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EYXAPIZTIEZ

Me Tnv oAOKApwaon TNG TTaPOUCAG DITTAWMPATIKAG £PYATiag, OAOKANPWVETAI O KUKAOG TWV
METATTTUXIGKWY oOTToudwv pou oto MZ "latpikr) evetikr: KAivikry kai EpyaoTtnpioki
KateuBuvon" Tng latpikng ZxoAng Tou MNavemmoTtnuiou ABnvwy.

Oa BeAa va euxapioTow TNV TPIMEAN €EETAOTIKN ETTITPOTIN YIO Th CUVEPYACIa TOUG OTN
OIEKTTEPAIWON TNG OITTAWMPATIKAG €PYOOiag Hou. IDIAITEPEG €UXOPIOTIEG OPEIAW OTN KA
NIKOAETTA ZeAEVTn yia TNV KaBodrynon Kal TIG CUMBOUAEG TTOU POU TTPOCEQPEPE KATA TN
ouyypaen TnG TTapoloag Epyaciag.

‘Eva peyAdAo €uxapIOTw OTNV OIKOYEVEIA JOU VIO TNV QUEPIOTN UTTOOTAPIEN TOUg KaB' 6An Tn
OIAPKEIN TWV OTTOUdWY HOU.



NEPIAHYH

TITAOZ: KuttapoyeveTikr) Alepeuvnon Maidiwv e Kovrd Avaotnua

EIZAINQI'H: Zuxva og maididtpoug, Taido-evOoKpIVOAOYOUGS Kal GTIG AVTIOTOIXEG KAIVIKEG
TTapatréutrovtal TTaidid yia afloAdynon Tou Koviou avaoTAPaTog Tous. Kovto avaaTnua €xel éva
Taudi 6Tav T0 VYOG Tou Bpioketal 2 A TTeEPIccOTEPA SDS KATW aTTO TN MECT TIWNA YIA TO QUAO, TNV
NAIKia Kal TNV KaTaywyr Tou. Mia onuavTikr TTapAUETPOG yia va dIOTTIOTWOE edv éva TTaIdi TTACXE!
aTTo TTPayuaTiké Kovtd avaoTnua, ival va eAeyxBei kai o puBudg aténong Tou Uyoug. O pubuodg
augnong UWoug BpiokeTal evidg TOU QUOIOAOYIKOU £UPOUG OTAV TO KOVTO avACTNUA OQEIAETAI OE [N
TTaBoAoyIKEG aITieg, OTTWG gival To Oikoyevég Kovtd AvaoTtnua kai n 1d1otradng KaBuoTtépnon Tng
Avarmtuéng kai Tng Epnpeiag, o1 o1Toieg TUyXAVEl va €ival KAl Ol GUXVOTEPEG AITIEG TTPOKANCNG KOVTOU
avaoTiuarog. O pubudg aténong Tou UYOUS TTaPATNPEITAI EAATTWHEVOG OTAV TO KOVTO avaoTnua
o@eileTal o€ TTaBoAOYIKA aiTia. MNMaBoAoyikd aitia TTou ocuxvd odnyouv o€ KovTé avaoTnua sival:
QVETTAPKEIO AUENTIKAG OPHOVNG, OKEAETIKEG OUOTTAACIES, YEVETIKG GUVOPOUA, XPOVIEG GUOTNMIKES
VOOOI, XPWHOOWUIKES AVWUAAIEG.

2KOMOZ: O oKoTTog TNG TTapoUcag DITTAWUATIKAG Epyaciag gival n diepelivnon Twv AITILWV TTOU
TTPOKAAOUV KOVTO avaoTnHa oTa TTaIdId, Xwpig TNV TTapoucia AAAwWV dUCUOPQIKWYV
XOAPOKTNPICTIKWY, YVWOTWY TTABOAOYIKWY KATAOTACEWYV | CUYYEVWY QVWUOAIWY, Kal JTTopoUuv va
EVTOTTIOTOUV PECW TNG KUTTOPOYEVETIKNG.

MEO®OAOAOrIA: Méow TnG TEXVIKNAG TOU KAPUOTUTTIOU UTTOPOUV Va aviXveuBouv aplBunTIKES aAAG
KAl DOUIKEG XPWHOCWHIKES avWHOAIES Kal avakaTaTagelg peyéBoug 5-10 Mb. MNa Tnv uAotToinon TNG
epyaciag TpayuatotToinenke BiBAIoypagiki avaltnon o€ diadikTuakd SlaBEoiueg BAoEIg
0edOPEVWV HE TN XPAON AEEEWV-KAEIDIWV.

AMNOTEAEZMATA: lNpoékuye 611 T0 oUVOPONO Turner (Hovoowpia 45,X) kai o1 TrTapailay£ég Tou
(Turner-like) €ival o1 KUPIEG XPWHOOWUIKEG AVWHAAIEG TTOU 0dnyouv O€ KOVTO avaoTnua oTa
Kopitola. Kopitola pge ouvdpopo Turner Kal TTavopoldTUTTIO KApUOTUTTO PTTOPET va ePgavifouv
OIaQOPETIKEG EKONAWOEIG KAl BapUTnTa, 01 OTTOIEG KUMAivovTal atTd JovadiKO XapakTNPIoTIKG TO
KOVTO avaoTnua £€wg ooBapdTarteg ouyyeveig kapdiordBeieg. O1 aoBeveig TTou 8¢ Ba diayvwoTouv
oTn oXoAIKA nAIKia, TBavwg Ba diayvwaoTouv wg £€pnRes eCaiTiag apnvoppoliag (TTpwTtoyevoug A
deuTepoyevoug). MpoTeiveTal N KUTTAPOYEVETIKA dlEpEUvVNON 0€ OAA Ta KOPITOIA PE KOVTO avaoTnua
KATw atrd 2 SDS Kal un ammoca@nVviouévn aItia UoTEPa atro eKTEVH avaliTnon.

ZYMMEPAXMATA: Exel peydAn onuacia n Eykaipn diayvwaon o€ TTaidid Je Kovio avaaTnua Kai
oUvOpouo Turner WaoTe, JEoW XoprRyNong KatdAAnAwy BepaTtreiwy, va ¢TACoUV 01 aoBeveig To UYog-
OTOXO, VO PETABOUV OTNV £Qnpeia TAUTOXPOVA E TOUG OUVOUNAIKOUG TOUG, Va JTTOPECOUV va
OTTOKTI)OOUV ATTOYOVOUG WG EVAAIKES Kal va EAEYXBEi 0 augnuévog Kivduvog voonpdTtnTag TTou
@épouv. H oupBouleuTiki 1600 0TV oikoyévela 600 Kal Tnv idia TNV acBevi TTpoo@Eépel TTOAUTIUN
KaBodriynon kab’ 6An mn didpkeia TNG CWAG TNG WOTE va TTapBoUV 01 CWOTEG ATTOPACTEIS, Va
OUVEXIOTEI N OTEVA TTApPaKOAOUBNOoN Kal JETA TNV eVNAIKIWON KAl va UTTAPEEI N KOTAAANAN
EVNUEPWON YIA TIG ETTIAOYEG avaTTapaywyrg otav ek@pAacel To evOIaPEPOV TNG YIa aTTOKTNON
OIKOYEVEIOG.

NEEEIG-KALIBIA: 1ATPIKI YEVETIKN, KUTTAPOYEVETIKI], XPWHOCWHIKES AVWHOAIES, KAPUATUTTOG, KOVTO
avaoTnua, pubudg avénong, ouvdpopo Turner



ABSTRACT

TITLE: Cytogenetic Investigation of Children with Short Stature

BACKGROUND: Children are often referred to paediatricians, paediatric endocrinologists and the
corresponding clinics for evaluation of their short stature. A child is short when his height is 2 or
more SDS below the average for his gender, age and origin. An important parameter to determine if
a child suffers from really short stature, is to calculate the height velocity. Height velocity is within
the normal range when short stature is due to non-pathological etiologies such as Familial Short
Stature and Constitutional Delay of Growth and Puberty, which are the most common causes
provoking short stature. Otherwise height velocity is decreased when short stature is due to
pathological causes. Common pathological causes leading to short stature are: growth hormone
deficiency, skeletal malformations, genetic syndromes, chronic systemic diseases and chromosomal
anomalies.

AIM: The aim of this master thesis is to investigate the causes of short stature in children, who do
not present any other dysmorphic features, known pathological conditions or congenital anomalies,
and can be detected through cytogenetic analysis.

METHODOLOGY: Numerical and structural chromosomal abnormalities and rearrangements of
size 5-10 Mb can be detected through the karyotype technique. For the purposes of this thesis, a
bibliographical search was carried out in online available data bases using keywords.

RESULTS: Turner syndrome (monosomy 45,X) and its variants (Turner-like) were found to be the
main chromosomal abnormalities leading to girls with short stature. Girls having Turner syndrome
and identical karyotypes may present different characteristics and symptoms, which range from just
short stature to severe congenital heart disease. Patients who will not be diagnosed during
childhood are likely to be diagnosed during adolescence due to amenorrhea (primary or secondary).
Cytogenetic examination is recommended to all short girls with stature below 2 SDS and
unexplained cause after extensive investigation.

CONCLUSIONS: Early diagnosis in children with short stature and Turner syndrome allows the best
management through administration of appropriate treatments, which is of utmost importance in
order for them to reach the target height, to move into adolescence at the same time as their peers,
to have descendants as adults and keep under control the high risk of morbidity. Counselling for
both patient and family members provides valuable lifelong guidance in making the right decisions,
continuing close monitoring even after late-stage adolescence and providing appropriate information
on reproduction options when patient expresses interest in having a family.

KEYWORDS: medical genetics, cytogenetics, chromosomal abnormalities, karyotype, short stature,
height velocity, Turner syndrome
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[NINAKAZ YNTOMOIPA®ION
EAANVIKEG CUVTOHOYPAPIEG:

MOY- MNMaykoéouiog Opyaviouog Yyeiag

ZevOYAWOOEG CUVTOUOYPOAQPIEG:

ACMG- American College of Medical Genetics and Genomics
AFP- Alpha Fetoprotein

BA- Bone Age

BMI- Body Mass Index

CDGP- Constitutional Delay of Growth and Puberty
CNV- Copy Number Variation

FSS- Familial Short Stature

GH- Growth Hormone

GHD- Growth Hormone Deficiency

GWAS- Genome Wide Association Studies

HRT- Hormone Replacement Therapy

HV- Hight Velocity

IGF-1- Insulin-like Growth Factor-1

IGFBP-3- Insulin-like Growth Factor-Binding Protein-3
ISS- Isolated Short Stature

IUGR- Intrauterine Growth Restriction

MPH- Mid-Parental Height

rhGH- recombinant human Growth Hormone

SDS- Standard Deviation Score

SGA- Small for Gestational Age

SHOX- Short Stature Homeobox

SNP- Single-nucleotide Polymorphism

SS- Short Stature

T4- Thyroxine

TH- Target Height

TSH- Thyroid-stimulating hormone

UE3- Unconjugated estriol
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WHO- World Health Organization
XIST- X-inactive-specific transcript
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1 EIZANQrH
1.1 KONTO ANAZITHMA
1.1.1 Opiopdg: Kovré Avaornua kai MoAu Kovré AvdaoTnua

‘OAo kai 1o ouxvd, TTpogépyovTal o€ TTaIdIATPoug Kal GAAOUG €10IKOUG TTaIdIG JE KOVTO avAoTNHO
yia TNV nAikia Toug. AdIau@IoBATNTA, TO XAUNAOGTEPO UWOG UTToPE va emifapuvel Tn WyuxoAloyia 16c0
Tou TTaIdI0U TTOU CUVAVOOTPEPETAI JE CUVOMNAIKOUG TOUG 600 Kal TNG OIKOYEVEIOG TTOU

TTpoBAnaTiCeTal, avNOUXED Kal avadnTd Tn yvwn Kal 1n BoABeia Tou €18IKoU.

2Upowva pe Tnv Apepikavikr Etaipgia Evdokpivoloyiag Tng Apepikavikng Maidlatpikig Akadnuiog
(American Academy of Pediatrics. Pediatric Endocrine Society 2020) o 6p0og KOovTé avaoTnua
atrodideTal oTa TTAIBIA TTOU £XOUV UWOG XANNAGTEPO TOU AVANEVOUEVOU YIa TV XPOVOAOYIKN NAIKia,
TO QUAO Kal TN QUAA Toug. EVAAANGKTIKE, ava@EépeTal oTa TTAIBIA TwV OTTOIWV TO UWOGS PPICKETAI KATW
aTTo TNV TPITA A TNV TTEUTTITN EKATOOTIAIO BE0N OTA AVTIOTOIXA YIa TNV NAIKIA KAl TO @UAO Toug
TPOTUTTA dlaypdupaTa augnong. Otav éva Taidi BpiokeTal oTnV TPITN 1 AKOPA KAl TV TTEPTTTN
eKATOOTIAIO BE0N YIA TO UYPOG WG TTPOG TNV NAIKIA 0TV KAUTTUAN avaTrtuéng onuaivel 6T ol
OUVOMNAIKOI TOU £xouv uWNAOTEPO avAaoTnua o€ TTo000T6 97% A 95% avTioToixa Kal JoAIg 10 3% 1
5% €xouv avaoTnua ico A xaunAdTepo. AKOua, TTOAU cuxvd oTn BIBAIoypagia To XapunAd avaoTnua
opifeTal wg auTtd TTou BpiokeTal 2 oTaBePEG aTTOKAIOEIG (-2 SDS) KATW aT16 TN Péon TIPK TOu

QVOOTHAUATOG YIa TO GUAO Kail Th XPOoVOoAoyIKA NAIKia evdg ouykekpipgévou TTANBUoOU.

E1di1koTEPQ TTOAU KOVTO avaoTnua Bewpeital OTi £xel éva TTaidi TTou To avdoTnua Tou Bpioketal 3
o1aBepég atrokAioelg (-3 SDS) i kal TTEPICCOTEPO KATW aTTd TN JEON TIUA AVOOTHAUATOG YA TO QUAO
Kl TN XPovoAoyIKr nAIkia Tou. Kovtd avdoTtnua éxel éva Taidi Je avaoTnua TTou Bpioketal 2 £wg 3
0Ta0ePEG ATTOKAIOEIG KATW ATTO TN KMEON TIKM QVACTAROTOC YIa TO QUAO Kal Tn XPOVOAOYIKA nAIKia.
(Maghnie et al. 2018) ‘Exel BpeO¢ei 611 600 TI0 KOVTS avdoTnua €xel Eva TTaidi, TOoo TBavATEPO Eival
VO UTTOKPUTTTETAI KATTOIO OpYaVIKN aiTia TTiow atmd auTd. Ta TTaidid Ye Kovto avaoTnua JeTagu 2-3
SDS kd&Tw atmd 10 HECO Op0 £xouv 14% TBavOTNTA va £€X0UV KATTOIO OPYAVIKI) aoBEveld, Evw yia Ta
TTaIdIA PE TTOAU KOVTO avdoTnua ioo 1 KéTtw atmd 3 SDS atrd 10 u€co 6po, N TBaveTNTA OPYAVIKAG

aoBeveiag iowg ayyiel kal To 58%. (Voss et al. 1992)
1.2 AIEPEYNHZH KONTOY ANAXTHMATOZ

1.21 ZuoTtdoeig NMaykéopiou Opyaviopou Yyeiag (MOY) kai MpoéTtutreg KaptruAeg

AvdaTtrTugng yia Tn cwuaTtiki augnon

Ta veoyvd, Ta TTaIdIA Kai o1 £pNBol TTPETTEI VA ETTICKETTTOVTAI TOV TTAISIATPO TAKTIKA. € KAOE
ETTIOKEWN O TTaIBIATPOG OPEIAEI va JETPA KAl VO KPATA TTANPOPOPIES yIa TO UWOG, TO BAPOG Kal TRV

TTEPIMETPO KEPAANG HEOW TWV KAIVIKA EYKAIPWYV KAl EUPEWG XPNOIMOTTOIOUPEVWY HEBGdWY. H
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QVTIOTOIXION TWV ATTOKTNOEICWY PETPAOEWVY OE AVATITUEIAKESG KAPTTUAEG KATAAANAEG yia TNV NAIKia
KAl TO UAO TOU £CETACOUEVOU CUVEICPEPEI OTNV EyKAIPN TAUTOTTOINON AAAQYWY ] AVWHOAIWY OThV

QVATITUEN TTOU EVOEXOMEVWG OXETICOVTAI HE DIAXEIPIOIUES KATAOTATEIG I YWWOTA YEVETIKA GUVOPOQ.

