmopovv va, amotpéyouvy ) Bvnrotnta. Erouévmg, N andpacn mpénetl va
eCatopkevetal og kdOe acbevi Kat TV okoy£Eveld Tov. Av kol 1 KOBUoTEPNOT TOL EAEYXOV UEYPL VA
glvat 10 ool apPKETA PeYOAO MOTE VO, UTOPEL VO, KATUVONGEL KOl VO, GULUETEYEL OTIV OTOPOCT) £XEL UIdL
N0 Paomn, woTdc0 0 Eheyyog vopitepa umopel va fondfioel otV EKTIUNGT TOL KIVOHVOL Kol TV
TPOYVMOOT YOO TNV OWKOYEVELW, €av pio maboyovog mapailayn OSwyvootel. Ocov apopd Tig
drwAondOeteg, 1 ykaipn didyvmon Ko 1 Evapén Bepaneioag, Omwe 1 yopnynon P-omokielotdv, propet
va amoTpéyel TNV ekdNimaon appubumv. To id1o 1oyvel kot Yo Kapdlopvonddeieg, 6OTov N TPOANTTIKN
mopéuPoon pmopet va €xel onuovtikd oeéAn (Landstrom AP et al. 2021). Xe moudd pe Ompokikd
OVEVPVUCHOTO TPETEL VO YIVETOL YEVETIKY €KTiUNOM Gupeco pe ) didyvoon (M €av vrdpyel vroyia
VOGN LOTOG GUVOETIKOD 1GTOV) KOl VO, XPTCLLLOTOI0VVTOL YEVETIKA “panel” 1000 Yo GuvOpopkd 660 Kot
Yl U1 GUVOPOLIKG VOGTIHOTO. X€ TTadld TOL TANPOVV TO. KPITNPle Yo ovvdpopo Marfan pmopei o
YOVIOLOKOG EAEYYOG VA gival e0TINGUEVOG 6T0 FBNI Kot €l apvnTikoD €AEYYOL v 0KOAOLONGEL O
EKTETAUEVOG YEVETIKOG EAEYYOG.

Amo TV avdivorn £pOTNUATOAOYI®V acOsvdVv pe KANPOVOUIKG KOPOIOAOYIKA VOG0T,
(QOIVETOL TOG O1 O KPIGIHOL TAPAYOVTEG TOV MONCAY TOVG YOVEIG Vo ETMAEEOLV YEVETIKO EAEYYO YO TA
TOOL8 TOVG NTOV 1) AVAYKN Yo EvapEn KapoloAoytkov eAEyxov 1 Bepaneiog e P-omokAelotég, 0dnyieg
Y TNV gvooyOAnon pe afANTIKEG dpaoTnPlOTNTEG, 1| MEIMON TNG OKOYEVEIOKNG GVNOLYING, KoL 1)
TPOocapUoyn o€ véa dedopéva. AvtiBétmg, Ayotepo onpoviikoi BempnOnkav mapdyovieg OT®G 1M
avénon g avnovyiog og mepintmon Betucod eAéyyov, o eofog Yo dlukpicelg otn oyéon Ue To A
OO TG OIKOYEVELNG, KOL 1] CUTOVORIN 1) 1 EAAELUPATIKT cLYKaTAOesT Tov Tod1ov. H enidpaor evog
OeTikoD YEVETIKOD OMOTEAEGLOTOC OTNV WOTPIKT| dlaXelplon UTopEl Vo dDGEL SUVAUN GTIC OIKOYEVELEG
va avaAdfovv mTpoTofoviieg Kot evieyopévmg vo BEATIOGOVY TNV TPdYV®ON Yo To Ttoudl Tovg. O
OVTIKTUOG OT GUUUETOYN o€ abAnpata dev givol T660 Eekdbapog kot dev eival capEg av ot YOVEIQ
amovcio Kotevhuvtiplov odnydv Ba otepicovy omd To Toudld TOVG TN GLUUETOYN oTa abAuota. To
YOYOAOYIKO OmMOTONTOUN TOV €EETAGEMV GUVOLETOL IE TNV GLVEIONTOTOINGCT TOV KIVOUVOL Kol TNV
avaykn yio oAAoyN] CLUTEPLPOPEG TTOL GyeTi(ETON [E TO amoTérecpa. Eival mepiocotepo onuavtikng Yo
TOVG YOVELG 1 peion avnovyiog Tov Bo eépet Eva apvnTikd omoTéAecpa omd To Gyyog mov o Tovg
empoptioet éva Oetikd amotélecpa. OvolooTikd, 060 apyel va yivel O YeVETIKOG EAEYYOG, OTIC
OIKOYEVELEG LE TOOE OV €YOVV Kivouvo Vo, TAGKOUV 0md £va KATPOVOUIKO VOGTUO 1O1 LTTAPYEL

apVNTIKOG avTIKTUTOG. TELOG, TOPOLO TOV O YEVETIKOG EAEYYOG LITOPEL VO 0ONYNOEL GE TEPLOPIGLOVS
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otV anolnmon amd 0oPUACTIKEG ETAPEIES, AVTO QUIVETOL VOl £YEL AYOTEPT] GNUAGIN Y10 TOVG YOVEIG
(Christian S et al. 2018).

[Swaiitepn opdda amoterovv o1 LSDs, énwc 1 vocsog Fabry 6mov vtdpyovv dabéoeg Oepaneieg
VTOKOTACTAONG. Z€ OVTEG TIG TEPUTTAOOCELS VITAPYEL 1| dvvatoTnTo pETPNonG ¢ o GALA dueca petd

TN YEVVNoT Kol 0TI GLVEXELD Vo dlevepyNOel YeveTKOg EAeYY0G Yol T YEVETIKY emPBefaiwon.

A.2.3 MITOXONAPIAKA NOXHMATA KAI MYOKAPAIOITA®EIEX

Ta pitoyovoplaxd voorpoto ival omdvio kAnpovopukd voonuato (1 : 5000) tov opeidovton
oe mapoArayéc yovidiov oto putoyovoplokd DNA (mitochondrial DNA, mtDNA) 1 mopnvikdé DNA
(nuclear DNA, nuDNA) kot Tov TpokaAodv Slotapayf TG MTOYOVOPLOKNG OVATVEVGTIKNG 0AVGIO0GC
kot Taforoyikn wapaywyn ATP. Ot o cuyvég yeveTkég aAAAYES EIVOL LEPOVMUEVEG, LEYAANG EKTACNG
dwypoapéc mtDNA «or n maparioyn m.3243A>G oto MT-TLI anotehel pio amd TIC MO GLYVEG
HTOYOVOPLOKEG TOPUALAYES. Evd ot khMvikég EKONADOELS TOIKIAAOLY, T OpYOVe, TOL GLVABME TAGYOLY
elvar 1 kapdld, 0 EYKEPAAOG KOl Ol OKEAETIKOL HOEG OV £X0LV LYNAEG evepyslokég avdykeg. To
ovvopopo MELAS (Myopathy, Encephalopathy, Lactic Acidosis, Stroke-like episodes) gival and ta
O YVAOOTH LUTOYOVOPLOKE VOGTIUATO TOV opeilovtal oty mopaiiayn m.3243A>G oto MT-TL1 (va
onuewwet 611 cuvopouo MELAS pmopel va opeiketon kot og mapordiayég 6to nuDNA kot akoiovOel
OVTOCOUKO VTOAETOUEVO YapoKkTipa KAnpovounong) (Niedermayr K et al. 2018).

211 GUYKEKPUEVT AVAALGT avopopd Ba Yivel oTa pToyovoploKd VOoiUaTo AOY® SLoTopaymV
tov mtDNA ot omoieg 00MyoUV G€ HoVAdIKO HOTIPo KANPOVOUKOTNTAG, TO OT0I0 ATOKAIVEL AmO TV
pevdehkn kAnpovopikotnta. Ta diaitepa yapaktnpiotikd oo mtDNA eivor 1 kAnpovounon povo amd
TN UNTEPQ, TO QOIVOUEVO TG ETEPOMAOCUING, TNG MIToXovoplakng otevomov (“bottleneck™), g
TOWKIAOUOPPIOG GTOVG O1APOPOVG 10TOVE Kol TNG emidpacng evog opiov mtDNA mov @épel v
nmoforoywkn maparroyn (“threshold effect”) mdvm amd tnv omoia exkdnimvetat o pavotvmog (Zhang H

et al. 2018, Rossignol R et al. 2003).

A.2.3.1 Mutoyovdprokd Noonpata: Kapdiokég Exkdnimoeig

Ot emumlokég amd TNV KOPSLOKY] CLUUETOYXN KVPI®S apOoPoVV 0PIoTEPT] KOIAOKY| VITEPTPOPIaL,
dwtapayés ayoyywottog, ovvopopo Wolff-Parkinson-White kot dwototikn pvokoapdionddeia. O
KIvOUVog eKONAMONG KAPIIOKNG OVETAPKELNG £Vl TTOAD VYNADS, OGS Kat Yo pneiloveg emmAokég amod
appvbpuieg (Savvatis K et al. 2022).

2t Pproypoeio To TEPIGGOTEPH KATAYEYPOUUEVO TEPICTOTIKG KOAPIUKMDV EKONADCEWDY GE

ptoyovoplakd voonpata agopovdv 1o cuvopopo MELAS. Ot kapdlakég exkdnAmcels Kupimg apopody
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ekdniwon HCM, opdkevipng, HnN OmO@POKTIKOD TOMOL 7ov ovyva efelicoetonr o€ TOMO
pvokapdlondadelog pe yopaktnplotikd DCM. Y@apyovv KoToyeYPOPEVO TEPIOTATIKG aclevav e
TeEMKOD oTadioV KopdloKn avemdpkelo Tov vIofAnncay ce petapdcyevorn kapdids. Ot ekONADCELG
amd TO GAA0 CLOTNUATO KUPI®G €lvar O0PNTNG, OTMOAEI OKONG, YPOVIOL VEPPIKH VOGOG Kol
eEeMooouevn eykeparonddela (Di Toro A et al. 2022). Qot660 AOY® ETEPOTAAGHING OEV EKINADVOLV
o6Aot ot acBeveic pookapdtondein (HCM 11 DCM). Qg ek t00TOL TTPEMEL 01 KOPOOAdYOL va gival
evocOnromoinuévol kol og avebNynteg KOPOOAOYIKEG €KOMAMOELS achevdv og cuvovacud Ue
Bapnkoia, kovtd avaotnue 1 pobnolokég SLVOKOAIES VO TAPATEUTOVY TOVG 00OeVEIG Yo YEVETIKO

éleyyo (Niedermayr K et al 2018)

A.2.3.2. Mitoyovoprakd Noorjpata: Kivovvor kot Emmioxég otnv Komon

Ta toyovoplokd voonuoto Umopel va oyetilovtol pPE TOKIAEG HOIEVTIKEG EMITAOKEG.
[MBavotato SadpopatiCovv onuavtikd polo ot aVENUEVEG EVEPYELNKEG OVAYKEG OTNV KONMOT, TO
o&edmTiKO stress Kot M avénuévn amomtwon. Xt PiProypapio £xovv TEPLYPAPEl TEPIOTATIKA
mpoekhapyiog oe gykvovg pe prtoyovoplakd voonuoate, IUGR, molvvdpduvio 1 okyobdpduvio,
UEIMUEVEG EUPPLIKEC KIVIAOELS, EVOOUNTPLOG BAvaTog, duoToKia, KATOKPATNOT TANKOVVTA, aoppayio
UETG TOV TOKETO, TPOWPOTNTA, YOUUNAO Bdapog yévvnong 1 Tpodwpog veoyvikog Bavatog (Finsterer J
2023). Ze pio perétn 300 eykboV e LUTOYOVIPLOKT] VOGO 01 TO GUYVES EMUTAOKES TV YAUMAO BApog
vévvnong oto 22,7%, IUGR eite pepovopévn (16%) 1 oxetilduevn pe dileg avopariss (6,7%) (von
Kleist-Retzow JC et al. 2003). Ze pio perétn 67 yovouk®v e PTOYovOploKn vOco oV PacioTnKe G€
CLUUTANP®CN EPMTNUATOAOYIMV, JUmeT®ONKE OTL 01 Yuvaikeg pe v mapordayn m.32434>G frav
7o TOaVO Vo EKONADCOVY EMMAOKEG OTI| KOTON OTMOG VIEPTOOT], S10NTN, OVATVEVGTIKY SVCYEPELD,
ToKeTO Ue enciyovoa karsapikn toun kot tpompotnta (Feeney CL et al. 2019).