lNa 10 oko1rd autd o Maykéouiog Opyavioudg Yyeiag (MOY) mpoTeivel Tn CUCTNUATIKA
TTapakoAouBnon Tng uyeiag Kar avamtuéng Twy TTaidiwyv nAikiag 0-18 eTwv. Ze autd 10 TTACICIO, O
MOY éxel dnuioupynaoel Ta TTPOTUTTA SlIayPAUUATA CWHATIKAG augnang TTou TTpoadiopifouv TNV
€MOUPNTA CwUATIKA alénon Twv PpePwy, vNTTiwy, TTAIdIWV KAl EQAPWVY Kal Ta OTToia TTpoTEivovTal
yla TTaykOoia xprion. Ztnv EAAGda, 1o IvomitouTto Yyeiag Tou Maidiot kai n AietBuvon Koivwvikrg
Kal Avatrtuglakng MaidiatpikAg avéAaBe, dIaUOpPwaoE Kal TIPOCAPUOCE Ta dlaypduuata UoTepa atrd
adeia kai éykpion Tou MOY. Ta Tpoocappocuéva MNpdTutra AiaypdupaTta Augnong Tou Maykdouiou
Opyaviopou Yyeiag (WHO Child Growth Standards) yia Ti¢ nAikieg 0-5 €Twv kai Ta Alaypduuara
Avagopds (WHO References Growth Charts) yia T1¢ nAikieg 5-18 €TV evowpatwOnkav 010
avaBewpnuévo BipAidpio Yyeiag Tou Maidiou Trou diatiBetan atmod 10 2017. (lvoTiTouTo Yyeiag Tou

Maidiov. AieuBuvan Koivwviknig kail Avatrtuéiakng Maidiatpikig 2016)

H oTevn 1aTpIKA TTapakoAouBnaon Twv TTaidiwv Kal N EUpEia TTapoxr Twv KAPTTUAWY avamTuéng
divouv Tn duvaTéTnTa C€ €10IKOUG Kal YOVEIC va avTIAN®BoUv £ykaipa oTToladnToTe acuvABIoTn
aT1TOKAION aTTO TO AVAPEVOUEVA XAPaKTNPIOTIKA (UWog, BAPOG, TTEPINETPOG KEQAANG, BEIKTNG HAlag
OWHMOTOG) yIa TO avTioToiXo NAIKIOKS eUpog. H éykaipn TTapaTtripnon odnyei o€ éykaipn didyvwon Kai
TTapEPPAON KAl CUVETTWG TTEPICOOTEPES TNIBAVAOTNTEG YIa TO TTaIdi va TTANCIACEI TOUG AVTIOTOIXOUG

NAIKIoKoUG oToxoug. (Gravholt et al. 2019)
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Length/height-for-age GIRLS

Birth to 5 years (percentiles)

Length/Height (cm)

2 years 3years
Age (completed months and years)

WHO Child Growth Standards

Eixova 1.1: MpodTtutro Aidypappa “Yywoug ouvapTtrioel HAIKiag yia kopitala 0-5 eTwv oUh@wva he Tov
Maykdopio Opyaviopd Yyeiag. Avaktnon amdé World Health Organization (n.d.)

Length/height-for-age BOYS

Birth to 5 years (percentiles)

World Health
Organization

Length/Height (cm)

2 years 3 years
Age (completed months and years)

WHO Child Growth Standards

Eikéva 1.2: Mpdétutro Aidypaupa "Ywoug cuvapTthoel HAIKiag yia ayopia 0-5 eTwv cUPQWVa JE TOV
Maykoéopio Opyaviopod Yyeiag. Avaktnon amd World Health Organization (n.d.)
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Height-for-age GIRLS
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Eixova 1.3: Aidypauua ava@opds "Yyoug cuvaptrioel HAIKiag yia kopitala 5-19 eTwv oUP@wva JE

Tov Maykoéopio Opyaviouod Yyeiag. Avaktnon amré World Health Organization (2007)

Height-for-age BOYS

5 to 19 years (percentiles)
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Eikéva 1.4: Aidypaupa avagopds Yyoug cuvapTtioel HAIKiag yia ayopia 5-19 1wV cUPQwva e

Tov Maykoopio Opyavioud Yyeiag. Avaktnon ammé World Health Organization (2007)
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Eikéva 1.5: Zehida amod 1o BifAidpio Yyeiag Tou Maidiou pe ta Tpocappoauéva diaypdupaTta Upwoug aAAd kal Bapoug cuvapTroel nAIKIag yia
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Avatrtugiakng MaidiaTpikng (2016)
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Eixova 1.6: ZeAida amd 1o BiBAidpio Yyeiag Tou MNaidiou pe 1a Tpocapuocuéva diaypdupata Uyousg aAAd kal Bdpoug ouvapTAoEl NAIKIag yia
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1.2.2 KAIviKA €&éTtaon

Katd tnv kAIviki €€€Taon €va atmd Ta TTpwTa TTPAYHATA TTOU TTapaTnpEi o TTaidiatpog, HETE TN
S1aTTioTWoN Tou KOVTOU avaoTANATOG JE TN BorBeia Twy avaTTTuEIoKwY KAUTTUAWY, €ival av aTToTeAE]
MEMOVWHEVO XAPAKTNPIOTIKG 1 av cuvodeUeTal Kal atTd AAAEG OUYYEVEIG avwuaAieg, duCUopPPieEs N
avatrTuglokég dlatapaxég. (Rogol and Hayden 2014) 2 CUYKEKPIPEVES TTEPITITWOEIG KAl O
emMAeyHEVa TTAIDIA, EKTOG ATTO TIG KAWTTUAEG AVATITUENG XPHOIKES TTANPOYPOPIES YIA TNV TTPO0DO TNG
augnong uTTopei va dwoouv Kal GAAEG HETPAOEIG OTTWG N avaAoyia TTEPINETPOU PEONG/ TTEPIPEPEING,
T0 BMI, TO TT0000TO AITTOUG CWHATOG, N TTAPOUCIA TITUXWV OEPUATOG OTNV TTEPIOXT] TOU AQIUOU K.ATT.
(Gravholt et al. 2019) AkOpa TTPETTEI VO ATTOQPACIOTEI AV TA ETTIPEPOUG URKN CWHOTOG BPioKOVTAl O€
OUMUETpIa 1 OxI (6TTWG CUPBAiVEl OTIG TTEPITITWOEIG OKEAETIKAG duoTTAOCIaG). H TTapouasia i un
QUTAG TNG CUPUETPIOG TTPoodIopieTal aTTd TO PAKOG TOU Bpaxiova, Tnv avaloyia dvw TTPog KATW
Mépoug cwpaTtog, To Adyo KaBioTd/ 6pBio Uwog, To BMI kal Tnv TTepiPeTpo KEQAAAG. MapaTtnpouvTal
€TTIONG Ol AVAAOYIEG TWV XAPOKTNPIOTIKWY TTPOCWITTOU KABWG UTTOPEI va cuoXeTiCovTal ue oUvOpoua
OTTw¢ Turner, Noonan K.d. 2& €TMIAEYMEVEG TTEPITITWOEIC TTAIDIWY PE KOVTO avAoTnua UTTopEi va
BonBroouv otn didyvwaon ol eEETACEIC AiATOG, £va GUVOAIKO JETABOAIKO TTaveA (Comprehensive
Metabolic Panel), o kaBopiopdg TG 00TIKAG NAIKIag, N uéTpnon Twy emmédwy GH, IGF-1 kai
TSH/T4. (Rogol and Hayden 2014)

H TTpooexTIKA Kal TAKTIKA KAIVIKA €6€Taon Ba avixveuoel Ta TTaidid TTou €X0UV TTPAYHATIKA KOVTO
avaoTnua kKai 6a ta diaxwpioel ata TTaIdIA TTou dev oPeiAouv To avaoTnud Toug o€ TTaBoAoYIKN aITia
KAl o€ eKeiva TTOU TTIoW aTTd TO XAKNAG TOUug avaoTnua KpuBeTal K&TTolo TTaBoAoyiko aiTio. Av 0
TTaudiaTpog diatmoTwoel TTadi Je avdoTnua TTou BpiokeTal 2 oTaBepég atrokAioelg (-2 SDS) KaTw
atré TN Yé€on TIPA avaoTAUAToS A KATW atrd Tnv 3" ekatoaTiaia B€0n yia TO GUAO Kal Tn XPOVOAOYIKN
NAIKia 1) TrTapatnERoel XapnASTEPO Tou GuVHBOoUG KAl avapevouevou pubuou auénong UWougs, OQEiel
Va TTAPATTEPYEl g€ TTaIO0-EVOOKPIVOAGYO 1} AAAOV apuddIo yIaTpd yia TAUTOTToINGN TwV
UTTOQAIVOUEVWY QITILV Kal €TTIAOYR EQTOMIKEUPEVNG BepaTreiag. Me Tov TPOTTO aQuTd TTAPEXETAI N
duvaToTnTa BEATIOTNG dlaxXEipiIong pIOG TTABOAOYIKAG KATAOTACNG YIa TNV KAAUTEPEUGN TNG OUVOAIKNG
KAIVIKAG €IKOVAG TOU TTAOXOVTOG TTaIdIoU. A TTapddelyha, o€ TTEPITITWOEIG TTAIdIWY TTOU dE YTAVOUV
TOUG OTOXOUG QVATITUENG HECO OE GUYKEKPIPEVO XPOVIKO OIGCTNA, NTTOPET va xopnynoei KaTAAANAN
BepaTreia avacuvduaopévng auénTikng opuovng (thGH r) recombinant human Growth Hormone).
(Rogol and Hayden 2014)

1.2.3 PuBpdg Augnong "Yywoug (High Velocity A HV)

Eivalr onuavTiké yia éva raidi pe xapnAd yia Tnv nAikia kai To UAO Tou Uyog va KaBopIioTei Kal 0
puUBuGGS augnong Tou UWoug. Nevikd o€ QuUOIOAOYIKA TTAQiCIa 0 puBUOG augnong empPBpaduveTal Pe

TNV TTAP0dO TNG NAIKIOG. ZUPPWVa PE Tov Kavova Twv 5 (ovoudadetal £T01 €TTEION O1 ETTIUEPOUG puBuoi
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augnong avda nAIKiakr oudda gival TTOAATTAGOIa Tou 5) TTou I0XUEl yia Tov puBud augnong Uywoug,
aTTo TN yévvnon PEXP!I TNV NAIKia Tou 1 éToug o HV gival uéyioTog Kal avTIoToIXEl oTa 25 cm/ £T0G.
MeTd TOV TTPWTO XPOVO Kal £wg Ta TEGOEPA £TN 0 PUBPOG augnong Uwoug TTEQTel ota 10 cm/ €1og
KATd u€oo 6po. ATTé TNV NAIKIa TwV TECOAPWY £WG KAl TA OKTW £TN, 0 PUBPOG aUgnong KupdiveTal
ota 5 (-7) cm/ €106. AT TNV NAIKia auTtr Kal £éwg TNV e@nPeia TTapatnpeital évag ouvexng Kai
0Ta0epdG pUBNOS alEnong Uywoug (5 cm/ €10¢). ZnPavTiKr) alénon TTou oXeTICETal UE TNV £PnReia
TTapaTtnpeiTal ota Kopitola yupw ota 11,5 xpdvia kal ota ayépia yupw ota 13,5 xpodvia. (Rogol and
Hayden 2014)

“Yyog/MRkog 50cm 75cm 100 cm 125cm 150 cm

HAikia Févvnon 1 é1og 4 £¢1n 8 é1n 12 €Tn

\ J\ )\ J

[ [

PuBpoég augnong 25 cm/étog 10 cm/étog 5 cm/érog 5cm/érog

Eikéva 1.7: “O kavovag Twv 5” yia TNV ekTipnon Tou guoloAoyikoU puBuou auénong oTta TTaidid,

a1Toé TN yévvnan €wg Ta 12 €tn. AvakTnon kal Tpotrotroinon amé Rogol and Hayden (2014)
1.2.4 Meoo-yoveikd/ MpofAeropevo "Yyog EvhAika (Mid-Parental Height R MPH)

Mapakdtw TTapatiBevral o1 TUTTOI TTOU XPNOIKOTToIoUVTal YIa va TTPoRAEWOoUV To UYog OTOXO
(Target Height 1 TH) evAiAika pe B&on 1o UWOG TwV YOVEWYV Kal CUPQWVA HE TO QUAO Tou TTaIdiou
(M€B0dOGg Tanner). O PECOG OPOG TWV UYWV TWV YOVEWYV BV APKED BIOTI YEVIKWG 01 AVTPEG gival
WnASTEPOI ATTO TIG YUVAIKES KAl £€TO1 OI TUTTOI TTPOCAPPOZoVTal YIa TO QUAO WG €EAG:

(Yyog matépa oe cm —13 cm) + Yypog untépag o cm
2

Na Ta Kopitoia:

(Yyog untépag os cm + 13 cm) + Yyog natépa o cm

MNa 1a ayépia: >

Maidi pe kovtd avdoTnua o€ 0XEoN ME TO UYPOGS TWV YovEWV gival 6Tav To UYog Tou BpiokeTal 2 A
TTaPATTAVW OTABEPEG ATTOKAICEIG (-2 SDS) KATW atrd TO HECO-YOVEIKO UWOoG | UYog-aToxo (Mid-
Parental/ Target Height) trou TTpokUTTTeEl 0116 TO UWn Twv yoviwy. (Papadimitriou et al. 2012) To
TEAIKO UYog evhiAIKa @uaioloyiké KupaiveTal evidg 10cm atrd 1o TTPpoRAETONEVO UYWOog OTAXO.
(Seaver and Irons 2009)
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1.3 OAHIOZ I'A THN AZIOAOIMHZH TOY KONTOY ANAZTHMATOZ

Yyog >2 SD kdtw and ) péon T vyoug
PuBpog AvZnong Ywoug <5 cm / £tog
f > 2 SD wérees cmd MPH

l

Taotposvispkd coprtbptTa

) svBoxpivokoyucd mpofhiuata;

NAI 4‘— OX1

) )

Awpevvnon yue: Kovaoxakn, Pleypovordeg
Nacot tov Bvrépov, Yrofuposiiopds,
Tidvépopo Cushing
Haparopm) os Tadiatpo-Taatpeviepoldyo

i laiutpo-Eviokpivohdyo

AvGpoppikd
HOPOKTIPLGTIKGL;

NAI
NG

TOpPSTPIG KOVTo

AVATTIHOL;

NAI J— OXI

N ¥

Adwhéynon na Cevenxd AZwohéynon Y

Tovdpopa (r.y. Turner) Ekehetikég Avomhasicg

OXI

N2

AZoidynaon tov ppbuod abEnang Byong, Tov
vyrous Kat Tov Pépoug (v Ty avtiatoym niwic

Kt QUA), Ka g 0GTIKNG NAkiag

|

l

Pubdg abEnomg
dyovg >=5 cm / étog
KaBuotepnuévn

OCTIKI| NAIKic

l

Tworadie Kalvotépnon me

AvénroZng ke Eonpeiag

(CDGP)

l l

Polpog obEnong dyoug

PuBég abénong byog
L i : <5 cm / étog

>=5¢cm / érog
Duaohoyud) ootk hicia

"Yyoc cuvapic ps to MPH

l

Owkoyevég Kovrd
Avaotnpua (FSS)

Kabvotsprpévn oot nhuda
Duoiohoyikd 1| avEnpévo

Pépo

AEwhdyman v Evdokpivokoyikés
Awatapuyés

Eikova 1.8: Odnyog yia Tnv AgloAdynon tou Kovtou AvaoTtiuarog (MPH: Mid-Parental Height, SD:

Standard Deviation). Avaktnon kai Tpotrotroinon até Barstow and Rerucha (2015)

To 2009 1o Apepikavikd KoAéyio latpikig MeveTikAg kal Mevwpiknig (American College of Medical
Genetics and Genomics 1 ACMG) €€€dwae TIG TeAeuTaieg 0dnyieg yIa TN YEVETIKN agloAdynaon Tou
kovToU avaoTrpaTog. O 0dnydg autdg o€ cuptrepIAauBavel Ta pn TTaboAoyikd aiTia (17.X. OIkoyeveg
KovTtd AvdoTnua) Kai TTpoopileTal yia aoBEVEIG TTOU TTPOCEPXOVTAI E KUPIA avnouxia TO KOVTO
avaoTnua, OPwWS Katd TN SIGPKEIQ TNG £6£TAONG MTTOPE VA EVTOTTIOTOUV KAl AANEG MIKPOTEPEG N
MEYOAUTEPEG AVWUAAIES. Zup@UvVa PE TOV idI0 00Ny, TO TTPWTO TTPAYUA TTOU TTPETTEI VO a§loAoynOei
o€ éva TTaidi TTOU TTPOCEPXETAI JE KOVTO avdaoTnua gival av gival Toavo miow atrd autd va BpickeTal