Ot GUYKEKPIUEVEC NOLEVTIKEG EMITAOKEC TO TOAVOTEPO o€ €vo, fabud oyetilovion e Tpmun
EKONAMCN TOV HITOYOVIPLOKOD VOoUaTOG 6T0 EUPpvo. Tlapdro mov apketég petaforikég mabnoelc
diépyovtal po Tepiodo Ywpig CLUTTOUATH, PUIVETOL OTL 1) AVETAPKELL TNG OVOTVEVCTIKNG OAVGIONGC
UTTOPEL VoL £YEL TPO®PT] TPOYEVVITIKY] EKPPOOT], TIOAVOG GUVOEDEUEVT LLE TN YPOVIKT TOPELDL KOl TNV

1OTIKT EWOIKOTNTA TG EKPPOCTC TOV YOVISIOU TNng VOGOL KT TNV UPpuikn mepiodo.
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A.2.3.3 Mutoyovdprokd Noonpata: evetikny Zvpovievtikng

Ta pitoyovoplakd cuvopopa mTov TPOKaAOUVTOL amd Taboyoves mopailayég oto mtDNA
KAnpovopobvTot omd Tn uNTéP ALA 0 OVOTLTTOG Etval LETAPANTOS, KuPpimg AOYm TNG eTEPOTAACUING,
piog KaTdoTooT OTOL 1) VOGS EKOTNADVETOL OTAV TO TOGOCTO TV TopaAilaypéveov mtDNA vrepPaivet
pio optopévn ovdd (cvvnBwg >60%). Emopévmg,  voyneo untépa TpEREL Vo EVUEP®BEL avaALTIKA
YU autiv TV TavoTNTA, dNACON OTL 6eV eivar €0KOAO va TpoPAepBel o pavoTLTTOG TOV OIS0V, X1
ouvéyelo TpEmel evnuepwbel yio Tovg S1BEGIOVE TPOTOVG TPOYEVYNTIKOD EAEYYOL AL KOL Y10 TIC
GAAEC AVOmAPOYOYIKES EMAOYES TOV KUPImG apopovv TNV ART oArd kot tnv vioBeoia (ITivaxag 30)

(Thorburn DR 2001).

MMivaxac 30. ANAITAPAT'QI'TIKEX EINIAOT'EX XE AXOENEIX ME MITOXONAPIAKH TAGHXH
AvTtopaTn cOAMYN Kot ETERPATIKOS TPOYEVVNTIKOG ELEYYOG

ART

IVF pe odpio §6tpiog

IVF xon PGT

IVF pe teyvikn pitoyovdplokng aviikataotaons (Empéneto avéioya pe  vopobesio tov kdbe kpdtovg)

Yw0zoia

ART: Assisted Reproducted technique (vmofonQovuevn avamopaywyn), IVF: in vitro fertilization (eCwowuatixiy yoviponoinon),
PGT: Preimpantation genetic testing(mposuputevtikog EAeyyog)

A.2.3.3.1 Mitoyovipioxd Noanuozo.: Ilpoyevwntikog ELeyyog

O yuvaikeg acbevelg pe ptoyovoplokd voonuato Oo TPEmEL VO EVIUEPOVOVTOL Y0, TN
duvatdtTa SlEVEPYELNS EMEUPOTIKOD TPOYEVVNTIKOD €AEYYXOV. 'Eyouv peletbei ta emimeda cuyvov
mtDNA maporraydv ce EuPpoa Kot gaivetarl 6Tt Tapapévouy otafepd GTO OVATTUGGOUEVO EUPPLO
petd v 10" eBdoudda xdmong. Emopévac, oe delypa mpoyevvntikov eiéyyov Oo pmopovoe vo
extiunbei o kivouvog €KONAMONG HITOYOVOPLOKOD VOONUOTOG ©T0 7ondl petd tm yévvnon. O
TPOYEVVNTIKOG EAEYYOG Yo TapaAlayég mtDNA mpémet va yiveTal AUesa og KOTTapa Ployiog YoploKoy
AoyvedVv M GUVIOKOTTOPO Kot O)L G€ KOTTAPO LETE OO KOAMEPYELL, OPOD TO EMITEDD TOV TOPOAACYDV
umopel va dtapopomoinovv katd v kodiépyewo (Mavraki E. et al. 2023).

Avoldywg pe v mopaiiayn mov mpémel vo avoaintnOel o emAeyel kol 1 mO KATAAANAN
poptlokn teyvikn. H mopovsio 1 amovsio mopaiiayng yovidiov tov mopiva pmopel vo ektiundel pe
peiétn aAdniovyiong katd Sanger oe PCR-evicyvuéva moapdymyo. To eminedo etepomiacuiog yuo
moporrayéc oto mtDNA pmopovv va extiumBovv pe nebddovg mov otnpiloviot otnv «aAiniodyion
pécm obvheong» Ommg M aviAlvon aAinlovyiog Le «pyrosequencingy» mov £xel evaicincio va aviyvevst
aro 1% tov poptiov g TopaArayns. O EAeyy0g Yo TapaALOYEG LEYOANG KAILOKOG KOl LEPOVOUEVEG
mtDNA  dwaypopég Oievepyeitar pe ovvovaopévn pebodoroyion mov mepAapuPdvel TOGOTIKY
@Bopilovoa PCR mpaypatikov ypovov (quantitative fluorescent real-time PCR-qPCR) kot peydiing
eupéreing PCR. H gPCR ovykpivelt tov aplBud TV avilypaeov ToL GLYVH JOyPOUUEVOL
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MTND4 yovidiov ce oyéon pe tov aplBpd tov avitypdowv tov MTNDI yovidiov, TOL GTovimg
amoieipeTon o aobeveic pe peyding kKiipaxoag mtDNA avadiataéelg (Nesbitt V et al. 2014).

Mo tig yovaikeg mov @épovv moboydveg mapordayég tov mtDNA n epunveio ToV
OTTOTELEGUATOV TOV TPOYEVVNTIKOL €AEyyov glvarl moAvmAoKN kabdg amatitel v a&loAdynon g
ETEPOTAAGUIOG, TOV TPOGIOPICUO TNG 0LOOV eKONAMONG NG VOGOV (dev elval mAVTO €OKOAO VO
TPOGIOPIOTEL TOPE Yot TOAD Alyo VOGHOTA), TNV TAPOTNPNGCT TNG POIVOTLMIKNG EKQPACNS GTOVG
oLYYEVElg TG UNTEPAG, KOOMG KoL TNV EVTAOT TNG GUGYETIONG HETOED YOVOTLTOL Kol PAvoTOTTOL. Edv
pio yovaike dev embopel vo mpoywpnoel o€ KONOTN Ue TNV TOOVOTNTO TEPUATIGUOL AOY® OeTuicon
OTOTELEGIOTOG OTOV TTPOYEVVITIKO EAEYYO, UTOPEL va okeQTel evorhakTikég ommg M [VF pe odpla
30Tplag N 1e dwped euPpdmv, N n viobecia. Av kar Exovv avartuydel teyvikéc PGT mov éyovv Béom
UOVO EQOGOV LILAPYEL ETEPOTAUGHIO, OTNV acevr, OLTEG Oev givol TAVTOTE EQIKTEG, E1O0WKAE OTAV [0l

mopoAAayn etvor oravia 1 Wwwtikn (“private”) (Nesbitt V et al. 2014).

A.2.3.3.2 Mitoyovipioxd Noanuozo.: Teyvikn Avtixaraotaons Mitoyovopiwv

‘Exovv avantuoybet teyvikég ART dote va avtikotaotafovy to, titoyovopla g UnTéPag e
ptoyovopla 86tplog, v to nuUDNA va Topapével avETapo («modid 3 yoviovy - «youéteg and 3
00teg»). H mpmtn pébodog avtikardotaong pitoyovdpiov (mitochondrial replacement transfer, MRT)
TPUYUOTOTOLEITOL HEG® UETAPOPAG TNG UNTPIKNG aTpAKTOL TNg Untépog (maternal spindle transfer,
MST) oe oapio g d6tprog (petdpaong 1) oto omoio £yl apapedel o yeEVETIKO VAIKO TOVL VP VA
OAAG TOPOUEVOVY TO, LUTOYOVOPLO. XTN GULVEXELN TO GULYKEKPIUEVO OPLO YOVILOTOIEITOL OO TO
onepuatolOEPlo TOV TOTEPO. XTNV GAAN TEYVIKY YOVILOMOLEITOL TO ®AP0 TNG UNTEPOS amd TO
omePUATOL AP0 TOL TOTEPA KOl APAIPEITAL O TPpoTTuPNVaG Tov {uymTtov atépa/untépag (pronuclear
transfer, PNT). [TopdAinia yovipomoteital 1o ®apilo tng d0TpLog amd TO GTEPUOTOLMAPLO TOV TATEPQ
Kol oQolpeitolr 0 mpomvupnvag o omoiog avtikadicTotor amd Tov Tpomupnva Tov  {LY®OTOL
nmotépo/pntépac. To mpdto madi mov yevvnonke pe MRT kot pébodo MST ftav 10 2016 oto Meiko
o€ yovaika pe ouvopopo Leigh kot 16Toptkd TOAAUTAGY amofoldVv Kot VO TSIV TOL AmERimcay
a6 To GVVOPONO og UiKpn NAkia (Zhang J et al. 2016).

Bdoel tov vopikoy TAOLGIOL, 1) GUYKEKPIUEVT] TEYVIKT] OV €ivOl OKOUO EYKEKPLUEVT] OTIG
TEPLOCOTEPES YDPESG, HETOEL TV omoiv kot ot H.ILA o6mov dev emtpénetal oto TANIGIO YEVETIKNG
TPOTOTOINoNG ToL EUPPHOL. XNV EALGda £xovv 1101 yevvn el moudid pe ) pEBodo PETOPOPAS UNTPIKNG
OTPAKTOL GTO TAOIGLO EpeLVITIKOL Tp®mTokOAAoL (ISRCTN11455145) oe yuvaikeg vedtepeg amd 40
ETMV LE 1W010TadN VITOYoVILOTNTA KOl 16TOpkO amotuynpévov IVF oto mopehfov kot oyt yia yovaikeg
e 16TopiKo prroyovoplokot voonuatog (Costa-Borges N et al. 2023). H epappoyn g pebodov pmopei
va yivelr vopupo oty AyyAio petd amd adsie tov Human Fertilisation and Embryology Authority

(Gallagher J 2015). Ze ympeg mov 101 £XEL EPOUPLOCTEL 1] HEBOSOG GTNV TPAYUATIKOTNTA VITAPYEL EVa
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CVOUIKO KEVO» IOV OVCIAGTIKA OVTE EMTPENEL OVTE amoyopevet T uéBodo. Kar ot 600 teyvikég MRT
UTOPEL VO pOPOVV TOPUSEIYUATA TOGO YOUETIKMOV 0G0 Kol GOUATIKMY TPOTOTOGEMV. TPOTOnotovV
N YOUETIKN 6€lpd (germline) apob gival TpPOTOTOMGELS TTOL PTopel Vo KAnpovounfovv otig endpeveg
YEVIEG, v To Toudi Tov Oa yevvnOel pe avtiv v pébodo sivar kopitot. Av opmg yevvnOel ayopt Tote ot
YEVETIKEG TPOTMOTOMOELS VOl «OOUATIKES 0@oL Ot Oa pmopécovv va kAnpovounbovv oTovg
aroydévovc. H emhoyn tov appévev o propovoe va yiver pe PGT M pe emloyn onéppatog pe «Y»

xpoudcopoy mote o€ eninedo PGT va emAéyovtat povo dppeva Euppoa.

A2 4 IIOAYITAPATONTIKA NOXHMATA KAI KAPAIATTEIAKA NOXHMATA

Ta kapdiayyslokd voonpata £xovv évo ouvleto yevetikd vrndfabpo ki oKOuo Ki av pio
acOéveln glvar LOVOYOVIOLOKT, VITAPYOLV GAAEG TAPOAAAYEG GE GAAN YOVIdlo OV Pmopel va dpovv
TPOGTOTEVTIKA 1 Vo, emMPapvuvouy 10 eawvotumo. [epifailovtikol mapdyovteg EmMioNG CUUUETEXOVY
OGS 10 €100¢ datpoenc, N €kbeon oe axtvoPoiia, To KATVICUW, 1| ACKNGCT, ETOUEVOS O COGTA
OPIOUEVO KOPOIOYYELOKA VOOT|LLOTO EVIAGCOVTOL GTO, TOAVTOPOYOVTIKA VOOT|LOTO OTTMG O KOPKIvOg, O
caxyopmong dwfntmg kot n oxwloppévela. [opd Tig evratikéc €pevveg Kol TIS TPOOSOVS GTNV
avaKGAVYN Kot SloyElpton TV TapayovTov Kivovvov, eivol akopa S0oKolo pe akpifeia va extiundet
N TPOYVAOOT TOV KApIyYEWNKOY voonudtomv. H avalntmon yeveTik@v SEIKTOV 0VOOEIKVOETOL MG U0
VIOGYOUEVT] LEBOJOG TTOL Ba UopovoE Vo EVIGYDGEL TNV TPOANYT KOl TV TPOIUN OVIYVELCT] ATOUMV
1e VYMAS Kivouvo avanTuéng TETOI®V VoS UATOV. ZTAVIEG TOO0YOVEG TOpOAAXYEC TOL aKOAoVOOLY TO
povtéda kAnpovopkdtrag tov Mendel avayvopilovior €0 Kot Kopd o¢ GLVOETIKOL Kpikot
aVENUEVOL KIVOUVOL Yol Oplopéveg TabNoelg o€ Kamoleg owkoyéveleg. Ot peAéteg GLOYETIONG
YOVIOLOMOTOG o€ gupeila KAipoka (genome-wide association studies-GWAS) éyovv cupfdrier otnv
OTOGOPNVIOT] T®V OITIOAOYIKMOV GUVOEGUMV.

MéGm NG OCULOTNUOTIKAG KOTOYPOENG KOl KOTNYOPlomoinong OAANAV Kvdvuvov, €yel
emtevyfel n dnpovpyia TV AEYOUEVOV SEIKTMV TOAVYOoVIdlakoD Kivdvvov (polygenic risk scores -
PRS) yw d16popeg mabnoelg, copmeptiaplPovorévemy Kol TV KopOOUETAPOAIK®Y VOGOV OT®OG M
OTEQOVINI0 VOOOGC, 1 VIEPYOANCTEPOAUIIA, O S1aPNTNG TOTOV 2, 1) KOATIKY HOPUOPLYN Kot 1 QAEPIKN
OpopPoeuforikr; vocog. H extiunon moivyovidiakod KvoOVOL OVIUTPOCHOTEVEL L0 GUVOALKN
Babporoyio mov avtavakAd Tov emPopvpévo Kivouvo evog acBevong Tov GUVOEETAL LIE TO YOVISI®UA
TOV Y10, O1AQOpa YOPOKTNPIOTIKG 1| TobNoelg. Ot HEHOVOUEVES YEVETIKEG TOPOAAAYEG UmOpEl va
cuppdrovv gldyioTa 0TOV Kivouvo vOcov, dAAL 0TOV GuVOLACTODY, UTOPOLV Vo TPOPAEYOLV e
peyodotepn axpifeid v mOavOTNTO EKONAMOTNG TOAAATA®Y Kopdloyyelok®v voonuatmv. Oiot
BewpnriKd £ovv évav Kivouvo va eKONAMGOLV KATO GTIyUn ot {1 TouG £vo TOAVTOPAYOVTIKO
voonua kot  mlavoétnra pmopel va extiundei pe to PRS. Zuvendg, to va gvtomilovpe maboydveg

YEVETIKEG TAPOAAAYEG EVTOG TOL TAOIGIOV LOVOYOVIK®V SOTAPOYDV TOL £Y0VV OXECT UE KOPOLOKES
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mofnoelg, amotekel Evav oVGLUCTIKO TOPAYOVTO Yio ToV KaBopiopd g avaykng mopokoAovinong Kot
v TN dpdpwon evog Bepanevtikov mAdvov (Khera AV et al. 2018, Fahed AC et al. 2020). Ot
TOPOAAQYEC HOVOYOVIOlOKOD KivOOVoy oLvinBmG €ivol HOVIPELS, OV TPOGdidovy LYNAO Kivouvo
exdnimong tng vocov. Tétowa mapadeiypata eivar 1 LDLR ywo FH, GCK yw dwfnm, KCNQI yw
KOATIKY] poppopvyn kot FV yuo phefucy) OpouPfoepporikn voso (O'Sullivan JW et al. 2022).

O PRS éyovv oyedwotel oe pio mpoomdbeia afloddynong tov yevetikod vrdPabdpov evog
TOAVYOVIOIOKOD VOOTLOTOG Yo KAOE dTopo EEY®PIoTA Kol OTN GLVEYELD VO, TO KOTOTAEOVY GE o
olado Kvdvvov, amd Ty YapnAdtepn €0 TNV LYNAOTEPTN. Q0TOG0, dEV VIAPYEL M SLVATOTNTA
a&1omotng TpOPAEYTS, YIOTL LE GTOVG GLYKEKPIUEVOLG OgikTeG deV gival duvatn 1 cuva&loAdynon TV
TEPPAALOVTIKOV TOPAYOVTIOV 1 TOV TPOTOL (NG EVOC OTOUOV, EVE OEV UTOPOVV VO EKTIUGOVV TO
GLVOMKO €0POg TNG YEVETIKNG Tpodtdbeong. Paivetar 611 ot PRS avoiyovv 1o dpduo yia mo axpiPeic
EKTIUNGCELG TNG YEVETIKNG TPOoOIABECTG Yo KOWA TOALTAPOYOVTIKO VOCTLOTO KOl EVOEXETOL VO
KePOIoOVY KMVIKT ONUOCio 6TO KOVTIVO UEAAOV. AVTH TN OTIYUY], OEV GLVIGTATOL 1) XPTOT] TOVG Yo
LTPIKEC ATOPACELC KO OTOIEGONTOTE SLOOECIUEG VAN PETIES TPOGPEPOVTOL GE EVIIAIKEG GTOYELOLY GTIV

nwpocappoyn Tov Tpoémov {mng (Kdovpov I' kat cvv. 2022).

A2.4.1 Kapduwyyeioaxd Noonuarto [ToAvrapayovtikov Kiwvdbhvou

A.2.4.1.1 Owoyevig Yrepyoinorepoiauio.

H owoyevig vepyoinoteporaipio og etepoluyn popon (Heterozygous FH -HeFH) givot iy o
ovyvn povoyovidiakn dtatapayn (1:250-300 dtopo Taykooping) mwov yapaktnpiletotl and moAd vopic
v TV €xBeon o€ vYNAL emineda Mmonpwteivig o uning Tukvotrag (low-density lipoprotein choles-
terol, LDL-C) mov emraydvouv tnv abnpockAnpovtikn dadikocio pe ovénuévo kivouvo ekdnimong
otepoviaiog vooov (2,5 €mc 10-popéc avénuévo kivovvo kapdloyyelokng vooov), eva mg kot to 90%
dev &povv emionun ddyvoon. O emmolacudc g opolvyng FH (homozygous FH-HoFH) extipdton
1:1 000 000, ®6T600 vedTEPH HEDOUEVE AVASEIKVDOVV OTL TO VOoTLa €ival apkeTd o cuyvo 1:160 000-
800 000 (Sanchez-Hernandez RM et al. 2016).

O ocvuving yevetkdg €AEYXOC TOL TPOGOEPOLY TO TEPIOCOTEPH EPYACTHPLO. GLUVIHOWG
mepopiletar oty aviyvevon maboyovev mopadiaydv o 3 dwupopetikd yovidw (LDLR, APOB,
kot PCSK9) ko givar dtoyvaotikdg oto 60-80% tov mepmtodcewyv. H ypnon extetapévon eA&yyov |e
NGS panels emtpénet v aviyvevon naboyovov tapolloydv Kot og aAla yovidla 6nwg APOE, LIPA,
kot ABCGS5/8. Qo1600, vIdpyovy moAlol acBeveic — 01K0YEVELEG OOV TO YEVETIKO VTTOPaOpo dev givar

YVOOTO KOl O YEVETIKOG EAEYYOG OTOVIMG KPIVETOL TOPOLTITOG Y10l TN SdyVmoT).
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A.2.4.1.2 Opoupopirio kor Kopowayysiaxa Noonuata: Zrepoviaio Nooog

Opilopéveg  yeveTikég mopoAAayéG HE  VYNAN]  GLYVOTNTO OTOV  YEVIKO TANOLoUo
(molvpopeicpol) Exovv cuvdebel pe avénuévo kivovvo eAePikdv Bpoufodoemv Kot KopdOloyyELNKDY
EMMAOK®V, TOV TEPIAAUPAVOLY apTNpLokég OpoUPdoElg OTMG 1) GTEPAVIOIN VOGOS KOl TO EYKEPOUAIKO
emeloodo. Emiong, €xetl mapatnpnel cuoyETion e LOIEVTIKEG EMTAOKES, OTMG O VEOYVIKOG BAvaTog.

Yrdvieg taboyoveg maporiayéc 6to MTHER, éviupo Tov oyetiletol GUESH [LE TOV LETAPBOAGUO
TOV EVAKOV 0&€0G oyeTilovTal e OLOKVGTIVOVPI0 TOV KAT|POVOUEITOL LUE OVTOGMUIKO VITOAEUTOLUEVO
yopoktpa. Ot tolvpopeicpoi ato id1o yovidro C677T ko A1298C €xovv GLGYETIOTEL e NTTIEG LOPPES
OVETAPKELNG TOL EVEVUOL TIOL GYETICeTON LE MO, VITEPOUOKVGTEIVOLLiD, TOV €xel evoyomombel g
TOPAyovVTag KivdOVoy yio TpOKANoT KOPSloyYEINK®MY VOOT|LATOV. QQGTOGO Ol TEPIGCOTEPEG UEYAAES
WTPIKEG ETOIPEIEG OTIC KATELOVVTINPLEG 00MYiEC TOVG OEV TPOTEIVOVY TOV EAEYXO TMOV GUYKEKPIUEVMV
TOAVHOPPIGU®V, 0poV oty Kavkdoia uAn anavidvtot pe cvuyvotnta g kot 40% (Levin BL et al.
2016).

H ovompatikn xpion tov eéetdoewmy yio Opopfopirio 6€ TEPITTOCEL KAPIIAYYELLKDV VOGHV
&xel yivel avtikeipevo dtopdyng Ko emKpatel 1 dmoyn 0Tl VTG 01 EEETACELS YPTOLLOTOLOVVTOL TOAD
oLYVA ACKOTO, TPOKOAMVTAG OLENUEVO KOGTOC Y®PIG Gaer 0QEAN Yo Tovg acBeveic. Zuyvd odnyodv
o€ VIEPOIYV®OOT), TPOKOAOUV Ayyog otovg acbevelg kol omatdin woépwv mov Oa pmopovoov va
YPNOoToInfovy o OTOTEAECUATIKA o€ GAAOVG Topelg. H avdlvon emopévog OAmv avtdv Tov
TOAVHOPPIGUDY OAAGL KO TOAA®DV GAA®V, TOL amodederypéva dev oyetilovian pe Bpopfopidia (6mwg
n.x. ACE I/D, p-Fibrinogen -455 G>A, APOE e2/e3/e4, ApoB R35000, «.4.), dev cuvictdTol Kl odnyel
o€ evieh®g AavOaopéveg K emikivovveg ektiunoeic. O éleyyoc Bo mpémel vo meplopiletal o ATopa pe
OTOIKO 1) OETIKO O1KOYEVELNKO 1GTOPIKO OPOUPOTIKOV ETEIG001MV Kol VO YIVOVTOL LLE GUVEGT] KoL TAVTO

UETA OO YEVETIKT] GUUPOVAEVLTIKY.

Mivaxeg 31. NOAYMOP®IXMOI IIOY EXOYN XYXXETIZTEI ME OPOMBO®IAIKO -
KAPAIATTEIAKO KINAYNO KAI MAIEYTIKEX EHNIITAOKEX

FV G16914 (Leiden) Prothrombin G202104 MTHFR C677T MTHFR A1298C

PAI-4G/5G FV HI299R (R2) B-Fibrinogen 455 G>A FXIII V34L GPla C807T GPIlla L33P (HPAL)

Apo B R35000 Apo E C526T ACE I/D EPCR A4600G (H3) EPCR G4678C (H1)

A.2.4.2 TTodvmapayoviikd Kapdwayysiakd Noonpata: Kivovvor kot Emmiokég oty Konmon

Onwg &rel NN avaeepbel 610 €160yOYIKO PEPOG TNG TOPOVGOS OVOCKOTNGONG, PLGIOAOYIKEG
OPUOVOLOYIKEG KOl HETOPOMKEG HETOPOAES KOTA TNV KVUMON EXOVV G OTOTEAEGLO OLUTOPOYEG OTO
petafoiiopd g yAvkolng Kot Tov Mmdiov pe amotélecpa adENCT OTIS TILES YOANGTEPOANG Kol
TPIYAVKEPOIV oL pmopel va @tdoel émg kot 30% oto tpito tpipmvo. O xivévvog apopd T060

untépa 660 Kat ta EUPpoa apod ektiBevTol o€ LYNAAL evoouNTPLO ETITES YOANGTEPOANG. Y YNAEC TIHEG
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OMKNG YOANGTEPOANG, TpryAvkepdiov, LDL-C, kot younid eminedo HDL-C oto mpmto Tpipnvo
oyetiCovtot pe avénuévo Kivouvo HOLELTIK®V ETMAOK®MV, OTMG KOl LE 0LENUEVO KIVOUVO EKONAMGONG
St komong. XapnAd emimeda TPLYAVKEPISI®MV €XOVV EVOV TPOGTATELTIKO POAO Yo EKONAMON
dtafmnTn KuMoNg Kot poKposmpia, eve yopmiés Tpég LDL-C dpouv mpooTatenTikd £VovTL ToU TPOMmPOL
tokeTov. Ta vYNAG TpryAvkepiola oyetilovtar pe avénuévo kivouvo ekdNAmoNG TpoekAayiog, evm
vynAn LDL-C pe poxpoowpio. To vynAid enineda tprylvkepidiov kot to yopnid eninedo HDL-C oto
tpito Tpiunvo oyetiCovior pe avénuévo kivouvo yia peydro Papoc yw v MAkio KOMONG Kot
pokpoowpiog (XiF et al. 2021).