Katrola raBoAoyia. ‘ETTEITA TO OIKOYEVEIAKO IOTOPIKO Jadi ue TO UYOoG-0TOXO Kal To puBud auénong

TOU UWOUG TTPETTEI VA GUVEKTIMNBOUV.
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Mpokeipyévou va arrooca@nvioTel av uTTdpxel TOavoeTnTa TTaBoAoYIKOU KOVTOU avAoTHPOTOG

akoAouBouvTtal Ta €€AG PrpaTa:

1. duoikn e&€Taon. ATTOKAEIOTIKR €VOEIEN TO KOVTO avAOTNUA 1 €ival TTAPOVTEG Kal AAANEG
QVWHANEG (OWHATIKES ] avaTITUEIAKEG);

Oikoyevelako lotopikd. MpdTutra avatTuéng yovéwv i AAAWV Cuyyevwv
Mpoadlopioudg pubuou aug¢nong tywoug (HV)

Mpoodiopiopdg yovidiakou duvapikoU atré Uywog aT1oxos (TH/MPH)

a > DN

Métpnon GAAWY oNUAVTIKWY TTAPAUETPWY TTOU JTTOPET va BEifouv KaTToIa diaTtapayr aTnv

avaTTuén (Bapog, TTEPINETPOG KEQAARG)
Métpnon ooTIKAG NAIKiag

o

7. AvdAuon avaAoyiwv owpatog (T1.X. Adyog avw PEpoug/ KATW PEPOG CWHATOG)
HAIkia TTpwTwv evdeitewv (onset age). Otav TTapatnpABnKe TTpWTN Qopd HETPNON TTOU dev
QAVTIOTOIXOUOE OTNV QVAUEVOUEVN YIa TNV NAIKIa Kal To @UAO Tou TTaidIou

9. Bpégog pe SGA; Aigpeuvnon. To vAiTTio TTETUXE 1 OXI catch-up €éwg Ta 2 €1n; (E€apTdtan atmd
TN didpkela kal TR cofapdtnta TG IUGR-Intrauterine Growth Restriction) (Seaver and Irons
2009)

1.4 TNAPAIONTEZ NOY ENMHPEAZOYN TO YWOZ
1.4.1 “Yyog: ATrotéAeopa aAAnAeTridpaong Tapayovrwyv

To UYog gival XapaKTNPIOTIKO, ATTOTEAEGUA TNG TTOAUTTAOKNG AAANAETTIOPAONG YEVETIKWYV Kal
TTEPIBAANOVTIKWV TTaPAYOVTWY. To YEVETIKO duvapiké (yovidia TTou KAnpovournénkav armod Toug
YOVEIG) TTOU QEPEI Eva ATOUO EPXETAI 0€ OAANAETTIOpPOCN PE TN BIATPOPH TOU, TO WUXOKOIVWVIKO KOl
OIKOVOIKO TOU TTEPIRAAAOV Kal YEVIKWG TIG OUVONKES dIafiwaong Kal UYIEIVIG KAl CUVOBEUETal aTTO
TOavA TTPORANPOTA UYEIAG, €K YEVETAG 1) ETTIKTNTA, TTOU AVTIMETWTTICEI KABWG Kal TO OPUOVIKO

TTPO®IA TOU ATOMOU.
1.4.2 TeveTIKOi TTAPAYOVTEG

ApxIKG aTTO PEAETEG BIBUMWY, OIKOYEVEIWV Kal UIOBECIWV Kal ETTEITA OTTO HEAETEG avAAuONG
yeveTIKAG ouvdeong (linkage analysis) kai TEAIKwG amré GWA peAéteg (Genome-Wide Association
studies) €xe1 atToKaAUPOEi 0 POAOG TWV YEVETIKWYV TTAPAYOVTWY OTOV KaBOoPIoHO Tou UYOoug,
QATTOdEIKVUOVTAG TTWG TO VYOG OTTOTEAET £vav atTd TOUG TTI0 IXUPA KANPOVOUNCIPMOUG TTOOOTIKOUG

PAIVOTUTTIKOUG XapakTApeS. (Jelenkovic et al. 2016)

O1 yeveTIOTEG YIa va BPOUV TOUG YEVETIKOUG TTApAyOVTEG TTou BpiokovTal KATw atrd acBéveieg N
XOpakTNEIoTIK& Xpnolpotrololv TIc GWA peAéteg. O peAéTeg autég replAaudévouv Tov
XOPaKTNPIONO ouykekpipgévou apiBuou SNPs (Single-Nucleotide Polymorphisms) o€ éva ueydAo

TTANBUCWO. ¢ pia ektevi) GWA peta-avaAuon oe Trepiocdtepa atrd 250.000 droua, TauToTToIfenkav
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697 TTapairayég ) SNPs oTo yovIdiwpa TTou GUVOAIKA £Enyoucav To éva TTEUTITO TG KAnpovounong
(heritability) Tou Uyoug evAAika, dnAadr To TTOOOCTO TNG PAIVOTUTTIKAG dIAQOPOTTOiNCNG TOU UYWOoUG
€VOG TTANBuUoOU TTOU Eival duvaTov va atrodobei o€ yeveTikoug TrTapayovTes. (Wood et al. 2014)
QoT1o0o0, o GWAS £xouv opiouévoug Treplopiopous. KaBwg n aAAnAouxion oAGKANpou Tou
yovISIwpaTog gival datravnpr], oTIG HEAETEG AUTEG TTIAEyovTal oTpaTnYIKG opiouéva SNPs, icwg
500.000, dnAadn éva TTOAU PIKPO TTOC0CTO TOU ATTAOEIB0UC avOPWTTIVOU YOVIDIWHATOG TTOU £XEI
MEyeBog 3 dioekaToupupia (euyn Bacewy. To 2019 pia oudda atmo@doioe va gpeuvrael edv oTTdvia
SNPs 1Tou d¢ev TrepiAapBavovtal oTic GWA peAéTEG PTTOPOUV va £ENYACOUV TN XAMEVN
KAnpovouikétnta (missing heritability) kai yia To Uypog. MNpaypartotroifoav Whole Genome
Sequencing o€ 21.620 avBpwTToug Kai UTTOAOYIOTNKE OTI yIa TO UWOG N KANPOVOUIKATNTa ayyilel TO
79%. AuTO TTPaKTIKG onuaivel TTwg o€ €va peyalo deiypa avlpwttwy, T0 79% Twv GAIVOTUTTIKWY
S1apOoPOTIOINCEWY YIa TO UWOG TOUG oPeilovTal a€ yovidia Kal Oxl o€ TTEPIBAAAOVTIKOUG TTAPAYOVTEG

oTTWG n diatpoen. (Wainschtein et al. 2019)

‘Exel BpeOei 6T eTEpOCUYES HETAANGEEIG N NTTIEG PeTaANaYEG oTa yovidia SHOX, NPR2, ACAN,
IGF1, IGF1R A FGFR3 éxouv OUOXETIOTEN e KOVTO avACTNHA XWwPi¢ ouvodd aioOnTd @aIvoTUTTIKA
XOPAKTNPEIOTIKA, VW OPOCUYEG HETOANGEEIG OTA iDIa yovidla TTPOKAAOUV TTOAU KOVTO avAoTNHA KAl

OKeAETIKEG duoTTAacieg. (Jee et al. 2017)

To SHOX yovidio (evtoTrifeTal 0Tn YEUSO-AUTOCWHUIKK TTEPIOXA TOU HIKPOU Bpayiova Twv
QUAETIKWV XPWHOOWHATWY), gival eTTiong 6000£CaPTWHEVO Kal dpa diaypagr ToU eVOg
XPWHOOWWATOG 1} TUAMATog TTou TrepIAauBavel To SHOX (61Twg cupBaivel ato ouvdpouo Turner) Ba

€XEl WG atroTéAeopa emPpaduvon TG avaTtTugng Kal kKovto avdaotnua. (Girsoy and Ergal 2017)
1.4.3 TMepiBaAAovTiKOi TTAPAYOVTES

‘Eva TTARB0¢ TTEPIBAAAOVTIKWYVY TTapayOVTWV UTTOPOUV va ETTNPEGCOUV To UWods. H etmidpaon Twv
duopevwyV TTEPIBAANOVTIKWY OUVONKWY 0TO UYOG ival onuavTikr) KaTtd Tn didpkeia oAOKANPNG TNG
TEPIOdOU avAaTTTUENG aAAd givar 1Id1aiTepa eMIRAPUVTIKA KaTA TNV BPe@IKA nAIKia, TNV TTI0 €uaiodnTn
TePiodo o€ ewTepIkEG TETEIG. OTaV TTEPIBAANOVTIKOI TTAPAYOVTEG TTOU KATAOTEAAOUV TNV augnaon
TOU UYougG gival TTapOVTEG-OTTWG N dIATPOPH Kal KUPIWG N AVETTAPKAG TTPOCANWN TTPWTEIVNG,
TTaIdIKEG aoBEvVEIEC TTOU B TTPOKUWOUV [] Ol KOIVWVIKOOIKOVOUIKEG aUvBnKeg dlafiwong-n avamTugn
Tou TTa1d10U avaoTEAAETAI Kal akOpa Kal TO TEAIKO Uwog evAAika etTnpeddeTal. (Jelenkovic et al. 2016)
(Seaver and Irons 2009) Kovté avdoTtnua kai avatrtuélok kabuoTépnon YTTopEi va gival To
OTTOTEAECHA OTPECOYOVWY BILWUATWY KAl YUXOKOIVWVIKWY TTPORANUATWY. AUTA UTTOpPEi va
TTPOKUTITOUV aTTO TTapapéAnon f/Kal aoTabég oikoyevelakd TTEPIBAAAOV, KaKOTToINON KABE OPPNg
KAl KaTaoTAoEIG f TTPoBARuaTa uyeiag ye Bapuvouoa onuaacia yia Tn wuxoouoTtaon Tou Traidiou. H

avatrTuélokh kaBuaTépnon TTou TTapaTnEEiTal Adyw ouvaioBnuaTikAg aTTooTEPNONG UTTOPE va
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QvTIOTPAPEI Kal 0 puBPGG augnong UWoug va augnBei, av To TTaIdi ATTOPOKPUVOET aTTd TO PN UYIEG

mepIBAAAOV ) av atrooTacIoTToINBEl amd oTpegoyodveg ouvlnkes. (Doeker et al. 1999)
1.5 AITIA

MeTd Tn yévvnon, n onuavTikéTEPn aUgnon TTapATNPEITAI OTA TTPWTA BUO XPOvIa (WG Kal 0TV
epnPeia. MoAAG TTaudid aduvatouv va @TAcouV To €TTIOUUNTS Kal TIPOBAETTOUEVO UWOG Kal £T01 TO
KOVTO avaoTna gival hgia ouvnRéng avnouyia. H diagopikn didyvwaon yia To KovTo avdoThua gival
IDICITEPA ATTAITNTIKA KAl TTOAAEG OIKOYEVEIEG TTAPATTEUTIOVTAI OE TTAIBIATPIKEG UTTO-EIBIKOTNTEG (OTTWG

€vVOOKPIVOAOYOUG, YEVETIOTEG KAl 0pBOTTEDIKOUG XEIPOUPYOUG) yia akpiff afioAdynon.

MoAAEG ivan o1 autieg TTou MBavwg odnyrioouv g€ XaunAo avaoTtnua ota Taidid. Méow Tng
KAIVIKAG €€£TAONG KOl CUYKEKPIMEVWY EPYOOTNPIAKWY EEETACEWV gival duvaTd va TTPOKUWEI Hia
Oa@nG atmravTnon yia TNV aitia TTou TTPOoKaAEi To acuviBioTa XaunAd uywog. O1 aiTieg TTou
avagépovTal ouxvotepa otn BiBAIoypagia TTepIAapBavouy un TTaBoAoyIKA aiTia, OKEAETIKEG
OUCTTAQCIEG, XPWHOOWHIKES AVWHOAIES, AVETTAPKEI AUENTIKAG 0puoVvNG, IDIOTTABEG KOVTO avaoTnua,
YEVETIKA aUvOpoua, GAAEG evOOKPIVOTTABEIEG (TT.X. UTTOBUPOEIDIoNS), XPOVIEC CUCTNUIKEG VOoOUGS. To
KOVTO avAoTnua PTTopEi va ogeileTal Tiong o€: 20vdpouo Cushing, N6oog Chohn, KolAiokdkn,

Kakon6eieg, Avettapkeia SHOX K.a.

1.5.1 1810madig KaBuotépnon Avamtuing kai Epnpeiag (Constitutional Delay of
Growth and Puberty R CDGP)

Eival pia Trpocwpivr), un TaboAoyikni KatdoTaor). XapakTnpileTal atrd CUPPETPIKA KOVTO
avaoTtnua. O puBudg augnong Tou Uyoug (HV) TrapaTnpeital uoioAoyIKOG OTIG TTEPITITWOEIG
madiwy pe CDGP. H ooTikA nAikia (Bone Age 1 BA) civail pikpdTtepn atmd Tn XpovoAoyIKA nAikia TTou
onpaivel o1 To TTaIdi £x€1 TTEPIBWPIO Va WIAWOCEL. To TEAIKO UWog evAAIKA TTPOBAETTETAI EVTOG TOU

Uyoug-oT1oxou (MPH/TH). (Saengkaew et al. 2017)

Mrropei va gival OIKOYEVAG YIa QUTO TTPETTEI va €PWTNOOUV 01 YOVEIG OXETIKA PE TNV aVATITUEN TOUG
KaTd Tn &Ik} Toug TTaudIKr NAIKia KaBwg Kal TRV NAIKia eTaBaaor|g Toug otnv epnpeia. (Siklar and
Berberoglu 2014)

1.5.2 Oikoyevég Kovto AvaoTtnua (Familial Short Stature 4 FSS)

O1twe kai n CDPG, 10 FSS atroteAei un TaBoAoyikA KatdoTaon Kal XapakTneifeTal ato
OUMUETPIKA KovTo avaoTnua. O HV trapatnpeital kal €dw QualoAoyikdg. AvtiBeta, n BA €ivai n
TTPOPBAETTOPEVN YIA TN XPOVOAOYIKN NAIKia Kal To TEAIKO UWog eviiAika TTPoBAETETAI evTOG 2 SDS TOU
Uywoug-otéxou (MPH/TH). (Saengkaew et al. 2017)

ZuvnRBwg €vag A kai ol dUO YOVEIG PEPOUV ETTIONG KOVTO avACTNUA KAl TO JETOPEPOUV KABETA

oToug atroyévoug Toug. H aitia TTou TTpoKaAei To FSS OTIG TTEPICOOTEPES TTEPITITWOEIG OEV EXEI
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eCakpIBwOEi. MoTeveTal Opwg OTI €iTe gival ATTOTEAECUA AAANAETTIOpaAONG TTOAAATTAWY YOVIBIWV OTIG
MO ATTIEG TTEPITITWOEIG, €IiTE OPEIAETAI O€ éva UAVO YOVIDIO OTIC COBAPEG HOPPES TTOU OUWG OEV EXEI

evromioTei. (Plachy et al. 2019)

1.5.3 Non-catch-up SGA (Non-catch-up Small for Gestational Age | Mikpd veoyva

yla TNV nAIKia KONong Trou dev TAVOUV TOV OTOXO aUinong éwg Ta 2 €Tn)

Xapaktnpi¢etal atrd PAPOog yévvnong TTou BpiokeTal KGTw atré Tnv 10" ekatooTiaia B€on yia Tnv
NAIKia KUnong. Ae Kata@épvouv va TAcouV To 0TOX0 auénong (Bapog kal Uwog) £wg 1a 2 £€1n. O HV
TTapATNPEITAI PUOIOAOYIKOG AAAG TO TEAIKO UWoG eTTIpével va gival XaunAdtepo atrd tnv 31
ekarooTiaia Béon. (Saengkaew et al. 2017) H Bgpartreia pe avacuvduaouévn augnTikh opuovn givai

eupéwg atmodekTh oTIg TrepimTwaoelg SGA. (Siklar and Berberoglu 2014)
1.5.4 Avemdpkeia Augntikng Opuodvng (Growth Hormone Deficiency R GHD)

H auéntikry oppovn (Growth Hormone 1 GH) rapdyeTal Kal oTig TPEIG ONUAVTIKESG TTEPIOGOOUG
augnong: veoyvikn nAIKia, TTaidikA nAikia, epnpeia. ZToug 6 PAVES ival IBIAITEPWS KPIOIKN yIa TNV
avaTTuén Tou Bpépoug. H avettdpkeia ptropei va gival hepikA i TTARPNG. MTTopEi va ep@avioTei Katd
TN d1dpkela (wAG Tou TTaIdIOU (TT.X. EAITIOG TTAPOUCIAG KPAVIOPAPUYYIWHATOG) A VA €ival EK YEVETAG.
(Richmond and Rogol 2020)

H averrdpkeia augntikAg opudvng PTTOPET va OTTOKAEICOE uE OXETIKI) ao@AAgla aTro Tn didyvwon
€av 0 puUBPOG augnong UWoug uTToAoyiCeTal PUOIOAOYIKOG Kal N OOTIKA NAIKia €ival viog Tou

Quaololoyikou eupoug. (Richmond and Rogol 2020)

Otav AAeg aiTieg KOVTOU AVOOTAMATOG OTTOKAEIOTOUV, Ol APXIKEG EPYACTNPIOKES ECETATEIG
mepIAapBdvouv Tn péTpnon Twy emiTédwv IGF-1 (Insulin-like Growth Factor-1) kai IGFBP-3 (Insulin-
like Growth Factor-Binding Protein-3) otov 0p6. Ta emmiTeda TwV CUYKEKPIPEVWY TTETTTIOIWV
avTavakAoUv TNV TTAAPN CUYKEVTPWON TNG EKKPIVOEVNG QUENTIKAG OpHOVNG KOBWG gu@avifouv
MIKPEG DIOKUPAVOEIG OTNV EKKPION O€ OXECN UE TNV ONUAVTIKA NUEPROIa dlaKUPavaor) TTou

TTapouaiddel n augnTik opuovn.