‘Eva amd to peyoddtepa TpofANUOTO TOV EYKVOV LLE OIKOYEVH VIEPYOANGTEPOAULLIN ival OL
TEPLOPIOUEVEG DEPATEVTIKEG EMAOYEG OTNV KUNGT, GOV Ol GTOTIVEG WOV amoTELOVV TN Oepameio
TPAOTNG YPOUUNG OVIEVOEIKVUVTAL OPIVOVTOG TN Ol0TPOPT KOl TN YOAECTLPAUIVI T Pacikd OmAa
avtetonions. [lapdrio mov apykd oe pkpég oelpég achevav eiyov avapepbel dopaptieg didmiaong
pe ANyn AMToOQIL®V GTOTIVOV GTO TPAOTO TPIUNVO, G UEAETEG KOl PETA-OVOAVGELS TOV 0KOAOVONGOV
dev emPefordbnkay avTd T ATOTEAEGHOTO KOl OgV TTopaTPnONKE TEPATOYOVOG dpaiom LETE od Afym
VOPOPIMOV OTATIVGAV, OT®G Tpafactativn kol pocovPaoctativr. TTIAéov, 0 pOAOG TOV GTATIVOV Kol
€101KA NG TPaPaoTATivig EPEVVATAL KOt Yl TNV TPOANYT TNE TPOEKAUNYing oTo TAdiclo Pedtioong
g evoobnAlakng Aettovpyiog kol peimong e eAeypovng Kot Tov o&edmtikov stress. [loapora avtd,
01 YEVIKEG 0OMNYIEG 0POPOLYV SLOKOTN CTOTIVMV 2 UVEG TPV TOV TPOYPOUUUATICUO KOO Kol Yp1ion
uefodmv avticoAinyng (Grundy SM et al. 2014), evd 1 cuvEION GTATIVOV GTNV KOO TPETEL VO,
e€atopukevetat. [Myvaikeg mov Aappdvovy aymyn pe PCSCY avactoleic, eniong mpémel va S10KO6TTOOLV
™V ayoyn mpwv v &vopén g komong. Lotdco, To TeAevtaio £t pe TN dvvarotnta g LDL-
apaipeong eival Pkt 1 LEl®ON TOV TILOV EOIKA GTO TPITO TPIUNVO OTTOL TOPATNPELTAL T LEYOADTEPN
avENOT. Ze YOVOIKEG [LE VTEPTPIYAVKEPIO QLD OO TV apy1| TG KONOTG VTTAPYEL O KivOLVOG TPOKANGNG
TOYKPENTITIONG, EIOIKA GTO TPITO TPIUNVO OTOL AVOUEVOVTOL Ol VYNAOTEPES TIUEG. ZTNV OVIILETMION
umopel va yopnynOei yoAeotvpapivy, viacivn, eumapdtes, ®-3 Amapd o&éo Kol 6€ aKpaieg TEG
TAOCUOPAIPEST] CUUTANPOUOTIKG e avoTnpn pOOon g YAvkolng, tov Bupeogldong Kal e GOOTH
dwtpon| (Grundy SM et al. 2014).

Mo yvvaikeg pe FH mov oyedidlovv va yivouv untépeg,  fertimon g kopdioyyelokng vyeiog
TPV TNV KNG vt KpIiGUn TOGO i T1 SN TOVG LYEIN OGO Kol Yo TNV VYEio TV Todidv Tovg. H
EPapPLOYN VYIEW®V cuvnBeldv (oNg Onmg KatdAAnAn Satpoen Kot Aoknon eitvat Oepeldong yo tnv
enitevén avtod tov otdyov. H vroyneo untépa mpénet va evnuepmbel yio Toug mhavovg Kivohvoug
OAAG KO OTL e TN 60T KaBodyNon 1 KOO WITOPEL VO TPOYMPTCEL LUE AGPAAELD OTIC TEPIGGOTEPEC
TEPMTMOOCELG, OPOV O YUVOUKEG TOV OgV £XOLV KATOL0 EXTAOKT] TPO KONONG PAIVETOL VO, £X0VV KAAN
npoyvoon (Blaha M et al. 2022).

H enintoon o&éog otepaviaiov GuvOpOUOL KOTA TNV KONOT 1 GUEGO UETA TOV TOKETO €ival
ondvia 2-8/100000 tokeTovc, ®oTOGO 1 TEPi0SOG TNG KOMoNg avEdvel Katd 3-4 gopéc v mhavotnta

va wdhel n idwo yovaikoe o0 otepaviaio ocvvopopo. H Bvymtdmra etaver to 5% Kot cuvolikd 20% twv
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unTpikdv Bavatov omd kopdloyyelokd voonuato aeopovv ofd otepaviaio cvvdpopo. (Regitz-
Zagrosek V et al. 2019) O napdyovieg Kivdvvov apopodv v nikia (>35 £tn) kol 10 KATVIGU,
1OTOPIKO LIEPTOOTG, OWPNTN, avalpiog, Opoppfoeiriog kol €101KEG KOTAOTAGEIS GTIV KONGON OM®S
mpoekhayia, peToyyioels, aoppayio otov toketd N Aoipwén. H ayyslomhaotiky ivor n Oepameio
eKAOYNG KOl 0 TOKETOG B TPEMEL VoL TOPATEIVETOL TOVAGYIGTOV 2 EFSOUAdEG Ao TO 0ED oTEPOVINIO
oLVOpOLLO.

O1 yuvaikeg [LE 1GTOPIKO GTEQOVIAING VOGOV TOL TPOYPUULATIOVY KONGT, 10aVIKA TPETEL VAL
Eekvioouy TPocTBELEg TOVAGYIGTOV Eva £T0G HETA amd 0&D oTEPAVINio ETEICO010 1 6 UNVEG PETE 0o
tonofétnon otepaviaiog evéonpdbeonc, dote va £yl TapiABel 0 EAAYIOTOG YPOVOG TOV ATOLTEITOL Y10
oLYYOPNYNON OMANG OVTIUOTETOAOKNG aywyng. EmmAéov, mpémel va dievepynfel évag €leyyoc
“baseline” ywo ektipnon abnpopotiknig vocov tpo kimong. Katd v komon n acbevig Ba cuveyioet
YOUNAR 060m aomipivng €mg v 36" efdopdda kot Bo yivel TpooekTikdg Eleyyog Kol avalnTnon
mopoyovtov  erefukod  OpopPospufoiikod  KvdbvVov Y TO €0V AMOITEITOL  GLYYXOPNYNOM
Opopporpopuratng pe mmoapiv. H Ayn GAA@V @apuikmv Kot 01K TOV DTOAMTIOUUKOV

€EUTOUIKEVETOL GUVEKTIUAVTOG TOVG KIVODVOVG Ot TO OPEAOG.

A.2.4.3. TloAvrapayovtikd Kapodtayystokd Noofpata: evetikny Zopufovievtiky

A.2.4.3.1 Ioivmopayovuixa Kapoioyyeroxs Noanuozo: I'evetikog Eleyyog

O yevetukog Eleyyog dgv glval TAVTOTE AVOYKOIOG Yol Uio YOVOIKO PE VYNAG entinedo AMmidimv
7ov B€hel va yivel untépa, aALL oV TPOCPOEPETAL 1 SLVATOTNTO (KVPIMG OTOV TO KOGTOG OEV ATOTENEL
EUMOO10), UTOPEL VO TAPEXEL ONUOVTIKEG TAPOPOPIEG Y10 TNV YEVETIKY TTpodidbeomn, Ponbmvtag oty
KOADTEPT] 0ELOAGYNOT] TOV KAPILOYYELKOV KIVODVOL, KOl €V TEAEL 0T dlayeipion Tov pécm twv PRS.

Ye acbeveic pe FH dev mpoteivetal mpoyevvntikog Eleyyog Kot €lvan GNUAVTIKO Vo eviiepmbel
N UNTEPQ Y10 TN CNUACT £YKOIPOL EAEYYOV 6T0 Todi TG, OAla To Toudid TPEMEL VoL EAEYYOVTOL YidL TO,
enminedo Mmdiwv oTov 0pd aveEapTHTOS OIKOYEVELNKOD 1GTOPIKOV KOl 1 EVPOTAIKN TOAN PEATIOT®V
TPOKTIKAOV Y10, T1 dnpocia vyeia (European Commission Public Health Best Practice Portal) mpocata
Exel avayvopioel ToV TOSOITPIKO TPOANTTIKO €Aeyy0 ¢ Mo amd TG KOADTEPEC TPOKTIKEC
TPOCOTOTOMUEVNG 1TPIkNG. H katdAAnAn niikio yio kaBoAkd Eleyyo dev €xel akoOpa S1evKpIvioTel
oV Kol TPOTEIVETOL GE MAIKIO LIKPOTEPT TOV 5 €TV €dv 0 €vag yovidg eivar mBavo vo mhoyel. H
Apepicavikn Axadnpio [Mowdidtpov cuvictd kaboAkd Eleyyo Tov Taudidv nikiag 9-11 etov i dv
VTAPYEL OIKOYEVELNKO 16TOPIKO oe nAkia 2 etdv (McCrindle B et al. 2012). O yevetikdg €leyyog ota
VEOYVA-VITILOL O€ UTOPEL VOL OVTIKOTUGTIOEL T LETPNOT GTOV 0p0 TOV EMTES®V MTISI®V AALY KAl 6TV
avaTPOON LE VYIEWO TPOTO {oNG (d1TpoPn], S10THPNCT PVGIOAOYIKOD COUATIKOV Bapovg, dckneon). H

ddyvoon Pmopel va PTEL amd KAWVIKG KPITNplo. OAAG 0 YEVETIKOG EAEYYOG TAPEYEL GlyoLPT| LOPLOKT
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ddyvoor, Olvoviag MPOYVOOTIKEG TANPOPOPIEG KOl TPOCOEPOVTIONG TIl OLVOTOTNTO EKTIUNONG
KopAOyYELKOO KIvoOVou 6 auTiv TV opdda acbesvav (Wiegman A et al. 2015). H yevetikn didyvoon
eaivetol va £yl emidpacn oty £yKoaupr EvapEn VTOMTISAUKNG OY®YNS, CUUHOPP®ONG oTr Oepaneia
Kol KOTG ovvéneln oty erdrttoon tov emmédov LDL-C. Eriorng, yio tovg acbeveig og éva Pabuo
eaivetal va Tovg fondd vo amevoyomomacovy Tov Tpomo (NG Tovg Kot OTL VITAPYEL OTOTELEGUATIKN
Oepomeio Tov pmopovv va Eekivioovy amd veapn nhkio. H Oepomeio ota mondid npoteivetan va Eevika
ota 8-10 étn (Medeiros AM et al. 2023). YynAd enineda LDL-C anovcio moyvcapkiog 0ETovv vynin
VIOYI0 OIKOYEVOVG VEPYOANOTEPOLUIUING KO TPOTEIVETOL YEVETIKOG EAEYYOC. 20TOGO, O YEVETIKOG
€\eyyog Umopel va punv eival dayveooTiKOg agov UTOopel Vo apopd EKONAMOT] TOAVTAPOYOVTIKOD

VOO LOLTOG,

A.2.4.3.2. [loAvmopoyovrira Kapdiayyerarxo Noonuozo.: Ipogupvtevtikog Eieyyos

Y7rdapyet 1d10itepn avnovyio 6TOVG ETLGTHLOVEG TOL aoyoAovvTol pe TNV ART Kot tn dievépyeia
PGT yia v enéktoon tov evdeifemv og dyung évapéng morlvrapayovtikd vooruota (PGT for poly-
genic disease, PGT-P), voorjpota mov dev ennpedlovv dueca to EuPpuo kot ta todid. Edv n dievépyeia
PGT enextafel yio vo KOAOWEL TOADTOPOYOVTIKEG O10TAPAYES TPETEL VO VILAPEEL £VOL ATOTEAEGLOTIKO
GUGTINO. GUUPBOVAEVTIKNG OV Bo ATOPEVYEL TNV TIECTIKY| EMPPON Kot Oa EMLTPETEL OTIG YOVAIKEG VL
&yovv mpaypotikn emthoyn (Grebe T et al. 2024, Forzano F et al. 2022, Polygenic Risk Score Task Force
of the International Common Disease Alliance 2021). H emotnupovikny kowotnta givorl n kKateoynv
appodle. vo TpooTatéyel ta 10t T {evydplo amd TN pn opbn ypnon g tE(VOAOYing, MOTE Vo
amoevydel 0 kivduvog TG guyoviKng Kot va cuva&loloyel dha To nOucd, vopikd Kot kovmvikd Oépota
nov pmopet va tpokdyouy (Kakovpov I' kot cuv. 2022).

‘Eva amd to o vy vd moAvmapayovTikd voonpata 0nmg Exel oM avapepbel eivon 1 FH. H
TOAVTOPOYOVTIKY] (UCT] TOV VOGTUOTOG OMUOiveL OTL €dv kdmolog emiBupovoe PGT Bo mpémel va
amevBuvlei og epyaothpla mov dievepyodv PGT-P, Aapfdvovtag vroyn tuydv Teplopiorovs, ToAAol
OO TOLG OTOI0VG EVOEYETOL VO, Elval NOIKNG PUGEMS, TOL TPOKVTTOVY OO TNV OAN Sludikacio. X
mepintmon mov aviyvevbei maboyovog maporiayn mwov oyetiletan pe FH pmopel va tebel 1o epdtnua
OO TNV LIOYNPLE UNTEPE, TOL TPOYEVVNTIKOD eAEyyov. Xtnv EAAGO dev emttpémeton 1 dievépyela
PGT-P aAAd oOte kot N peEpOVOUEVT aviyvevor Tov tabdoyovav mapoiiaymv ota miaicio PGT ya
voonuata omwg N FH, kabog dev avikel ota voonuate wov Bo propovoe vo dmbel Eykpion and tnv

EAIYA (ITivaxag 16).
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E.XYZHTHXH - XYMIIEPAYMATA

E.1 TENETIKH XYMBOYAEYTIKH

H yevetucr ocvpPovientikn cuviotatal ot d1e£odikn cv{ftnon peta&d 1Tpov Kot acevoic
LE OKOTO TNV KOTAVOTON TOV dUVATOTHTOV SlAYVOGCTG, TPOYVMGNS KOl OVIYLETMTIONG TOV YEVETIKOV
VOO UAT®V, TOV TPOTO UETASOGTG TOVG KOl TOV KIVOUVO TTOL S10TpEXOLV GAAD PEAT TNG OIKOYEVELNS VOl
avantoéovy 1o 1010 voonuo. EmmAéov, emenyodviarl ot SuVOTOTNTEC TPOYEVVITIKOD EAEYYOL, €AV
VIAPYOVV Y10 TO GLYKEKPIUEVO VooTua. H otdon tov yevetukod cupfodlov givar apepOANTTN KoL pe-
emPePAnuévn, Oniadn o yevetikdg cOUPovAog dev Tpémel va, kpivel (“non-judgemental”) kot dev mpémet
va katevBover (“non-directive”). O teEMKOC 0T0YX0G €ivar o1 0coBevelg vo TAPOLV HOVOL TOVG TIG
KOADTEPEG YU ALTOVG OMOPAGEC 0@oL £youv AdPel oakpiPelg Kol KOTOVONTEG EMIGTNUOVIKEG
TANPOQOpPIEC.

O KAvikog yeveTiot)g Stodpapatiel Kpioo poOAo oTovV GYESOGUO TG CTPATNYIKNG Kol GTNV
EMAOYN TNG KOTOAANAOTEPNG LEBOOOL d1oyvmoTIKNG EEETAONC, AVAAOY®G TNG KAIVIKNG EKONAWDOTG TNG
mifnong. H emdoyn pog epyootnplokng e&étaong évovit plag GAANG amoutel yvoon Tov
TAEOVEKTNUATOV KOl TOV LEOVEKTNUATOV TOV dlapopeTikav pebodwv. Emiong, emdéyel m cmot
1EB0SO Y10 TEPAITEP® AAANAOVYIOT LEADV TNG OKOYEVELNG LE OKOTO TN UEIMOT) TOV TUPOAALYDV TPOG

e&étaon.

E.1.1 TENETIKH XYMBOYAEYTIKH XTHN EAAAAA

Ot 1Tpoil KAMVIKOT YEVETIOTEG TOV TPOGPEPOVV TIG LANPESTES TOVS otV EALGda elvan gite woTpoi
7oV €11KeVONKOY oTo e£MTEPIKO N 10TPOil AAAWV EWIKOTATOV (Kupimg madiatpot) pe e&edikevon g
acleveic pe yevetued voonpata. Epyactnplokol yevetiotég (tatpoi — ProAdyor kot GAAES cLVOQEIC
€0IKOTNTEG) OTO OMNUOCI0 OAAG KLPIWG oTOV WOIMTIKO TOpE, €miong £YOVV UEYAAN gumelpio TNV
dlevépyelo KoL EpUNVein amoTeELECUATOV YEVETIKNG. 'Eva amd ta peyodltepo mpoPfARpate Topoyng
yevetikng cuppovievtikng otnv EALGSa etvar 1 EAAeyn amd EE101KEVUEVOVG EMOTILOVEG VYEIOG OTOV
TOUED TNG YEVETIKNG KOl 1) U OMGCTN EVNUEP®OOT] OO TNV LIOAOITN WOTPIKN KOWOTNTO MOTE VO
katevBuvBov cwotd ol acBeveic. H elducotnta g wtpikng yevetikng otnv EALGSa eivor vopoBetikd
BeopobeTuévn oAAG dev Exel EeKvioEL ETTiOTLOL 1) EKTTAIOEVOT).

X 6,TL apOopd TA KAPOVOUIKA KOPIIOAOYIKA VOGT|LATO, 1] SIEPEVVNON TNG YEVETIKNG PVONG TOL
VOGNUATOG, 1 a&0AdYNo TOV omotelecudtov, 1 Bepomeion — mapakolobOnon aiid kot n Tapoyn
YEVETIKNG GUUPBOVAEVTIKNG TOPEYETAL OO 10.TPOVG KAPAIIOAOYOLS Le ee1dikenoT 6T KAPOVOLIKE Ko

OTAVIO. YEVETIKG VOGIUOTO KOU KOPIOAOYOLS 7OV OOYOAOLVTOL WE TNV TPOANYTN TOL OLPVISov
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KapdloKow Bavatov. Yapyouv eldkég Lovades Omov eKTOC TV KOPIOAOY®OV DITAPYOVV EPYUCTNPLUKOL
YEVETIOTEG OAAG KOl GOUPOVAOL GAAWDV EOIKOTHTOV ONWOG VELPOADYOL, TVELUOVOAOYOL, TOdITPOL,
evookpvoroyol. Tétoleg povadeg givar to Edwd Kévipo Kapoidg ABntav & Néwv tov EOvikod kot
Komodwotproxod INavemomnuiov ABnvaov kot n povéda Kinpovouwov [Mobncewv Kapdidg oto

Qvacelo Kapdioyepovpykd Kévrpo.

E.1.2 TENETIKH XYMBOYAEYTIKH ZXE AX®GENEIX ME KAHPONOMIKEZ
KAPAIOITAG®EIEZ: IATAITEPOTHTEZ

Ov «Khnpovopkég  xopdlokég mabnoel pmopel va  akoAovBovv  dlopopeTikd  gidn
KANPOVOLIKOTNTOG OV KOl Ol TTEPICCOTEPEG TEPMTMGELG AKOAOVHOVV ALTOCOUIKS ETIKPATEG TPOTLTTO.
H S1ie16dutikdmra Kot 1 EKPPUCTIKOTNTO TOV KANPOVOUK®OV Kopdtomafeidv umopel v Slapépet
OTLLOVTIK(, 001Y®VTOG GE S10POPEG GTNV EKONAMGT Kal TN GOPapOTNTO TOV GCUUTTOUATOV AVIUEGH GE
dtopo oKOua Kot TG oG otkoyévelag pe tnv 1d1o mwaboyovo mapordayn, v aviiBéoel pe GALEG
povoyovidlokég mafnoelg mov evdgyetal va mopovstalovy mo otafepd eovotumo. Xvvideleg Kot
TpOToG Long, tepiParioviikd epedicuata Kot Tapovsio GAA®Y TOAVUOPPIGUMV UTopEl Vo ennpedlovy
™V KAk ékepacn kot ) Bapdtnta tov voonpatoc. Eriong, ol kKAnpovouikéc kapdromdbeieg pmopet
VO SLPEPOVY MG TPOG TNV NAKIN EKPPOCTC, LE KATOLES VA ELPAVIfOVTaL GTNV TOOKN NAKIO Kot GALEG
VO TOPAUEVOVY GVUTTOUATIKEG UEYPL TNV EVAAIKN (N, avtifeTta pe dAdec mabnoelg mov icwg £xovv
mo otafepn nAkia évapéne. EmmAéov, ot kAnpovopukég kapdlokés KaTaoTioelg pmopet va eivat Hépog
EVPVTEPMOV GUVIPOUWDV TOV ENNPEALOVY TOAAATAG Opyava, EVD GALES Vo, TEPLopilovTal GTnV KapdloKn
nmaforoyio. H avtamoxpion otig Oepaneieg kot n pokporpdfesun Tpdyvaoon pnopet exiong vo Slapépet
ONUOVTIKA AOY® TNG YEVETIKNG eTEpOYEVELOC. H KOoTOvoMon autdv Temv 1d1outepoTiT@V £ival OVCIUGTIKN
Y. TV akpiPn Odyvmon, Tr YEVETIKY] GUUPBOLAEVTIKY] Kol TN Oloyeipton Kot omottovvtol €101Kol
YEPICUOL OTT YEVETIKN GUUPOVAEVTIKT KLPIMG G O,TL APOPE GTNV KOTAVON G TNG TANPOPOPIG 0o Ta

nwpocPePfAnuéva dropa.

E.1.2.1 I'evetikog Eleyyoc oe Aobeveis ue Kinpovopurés Koporornabeieg

H yevetikn ddyvmon edpatmvetor otofepd ®¢ POcIKn TPOKTIKY OTNV KOPOOAOYid, Kot
TPOTEVETAL OO aVOYyVOPIGUEVEG O1EBVEIC KOPOIOAOYIKES OPYOVMGES OTMG 1| AUEPIKOVIKY Kol 1)
Evponaixn Kapdroroywkn Etaipeio, Kabog kot and e101k€g EMOTNUOVIKES ENLTPOTES AGYOAOVUEVES LE
Kkapdlokég appubuiec. EmmAéov, amodeucvoetat 6Tl 1 {p1on TG TPOGPEPEL OIKOVOULKH TAEOVEKTILOTOL
o€ oLYKPLOoN HE TNV cLpUPatikny KAvikn dwyveotiky dwadwkacio. (Perez M et al. 2011, Ingles J et al.
2012). H yevetikn d1dyvoor avadekvOETOL MG 1) TLO A0d0TIKN HEBOSOG GTNV VITOKOTNYOPLOTOINGT TV

KANPOVOLIKOV KOPS10yYEIONKMOV TOONCEDV, LEGH TNG YPNONG EKTETAUEV®V YOVIOIOK®MV panel, Ta omoia
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KOADTTOUV TAN00C YOVISI®V Kol EVILEPMVOVTOL GUVEXMG LE Bdor Tig vedTePEG PIPAIOYPAPIKEG YVOGELS
Kot dedopéva amd eykvpotepeg Paoelc, onmg n ClinVar. Avti 1 dwedikacio €lval ovclOoNg Yol T
Sopopemon g BepamevTikng TPOGEYYIoNG Kot T AW a&lOTIOTOV OTOPAGEWDY Y10, TIV AVTILETOTION
TV VOOT|LAT®V.

2V TEPInTOoT TOV SVAOTAOEIDY, 1| YEVETIKY OlAYV®OT EMITPENEL TNV EE0TOUIKEVUEVT|
oLOTOON JWTPOPIKAOV KOl (QOPUOKEVTIKOV Oepameidyv, kobdg kol oty €MAOYN EUQLTEDCIU®Y
ATWVIOMTOV. XTIG TEPITTOCELS 0.0PTOTADEIDV, 1 TPOWPN CVAYVMDPICT] YEVETIKAOV SLUTOPAYDV EVOEXETOL
va kafopicel Tov 1avikd ypovo yia xepovpyikég encufacelg. Ocov apopd v HCM, n yevetikn
avaAvon S10popomotel LETAED TG COPKOUEPIOINKNG VOGOV KUl GAA®Y GUVOP®OV KATACTUCE®V, OTMG N
vocog Fabry 1 dAleg petaforicég datapoysg yAvkoyovov. H katavonon tov YeVETIK@V Sotapoydv
BonBd oty emhoyn akpiBovg BepamevTiKng TPocEyylong kol oty kabodnynon g mapakorovnong,
oupupdrlovtog otn PeAtioon tng KAMVIKNAG Topeiog TG VOGOV Kol OTNV TPOANYTN OUGUEVDV
ocuppapdtov otovg acbevelg. Ady® NG OVTOCOUIKNG EMKPATOVG KANPOVOUIKOTNTOS TOV
TMEPICCOTEPOV KANPOVOLIKDY KapSOTaOEIdV kol Tov avuénuévon Kivohvov aievidlov Kopdiokon
BovdTov, N YeveTikn Sudyvwon amoteAel TNV Mo gvotoyn HEBodo Yo TV a&loldynon Kot dlayeipion
TOV KIVOUVOL TOV LEADV TG OIKOYEVELOC.

H tavtonoinon tov HeA®V mov TUo)oVV EMLTPETEL TNV VIOBETNOT TPOANTTIKMOV UETPMV KOL TNV
ovotaon {OTIKNg onuaciog aAloydv 6Tov TpOTo LoNG, OTMG Kot TNV OVayKOOTNTH TAKTIKAG W0TPIKNG
emipreync. Xvykekpuéveg (@TIKEG CLOTACELS, OTMC 1 ATOPLYN emimovng GBANoNG, UTopel va Eyovv
0eT1k6 avTiKTLTTO OTO ATOLO [LE TAPOAAAYEG CUVOEOUEVEG e OlovAoTdfELES 1] KapOLOHLOTAOELES, EVD I

ev AOY® Yvaon givol vyioTng oNUOGIOG Kot Y10, TOV OIKOYEVELNKO TPOYPOUUATIOUO.