O aigaToAoyIKOG EAeyXOG €ival UAIOAOYIKOG. Av €xel TTpoNynOEi KUTTAPOYEVETIKOG EAEYXOG, dEV
EVTOTTICOVTAI XPWHOOWHUIKA eupripata. MNa va empBeBaiwbei n didyvwaon, o€ ToAAOUG acBeveig yiveTal
o1éyepon TNG GH e did@opeg peBddoug (Kupiwg pe TeoT Avoxig otnv IvoouAivn kal oTravioTepa pe
Aokipaaia KAovidivng). ©a TTpETTEl TA AvWTEPD ETTITTESA AUENTIKAG OpUOVNG va un &erepvouy Ta 10
ng/ml yia Tnv eykaBidpuon didyvwaong. Emeidn duwg n peBodoloyia evéxel TTEPIOPICUOUG, TA
atroteAéopaTa OE Ba TTPETTEI va ATTOTEAOUV TO pHoVadIkd d1ayvwOoTIKO KPITAPIO aAAd va ouv
agloAoyouvTal PE TA EUPHKATA KATA TNV €6£TACN, TNV OCTIKA NAIKIQ KAl TIG CUYKEVTPWOEIS Twv IGF-1

kal IGFBP-3 mmapayéviwv. (Mahan et al. 2006)
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1.5.5 I810maBég Kovrd AvdoTnua (Idiopathic Short Stature R ISS)

O1 repImTwo eI TTaIdIWV JE KOVTO avaoTnua (XapnAdTepo amd -2 SDS) 1rou €xouv eAeyxOei kal dev
£X€El TQUTOTTOINOEI CUYKEKPIPEVN QITiIO KOVTOU AvaOTAUATOG, ava@EPETal OTI TTACXOUV aTTd [810TTabEg
Kovté AvdoTtnua. Mtropei va katnyopiotroinBei ato Oikoyevég Kovtd AvdoTtnua (to aidi
TTapouaidadel avaoTnua XapnAo yia To @UAO Kal Tnv nAiKia Tou, aAAd TTapapével HEoa OTO
QVAUEVOUEVO €UPOG TOUG UWPOUG-0TOXOU TG olkoyévelag) kai oto Mn Oikoyevég Kovtd AvdoTtnua (1o
Taudi TTapouacidlel avadoTnua XaunAd T6c0 yia To QUAO Kai TV NAIKia Tou 600 Kal yid TO
QVAUEVOUEVO UWOG-0TOXO TNG olkoyévelag). Maidid kar épnpor pe Mn Oikoyevég Kovtd AvdoTtnua Kai
KaBuoTepnuévn évapgn nBng Bswpouvtal TTdoyovreg pe Idiotradbr KaBuoTtépnon tng AvATTTUENG Kal
NG Epnpeiag (CDGP). Mpiv Tnv nAkia Twv 13 yia Ta kopitola kal Twv 14 yia Ta ayépia, dev
UTTAPXOUV €VOEIEEIS yIa KavoVIKA i KaBuoTepnuévn Evapén ABNG aAAG pIa KaBuoTEPNUEVN OOTIKA
NAIKia ptTopei va gival o€ K&tolo BaBuod TTpoBAeTITIKY TNG CDGP. ZTI¢ TTEPITTTWOEIS ISS, HeTd aTTd
TARPN agloAdynon, dev evioTTi(ovTal EUPHKATA TTOU VA SIKAIOAOYOUV TO KOVTO avaoTnua. To
EPWTNHO TTOU yevvaTal gival TTOOO PAKPIG TTPETTEI va pTACEI N lEPEUVNON, KAl KUPIWG N YEVETIKH TTOU
gival o dUokoAa TTpooBdaciun, woTe va 606¢i o€ éva TTaudi n didyvwaon Tou IdioTTaboug KovTtou
AvaoTiuartog. INa mapddeiyua, sival armodekTd TTwWG KABE KOVTO KOPITOI TTPETTEI VA AEYXBEI yia
ouvdpopo Turner. QoTéo0, dev UTTAPXE EekABapn odnyia yia EAeyxo HETAANGEEwWY 0TO SHOX
yovidlo, 0To 0TT0i0 0@EiAovTal TTEPITTOU TO 2,4% TWV TTEPITITWOEWY TTOU £XOUV dIOYVWOTE PE
I&iomaBég Kovtd Avdaotnua. (Rappold et al. 2002) Mia TAfpn agloAdynon TTpETTEl va TTEPIAANPBAVEI
TTEPA ATTO TO AVOAUTIKO OIKOYEVEIOKO KAl ATOPIKG I0TOPIKO KAl TN QUOIKA €EETAOT, TTPOCGOIOPICHO TG
OOTIKAG NAIKIAG, ATTOKAEIOPO QVETTAPKEIAG QUENTIKIAG OPPOVNG, HIa OEIPA EPYACTNPIOKWY TEOT KAl

YEVETIKO €Aeyxo o€ emIAeyHéveS TTEpITTTWOEIS. (Wit et al. 2008)

1.5.6 KovTté AvdoTnua oxeTi{opevo e xpoévia vooo (Short Stature from Chronic

Disease)

Evdexopévwg To KOVTO avAoTnua evog TTaIdIOU va OQEIAETAl O€ YVWOTH Xpovia VOO TTou
OIKaIoAOYEi TO XapaKTNPIOTIKO. IMa TTapddeiyua, o€ Taidid ge Xpovia VEQPIKT aVETTAPKEIA N aduvapia
avAaTTTUENG Kal TO KOVTO avAoTnUa atToTEAOUV KOIVa 0oBapd TTPOBAAMATA E TO OTTOIO £pXOVTaI
avTIETWTTO! 01 KAIVIKOi. O1 Adyol TTou pia Xpovia VEQPIKF vOOOg 0dnyei o€ avatTTugliakr) kKaBuoTépnan
OTOV OUYKEKPIUEVO TTANBUCO gival TTOAAOI Kal £XOUV va KAVOUV PE avwuaAieg atov agova GH/IGF-
1, uttooITIond, TNV NAIKIa TTOU EKONAWBNKE TTPWTN POPA N vOoog (Ta TTaidid @Tavouv To £va TPITO
TOU TEAIKOU UYOouUG TOUg KATA Ta TTpwTa 2 Xpdvia TNG (WG Toug Kal £€TC1 Jia diatapayr oTnv
avAaTTuén Kata Tn BPe@ikn NAIKia £xel JEYOAUTEPO QVTIKTUTTO OTO TEAIKO avaoTnua atmod OTi av n
vOOO0G eKONAWOET YETA Ta 2 €TN) Kau CUXVA PE HETABOAIKA BEpaTta (akidwon). Z& auTéG TIG

TTEPITITWOEIG N OIOXEIPION KAl AVTIHETWTTION TOU KOVTOU AvaOTAUATOG €ival TTIO TTEPITTAOKN KABWG
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TTOPEUPAiVOUV AAAEG OXETIKEG UE TN VOOO ETTITTAOKEG TTOU XPCOUV AUECNG AVTIMETWITIONG KAl TTPETTE

va An@Bouv uttéyn. (Seaver and Irons 2009)
1.5.7 KovTté AvdoTnua OXETICOMEVO PE YEVETIKA VOO jpaTA
1.5.7.1 Tevemika Z0vdpoua (Syndromic Short Stature)

27N Katnyopia auTtr dev TTePIAAPPBAVOVTAl OKEAETIKEG BUOTTAACIEG KAl TO oUVOpOoOo Turner, TO
oTToio Ba avaAuBei ekTevwdg oTn ouvéxela. Eav n euaikn e€€taon uttodeitel kovrd avdoTnua o€
OUMUETPIa, 0 €IOIKOG TTPETTEI VA UTTOYIOOTEN KATTOIO YEVETIKO OUVOPOMO. AUTO UTTOPEI va gival KaAd
XOPAKTNPICHEVO KAl avayVWPIoUEVO OTTOTE va gival GPKETH N EMPRERAiWON ME HOPIAKO YEVETIKO TEOT
(av gival d1aBéaipo) ) va atraiteital TepaItépw diepelivnon. YTapyxouv TTOAG ouvdpopa e
XOPOKTNPICTIKA OUCUOPPIKA XAPAKTNPICTIKA TTOU ETTITTAEOV XAPOKTNPICOVTAI KAl ATTO KOVTO
avaoTtnua. Ta 1Mo cuyxvd attd autd Ta YEVETIKG ouvdpoua gival To ouvdpouo Noonan (OMIM
#163950), To ouvdpopo Prader-Willi (OMIM #176270), To ouvdpopo Silver-Russel (OMIM #180860)
kal To ouvdpouo Aarskog-Scott (OMIM #305400), XapaKTnPIOTIKO TwWV OTToiWV €ival TO PETPIO R
eCaipeTiké xapunAd avaotnua. (Seaver and lrons 2009) ZTIG TTEQITITWOEIG TWV TTAPATTAVW 1] GAAWV
OuUVOPOUWY, Ta TTAIdIA OUVABWG TTAPOUCIAJOUV TUTTIKA XAPAKTNPIOTIKA GTNV EUPAVICT] TOUG KAl
TTaBoAoyia o€ did@opa CUCTANATA Kal OTTAVIA TO KOVTO avACTNHA ATTOTEAEI TN TTPWTN 1} TN HOVADIKNA
EvOEIn YIa TTEPAITEPW EAEYXO TTPOG TNV KaTeUBUvON TG didyvwong. Na mapddelyua, TTAoXOVTEG e
oUvopouo Noonan eueavifouv XapakTnpIoTIKG TTPOoWTTEIO Kal Kapdiakd TTPoRARUATA, EVOEIEEIS TTOU
Ba atracXoArioouv TTBAvVWGS TTPIV Yivel avTIANTITO TO KOVTO avaoTnua vog TTACXOVTOG TTaIdIoU TO

OTT0i0 OUVNBWG €ival EVTOG TWV QUOIOAOYIKWY OpiwV KaTd Tn yévvnon.

TNV TTEPITTITWON UTTOWiag cuvdpPOUOU TTOU N QUOIKH £EETAON BEV KATAPEPEI VO AVAYVWPIOEL, TO
ACMG ava@épel TTwG TTPETTEN va akoAouBroel avaAuon KapuOTUTTOU TTou ivel ETTITTAEOV TN
duvaTéTNTa avixveuong moavol JwaodiKiopoUu. AKOPa UTTOPET va atTaiTnOEi XpwHOOWWIKN avaAuon
yia diagpopodidyvwaon. XapakTnpeIioTIKO TTapddelyua gival Kopitola ue ouvdpouo Noonan trou
diaylyvwaokovtal AavBaopéva e ouvopouo Turner €1TeIdr Kal Ta dU0 TTapouaidlouv TTapoéuola
KAIVIKG XapakTnpIoTiKa. Edv TTaAI dev TTpOKUWOUV CUPTTEPACHATA OTTO TO KAPUOTUTTO, Ba TTPETTE va
aglohoynBei edv évag HopIakOG KapuodTUTTOg Ba atTodeixTel XproIKog yia TNV avadeign utrelBuvwy
CNVs (Copy Number Variations). (Siklar and Berberoglu 2014)

Mivakag 1.1: [eveTikd oUVOPOUQ TTOU OXETICOVTAI UE KOVTO aVACTNHA (EKTOG TWV OKEAETIKWY

ouoTtrAaciwy). Metdepaon atmd (Seaver and Irons 2009)

2UvOpopa JE TTOAU KOVTO avaoTnua 2Uvdpopa Pe KovTo avaoTnua
Brachmann-de Lange Smith-Lemli-Opitz
Rubinstein-Taybi Kabuki
Silver-Russell Williams
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Mulibrey Noonan

Dubowitz Costello

Bloom Cardio-facio-cutaneous
Johannson-Blizzard Aarskog

Seckel Robinow
Hallermann-Streiff Opitz

Prader-Willi Floating-Harbor

1.5.7.2 Zkelerikég SuoTtTAaoieg

Edv gival ca@ég 611 To KOvTd avAoTNHA OV ATTOTEAE EPMOVWHEVO XAPAKTNPIOTIKO GAAG
ouvodeUeTal ATTO AAAEG CWHATIKEG 1 AVATITUEIAKES dlaTapax£g, Mia deUTEPN TTAPATAPNOT TTOU
yiveTal Katd Tnv agloAdynon cival av 1o egeTadopevo TTaIdi €xel A OXI IN CUPMETPIKG KOVTO avaoTnua.
(Siklar and Berberoglu 2014) To av K&ToI10G €€l N CUMMETPIKG KovTd avaoTnua (ducavaloyia
TTAVW KAl KATW PEPOUG CWHATOG) OXETICETAI HE TO AOYO TOU UWOUG TTOU TTOPOUCIAdel O KABIoTH
Béon TTPOG TO UYWOG TTou TTapouaciddel o€ 0pBia oTdon. MNMPakTIKA To UYog 0€ OpBia Béan
TEPINAPPBAVEI TO PAKOG TOU KOPPOU Kal Twy TTOSIWV VW TO UWog o€ KaBioTh Béon agopd povo 1o
MAKOG Tou Kopuou. ‘Eva Taidi pe okeAETIKI SUCTTAQCIA TOU OTTOIOU TO KOVTO avAoTNHO OQEIAETaI O
KOVTA KATW AKpa PTTOPED va eupavidel TTapopolo Uyog o€ kaBioTr B€on pe éva TTaidi idlag nAIkiag Kai

QUAoOU aAAG va TTapouasiddel TTOAU XapnAdTepo Uwog 6pBiag B€ong. (Mehlman and Ain 2015)

MeTayevvnTIKG o€ TTAIBIQ YE U CUPMETPIKO Kal EEQIPETIKA KOVTO avaoTtnua (> 3 SDS) ptropei va
Qavei XpAoIUn Kal CUCTAVETAI PIA OEIPE AKTIVOYPAQPIWY TTOU KOAUTTTEI OAOKANPO TO OKEAETO (skeletal
survey) yia Tov evioTriopuo evoeifewv OKeAETIKAG duoTTAaoiag. MNa TNV emMPBERAiWON CUYKEKPIMEVWV

OKeAETIKWYV duaTTAaciwy, eival dilaBéaiua kal popiakd TeoT. (Seaver and Irons 2009)

O1 okeAeTIKEG BUOTTAQCIEG YTTOPOUV VA EVTOTTIOTOUV KAI TTPOYEVVNTIKA. Mg Tov uTTépnyo n YéTpnon
TOU pnpiaiou 00TOU ATTOTEAEI YIa I0XUPT BIOYETPIKA TTOPAUETPO YIa TOV EAEYXO TTAPOUCIAg
OKeAETIKAG duoTTAagiag. EAv To koG Tou pnpou Tou guPpuou gival pIkpoTepo atod 1o 40% Tou
MEoou Opou yia TNV nAIKia KUnong, atroTeAei Evoeign axovopoyéveong. EGv To urikog Tou unpodu givai
MIKpOTEPO aTT6 40-60% utrodnAwvel ateA oateoyéveon TUTTou Il ) Bavatn@opo ducTrAacia kai Ta
EMBpua pe peTPAOEIG MIKPOTEPES aTTO TO 80% TOou pECOU Gpou yia TNV NAIKia KUnong ival Tlavo va
TTdoxouv ato aTteA] ooTeoyEvean TUTTOU 3 i axovdpoTtrAacia. Otav UTTapXouV UTTEPNXOYPOPIKA
EUPAMATA, YOVEQG PE YVWOTA OKEAETIKA OUCTTAOCIA, ETTIBAPUPEVO OIKOYEVEIOKO IOTOPIKO PTTOPET Va
aTTaITNOi HOPIAKOG A KUTTAPOYEVETIKOG £AEYXOG yia diayvwan 1 eTaAfBeuon. Mpétrel edw va
emonuavOei TTwg €wg Kal 70 80% Twv TTpoyevvNTIKA avIXVEUCINWY OKEAETIKWY OUOTTAQCIWY gival
BavaTneopeg Kai o1 eyKupooUveg Ba kataAngouv oe atroBoAég i Bvnoiyevn éuBpua. (Mehlman and
Ain 2015)

1.5.7.3 KovTté avdotTnua Adyw peTaAAdEewV oT0 yovidio SHOX
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2¢ avTiBeon pe dAAa yovidia TTou ival povadikd yia 1o X A 10 Y Xpwuéowpa, To yovidio SHOX
(Short Stature Homeobox-containing gene) evroTrideTal 010 PIKPS Bpaxiova Kal Twv dU0 QUAETIKWY
XPWHOCWUATWY O€ Jia TTEPIOXN TTOU ovoudaZeTal Yeudo-auToowiiKA. (Moreno-Garcia et al. 2005)
Ta uaioAoyikd BriAea Kail o1 UOIOAOYIKOI APPEVES PEPOUV DUO aVTiypaPa TOU OUYKEKPIPNEVOU
yovidiou, To OTT0i0 €ival £évag onUavTIKOG TTapdyovTag oTov KaBopiopd Tou Uyous. MeTaAAdEeIg oTo
SHOX yovidio £€xouv eVIOTTIOTEI KUPIWG 0€ OKEAETIKEG OUOTTAQGIEG (TT.X. BUCOXOVOPOOTEWAN) GAAG
KAl € OPICHEVEG TTEPITITWOEIG OIKOYEVOUG Kal W I&iotraBoug Kovtou AvaoTtriuatog. (Seaver and
Irons 2009)

1.5.7.4 ZOvdpopo Turner Kol AAAEG XPWHOOWHIKESG AVWHOAIESG

MNa n dildyvwon 1 emPBeRaiwon, aTTAITEITAI XPWHOOWUIKOG EAEYXOG HE KAPUOTUTTO O€ a0BevEiG e
KOVTO avAoTNPa PE i XwPiG AANa KAIVIKA XapaKTNPIOTIKA KaTd TNV KAIVIKA €€étaon. To ouvdpopo
Turner 8a atraoxoAnael Id1aiTepa aTnV TTapolaa SITTAWMATIKY Epyacdia Adyw TnG au&nuévng
OuUXVOTNTAG TOU PETAEU TWV XPWHOCWHMIKWY AVWHAAIWY TTOU TTPOKAAOUV KOVTO avacTnua Kai yio

auTé Ba TTEPIYPAPET EKTEVWIG OTN CUVEXEIQ.

MNa va yivel avTIANTTé TTO00 oUVNBEG gival To ouvdpouo Turner og oUYKPIoN JE AAAa
XPWHOOWUIKA EUPUATA, O€ avadPOMIKA HEAETN AEIOAOYNONG TOU KOVTOU avaCTHHATOG o€ 972
a0Beveig, UoTepa aTmd avaAuaon KapuoTUuTTou, BPEBNKAV XPWHOOWHIKEG AVWHAAIEG 0TO 2,8% Twv
avopwv (7/253) kal 010 9,8% Twv yuvaikwy (71/719). O1 55 atrd 1ig 71 yuvaikeg ETTaocyav atmd

ouvdpouo Turner. (Moreno-Garcia et al. 2005)
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1.5.8 AlaypapuaTIKA ATTEIKOVIOT TWV AITIWV TOU KOVTOU OVAOTAUOTOG

Katd tnv avalrtnon dedopévwy yia Ta ouvnBEaTepa aiTia TTOU TTPOKAAOUV KOVTO avAoTnua o€
Taidid ot EAAGDQ, evToTrioTnKe pia PeAETN TTou cupTTepIEAaBe 295 TTaudid (162 ayépia kar 133
KopiTola) EAANVIKAG KaTtaywyng Tou TpoonABav katd Tn dieTia 2007-2008 oto TTaido-
evOOKPIVOAOYIKS eEwTepIKO 1aTpeio TNG I Maidiatpikng KAIvikrig MavemoTnuiou ABnvwy yia Tnv
agloAéynon Tou KovTou avaoTAPaTOg Toug UoTEPa aTTd avnouxia Twv yoviwy Toug. To 70% Twv
Tadiwy dlayvwoTnkav pe FSS, CDGP ) cuvduaoud Twv duo. To 10% Twv TTaudiwv diayvwaoTnKav
pe GHD. 210 5% Twv TTadiwv 860nke didyvwon ISS kai 10 5,5% diayvwoTtnke pe SGA. Ao
OKeAETIKA duoTTAaCia BPEONKeE OTI TTAOXEI TO 2% Kail TO 2% TwV TTAIdIWY £QPEPE ETTIONG KATTOIO
YEVETIKO oUVOpOoUOo. MOAIG dUo KopiTola dlayvwoTnkav e ouvopopo Turner (0,7%). (Papadimitriou
et al. 2012)

" I0vbpopoTurner; . nong.  AlTIOL KOVTOU AVOOTAMOTOG
0,70%; 1% 3,80%;

= [eveTIKO cUVAPOLO; 4%

2%; 2% i

= TKEAETIKA
Suomhaoia; 2%;

ISS; 5%; 5%
SGA; 5,50%; 5%

™~

FSS/CDGP/FSS+CDGP;
70%; 71%

FSS/CDGP/FSS+CDGP =G SGA
ISS = YkeAetwkr) Suomlaoia = [eVveTIKO cUVSPOLO
= YUvépopo Turner = Aound

Eikéva 1.9 : NMooooTiaia atTelkOvIon TwY QITIWY KOVTOU avaoTANOTOG TTOU TTPOEKUWAY aTTd TN

HeAETN Twv Papadimitriou et al. 2012

210 Severance Children’s Hospital otn N. Kopéa até 1o 2010 £wg 10 2012 mpooAABav 3.371
0a00Beveig Pe KUPIO TTAPATTOVO TO KOVTO avdoTnua. Mévo 1o 10,6% Twv acBevwy (356 Taidid)
TAUTOTTOINBNKE YE TTPAYUATIKA KOVTO avaoTnua, KAtw atd Tnv 3n ekaTtooTiaia 6€éon. Ta 1o koiva
aitia (44,7%) ATav un maboAoyikd, dnAadr Oikoyeveég Kovtd AvaoTtnua, 181ommabrig KabBuoTtépnon
NG AvamTuéng kai Tng EgenBeiag r ouvduaoudg Twv duo. H 1o koivA TTaboAoyikh aitia BpEbnke va
givar n Averrapkeia AugnTikrig Opuovng o€ TooooTé 21,1%. To ouvdpouo Turner TAUTOTTOINONKE O€
18 aoBeveig dnAadr) 010 5% TTEPITTOU TWV ACBEVWV PE TTPAYHATIKG KOVTO avaoTnua. (Song et al.
2015)
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= Uncategorized; Altia Kovtou AVU.OTr'] Sloanele
= Noutd; 9,10%; 9% 1,10%; 1%

= Turner; 5,00%; 5%
SGA; 6,10%; 6%

= FSS/ CDGP/FSS+CDGP = GHD = [SS SGA = Turner = Aouna = Uncategorized

Eikova 1.10 : [oooaoTiaia atreikovion TwV aITiWV KOVTOU avaoTHHATOG TTOU TTPOEKUYAV aTTo TN

MeAETN Twv Song et al. 2015

ATTO TN HEAETN p1ag TTAIBIATPIKNAG EVOOKPIVOAOYIKNAGS KAIVIKAG oTn NOTIa TaiAdavdn 1Tou difjpknoe 12
XPovia kal cuptrepIEAaBe 521 TTaudid, TTPOEKUYE OTI N TTI0 KOoIvr] didyvwaon TTaIdIV JE KOVTO
avaoTnua ATav gite n 1diloradng Kabuotépnon Avarrtugng kai Epnpeiag eite To Oikoyeveég Kovtd
AvAoTnua €ite 0 CUVOUAOPOG auTwV (45%). ZXETIKA pE TIG TTABOAOYIKEG QITIES, 01 EpEUVNTEG Bprkav
OTI TO KOVTO AvACTNUA TTIO OUXVA OQEiAeTal O€ YEVETIKO 0UVOPONO (15,9%) KaBwg cuuTTepiEAaBav
KAl a0Beveig TTou Katd TNV KAIVIKY €6€Ta0N EVTOTTIOAV SUOUOPQPIKA XapaKTNPIOTIKA. H aveTTapkeia
augnTIKAG oppovng akoAouBei oe ouxvoTnTa (7,5%). To ouvdpopo Turner (TTou &€ CUUTTEPIAAPONKE
OTA YEVETIKA oUVOpOUA) TOTTOBETEITAI TTI0 XaAUNA& 0TnV KATATAEN Kal atroTeAEl TO 2,5% Twv

TEPITITWOEWY TWV TTAIdIWV PE KOVTO avdoTtnpa. (Saengkaew et al. 2017)

Kai o1 3 rapamravw peAéteg (Papadimitriou et al. 2012, Song et al. 2015 ka1 Saengkaew et al.
2017) oup@wvouv 0TI yia Toug acBeveig pe avaoTnua PeTagu -2 Kal -3 SDS KATw a1ro TN Yéon TIPNA
yla TNV nAIKia kal To @UAo gival o meavo autd va ogeileTal ae pn TaboAoyika aimia (CDGP, FSS)
Kal 0TI yia Toug aoBeveig ue avaoTnua xapnAdtepo atméd -3 SDS rjtav 1o moeavo va TTaoxouv atrd
GHD.

2€ GAAN avadpopikA HEAETN aTnv evdokpivoAoyikA KAIVIKA Tou Children’s Hospital Bechir Hamza
o1n Tuvnoia, 1o xpovikd didoTnua 2012-2016 o¢ 179 maudid he KUPIA TTOPATTOPTTA TO KOVTO TOUG
avaoTtnua, n Averrapkeia Augntikig Oppovng atmodeixdnke n 1o koivA aimia (43%), akoAouBouuevn
atd Taidid TTou yevvriinkav PIKPA yia TNV nAIKia Kunong toug (SGA-24%). To 4,4% (8) Twv
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aocBevwy ETaocyav amd ouvdpouo Turner, TTOoOoTO TToU Eival TTOAU KOVTA e auTto TTou BpEOnke

oTnv avadpopuikh MEAETN Twy Song et al. (2015). (Essaddam et al. 2020)

2¢ pia pyeAétn Tou 2011 aTo MakioTdv, avagépovtal 169 TTEPITITWOEIG TTAIOIWY PE KOVTO avaoTnua.
O o koivég aimioAoyikdg TTapdyovtag BpEOnke va gival evOOKPIVOAOYIKES SIATAPAXES
(YtroBupeocidioudg 17,2%, Averrdpkeia AuénTikig Opudvng 10,7%). AkoAouBouv o€ auyxvoTnTa Ol
KN TTaBoAoyikég kKaTaoTdoelg: To Oikoyevég Kovtd Avaotnua (21,3%) kai n I&iotradrg Kabuotépnaon
NG AvamTugng kai Tng EpnPeiag (6,6%). MNa TIg un evOOKPIVOAOYIKEG AITiEG, XpOVIa VOOHUATA
dlayvwoTtnkayv o1o 21,3% Tou TTANBUCUOU PEAETNG. ZTN CUYKEKPIKEVN MEAETN O TTPWTOYEVAG
UTTOOITIONOG (primary malnutrition), TTou dev ammTaoXOANCE 0€ TTPONYOUUEVEG HEAETEG, avapEéPONKE o€
oNPavTiKG TToo0oTo (4,7%). H KolAlokdkn diayvwoTtnke 01o 3,6% Tou TTANBUCHOU PEAETNG eV TA

Kopitola pe ouvdpopo Turner Atav 5 (3%). (Rabbani et al. 2013)

2.€ Mia TTpooTITIKA MEAETN Tou 1993 TTOU dIAPKNOE dUO ocuvexOueva £Tn oTn TTOAITEIa [NoUTa Twv
HIMA, Tn mpwTn Xpovid yerpriBnke 1o Uwog 114.881 pabnTwv dnuUOTIKOU OXOAEiou Kail pe TN OeUTEPN
METPNON Tn 8eUTEPN XPOVIG UTTOAOYIOTNKE O PUBNOS aluénong o€ 79.495 padbntég. MNpoékuywe 611 555
TTadId gixav KovTd avdoTnua 1o otToio éxpndle afioAdynong. O1 TTIo KOIVEG AITiEG ATAV Kal €BW [N
TTaBoAoyikéS apoU 75% Twv TTaidiwy gixav Oikoyevég Kovtd AvdoTtnua, 18iotmabr) KaBuotépnon tng
AvaTtTugng r ouvduaopo autwyv. MOAIG To 3% Twv 555 TTaIdiwy €ixav aveTTapKeIa augnTIKAG

opuévNG Kal 6 KopiTola dlayvwoTnkav Pe ouvopouo Turner (1%). (Lindsay et al. 1994)

271G 4 a170 TIG 6 TTAPATTAVW PEAETEG (EKTOG TWV MEAETWY TwV Essadam et al. 2020 & Rabbani et al.
2013) mpokuTrTel 611 TOo OIkoyevég Kovtd AvaoTtnua kai n 1d1omradnig KaBuoTtépnon tng AvAamTuéng
QTTOTEAOUV TIG TTIO KOIVEG QITiEG KOVTOU avaoTANATOG O€ TTaIdIA TTOU TTAPATTEUTTOVTAI YIa agloAdynon.
AuTO onuaivel 0TI Ta TTIO KOIVA QiTIO TTOU EVTOTTIOTNKAV OTIG HEAETEG gival Un TTaBoAoyikd. H TTiIo Kovi
TTaBoAoyikr aitia KOVToU avaoTAPATOS gaiveTal va gival n Averrdpkeia AugnTikig Opudvng (oTn
MEAETN Twv Rabbani et al. 2013 o1 evOOKPIVOAOYIKES DIATAPAXEG YEVIKA). ETIG HEAETEG O ETTITTOAACUOG

NG GHD uTtroAoyioTnke peTagl 3-43%.

211G iDIEG HEAETEG TO TUVOPOUO Turner EPavioTNKE TTI0O CUXVA aTTO KABE GAAN XPWHUOCWHIKN
avwuaAia, kaBwg oe 6Aeg utTToAOYIOTNKE N OUXVOTNTA TOU yia Ta TTAIdIA WE KOVTO avaoTnua oto 0,7-
5%.

ATT6 6Aa Ta TTapaTTavw YiveTal avTIANTITO TTWG 01 DIAPOPES HEAETEG XPNOIUOTTOIOUV SIOPOPETIKA
KPITHPIO yia TO TToia dTopa Ba cupTtrepIAGBouy, TTwg Ba KaTNyopIOTTOINCOUV TOUG TTANBUCTHOUG TTOU
e€eTACovTal Kal Ta QiTia TToU aTTodidouV TO KOVTO avaoTnua. Etriong n dilagopd aTiG GuXVvOTNTES TWV
QITILOV TOU KOVTOU QVOOTHHOTOG JETAEU SIOPOPETIKWYV PEAETWYV, EPEUVNTIKWV KEVTPWYV KAl XWPWV

ETTNPEACETal CAPWG aTTO YEVETIKOUG, KOIVWVIKOOIKOVOUIKOUG, SIaTPO@IKOUG Kal GAAOUG TTapAyoVTEG.