E2 H AINO®AXH TEKNOIIOIHXHYX XE TI'YNAIKEX ME KAHPONOMIKA
KAPAIOAOI'IKA NOXHMATA

H amoégaorn tov yovakov pe kKANpovopkd KopdloAoyikd Voo Lata vo, Tpoctaficovy va
yivouv untépeg eivar ToAVGOVOETN, apov BEAEL EKTETAUEVT] OKEYT Y10 TIG ONUOVTIKEG GUVETELEG TOV
umopel va £yl avt N omoeaot. Eival pio Pabid tpocwomiky emthoyn mov tepthapufavel Tny eKTiunon
TV TOAVOV KIvOOV®V TNG €YKLUOGUVNG Yoo TNV LYElR Tovg oe oyéorm pe tnv embupia Toug va
aroktioovy Tondi. H amdpacn avut exnpedlel Tnv oKoyeVELOKT SUVOIKT] KOl OTOLTEL VTTOCTNPIKTIKO
dikTvO. ATONTEITOL GVVEYNG UTPIKT] TOPAKOAOVOT O KOt 1) KATAVONOT) TV YEVETIKQOV TOPUYOVIWOV TOV
UTOPEL VoL EMNPEAGOLY TO LMPO.

Y7rapyet avENUEVT ETIGTNIOVIKT TPOGOYT| OTNV TOLOTNTA (®NG AVTOV TOV YOVOUIK®OV, AOY® TOV
VYNAOTEPOL KIVOUVOL Yot GOPOPEC KOPIYYEWKEG EMMAOKEG KOTO TNV KONoN kKou TN Aoyeio.
AVOoKOTTOUY EPOTANOTO GYETIKA LE TN UNTPOTNTO, TNV OVATPOPT TOOUDV, TNV OVAYKN WYUYOAOYIKNG

VIOoTAPIENG Kal TNV TPOKAN o™ avalntmong Pondeiag. Mia perétn otnv Avotpario omokdAvye OTL O
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YOVOIKEG HE KAT|POVOLUKEG KapdlomdOeileg pmopel vo Exouv younAoTepn moldtta {ong Kot vynAOTEPa
emineda Ayyovg kot kotabAyng. H modtra {ong kot n yoykn vyeio pmopovv va fertimbovv pe v
KOTAAANAN emukowvovia, Tapepfdoelg and €01Kovs Kot yevetikn cupfovievtikn. (Hutchens J et al.
2012) [TAéov, n mpoOGPact og YEVETIKN GUUPBOLAEVTIKN Kol Ol TPOOSOL GTNV KAPSLOYYELOKT| 10TPIKT|
EVOLVOUMDVOLY OVTEC TIG YOVAIKEG VA TAPOVV EVIUEPMUEVEG ATOPACELS.

[MoAAéC yuvaikeg, mop' OAN TNV EVNUEPMOT] OTL piol KOTON Yo TO VOO UG TOVG Umopel vor lvar
TOAD VYNAOL KIVOUVOL, EMAEYOLV Vo Tpoywproovv e avtiv. Ot Bepdmovteg 1atpoi, e avtd T0O
dtakvPevpa, opeilovy vo oTnpiovV TIC Yuvaikeg 0TEG GTNY OOPACT TOVG Kol VO TIG TapaKoAovBovv
otevd. [a yovaikeg pe aoptikég madnoeig, o kivouvog avéavetor avaroya pe To péyedog g d1dtaong
NG OPTNG Kol UTOopEl va TEPIAaPAvEL dtayoplopd 1 akoun kot pnén g aoptig. O kivovuvog ovtdg
evteiveTal Katd Tty Kbnor, eva Yo yovaikeg pe cOvopopa 6nwg to Marfan, ot mBavotnteg emmAokmv
umopel va gival akoun peyarvtepes. O kivouvog OUmg dev eKAEImEL Pe TNV OAOKANP®OT TG KUNGONG,
KOL 1 @POVTION TV TadldV Uropel va gival exiong 00GKOAN, OTOITAOVING VO 1I0YVPO VITOGTNPIKTIKO
dikTvo 1000 Yoo TN UNTEPA OGO KO Yo TO TWOLOLH, EWOIKOTEPO GE LOVOYOoveikég owoyéveles. Kat'
EMEKTOAON, 1] OUASW EMOTNUOVOV OV OvoAApPAveEl avTéc TiG yuvaikeg €xel mOwn vmoypémon va
dloporicel Tig ovvOnKeg mov Bo TPOCTATEVCOVY Kol TN UNTEPO. Kol TO TOWi, OKOUO KOl GTNV

TEPINTOON GOPapNG KAPIAYYEINKNG ETUTAOKNG.

E.2.1 O POAOX THX ZYMBOYAEYTIKHX ITIPIN AITO THN XYAAHYH

Ta kopdloyyelokd voonuote OmoTEAODV TNV KOPOL aition PNTPIKNG Bvntotntog oTIg
OVOTTUYUEVEG YDOPES Kot 660 aw&avel n nAikio Tekvomtoinong oAAd Ko pe T Pelticoon dwoyeipiong Tov
aclevov pe ovyyeveic kapdlomadeieg Tov oLEAVEL TO TPOGOOKIUO EMPIMOTG OAOEVE KOl TEPIGGOTEPEC
yovaikeg Ba Tpoympnoovy 6e vYNAoL Kivdvvov kunocelg. Ipokaiel dpmg evolapépov OTL yuvaikeg ot
omoieg TeAMkd katéAn&av T S1dpKeld TG KONONG 1 OTOV TOKETO &lyov EAMMN EVIUEPWOOT] Y10 TOV
KIVOLVO IOV JLTPEYOLV.

H ESC cvotivel 0Tt OAeg 01 YOVAIKEG OVATOPAYDYIKNG NAIKING TPETEL VoL £OVV TPOGPact e
cuppovievtiky mpw v cLAANYT (preconception counselling). H a&loAdynon eivan e€atopukevpévn
Kot okomog givar va agloloynbei o kivdvvog oty KOmom, va TporonomnBodv mapdyovteg Tov ThavoOV
emPapbvouy TNV KAWVIKN €1KOVa, Vo d00el KATAAANAN QUPUOKEVTIKY 0y®YT KOL VO VITAPYEL XPOVOGS Yo
TPOETOIOGIO, TOL TAGVOL TTapaKOAOVONGNG TG KUNONG OAAG KOl TOV TOKETOV. € Wi TPOSOATN
OvOOPOMIKT UEAETN 0T XKkoTi TPoKoAel evolapépov 0Tt povo 1o 18,3% tov acbevov mov
alohoynonke n ximon tovg og taéng IV oto tpomomomuévo poviého katd WHO eiyav Adpet
OUUPOVAELTIKY Y10 TOLG KWWOUVOLG TPV TNV KOMOT, OV KOl TEPIUTOV Ol HGEC KLUNGELG MTOV
wpoypoupatiopévec. O poAog NG GVTIGVAANYNG KOU TNG EVNUEPMOONG Yo LTV gival emiong
OTUOVTIKOG KOl VTAPYOVV KATAYPAPEG OTL G€ £va PIKPO TOGOGTO 0oOEVAOVY YIVETOL EVIUEPMON Y10 TIG

nebodovg avticvAAnyng (Osmanska J et al. 2024).
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E.2.2. TO AITHMA I'TA YIO®EZIA

Mio onuovTik) TopApeTpog GTNV ETAOYN TOV YOUVOIK®V VO TPOY®PNCOLV G€ io, KOMom
VYNAOD KIVODVOL GO0 KO LE YEVETIKO DAMKO dOTPLaG, ONAdT Y®pic amapaitnta 1 ETAoyn va apopd
amoQuoT ®ote To0 Todi Tov Ba amoxTicovV va gival kol BloAoyikd Tovg mondi, givar 1 dvokoAla
oAoKANpmong evog artiuatog yio viobecia. [lapoéro mov €xel yivel onuavtik tpoondfeln amd to
EMNVIKO KPATOG MOTE VO ATAOVGTEVTEL 1) d1OIKOGI0, Y10 OIKOYEVELEG OTOVL O £VAG YOVIOC TATKEL OO
xPOVI0 voomua dev gtvon EexdBapn mtmg Oa a&loloyeital 1 KATOAANAOGTNTA TOV YOVI®V VO L10BETHCOVY
T0 TOO1 € GYEOM LLE TO 1UTPIKO TOVG IGTOPIKO, TOV 0dPE SIUTVTMVETUL G KKOAT] COUATIKN LYElo». Agv
TPocdopileTal OTO KEIUEVO VOUOL 1) OF WETAYEVEGTEPT] EPUNVEVLTIKN EYKVKMO TMG opilovtar ot
OULYKEKPIUEVEG KATUOTACELS, LLE TOL0L EMICTNHUOVIKE KPITNPL0 Kot LEGH amd TToleg dladikacieg Oa AneOet
1N ATOPOOT] Y10 KOTOAANAOTITAL.

H gvpeio avt 10T0T®GON APVEL TEPIOMPLO, VTOKEUEVIKDOV KPIGEMV GYETIKA LE TNV TANPOTNTA
TV TPOoUTOOECEMV (O TOLG LITOYNPLOVE YOVELG KOt OTEIAEL TNV 101 HETOYEIPIOT TOAMTOV TTOL 1 TAONOT|
ToVg Pdoel TEKUNPI®ONG OVOEN ETITTOOT EYEL GTNV IKOVOTNTO OVATPOPNG VG Tod100. Emopévag,
Ol YUVOIKEG e KANPOVOUIKES Kapdlomdbeieg oev amokAeioviat €€ 0pIGHOD TOV SIKOLMUOTOG Y10l LTI O
vioBeciog, AALL avaAOY®G e TO VOOT|LLO, KO TOCO UTOPEL VO EMNPEAGEL TNV OVATPOPT TOL TTALO100 Oal

Anedel n TeEMK amdeaoT Yo £YKpion 1 0TOpPIYT TOV OLTHLLOTOC,

E.2.3 [IPOEMOYTEYTIKOX EAEI'’XOX

Evé Beopnticd o PGT amoteAel pio dtodikacio mov mpootatevel amd T uetafifacn tov
ToOOAOYIKOV TOPOAAAYDY OTIS EMOUEVEC YEVIEC, OTNV TPOYUATIKOTNTO OmOTEAEl po. emepPotikn,
CULVOICONUATIKA OOLTNTIKY S100IKOGIN, TOL OOLTEL 0pKeETO YPOVO aAAG Kot ypipata. H dwitepn
QUOT] TOV TEPIGGOTEP®V KANPOVOUIKAOV KOPIIOK®DOV VOS|UAT®V, TOV GUVHO®OG EKONADVOVTOL GTNV
evaun Lon kot yopoktnpilovtor amd oTeAr] OlEIGOLTIKOTNTO KOl TOIKIAN EKQPUCTIKOTNTA,
TOPOVGIALOVV TPOKANGELG TOGO TNV TPOPAEYT] TOL POVOTOTTOV, OGO Kol GTN YEVETIKT] GUUPOVAELTIKY
TopodotOvTag NoKa SnuuaTa.

H oandépaon eivar kofopd Tpocomikn Kot SLOHOPpE®OVETOL amd TIG OTOUIKEG o&ieg Kot TNV
eumelpio. HE TO VOOMUA, EWIKA oV LIAPYEL TEPIOTATIKO oupvidlov BovaTov oe KAmOol WENOC TNG
owoyévelng. H andpaon mov Ba Adfovv ot vroyneiot yoveic yia tn devépyela PGT ennpedleton o
peydlo Babpo, amd Tn HOPPMOT KOl TNV KOVOTNTO KOTOVONOTG TNG ONUACIOG TNG TEXVIKNG, TNG
KOW®VIKNG TAENG, TNG OIKOVOLIKNG duvaTOTNTAG VO avTomeEEAB0UY aALd Kol g peydio Babuod omd Tig
Opnokevtikég nemodnocic. O polog TG eEEOIKEVUEVNC OUAdNG EMOTNUOVOV VIO TNV KoBodnynon

KAVIKOV YEVETIOTH gival onuovTikog dote va dtaPePormbel 6TL OAeg o1 emhoyég £xovv culntoei.

99



H yevetikn cupuPovAenTiky TPEMEL VoL EMTPETEL GTIG YUVOUKEG VO, UTOpPOVV va. apvnBodv T
duvatotnra g PGT ywpig va katnyopnovv 61t dev £(ovv TApPEL 0OGTH ATOPOCT), VO VidBovv gvoyn

1 KOWQVIKY| TiEo.

E.3 GEMATA BIOHOIKHX

Ot youvaikeg pe xkAnpovopukég kopdiomdbeiec ovuyxva Bo ypelaotel vo vrofAnbodv oe
npotokorlo ART, eite AOyom vmoyovipotntog 1 oto mAaicwo devépyswng PGT. Ze opiopéveg
TMEPMTMOCELG VILAPYEL AVAUELEN TPITOV TPOCHTOV OT®G SOTNC/GOTPLO. YEVETIKOD VAIKOD TPOG OTOPLYN
UETAO00TMG TOL KANPOVOUIKOD Voo patog 1 Topévlet untépa mov Ba kvopopnoel o EUPpuo Tng
acBevoug av kp1bei 1 mepiodog Tng KuNong oA VYN Kivdhvo Yo TV acBevi] e TO KapIOAOYIKO
voonua. Ilapd tov apykd evBovclooud petd v apotn emruynuévn IVF, cuvtopa avadeiydnikov
TOALG MOKd, VoK Kol KOW®VIKE TpofAnuato Heta&d g WTPIKng KOWOTNToG, TV VOUIK®OV, TOV
BeoAdy®V, TOL KPATOLG KOl TNG KOowmviag. 261000, gival 60ckolo va Ppebodv Avoelg yio o noikd
mpofAnpata g ART/IVF mov va givar mApog anodektég amd pio TAOVPAAIGTIKY KOWVOViK, TOGO
naAlov oe maykocopo kKAipoka. Ot Bacwotepor Tpofinuaticpol oyetiCovior pe v avaueén tov
TPITOL TPOGMOTOV GTNV CVUTUPAYMYIKT SLOIKAGIO, LLE TH dWPEA YEVVITIKOD VAIKOD 1) LLE TNV TapEVOETN
UNTPOTNTA, TNV AVOTAPOY®DYT GE YUVOIKES TPOYWPNUEVNG NAIKING, TNV KPVOGUVTHPNOT TOV EUPPO®V,
TN TOAVOLUTN KOTON KOl TNV EKAEKTIKN Heimon euPpowv, Tov aptiid Tov euPpoov Tov UETAPEPOVTOL
oTN UNATPA, TNV amOKTNON TEKV®V omd Ayoueg yuvaikeg kal (gvydplo 10100 QOAOV, Kot TEAOG TOV
nwpoyevvnTko Ereyyo (Fasouliotis SJ et al. 2000).