1.6 ZYNAPOMO TURNER
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1.6.1 loTopikA avadpoun

To guvdpopo Turner r} cUvOPOUO YovadIKrG DUCYEVEDIAG TTEPIEYPAPNKE ETTAPKWG TTPIV ATTO
mrepiTrou 100 xpdvia atrod Tpeig SIaPOPETIKOUG yIaTpous. To 1938 o Auepikavog evOoKpIVOAOYOG
Henry Turner dnuocicuce 1o apBpo opdonuo otn Kapiépa Tou “A syndrome of infantilism, congenital
webbed neck, and cubitus valgus”. O Turner dgv avé@epe T0 KOVTO avAcTnPa OTO TiITAO Tou dpBpou
TOu, av Kail aTo id10 To ApBpo oI avaTTTugIoKES avwuaAieg avaAlovTal ekTevwg. Mepiéypae TIg
TEPITITWOEIG 7 aoBevwv PETAEU Twv NAIKIWY 15 kal 23 £Twv TToU TTapoucialav acuvrBioTa
QAIVOTUTTIKA XAPAKTNPIOTIKA, HETAEU auTWwyY TN dUCYEVECIA TWV WOBNKWY Kal TNV atroTuxia
0eCOUAAIKNG avatTTugng. ETriong, o Turner ATAv o TTPWTOG TTOU XPNOIKOTTOINCE OTEPOEIDEIG OPHOVES
KAl augnTikr opudvn yia T diaxeipion kal Bgpatreia Twv acBevwy. 21N Meppavia o Taidiarpog Otto
Ullrich, To 1930, 8 xpdvia trpiv Tn dnuoacicuon Tou Turner, dnuoaoielel TNV TTEPITITwon evog 8xpovou
KOPITOIOU TTOU PETAEU GAAWV TUTTIKWV KAl YVWOTWY XAPAKTAPIOTIKWY TOU OUVOPSOU CHUEPQ,
TTapouciale UWog Katd 9 cm XaunAdTEPO atTd TN Péon TIUA yia TNV NAIKia kal To @UAo TnG. ¢ follow-
up 10 1987 o¢ nAikia 66 €TwWv OTNV idIa aoBevh] €yIVE XPWHOOWHIKA avaAucn Kal aTTOKOAU@ONKE 0
kapuéTtutrog 45,X. H avagopd tou Ullrich, 57 xpdvia petd Tnv apxiki dnuoaicuon, ATav n mpwTn
TTOU UTTOOTNEIXONKE Kail emTIReBaiwBnke atmd kapudTutro. To 1925 o Pwoog Seresevskij o€
ONUOCIEUCTT) TOU TTEPIEYPAWE HIA EJOAVA TTEPITITWON YOVADIKAG dUOYEVETIOG TTOU HANIOTA EKTOG TWV
KAQOIKWYV QAIVOTUTTIKWY XAPAKTNPIOTIKWY ToUu auvdpduou, TTapouaciadle Kal Eva xaunAd avadotnua
ota 132 cm. YTTApXouv akOpa 1o TTaAIEG ava@opEg yia 1o ouvdpopo Turner. To 1902 o Funke
TTEPIEYPAPE TNV TTEPITITWOTN EVOG 15XPOVOU KOPITOI0U TToU PETAEU GAAWYV gu@aviCe Uyog oTta 132
cm, TTAaTU Kol KOvTO Aaipd Kal atroudia 0e§OUaAIKNG wpipavong. AKOPa 1o TTiow, 1o 1768, o
ITaA6¢ Giovanni Battista Morgagni, yia TToAOUG TTatépag TnG avaTouiknG TTaBoAoyiag, EVvIOTTIoe aTnV
auTOWYIia MIAG «MIKPOOWHNG YUVAIKOG OAAG OPKETA HEYAAOOWHN YIa va BewpnBei vAvogy, VEPPIKEG

OUOTTAQCIEG, HIA ECAIPETIKA MIKPA MATPA Kal atToudia yovadwy (wobnkwv). (Loriaux 2016)
1.6.2 Tlevikég TTAnpo@opieg

2710 TTAIdIG KAl CUYKEKPIPMEVA OTA KOPITOIA TTOU TTPOCEPYXOVTAI APXIKA O€ TTaIdiaTpous Kal ETTEITA
TTAPATTEPTTIOVTAI OE€ OUYKEKPIPEVEG UTTO-EIBIKOTNTEG YIA TNV AgIoOAOYNON TOU KOVTOU avaoTAUATOg
TOUG, MIa aiTia Tou KovToU avaoTrPaTOG TTou TTPETTEN va diepeuvnOei, e10IKA av dev £xel TTponynOei
GAAN diayvwan, gival To auvdpouo Turner. To oUvdpouo dev atroTeAei ouvnBiouévn aiTia KovTou
avaoTAuaTog kabBwg poAig 1 ota 2000 pe 2500 kopiTola TTou yevviouvTal TTACXOUV atrd oUvOPOUOo
Turner. (Kesler 2007) (Elsheikh et al. 2002)

MpdkeiTal yia hia XpwuoowiIKh dlatapaxr] TTou edgavietal o€ BAAea Kal xapakTnpidetal ammo Tnv
TTARPN A MEPIKA aTTOUGia TOU £VOG QUAETIKOU XpWHOOWHATOG X atTd Ta KOPITOIA Kal CUVOBEUETAI [E
Mia ) TTEPICCOTEPES PAIVOTUTTIKEG EKONAWOEIG. ETTioNG HIKpdTEPA EAAEINATA OTO XPWHOCWHA X

TTPOKAAOUV eKONAWOEIG TUTTIKES TOU auvdpdpou Turner (11.X. Xp22.3 o1rou £dpadetal To SHOX
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yovidio). (Gravholt et al. 2017) Xuxvd 1o cUvdpouOo Turner euPaviceTal o€ PWOdIKIOPS. AuTO
onpaivel 01l To XpwHocwHa X A TUAKA auTou dgv atTouciddel atrod OAa Ta KUTTAPA TOU aTOUOU TToU
ekdnAwvel ouvdpopo Turner, aAAG aTTO €va TTOOOOTO QUTWY KABWG £XEl TTApaTTavw atrd pia
KUTTAPIKN o€1pd (TT.X. 45,X/46,XX). AvdAoya pe To av N acBevig Xl TTavTEAN 1 HEPIKR EAAEIYN TOU
0eUTEPOU X XPWHOCWHATOG Kal av gival A Ox1 HwoaiKO, EKONAWVEI DIAPOPETIKO YAIVOTUTTO KAl
O1aQOPETIKN BapuTnTa 6GOV aPOPd Ta TUTTIKA XAPAKTNPIOTIKA Tou ouvOpoduou. H apiyng povoowia
45,X gival o 1o KoIVOG KapudTUTTOG Kal TTAPOUCIAleEl TIGC GoBapdTEPES PAIVOTUTTIKEG EKONAWOEIG
OTOUG 00BEVEIC CUYKPITIKA WE TIG TTEPITITWOEIS Jwodaikiopou. (Al Alwan et al. 2014) Akéua TToAG
OUMPTITWHATA gival un €18IKA yia To cUVOPOUO N Kal EEEAicTovTal KAl yivovTal opaTd Pe TNV TTadpodo
Twv eTwv. ‘ETol gival mBavo éva Kopitol pe ouvOpopo Turner va unv ePQavidel ETTOPKN CUUTITWPOTA
N evoeigeIg yia TTOAAG xpovid Kal TEAIKA N O1Ayvwon va eTTITEUXDE ue KaBuoTEPNOT, APKETEG POPES
Katda Tnv epnpeia aAAd kai apydTtepa otnv eviAikn {wh. Kopitola e pwodikiopd Kal TTapouaia
TTaBoAOYIKAG KUTTAPIKNG GEIPAG O XaUNASG TTOGOOTO UTTOPEI va JeTaBouv aTnv e@npeia ualoAoyikd
Kal VO ATTOKTAOOUV £UUNVO pUON auTOMOTA. Ta KOPITOIO AUTA JTTOPEI va NV EUPAviCouv onUavTiK&
EEWTEPIKA XOPAKTNPIOTIKG TUTTIKA TOu ouvdpdpou Turner, aAA& o€ delTEPO XPOVO VA TTAPOUCIACOUV

OeuTePOTTAON aunvoppoia A va diayvwaoTolv oTa TTAdigla diepelivnong TNG UTTOYOVIMOTNTAG TOUG.
1.6.3 Mwodikiopog

YT1rooTnpEigeTal 0TI 0 KAPUOTUTTOG PE HWOAIKIONO TWV QUAETIKWYV XPWHOOWUATWY gival TTIo
oupBaTog pe Tn Cwn o oUYKPIoN WE TNV aulyr) jovoowyia 45,X. daivetal va gival onuavTika TTio
TOavVO pia eyKupgoouvn va gival ETTITUXNAG OTav TO EUBPUO gival Jwodiko evw o1 TBavOTNTES YIa
auTtéuaTtn ammoBoAn gival TTEpIcoOTEPESG OTAV TO £UBPUO £xel KapudTutTo 45,X. (Al Alwan et al. 2014)
MaAioTa o1 Hook kal Warbuton TrpootrafwvTag va SIKAIoAOYHoOoUV yiaTi TTapd TRV UWnAr EUBPUIKN
BvnoipoTnTa Twv 45,X eufplwyv, 60a emPRILVOUV KATA TN yévvnon UTTOPEI Kal va TTapoucidfouv
ATTIO QAIVOTUTTO (CUYKPITIKG WE TNV UYWNAR €UBPUIKA BvnoiudtnTa), UTTOOTHPICAV TTWG OUCIOOTIKG
gival mBavo 6oa EUBpua Pe KapUOTUTTO 45,X emIBILOVOUV KAl KATOQEPVOUV va YevvnOouv va gival
KPUTITIKA HWOdiKE. AuTO onuaivel TTwg £Xouv pia SeUTEPN KUTTAPIKA OEIpd o€ PHEPIKG Opyava N
I0TOUG Kal n oTroia dgv gival duvaTtdv va avixveuBei atrd Tov KapudTuTro eEaiTiag evog eUpoug
TTaPAYOVTWY (TT.X. APIBPOG KUTTAPWY TTOU avaAlBnkav KAaTd Tnv KUTTOPOYEVETIKN dlEpelivnon,
apIBudG Kal TUTTOG I0TWV TTOU JEAETHBNKAV, TEXVIKEG KAANIEPYEIAG TTOU XPNOIKOTTOINBNKav Kai
MOavO TTOAAATTAACIACTIKO TTAEOVEKTNUA KOl ETTIAOYT TNG MIAG KUTTAPIKAG O€IpAg). 'ETol TTpoTEivouv
TTWG aKOUa Kal ol EPpavifouevol 45,X KapudTUTIOI, TTEPIEXOUV VA TTOCO0OTO, TTIBAVWG MIKPO, HN
QVIXVEUCIUOU JWwOoaiKIoPoU Kal JOVO £TO1 KOTAQEPVOUV VA ETTIRILLOOUV KaBWG pEpouv dUO avTiypapa
TwV yovidiwv A BEcewv TTAVW OTO YOoVISiwua TOU XPWHOOWHATOG X Kal TTOU €ival atrapaitnta yia
TNV euPpuikn empBiwon. (Hook and Warburton 1983) (Held et al. 1992) (Al Alwan et al. 2014) Av n
uTTOB€E0N QUTH YivEl ATTODEKTH, TTPOKTIKA auTd Ba arpaive TTwg N BapdTnTa Tou GAIVOTUTTOU OTO

oUvOpouo Turner eTnpedleTal Ao TO TTOCOOTO HWOAIKITHOU.
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1.6.4 XapakTnpioTIKd cuvdpopou Turner Kal voonpoTnTa

To guvdpopo Turner cuoxeTifeTal Je Eva UPOG CUPTITWHATWY 0€ dIAQOoPa CUCTANATA OPYAVWV:
QVATTAPAYWYIKO, EVOOKPIVEG, TTETTTIKO, AICONTAPIWV OPYAVWY, OKEAETIKO, Kapdiayyelako,

OUPOYEVVNTIKO Kal VEUPIKO.

KuUpio xapaktnpioTikd Tou cuvdpdpou Turner Kal TrpwTapxIKr aITia TTapatrodTTAG Kal dlepelivnong
TTaIdIWY Yia TNV TTapouca SITTAWMATIKI Epyaaia, aTToTEAE TO KOVTO avAoTNUA TTOU odnyei o€
MEIWMEVO EVAAIKO UWPOGS TWV TTACXOUCWY YUVAIKWY. MAAIoTa TTOAU cuxvd TO KOVTO avAaoTnua
atroTeAei TN Povadiki ekOAAWON OTO EUPOG TOU PAIVOTUTTOU KAI TWV CUUTITWHATWY TOU OUVOpPOoU
Turner. OTTwg ava@EPONKe Kal VWPITEPA, WG KOVTO XOPOKTNEICETAI TO avACTNUA TToU BpiokeTal KATW
atro Tnv 3" ekatooTiaia BEon OTIG TIPOTUTTEG KAWTTUAEG AVATTTUENG YIa TO GUAO, TNV NAIKia Kal TTOAAEG
QOopPEG TTEPIAaPPBAvVETAI KAl N KATAywyr) Tou TTaidIou. To KovTo avAoTnHa o€ KopITola TTou &gV PTTOPEi
va atmodoBei oe AAAN aitia, UoTepa atrd digpelvnon, TTPETTEI va eEETACETAN KAl aTTd TO TIPIOHA TNG
KUTTapOYeVETIKAG. ‘Exel BpeBei ammd peAéTn Tou e€€Tade ouGda KOPITOIWVY PE KapuoTuTro 45,X kal
OMAda KOPITOIWY JE HWOAIKIOPS TTWG OTNV TTPWTN Odda To KOVTO avAoTnua atmoteAoUoe KaBoAIKO
XOPOKTNPIOTIKO eV OTN OeUTEPN OUAdA OXEDOV TO £VA TETAPTO TWV KOPITOIWV EiIXAV QUCIOAOYIKO
avaoTnua o€ ox£an TTAVTA JE TO AVANEVOUEVO Yia TNV NAIKia kal To @UAo Toug. (Al Alwan et al. 2014)
2TIG TTEPITITWOEIG aveuTtAoEIdiag 45,X ae KABe KUTTAPO Kal o€ KABE 10TO atrouaiddel To deuTepo X
XPWHOCWUA KOI CUVETTWG UTTAPXE! OTTWAEIA YEVETIKWYV TTEPIOXWV OTTWG N YEUBO-AUTOCWHIKI
meploxny PAR1 (Pseudoautosomal Region 1) 010 pikpo Bpaxiova 611ou Quaoiohoyikd diageuyel TG X
aTrevepyoTToinong kai @iAogevei To SHOX, To KUPIO yovidio yia Tn QuaIOAOYIKr al&non Tou UYoug Kal
UTTEUBUVO VI TO KOVTO avACTNUO KAl TO OKEAETIKA XAPOKTNPIOTIKA TOU cuvdpoduou Turner o€
TTEPITITWON ATTAOQVETTAPKEING. ZTIG TTEPITITWOEIG JWOAIKIOPOU, avTiBeTa Ye 6T cupBaivel oTn
Movoowia 45,X, o€ opiouéva KUTTAPA Kal I0TOUG PTTOPEI va UTTAPEEl EKQPacon Kal Twv dUo
avTiypa@wy Tou SHOX evd o€ AAAoUG OXI. To TTOoOOTO HWOATKIOHOU O€ CUYKEKPIUEVOUG I0TOUG Ba
KaBopioel TNV €KPpaacn Tou uTTeUBuvou yovidiou Kal dpa TO @aIvOTUTTO Kal TO TEAIKG avaoTnua Tou
000evoug. EkTog Tou SHOX, Bewpeital TTwg uttdpxouv Kal AAAa yovidia 0T1o X XpwHOCWHA, EKTOS
NG PAR1 TTEPIOXNG, TTOU {EPEUYOUV TNG X ATTEVEPYOTTOINONG KAl ETTNPEALOUV TO TENIKO avAaoTnua
(17.X. TO ZFX yovidio TTou edpddeTal £TTiong 07O HIKPS Bpaxiova Tou X gival UTTOWAPIO) Kal N ATTWAEIN
TNG TTEPIOXNAG TTOU evToTTiCovTal Ba 0dNyNOEl iIoWG O€ PIa PIKPOTEPN OAAG GNPAVTIKY MEIWON TOU

TEANIKOU Uyoug. (Zinn and Ross 2001)

21NV TTAEIOVOTNTA TWV YUVAIKWY JE oUvdpopo Turner TrTapaTtnpeital atrouoia | SUOYEVEDia Twv
yovadwv (wobnkwv), Jia KaTaoTaon TTOU CUVETTAYETAI EAATTWHEVA ETTITTEDA OICTPOYOVWY, TTPWIKN
EKTTTWON TNG AITOUPYiag Twv woBnkwv, TTPWTOTTadA A SeUTELOTTABN AUNVOPEOIA KAl GUVETTWG
utroyoviuotnTa. O pnxaviouog miow atrd Ty Tpéwpen wobnkikr avertdpkeia (primary ovarian

failure) Tapapével ayvwoTog. QoTd00 gival yVwoTO TTWGS MIA ETTITAXUVONEVN ATTWAEIQ WOKUTTAPWY
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TTaparnpeital non atd tnv eufpuikni nAikia. (Gravholt et al. 2019) H atmouadia euunvoppolag,
OEUTEPEUOVTWYV XOPAKTNPIOTIKWY TOU QUAOU KaI N UTTOYOVIUATNTA TTOU TOAQITTWPEI TIG YUVAIKEG OTNV
eVAAIKA Cwr) TOUG gival KUPIEG aVNOUXIEG TWV KOPITOIWV KAl YUVAIKWY PE oUvdpopo Turner Kal
QaTTOTEAOUV OUXVA TO AGYO TTOU aTTEUBUVOVTAI TEAIKG O€ €18IKO, 18iWG av EKAEITTOUV GAAEG avwpaAieg
KAl TUTTIKA QAIVOTUTTIKA XOPOKTNEIOTIKA TOU cuvdpopou. H Asitoupyia Twv woBnkwv egapTtaral
€TTioNG a1Té TOV KAPUOTUTTO. ZUVABWG OI YUVAIKEG JE HWOIKIONO, @aiveTal va diatnpoulv TN
AgIToupyia Twv WoBNKWYV TOUG YIa HEYOAUTEPO XPOVIKO SIGCTNHA KOl £XOUV EVVIA QPOPEG
TEPIOCOTEPES TMOAVAOTATES VA AvATITUEOUV TO OEUTEPOYEVI] XAPAKTNPIOTIKA TOU GPUAOU KaI VO PTTOUV
auTtéuaTa oTnV £Pnpeia oe oxéon Pe TIG TTAOXOUOCEG e auyr KapuoTutro 45,X. (Hagen et al. 2010)
AuTO cupBaivel eTTEION OTIG TTEPITITWOEIG HWOAIKIOUOU O€ £va TTOGOOTO KUTTAPWY Kal O€
OUYKEKPIMEVOUG I0TOUG €ival TTapOVTa Kal Ta OU0 X XpWHOCWHATA | TUAMATA OTA HOKPA OKEAN
QuTWY, OTTOU EVTOTTICOVTAI YOVidIa ATTaPAITATA YIA TN QUCIOAOYIKI WEINAVON TWV WOKUTTAPpWY KAl
TNV €€a0@AAION PUOIOAOYIKNG WOBNKIKAG AcIToupyiag. Q¢ GUVETTEIQ O€ OPIOUEVEG TTEPITITWOEIG KAl
avaAoya Tou TT0000TOU PHWOAIKIOUOU TTOU YEPOUV KATTOIEG YUVAIKES Eival duvaTO VA ATTOKTAOOUV
£UUNVO pUGCN QUCIOAOYIKG KAl OE JETETTEITA OTADIO VO TTAPOUCIACOUV BEUTEPOTTAON aunvoppoIa.
levikd, éxel Oe1xOei TTwg o€ atmouaia evog X XpWHOOWHATOG 1] HEPOG TOU JAKpoU Bpaxiova autou, ol
WOBNAKEG UPioTAVTAI ETTITAXUVONEVN ATPNOIA TWV apXEYOVWY WOBUAOKIWY. KUTTAPOYEVETIKEG MEAETEG
a0BevWV e TTPOWPEN WOBNKIKY AVETTAPKEIA KAl SIayPaPEiG O0TO XpwHdowa X, atmokdAuyav
OUYKEKPIPEVEG TTEPIOKEG TOU XPWHOOWHATOG X TTOU BewpouvTal UTTEUBUVEG YIa TN AEIToupyia Twv
woBnKwv, oupTtrepIAauBavopévwy Twv yovidiwv POF1 (evtoTrifeTal evidg Tng Treploxng Xg21.3 —
927 A Xq26.1 — q27) ka1 POF2 (evtoTriceTal evidg TnG Treploxnig Xq13.3 —21.1). O1 aoBeveig pe
dlaypa®r TNG TTEPIOXAG TToU evToTTieTal TO YoVidio POF2 TTapoucidfouv woBbnkIKA aveTTapKeIa
VWPITEPO O€ oXEoN ME TOUG aOoBEVEIG TTOU QEPouV diaypa®r TNG TTEPIOXAG TTOU EVTOTTICETAI TO YOVidIO
POFL1. (Gago and Ginsburg 2004) ATTwA€I0 XpwHOOWHMIKOU UAIKOU atrd TO Hakpu Bpaxiova Tou
XPWHOOWUATOG X £XEI WG ATTOTEAETUA QAIVOTUTTO TTOU XAPOKTNPICETAI ATTO TTPWTOTTa0N 1
OeuTEPOTTAON aunvopPEOoIa, KOVTO avaoTnua aAAd atroudia AAAWY SUCUOPPIKWYV XOPAKTNPIOTIKWV.
Emiong ka1 ota Bpaxéa okEAN Twv X XPWHOCWHATWY UTTAPXOUV yovidia TTou Bewpeital OTi
emrnpeddouv TNV woBNKIKA Asiroupyeia 6TTwg 1o BMP15 (Xpl1.22) Trou Traidel pOAo oTnv avaTrTugn
TWV WOBUAOKIWV Kal 0TNV wpeipgavon Twv wapiwv Kal diaypa®n TNG TTEPIOXNG TTOU EPTTEPIEXETAI EXEI

ouvoeBei pe wobnkikr duoyeveaia kal TTPéwPEN wobnkikA averrdpkela. (Zinn and Ross 2001)
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Y |

S WeuSo-autoowpikn epioxi 1 | PARL (Trepiéxel To SHOX)

Xp224+32 —

Xp214+31—
Xp22+32 —

Xp2l+13 —

Xh22111 1 yovidio ZFX

XpZl+3
Xp2l+2
XpZl+1

Xpll+4—
Xpll+3 —
Xpll+23—

¥pll+22 — yovidio BMP15
K§11+21_

pll+l—
Xgll+l
Xqll+2—

X¥gl2—
Xgli+1—
Hqli+2— yovidio XIST
Xgl3d+3—
Xgq2l+l
Xqil+2
Xg21+31

Xg2l+32
¥q21+33

POF: NepioxnA mTou Bswpeital 611 evrotrifovTal éva i
S MEPICOOTEPA YOVidIa UTTEUBUVA YIa TN WOBNKIKA
AsiToupyia

Xgqii+l—
Xqii+2 —
Xq22+3 —

¥qZ3 —

¥4 —

XgZe+1—
Xgre+2—
Xgre+3 —
XgI7+1—
Xg2?+2—
X7 +3

28— Yeudo-autoowpikA epioxn 2 R PAR2
— |

Eikéva 1.11: lNMepioxég kai yovidia 010 X XPWHOCWUA UTTEUBUVA YIa TO KOVTO avaoTnua Kal TNV
TTPOWPN WOBNKIKA AVETTAPKEIQ TTOU TTapatneoulvTal oTig acBeveic ue auvopouo Turner. (POF:
Premature Ovarian Failure, PAR: Pseudo-Autosomal Region). AvakTnon kai TpotroTroinon otré
Sybert and McCauley (2004)

270 EEWTEPIKA PAIVOTUTTIKA XAPAKTNPIOTIKA TOU oUuVvOpPOuoU TTepIAaPBAvVOVTal TO AUXEVIKO
TTeEpUyIo (webbed neck), 0 KovTdg Kal SIOYKWHEVOS AdIUOG, N XOUNAR TTPOOQUCH TWY WTWV,

OKEAETIKEG BUTPOPPIEG OTTWG TO cubitus valgus TTou TTPOKEITal YIa JIa HEYAAUTEPN TNG ETTIBUMNTAG
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ywviwong Tou aykwva étav 1o XEp! BpiokeTal o€ EkTaon. MTTopei akdua va TTapatnenBei xaunAn

TTPOC@UON TPIXOPUIaG OTOV auxéva, EUpUS BWPAKAg Kal HEYAAN amméoTaon PETAgU Twv BnAwv.

Eikova 1.12: Kopitol 13 Xpovwv PE TUTTIKA XOPAKTNPIOTIKA ouvdpduou Turner. MNapaTtnpeitai
EMPAVIIG TO AUXEVIKO TITEPUYIO KAl N XAKNAA TTPOCOUON TWV HAANIWY OTOV auxéva. AloKpiveTal
€TTIONG N XAKNAR TTPOCGUON TWV QUTIWY, 0 EUPUG BWPAKOG KAl Ol ATTOUAKPUOPEVESG BnAEG.

AvdakTtnan kai Tpotrotroinon ammdé Chaput et al. (2013)

XapnAi ypappn @
TPIXOPUIaG

Auxeviké TITeplyio /

AyAdxiv AopTiki
Eupug Bipakag & BaABida
QTTOPAKPUCHEVEG
BnAé
din '/\\ \\ Cubitus valgus
\

/ {
/\’\ B
/ ( o \
/ |8 A
p & { \\\
2

,, ) \
w \(/ R\
MoAAartTAoi l\—' : / QoBNKIKr aVETTEPKEIQ,
Wil
;1 |
\

HeAayxpwHaTikoi aTTiAol Ymoyoviudétnta,
[ Aunvéppoia

\ Aepdoidnua mapov
B oTn yévvnon

Eixova 1.13: XapaktnpioTiké ouvopopou Turner. Avaktnon Kal TpoTrotroinon amdé Mazumdar

(2018)

O1 véeg yuvaikeg pe ouvdpopo Turner rapouadidlouv auénuévn voonedtnta Kal EAATTWHEVO
TTPOOBOKIPO (WG O€ OUYKPION WE UYIEIS YuvaikeS. O TTo onuavTikdg AOyog TTou aiTIOAOYEi TN
OUYKEKPIPEVN OUVONKN, €ival BéuaTta uyeiag TTou oxeTiCovTal e TO Kapdiayyelakd auoTnua Kal
MTTOPEI Va apopouv eiTe ouyyevr kapdioTrdBela eite va gival coapd kapdiakd TTPoRArUATA TTOU

QTTOKTOUVTaI apyoTEPA OTN {WN TNG a0BEVOUG. 2Tn ouyyevr) KapdioTrdBeia TrepIAauBAavovTal
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mpoBAfuaTa 6TTwg N diyAwxIvog i dipuAAn aopTikA BaABida (bicuspid aortic valve), n oTévwon
1080V TNG aopTn¢ (coarctation of the aorta), n oTévwon TNG aopTIKNAS BAABIdAG, N YECOKOATTIKN
etmkolvwvia (atrial septal defect, ASD) kai To aveUpuopa Bwpakikng aopTrs (thoracic aortic
aneurysm). AANa TTpoBAjuaTa TTou ag@opouv To Kapdlayyelakd cUCTNUA Kal T OTToia QaiveTal 6T Ol
a0Beveig Pe ouvdpopo Turner gival ETTIPPETTEIG va Ta EKONAWOOUV KaTd Tn dIdpKeIa TNG (WS TOUg
aT1ToTEAOUV N UTTéPTOOT oTa TTaIdIA KAl N aTe@aviaia Kapdiakr vooog, TO EU@PayUa Tou Juokapdiou
Kal Ta ayyelakd eykepalikd e1Teicddia oTIG evAAiKeG aoBeveic. (Schoemaker et al. 2008) (Silberbach
et al. 2018) O1 aoBeveig pe Turner-like kar oTr@via pe apiyr) Jovoowpia 45,X Tou Ba emTUyxouv
EYKUMOOUVN KUPIWG HEOW EEWOWATIKAG YOVIUOTTOINONG Kal OTTavIOTEPA QUCIOAOYIKA (TTPOUTTOBETE!
TNV TTAPOUCIA ETTAPKWG AEITOUPYIKWY WOBNKWYV Kal AvaTITUyHEVNG MATPAG), £X0UV augnuévo pioko
KapdIayyEIaKWY ETTITTAOKWYV KOl YIO QUTO TTPOTEIVETOI GUNBOUAEUTIKN KAl GUCTAMATIKI

TTapakoAoUBnaon TIpIv TN YovidoTtroinon Kai Katd Tn didpkela ThG eykupoouvng. (Gravholt et al. 2017)

1.6.5 OvnoipétnTa

YTtroAoyileTtal TTwg yia oxedov OAEG TIG KOIVEG aiTieg BavdTou, n BvnoiudTNTa OTIG TTAOXOVTEG HE
oUvOpouo Turner, o OAEG TIG NAIKIEG KA KUPIWG OTIG JEYOAUTEPEG, gival auénpévn o€ oUYKPIoN PE TO
YEVIKO TTANBuopé kai pdAiota utroloyiletal TpimmAdola. H BvnoipdtnTta givai TTiong 1o augnuévn
OTIG aoBeveig ue KapudTUTTO 45,X Kal OTIG a0Beveig TTOU diIayvwoTnKav o€ veapr) NAIKia Adyw
BapuTtepou paivotutrou. OI TTI0 KOIVEG AITiEG TTOU 0ONyoUV O€ TTPOWPO BAvVATO TIG YUVAiKEG JE Turner
Qaiveral va gival ol eEAG: KapdIayyEIOKES DIATAPAXES, OUYYEVEIG aVWHPOAIES (KUpiwg OTO
Kapdiayyelakd), TPoBAAUATA OTO AVATTIVEUCTIKO 0UCTNUA (KUPiIWG TTVEUNOVIA), aAAG Kal
€VOOKPIVOAOYIKEG (KUPiwg Zakxapwdng d1aBnTNG), VEUPOAOYIKEG KAl YOOTPEVTEPIKES (NTTATIKEG
Kupiwg) diatapaxés. (Schoemaker et al. 2008) "Exel uttoAoyioTei TTwg TrepiTTou 70 50% TWV BavaTwyv
TwVv aoBevwyv pe ouvdpouo Turner oxetiovTal Ye kapdiayyelakd vooruara: 41% ato emiktnTa
Kapdiayyelakd vooruata kal 8% atrd cuyyeveic kapdlakég avwpualies. (Schoemaker et al. 2008)
(Silberbach et al. 2018) Niveralr avTIANTITO TTOCO CNPAVTIKI KAl ATTAPaAiTN™N €ival n £éykaipn d1dyvwon

TOU oUVOPOPOU WOTE VA €ival AUETN N IATPOPAPUAKEUTIKY TTEQIBAAWN TwV acBevWV.
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2 ZKOlMNozxz

To kovTé avdoTnua, 0Tav TTAPOUCIAETAl HEPMOVWHEVA, OTTACXOAEN KAl ETTNPEEACEI EHPAVWIGS TN
WuyoAoyia TG0 Twv idiwv Twv TTaIdIwV 600 Kal TOU OIKOYEVEIOKOU TTEPIBAAANOVTOG TOUG, WOTE
TTEPITTOU Ta WIoE aTrd Ta TTAISIA TTOU TTAPATTEUTTOVTAl ATTO TTAIBIATPOUG G€ TTAISIOTPIKES UTTO-
€I0IKOTNTEG yIa TN dlEpeUlivnOn TWV AITIWV TTICW aTTd TO XAKNAS Toug avdoTnua, TNV TTPAYMUATIKOTNTA
TTOPOUCIACOUV UWOGS VTOG TOU QUGCIOAOYIKOU EUPOUG VIO TO QUAO, TNV NAIKIO KOl TO OIKOYEVEIAKO TOUG
duvapiké. (Essaddam et al. 2020) MNapapével SPwWS Eva onUAvTIKO TTOCOCTO TTAIBIWY TTOU €XOUV
TTPAYHATI TTABOAOYIKO KOVTO avACTNHA KAl €ival TTOAU ONPAVTIKO VO EVTOTTIOTE N aITia APECA yIa VO
akoAouBnoel n KatdAANAn diaxeipion kal To TTaIdi va KaTopBwaoel Toug eTTIBUUNTOUG puBuoUg
augnong. Mepikd TTaidid, Kupiwg KopiTold, Je KOVTO avaoTnua yia Ta OTToia ol €181Koi dev KaTéAngav

o€ d1ayvwarn Ba ouvexXioouv PE KUTTAPOYEVETIKN BlEPEUvVNON.