H mierovonta tov avtippioemv ot dnuocto cu{non SlatudveTal AOYm TG ovTiAnyng ott
10 £uPpvo amoteAel avOpdOTIVO OV Kol dpo Oev TTPETEL VoL dNUIOVPYEITAL €V dEV GTOXEVOVUE GTNV
EUPVTEVOT] TOVL GTNV UNTPO KOL GTT| YEVVIOT) TOV, GE GLUPMVIA e TNV dmoyn Tng 0pBodoénc ekkAnaciog,
mov Bewpel 0 EuPpvo avBpmmvn Vmapén aeod TponAle amd avOpdTIVH YapeTKd KOTTOpL. Mia
avBpomvn Omapén, cOpe®va pe TV ekkincio dtatnpel v avBpmmivn vocTaoT TG Kot Bewpeiton
OTL €€l Youyn o€ 0To1odNToTE 6TAdI0 ovamTLENG Kot av Ppioketort (Nikolaos M 2008). O avtidoyog 6To
TponyovuEVO Beoloyikng VoG eMyElpTLO OEUEAMDVETAL LECH TOL KOGUIKOV ETLYEIPNUOTOG EKEIVAY,
ov Bewpodv Ta EUPpvo ¢ TOAD TPpdUN Hopen {wNg mote vo Exovv dikaumpata. ‘Exel kabiepwbel
TAEoV M Gmoym va pnv amodidetar avOpdmivo status ota EUPpua TPV T0 GTASI0 TOV SEKATECTUPMV
NUEP®V amd TN GUAANYM 1] T Yoviporoinot. To otddio avtd gival oplakd onueio dIIKPLoTNG AVAUESH
OTNV TOVTOTNTO TOL TPOEUPPVOV MG AVOPAOTIVOL 0PYAVIGLOD Kol SUVALEL OVOPOTIVOL OVTOG Kot TNV
TOVTOTNTA TOV MG HOVASIKNG e&oTopikevIEVNG avBpdmivng vtapéng Kot dpa vrootnpiletal | oy
OTL Y10t TO AOY0 0T dev pmopel va otopatnost 1 devépyela PGT (Robertson J 2003) (PEK A55/13-
04-2024, Ap1Buog 5102).
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E.3.1 ®EOAOI'IKH INTPOZEITIXH

To g avtihapufavetat Evag avOpmmog Ty Evvola TG YEVvnong, Tov Bavatov oAAd kot 0 pOAOG
tov Oecpod g owoyévelng (yapog, dwlvylo) cuvyvd emnpedleton omd TG OpnokevTIKEG TOV
nemodnocic. H ART déyfnke cpodpég embécelg amd S1dpopa OpnokevTikd JOYHOTO, EVED GAAES
OpnokevTIKEG OHAdEG TOPaKOAOVHOVY TNV EMGTAWN Kot Tig duvoTotnTes TG ART pe okentikiopd. Me
e€aipeon oplopéveg Opnokeieg 6mwg o Popatokabolikicpog mov amoppintel nAnpwg v ART, otig
TEPLocOTEPES Elval OmOdEKT 1) O1EVEPYELD GTO TAOIGLO TPOCTADEING dNUIOVPYING OIKOYEVELOG, XOPIG
oumg ™V avaueén tpitewv tpoconmv (Sallam HN et al. 2016).

Y70 YPIOTIOVIGHO KO GTO, TEPICCOTEPA, SOYLOTA O TPOEUPVTELTIKOG EAEYYOG Kan gV Yéver n IVF
elvar omodekt oto Pabud mwov vmdpyel cefacudg kol avoayvopiletol 1 avBpdnivn didotacn Tov
euppvov MO omd TN yovipomoinom. Avnovyieg eysipoviar yw TNV TOYXN TOV EUPPLOV TOL OF
YPNOWOTO10VVTaL Kol Tov d€ Ba epufpuvopetapepBodyv Bewpmdvtog TV OAN TPOKTIKN ®¢ oviOKn Kot
avtioToyn pe TV AuProot. ZTov IGAoUIo O TEPIaOTEPT EUPACT dIVETAL GTOV CUUPBOMGLO TOL YALOL
Kot TN dnuovpyio otkoyévelag péoa o avtov kot 1 IVF emtpénetol oty npoondbeio amdktnong
OO0V, UTADG VITAPYOVY EVOTAGELG OTT) (PTOT) YOUETOV 0o dOTEG 1) Swwped epPpvv. Yapyel cuyvd
ocvliton yw v Nbkn didoTaoT TG KATAGTPOENS EUPPVOV TOL € YPTCUYLOTOIOVVTOL, OCGTOGO
Oewpeiton 0Tt To. EUPpva OmMOKTOOV Yoy HETA TOV TETOPTO UNVA. XTOV 10LOICUO VITAPYOLV
SLOPOPETIKEG EpUNVELES aVAAOY LLE SLAPOPETIKOVG KAAOOLC. [0l TOVG TEPIEGOTEPOVS EIVaL ATOdEKTN 1
IVF xot ot tegvikéc tng otnv mpoomabsio onovpyiog OKoyEVEING EVTOG YAMOV, OAAY LTAPYEL
OKEMTIKIGOG GYETIKA pe To TAeovALovTa EUPPLa KoL TOVG SOTEC YOUETMV. LTOVG WVOOVIGTES O1 ATOYELG
SPEPOLY AVALOYO LE TIG PIAOCOPIKES KOl TOATICUIKES Topadooels. Eva dAlol wdoviotég divouv
€UQOON OTN ONUOCIK TNG OKOYEVELNG KO TN YEVVNON TodL®V, GALOL E0TIAL0VV GTIG OPYOIEG TVOIKEC
apyés ¢ un Plog (ahimsa) mov woyvel yoo evépyeleg Tpog OAd o {ovTavd OGvia SMUoVPYOVTOG
TPOPANUATIGHOVG TOCO Yo, TN dnUovpyio. 0G0 Kol ylo. TNV KataoTtpoen tov eufpvwv. Kol otov
Bovdiopod n amodoyn tng IVF exnpedletorl and tov g epunveveton n onpacio kot 1 ypnomn g IVF «t
av gtvor copPatn pe ) eriocoeio Kot Tov ToMTiopd Kot whvtae ot n0woi TpofAnuaticpol Baciloviot

otV a&io TN 0IKOYEVELNG OAAG TNV 1EpOTNTA TNG (NG,

E.3.2 ANQNYMIA AOTQN: HOIKOI ITIPOBAHMATIZEMOI

‘Eva. moA0d onpovtikd nokd (Rmmue apopd v avovopio Tov 00Tdv. e 0pICUEVES YDPES
VILAPYEL EMAOYT OTNV AVOVVUIC, GE GALEG LTAPYEL SOLVOTOTNTA UE TV EVIAKI®OOT Vo UTopel TO TEKVO
epooov 1o embupet va avalnmoetl 1o 06trn. Ki 6co av&dvouv ot kokAol IVF maykooping pe 60teg
YOUETMV, TO CLYKEKPUEVO BENa apopd TepiocoTepovs. H avavopia tov dotdv motdco Ba pmopodoe

va Beopnbel ko1 ©¢ kotomdtnon TV avlpdOTIvoV SKaoUdTtov aeod o kabévag TpEmEl va ExEl
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dkaimpa ot frodoyikn Tov Tavtotnta. Edv 8g tnpodviot apyeio kataypaeng 1 0ev vadpyel tpdcsPaon
070 001N, TOTE G€ MEPIMTMON TOL TPOKVYEL £VOL YEVETIKO VOGT| UL G £vaL TOdi 1] vijAIKa o€ Bal vrTdpyet
TEPUITEP® dUVATOTNTA dEPELVNONG, ARG 0VTE Vo, EvruepmBel Kot 0 36TNg OTL gival AV va PEpeL
éva voon o Omwg Kot to GAA LEAT TNG OKOYEVELNG.

Yy EALGS0, 1 towtdtTe TV TPITOV TPOCSOT®Y OV £X0VV TPOCOEPEL TOVG YOUETES 1 T
YOVIOTOmpéEVE wdpta dvvaTal, Kot ETA0YN] T®V TPOCOTMV CVTMV, VO Vol avdvuun N vo givol
EMMVLUT], 1] VO, YVOOTOTOLEITOL GTO TEKVO PETA OO TNV EVNAIKI®ON TOV, av TO TeAeVTaio To artnbdel. Av
70 TPiTO TPOCWTO EMAEEEL 1] TOVTOTNTA TOV VO EIVOL AVDVVUT], Ol LOTPIKES TTANPOPOPIES TTOL TO AUPOPOVV
TNPOVVTIOL GE amoppNTo Opyeio ywpig &voelEn tng tavtdttdg tov. IIpoécPacn 1o apyeio avtod
EMTPEMETOL LOVO GTO TEKVO KOIL Y10t AOYOLG GYETIKOVG e TNV vyeia Tov (PEK 142 /21-07-2022, AptBudg
4958).

E.3.3 IPOEMOYTEYTIKOX EAETXOX: HOIKOI IIPOBAHMATIZEMOI

O PGT xatd pio €vvold GUVEICQEPEL GTNV IKOVOTOINGT NG ay®viag Tov avipodmov Yo
dnuovpyia oKoyévelng pe vym Toudid Kabmg 1 vyeio Kot 1 TPOANYT TG acbévelng BempodvTal g
Baowég a&iec e ComMeg. Mmopel va Bewpnbel kot ®g EVOALUKTIKT TOV TPOYEVVITIKOD EAEYYOL KOl
TEPUATIOUOV NG KOMomMg. Ouwmg yevviobvtor NOKd Kot KOwoviKe SIANUUOTO V0Tl OVGLOCTIKG
dlopecorafel M EMOTNUOVIKY] KOWOTNTO, TOPOKOUTTEL Tr QUM Kol HEC® TNG TEXVOAOYIOGC
onuovpyodvion oamdyovol, OMAad| EKTANPOVETOL TO OKoi®Uo Yo oavomopaymyn. Qotd6co, ot
SUVATOTNTEG TTOL TTPOGPEPOVTOL UTOPOVV VO, £XOVV GOPAPEG EMTTOCELS OTIV AVTIANYT ToL BEGOD TG
OLKOY£VELOG KO T®V GLYYEVIK®V oxécemv. Ot Bactkoi noucol TpofAnpoTicpol oyeTikd pe ) dlevépyeia
PGT a@opodv 10 dikaiopa emthoyng eufpdov Kot tnv toyn Tov euppdov mov ot Oa axolovbnocel
euppoopetapopd (VYIOV Kol pn vYwv). TIoAAEG @opég €xel YOPUKTNPIOTEL ©OC TOUPAUETPOC
gpyaielonoinong Tov eUPpOmV TOL YPNGILOTOIOVVTOL LOVO MG HEGO Yio emitevén okonmv (Knoppers
BM et al. 2006), evéd mapdAinia xavetol 0 Pactkdg oKOTOg Kol T0 dMpo Tng ovamapaymyns (Jost TS
2002).

H owevépyeio PGT-M oto povoyovidiokd KopdloAoylkd voonuata dnpiovpyel mnoucodg
TPOPANUATIGHOVG EOTKA OTOV 0QPOPE VOOTLLITO TTOL GuVIBmG ekdnAdvovtal otnv eviiikn (on (“late
onset diseases”). Tnv ypovikn mepiodo mov o voonuo Bo exdnimbel givar mBovo vo Exer Ppebet
Oeponeio (Harper J et al. 2014), 6nwc kot Ba sulnOei otn cuvérela yia v e£EMEN oty pgvva GToV
topéa g Bepameiog o avtd to voonuata. EmmAéov, To mEPIEGOTEPO KANPOVOLIKE KOPIIOAOYIKE
VOGNUOTO PETAL OO £YKOLPY| GVIXVELOT, TOKTIKN TOPAKOAOVONGCT Kol XpOVIO QUPUOKEVTIKN oymyn
aKoAoVOOHV pia KaAT KAVIKY TopEia.

Ta televtaio £t €xel mapatnpndei avtidpacn omd TIg TO CNUAVTIKEG ETGTNIOVIKEG ETOPIES

OV OOYOAOVVTOL LLE TI| YEVETIKT] TOV AvOPMOTOL GYETIKA LIE 10 TPOKTIKT TOV EULPOVIGTIKE Y10 TPOTN
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@opa 1o 2019: v PGT-P ov mpofdrietor 6ToUG HEALOVTIKOVG YOVEIC G O KEVTOTIGHOG TOV 1O VY100G
eUPpOOLY KOl 0POPA KOl TOAVTOPAYOVTIKA KOpdlohoyikd voonpata. H PGT-P epapudletor poig ta
tehevtaia 5 £Tn Ko dev vIdpyovy TPoonTikEG peAétes. H amdpprymn epufpdov pe fdon v tavtonoinon
OLYVMV YEVETIKOV TOAVUOPPICUADV YOPIG coeN KAVIKN EMMTOON, TPOokoAel peydro nOwod
wpofAnpaticpd. Emiong, katd tnv ektipnon tov dsiktdv PRS oto éuppvo vrdapyst advvapio va
exTiumnBovv ot mepPaAloviikol TAPAYOVTIEC, EMOUEVMG 1| TPOUYUATIKY] TOUVOTNTO EUPAVIONG TOV
VOO UOTOG TTapapével dyvootn. Eival dyvooto edv 1 aicOnon g ac@aielog, AdyY® TOL «UELMUEVOD
KIvOUVOL», UTOPEL VoL 0ONYNOEL TEMKA OTNV €MA0YN €vOG ovBuylevol tpomov Lmng pe emProPeic
EMNTOGELG oTnVv vyeia Tov atopov (Komorowski AS et al. 2022).

E&ioov onuavtikd o mov yevvd evetacelg yio v PGT eivar to {mnua g toyng tov
vrepapBuwv epPpowv. [oAlol etvar avtoi mov avtitiBevrar o avth TNV dayeipton tv Treovaldviov
Luyotov. H opB6doén exkinoia dev avayvopilel kKav tov 0po «vmepdpidpo uppvox (surplus) kabag
emonpaivel 6Tl to EuPpvo gival avBpomivn dapén Kot eivar adavonTo va Aépe 0Tt TAEOVALEL Evog
avBpomog (Komorowski AS et al. 2022). Ta {ntuato mov agopovv to éufpvo tov PGT amaitodv
Wwitepo ogPfacpd. To EuPpvo umopel va pnv £yel LIOYPEDMCELG KOl SIKOIMUOTA, OAAG dEV TOOEL VO
etvan apyopevn Proroywkn (on.

Téhog, Kowmvikég avicotnteg dnovpyet 1 TpocsPacyotnto e peBodov kuping Ady® Tov
K60TOVG, apov Bo mpémel amd To Cevydpt va kataPAnedel to kootog g IVF won g yevetkng
avaAvong, yeyovog mov Epyetal G€ GueoT avtifeon pe v opyn ¢ okplPodikiog Kol 160TNTag TOV

TOALTOV.

E.3.4 TENETIKOX EAEI'’XOX NEOI'NQN - I[TATAIQN: HOIKOI [TIPOBAHMATIEMOI

H devépyeta yevetikod eAéyyov ota mondid £xel NOUKEG, VOUIKES KOl KOWVOVIKEG TPOEKTAGELS
(ethical legal and social implications — ELSI) kvpimg yia T cvvaiveon, tnv exepnddeia aAld Kot ™
dweipion tuyaiov gupnuatov av devepynbei dievpopévog édeyyog. To Pacikdtepo nOwd diAnupa
glvan katd OGO 01 Yoveic £xovv T0 dtKaimpa vo aropocilovv, yati evd &xovv tnv evdovn va Kavouv
eMAOYEG €€ OVOLOTOC TOV TOOLMY TOVE, OVTO TPEMEL VO, ICOPPOTEL UE TO UEAAOVTIKO SIKOIMUO TOL
OO0V GTNV CVTOVO LI KO TIV WO1OTIKOTNTO, TNG YEVETIKNG TOL TANpopopiag. Evd 1 &ykaipn dudyvaoon
Kot TopéuPacn pmopetl va gival kpioiun, 1 S1dyv@GCT TOL YEVETIKOV VOGT|UATOG UTOPEL VO EMLPEPEL
otiypa 1 avnovyia. [Ipwv and v amdeoon Yo dlEVEPYELD YEVETIKOD EAEYYOV TTPEMEL Vo AapPdvovTot
VIOYT Ol YLYOAOYIKEG GUVERELEG TNG YVAOTNG TOL KIVOUVOU KOl VO GUVOOEVETOL OO KOTAAANAN
vrootnpi&n Kot cupPovievtikn. Ilpémel va eEacpariletor 0Tl 1 yeveTikn €£€TOOT TPOAYLOTOTOEITOL
TPAYUOTIKA TTPOG OPELOC TOV TTand10V. TEAOG, TO SIKALDUATA TOV TALdI00 o€ BEUATO ATOPPNITOL KO 1)
embopuio vo amopedyetal 1 ovemBountn O10ppPon YEVETIKOV TANPOPOPLDY OTOLTOVV OVCTNPES

O1001K0GTIEG ACPAAELNG KOl EUTIGTEVTIKOTITOG.
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A0 onuovTikd BEpa yio T SIEVEPYELDL TOL EAEYYXOVL APOPA TO LYNAO OTKOVOLIKO KOGTOG TOV

eMPaPOVEL TOV YOVEIG ONUIOVPYDVTOG OTKOYEVEIEG «OVO TAYVTHTMVY.

E4. TO MEAAON XTH OEPAIIEIA TQN KAHPONOMIKQN KAPAIAKQN
NOXHMATQN: IATPIKH AKPIBEIAX

Me v €€EMEN TG EMOTAUNG TNG UTPIKNG YEVETIKNG EYEL O1EVKPIVIOTEL M YEVETIKN Pdiom
TOAA®V KANPOVOUIK®V KAPSIOKOY GUVOPOL®V TapExovtag Pacikég TAnpopopieg yio T Proroyio Tov
KOPOOUVTKOV KVTTAPOV Kot S10pOpv puOUICTIKOV LOVOTOTIOV TOL GYETILOVTOL [E TNV KLTTAPIKY|
di€yepon, Kopoloky SLOTOAN Kol emavamOAwor. I[TAéov, diepevvator 1 SvvaTOTNTO EPAPUOYNG
SPOP®V YEVETIKAOV Bepameldmv Kol o1 VEeg Bepameieg Y10 KANPOVOULKA KOPIIOKE VOST|LOTO 0VOiyouV
TOV OPOLO Y10, IO GTOYEVUEVT] KO OTOTEAECUATIKY AVTIUETMOTIOT OLTOV TV TAONGEDV.

H yovidwokn Oepameio eivar pio omd avTéc TIg VEEG TPOCEYYIOEIS, TPOSPEPOVTAG TNV EATTION
O0pHmOoNG TOV VTOKEIUEVOV YEVETIKOV OTEAEIOV TOL &ivol vrevbuveg yuoo mabNoel; Onwg M
VIEPTPOPIKT KapdtopvondOeia 1 1 appuOpoydvog 6e£16 Kothakr Kapdlopvondoeio. AAAEG KOIVOTOUES
nmpooeyyicelg meplhapupdvouv v wtpikn axpiPeiag, omov ot Bepaneieg Tpocapuolovral Pdcel Tov
YEVETIKOV TTPOPIA TOL ATOHOV, KOl T1 YP1OT) TPOTYUEVAOV POPUAK®V TTOV GTOYEVOLV EIGTKA GTO LOPLOKE
LOVOTATLO. TTOL GLUUETEXOVV TN vOGo. [Tapoio mov moAAEG and avtég Tig Oepameieg ival akdun oe
KAMVIKEG QOKIUES, divouy ao1ddoéa unvopata, 6Tt Bo aAAdEEL 1 TPOYVMOOT] Y10 TO, GTOWO LI KAT)POVOLUKE
kapdlokd voonpata. I[Toadid wov Ba yevvnbovv to emdpeva €Tn pe KANPOVOUKEG Kapdlomibeles,
mhovotato o €govv Ty evkopia va AdPouvv Oepameieg yeveTIKNG TPV TNV EKONAMOTN NG
CUUTTOUOTOAOYIOG 1] EUPAVIOTG KOPIIKDY ETUTAOK®OV, OOV T TEPIGCOTEPT, VOGT|LATO, EYOVV OYIUN

évap&rn GUUTTOUATOAOYIOG.

E.5 KAPAIO-MAIEYTIKH

H Koapdo-Matevtikr] (“Cardio-Obstectrics”) etvor  pio  avadvopevn e&eldikevon otnv
Kopdiodoyia kot avd tov kOGHO Yivetonw Tpoomdfeio yio. id0pvor eEEIOIKEVUEVOV 10TPEIOV e
SLUPOVAOVE ATO SLAPOPES EOIKOTNTEG, MOTE O YOVOIKES e KOPOL0yYELOKE TPOPANLATA Vo AapuBavouy
™ BérTiotn Kabodnynon mpv TNV KONon oAAG KoL VYNANG TOLOTNTOG PPOVTIdN, TapaKolohinon kot
Oepomeio KOTA TN OdpKEW oG KONONG LYNAOD KIvdOvov. XTo TAGICIO0 OVTAC TNG AOYIKNG Kot
evapuoviLopevol pe tn oebvn téon, otnv EALGda Wpvbnke n EAAnvikn Etapeia Kapdayysioxmv
[popinudtwv Eyxvpoovvng (EKIIE) pe ovuppetoyn kvpiog KOPSIOAOY®V Kol HOEVTHPOV-
YOVOIKOAOY®V. LKOTOC TNG VENG EMICTNUOVIKNG ETOPEiOG €ivol 1 EKTAIOEVON TOV EUTAEKOUEVOV

EOIKOTNTM®V OTO OVTIKEIUEVO OVTO HE SlOPYAV®MOT GEUIVOPIOV KOl EKTOOEVTIKOV TMUEPId®V, M
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dnpovpyia Paong dedopévav Kot 1 Epevva, kKabmg emiong 1 TpomONcn TG 10£0G TS KOPO10-LLOEVTIKNG
OLLAd0C.

Kotanyovtag, o poAog TG KopO10-HOLEVTIKNG OHAdNG amodetkvieTol KaBoploTikdg Yo TIg
uéAAovoeg untépeg e KAnpovokég Koapdlomdbelieg. H demomnuoviky 7wpocEyylon Kot M
eEUTOUIKEVEVT] PPOVTION TOL TPOGPEPEL L0l TETOLN OLLASO UTOPOVV Vo EAGPAAICOVY TV VYNAGTEPT
duvar TodTNTo WTPKNG mepiBadymg kad' 6An TN didpKelo TG KONONG, TOL TOKETOV KOl TG AOYElOG.
H éyxaipn kol cuveyng KapdtoAoyik Topakorlovinet, 6€ GUVOLOGUO UE TNV EIOTKEVUEVT] LOIEVTIKN
(QPOVTION Kot TNV VOSTHPIEN, CUUPBAALEL GTNV 0GEOAN S100IKOGIN TNG UNTPOTNTOG KOl 0T LEIMOT TOV
mhovav emmiok@v. Emmpdcobeta, n mapoyn evnpéP@onNg Kol 1 KATAAANAT YEVETIKT GUUPOVAEVTIKN
EVIGYVOLY TN OLVATOTNTO TOV UEALOVIIKOV UNTEP®YV Vo AGUPAVOLYV £YKOIPEC KOL GUVEIONTEC
aropdoels. H ohoxkAnpopévn mepiBoiyn mov mapéyetor omd TV Kopdlo-LOIELTIKY OpAdo Ogv gival
UOVO 10 100VIKT TPAKTIKY, 0ALG KOL L0 OVOYKOLOTITO TOL TTPOPAALEL TNV OVAYKT] Yol EVIGYVON TOV
VINPECIDV OLTAOV oT0 UEAAOV, EVOWEL TNG OavENUEVIG OLYVOTNTOG KANPOVOUIK®Y KOPOOK®OV

voonudtwv. (Ewkova 9)

@ Ppovtida * ZupBoVAEVTIKY YA aVTIOCVAANYM TIpLV TNV
Tpw T 6VAANYM  OAoKANpwon TG agloAdynong
* Baseline kap8&LoAoykdg éAeyxog
—M— * Extipnon tovu kwvddvou tng kinong yia
untépa kat Eufpvo

* Tevetikn cVPBOVAEVTIKY)

Kapdlopatevtikn opada
* KapdloAdyog
* Kapdioxeipovpydg
eo oo * Matevtipag
* AvalocOnoloAdyog
* Ev8oxkplvoAdyog
* Tevetiomig
* NoonAsVtpla
* Maia
* YvuxoAdyog

@
Kowwvikdg Aettovpydg
Triplex kap8iLag oce untépa - EuPpuo

Ewkiova 9. ALETLOTNHOVIKT] TTPOG£YYLoT] VIO PLAG UNTEPAG UE
KATPOVOULKT] KapSlomtaBsLx
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