O oKoTTdg TNG TTapoucag dITTAWHATIKAG Epyaciag gival n avarmTugn Twv ouvenkwv KATW aTTd TIG
oTroieg éva TTaudi (cuvodeuduevo atd yovéa rj GAAo cuvodd), TTou atreuBbuveTal o€ TTaIdIATPO A
AaAAov €10IKS yia dlgpelivnon Kal QVTIMETWTTION TOU XAUNAOU avaoTiUATOG TOU, TTOPATTEUTTETAI
TEAIKWG YIO KUTTAPOYEVETIKA dlgpelvnon. Ta aiTia TTou 0dnyouv o€ KovTd avaoTnua €ival TToAAG,
OuWG n TTapouca dITTAwHATIKA epyacia Ba eoTidael aTn BIBAIoypa@Iki avalfTnon Kal €KBeon auTwy
TTOU £XOUV YEVETIKI BACT KAl GUYKEKPIYEVA JTTOPOUV va dlIayvwoToUV HECW eupnudTwy aTTd TN
OIECaywWYN KUTTAPOYEVETIKAG avAAUONG Kal TaUTOXpova atrodedelypéva SIKalIoAoyouv TO Un
QUOIOAOYIKOG, yia TNV nAIKia Kal To QUAo, avaoTnua. Eival okdtmipo va yivel avalitnon 0Awv Twv
MOAVWYV XPWHOCWHIKWY EUPNHATWY TTOU €XOUV CUCXETIOTEI PE EKOAAWON KOVTOU avaoTANATOG, TA
oTToia €ival KOTA TTAEIOVOTNTA CUUPBATA PE oUVOPONO Turner Kal TrTapaAlayéG 0To @AoUa auTtou.
TéNog oudnTeital n onuacia TNG KUTTAPOYEVETIKAG diEpelivnong yia Ta TTAISIA JE KOVTO avAaoTnua yid
TNV éykaipn diIdyvwaon, diaxeipion, TTapéupaon Kal TNV TTapoXr CUUBOUAEUTIKAG yia TNV

QVTIMETWTTION TNG EKORAWONG.
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3 MEOGOAOAOrIIA

3.1 BIBAIOTPA®IKH ANAZHTHZH

MNa TRV ouyypaen ¢ TTapoloag JITTAWNATIKAG £pyaciag TTpaydaToTToINenKe BIBAIOYpa@IKA
QvaoKOTTNON ApOpwVv dNUOCIEUPEVWY O€ ETTIOTNHOVIKA TTEPIOBIKA (research articles kai review
articles) kai emmegepyaaoia Toug. XpnoIPoOTToIROnKav akOua TTANPoQopies atrd cuyypdaupaTa TTou gival
d1aBéoipa oTo dIAdIKTUO. YTTAPXOUV ava@opEG/OTOIXEID TTOU AVaKTHBNKAY KAl aTTd ETTIONUES
I0TOOEAIBEG BIEBVWIV, EUPWTTATKWY Kal KPATIKWYV Qopéwv. OAoI oI TTIVAKES KAl 01 EIKOVEG TTOU
avakTABnkav atrd dpBpa eTTEEEPYACTNKAV KOl HETAPPAOTNKAV OTTOU XPEIAOTNKE, XWPIG va

AAAOIWVETAI N TTANPOYOPIT TTOU YVWOTOTTOIOUCOV APXIKWG.

MNa tnv avalAtnon BiBAIOypagiag OXETIKN ME TO AVTIKEIMEVO TTOU dlEPEUVATAI XPNOIUOTTOINBNKav

” W ” W

Aé€eic-kAe101G OTTWG “short stature etiologies children”, “short stature cytogenetic evaluation”, “Turner

” W [ T]

syndrome variants”, “Turner syndrome short stature”, “chromosomal analysis short stature”,

“cytogenetic findings short children”, “management short stature children”, “Turner syndrome

”

management”, “mosaicism Turner syndrome”, “karyotype short stature children” kai TTOAMG& GAAQ.
ApBpa etTiong avakTidnkav ato 1n BIBAIoypagia AAwY apBpwv, €IdIKA atrd Ta review. O1 ynxavég
avadnTnong Kal Baceig 6edouEVwY TTou XpnaoldoTtroifenkav Atav kKupiwg 1o PubMed kai To Google
Scholar. Ta apBpa TTou eMAEXBNKaAY EKTIUABNKAVY apXIK& aT1Td TNV TTEPIANYN Kai ETTEITA ATTO TO
OUVOAIKO Keipevo. ‘Eyive Tpootrddeia agloAdynong OAwv Twv dpBpwyv TTou eTTECEPYACTNKAV KUPIWG
ME Bdon Tnv eyKupOTNTA TOU TTEPIODIKOU OTTOU dnuoaieUTnKav aAAd Kal Twv apiBud Twy citation

OTTOU ATAV EPIKTO.
3.2 KAPYOTYIMNOZ
3.21 Tevika

O KapudTUTTOG €ival YIa EPYACTNPIOKN TEXVIKA TTOU XPNOIYOTTOIEITAI IO TNV ATTEIKOVION TWV
OMOAOYWV PETOPACIKWY XPWHOOWHATWY o€ {eUyn KATA EAATTOUMEVO PEYEBOG. XPNOIKOTTOIEITAl YIa
Tn dlgpelivnon TTAPOUCIAg TUXOV apIBUNTIKWY 1 SOUIKWY XPWHUOOWHIKWY avwuoAiwy. ‘Evag
PUOIOAOYIKOG KApUATUTTOG atToTEAEITAI aTTO 23 {eUyN XPWHOCWHATWYV: 22 Uy QUTOCWHIKWY Kal TO
23° QUAETIKO Celyog (XX yia Ta BrjAea kal XY yia Toug appeveg). (National Human Genome

Research Institute n.d.)
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Eikova 3.1: duciohoyiKOg KapudTuTTog yuvaikag 46,XX. Avdaktnon ammdé Adam and Manning (2020)
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(2020)
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3.2.2 KuTTOpPOYEVETIKN avdAuon TTPOYEVVNTIKA

O KapuOTUTTOG YivETal TTPOYEVVNTIKA O€ XOPIOKES AaxVES A apviakd uypd. O KapudTUTTOg

TTPOYEVVNTIKA CUCTHVETAI O€ YUVAIKEG TTOU AVIKOUV O€ Jia ] TTapatTdvw atro TIG £EM1G KATNYOPIEG:

e cival avw Twv 35 eTWV

o YVWOTH XPWHOOWHIKA avwloAia o€ €vav atrd TOUG YOVEIG (TT.X. QOpPEig 1I00JuyIouévng
METABEONG)

o £XOUV OIKOYEVEIOKO IOTOPIKO (TT.X. TTPONYOUNEVO TTAIdI e de NOVo XPWHOCWHIKA avwuaAia)

e £XOUV IOTOPIKO OTTOROAWY

e KUNON PE EUPHMATA OTA UTTEPNXOYPAPAMATA (ZTIG TTEPITITWOEIS KUOPOPIAg UPpUOU JE
oUvOpouo Turner PTTopEi va evioToToUV auénuévn auXeviKh OIaQAVEIQ, KUOTIKO UypwHa,
oTévwon 10000 TNG 0PTAG, AVATOUIKEG avWwUaAiEG aTnv apioTepr TTAeupd TNGS KapdIdg,
BpaxukepaAia, ve@pikES avwpalieg, TTOAUUOPAUVIO 1) 0AlyoUdPAUVIO KOl AVaTTITUEIOKN
kaBuoTépnon)

® N QUCIOAOYIKEG TIMEG OTA BIOXNMIKG TEAT 1°Y Kal 2% TPIUAVOU (ZTIC TTEPITITWOEIS KUOPOPIag
eUBpPUOU Pe oUVOPONO Turner PUTTOPE VA EVIOTTIOTOUV AugnuUéVa ETTITTEDO XOPIAKNAG
yovadotpoTrivng (B-hCG) kai Ivxiutrivng A (Inhibin-A) kai eAa@pwg eAaTTwuéva eTTiTreda a-
eeToTpwTEivng (AFP) kKai aoUleukTng oioTpidAng (UE3)) (Wolff et al. 2010)

3.2.3 KuTtTtapoyeveTIKN avaAuon HETAYEVVNTIKA

O KapuolTUTTOG PETaYEVVNTIKA YiveTal OUVABWG o€ KaAAIEpYNUEVA AEPQOKUTTAPA aTTd deiyua
TEPIPEPIKOU aipaTog. OTav o @aivoTutTog UTTOdNAWVEI CUVOPONO OAAG O KaPUSTUTTOG OtV €xel DEiCEl
OUP@QWVA OTTOTEAECHOTA A AVEUPIOKETAI HWOAIKIOUOS XapNnAoU BaBuol Tou dev dIKaloAoyei To
QAIVOTUTTO, YIa TNV £§akpifwaon PTTopEi va {NTnBei KapudTUTTOG KAl o€ dEUTEPO TUTTO BEIYUATOG,
OTTWG yIa TTapddelypa o€ IVOPAGOoTES. KapudTutrog JUEAOU TwV OCTWV PTTOPET va {nTnBei o€
TTEPITITWOEIG AIJATOAOYIKWY KakonBeiwv. TEAOG KapudTUTTOG 0€ KUTTAPA ATTO TTPOIOVTA aTTOBOARG
MTTOPOUV va @avei 181aiTepa Xproidog o€ Ceuydpia he I0TOPIKO aTTOROAWY yia Tnv diEpelvnon Twv

aImwyv woTte va 600¢i n KatdAAnAn yeveTiki cupBouleuTikr). (Polidori et al. 2020)
3.2.4 213010 KUTTAOPOYEVETIKAG AVAAUONG AEUPOKUTTAPWY TTEPIPEPIKOU AiATOG

MNa TN KAAOIKA KUTTOPOYEVETIKI avaAuon o€ deiyua TTEPIPEPIKOU AiaTog akoAouBouvTal Ta

TTAPAKATW Bripara:

1. KoANEPYEIQ TWV AEPPOKUTTAPWY TOU TTEPIPEPIKOU QiPaTOg TV a0BeVWV € £va (elyog

KaAAiepyeiwv. OAn n diadikaoia TTou akoAoubBeital gival oTeipa TEXVIKA
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2. TpooBniKn Kal ETTWACN JE KOAXIKiVN, Y0 oudia TTou oTauaTd Ta diaipouueva KUTTapa oTn ¢don
TNG METAPAONG, OTTOU T XPWHOCWHOTA ATTOKTOUV TO PEYIOTO BABPO ouoTIEipWwOoNG Kal gival
MO EUBIAKPITA OTO HIKPOOKOTTIO

3. Tpoobnikn kai eTwacn he uttdTovo didAupa KCI, TTou fonBd 010 OTTACINO TWV MEPBPOVWY Kal
TNV ATTEAEUBEPWON TWV JETAPATIKWY XPWHOCWHATWY

4. MovipotroinTikd SIdAUPa PeBavoAng / ogikou
ZTPWOIUO TTOPACKEUAOUATWY Kal aTTd TIG OUO KAANIEPYEIEG TTAVW CE AVTIKEIMEVOPOPOUG
TTAAKEG

6. Eg@apuoyn texvikng {wvwaong G, yia dnuioupyia XapakTnEIoTIKOU TTPOTUTTIOU OKOUPOXPWHWY
(TrAouoieg o€ adevivn (A) kai Bupivn (T)) kal avoixToxpwuwy (TTAouoieg o€ youavivn (G) Kai
kutoaivn (C)) Cwvwy 1Tou Bonbouv oTnv avdAuacn TnNg dOUAGS TwV XPWHOCWHATWY. H TEXVIKA
TTepIAaPBavel TTEWN Pe Bpuyivn, TTOU OTTAEI TIG TIPWTEIVEG KAl XPWOoT WE EIDIKI) XPWOTIKI oudia

7. AvdAuon Twv PETAQACEWY OTO MIKPOOKOTTO. H aitia TrapatrouTrrig Kabopilel CUYKEKPIPEVO
apIBud PeTapAaaewy TTou avaAueTal atrd KABe KAANEPYEIQ AEUPOKUTTAPWY TTEPIPEPIKOU

aipartog Tou aoBevoug

ALl

| Kapudtutrog
Avdhuon petdgpaong
\
AigoAnyia kai ToTroB£Tnan
deiyuatog o€ owAnvdpio nTrapivng
Emwaon pe Bpuyivn
Napaokeur] KaANEPYNTIKOU kai xpwon pe Giemsa
UAIKOU
EmioTpwon
KUTTAPWY O€
KaAMépyeia aToug ‘ TTAQKAKI
37 °C yia 72 wpeg —
i > @& " \
4 %
MpooBrikn Mpoobrikn AladoyIKEC TTPOOBONKEG
KOAXIKIVNG uTTéTOVOU &/TOC  HovigoTToinTIKoU &/Tog

Eikova 3.3: NpoeToiyacia KapuoTUTTou TTEPIPEPIKOU aipaTog. AVAKTNON Kal TPOTTOTToinan atrd
Emery et al. (2001)
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4 AMNOTEAEZMATA
4.1 NOTE ENIAEFETAI O KAPYOTYNOZ ZE MNAIAIA ME KONTO ANAZTHMA

‘Evag atrd Toug AGyougs TTou PTTopET £vag KAIVIKOG, 0TnV TTEPITITWON Hag évag TTaidiaTpog 1 évag
TTa100-£VOOKPIVOAOYOG 1| aKOUA Kal €vag KAIVIKOG YEVETIOTHG, VO CUCTACEI O€ £va TTaIdI
KUTTOPOYEVETIKN dlgpelivnon eival To Kovtd avdoTnua. OTav 1o Tdoxwv Taidi QEPEl EPPavi Kal
OIAKPITA KAIVIKA XAPOKTNPIOTIKA £VOG OUVOPAHOU TTOU aQOopd KATTOIO YVWOTH XPWHOCWHIKK
avwuaAia, gTTopei he TN diEaywyr Tou KapuoTUTToU va dlEpeuvnBei Kal ETTEITA va aKOAOUBNOEI N

KATAAANAN YEVETIKI GUPPBOUAEUTIKN.

Ta Tpdyuarta TTEPITTAEKOVTAI OTNV TTEPITITWAOT TTAPGTTONTIAG TTAISIWY PE TIBAvWS NMAOTEPO
QAIVOTUTTO TTOU QEPOUV Hia 1] EAAXIOTEG eVOEIEEIG -OTTWGS TO KOVTO avACTNHO- KAl Ol OTTOIEG EUTTITITOUV
o€ éva eupl QACHA TTIBAVWY VOONUATWY, YEVETIKWYV A UN. Z€ QUTEG TIG TTEPITITWOEIS €ival APKETA
OUOKOAO va atrooca@nvioTei TTola dTopa Ba gival UTTOWRQIA YA KUTTAPOYEVETIKA avaAuon, PE TTOIEG
evOeiCeIg Kal TTOIEG AANEG BIATAPAXES TTPETTEI VA £XOUV ATTOKAEIOTEI TTPONYOUPEVWG. 2€ AUTO TO
TTAQICI0 TTPETTEI VO CUVUTTOAOYIOTEI N onpacia Tng éykaipng didyvwaong, n otroia €Xel UyioTn
onpacia oTnv TPWIYN TTapéuBacn 18IAITEPA OE KOPITOIA PE KOVTO avACTNHA yia ThV diEpelivnon TNG
moavn¢ KaBuoTéEpnong i atTouciag ARNG KAl EUTEPEUOVTWYV XAPAKTNPIOTIKWY QUAOU OTIG £QNPES HE
oUvOpouo Turner. Ze TTEPITITWOEIG OTTWGS AUTH) TTOU TO KOVTO avAo TN aTToTEAE TN Jovadikn £vOeitn
yla digpelvnon, Ba ATav eCaIPETIKA datTavnped Kal XpovoBOpo yia Ta CUCTAPATA uyEiag va diegdyouv
KUTTAPOYEVETIKA avaAuon o€ KAOe TTaidi ) €0Tw o€ KABE KOPITOI TTOU agloAoyEiTal yIa TO XAKNAS TOU
Uwog. (Moreno-Garcia et al. 2005) ATTO TIG JEAETEG TTOU TTAPATEBNKAV TTAPATNPEITAI OTI T YEVETIKA
VOOTJOTO KAl CUYKEKPIPEVA Ol XPWHOOWUIKEG avwHAAIES (KUpiwg To auvdpouo Turner)
OIKaIOAOYOUV £va PIKPO TTOC0OTO, HAAAOV KATW attd 5%, TwV TTEPICTATIKWY UE QITIA TTAPATTOUTING TO
KovTé avaoTtnua. AvTIAauBAaveTal €101 KAVEIG TNV avaykn avaTrTuéng evog odnyou yia Tnv diaxeipion
TTAPOUOIWY TTEPICTATIKWY HE IKAVOTTOINTIKA eualobnaia (sensitivity) yia Tnv TautoTroinan Twv
QvaTTTUEIOKWYV dlaTapayxwy Kai eTTapkr €10IKkOTNTa (specificity) yia Tnv amo@uyrh TTapaTToOUTIAG UYIWV
maidiwy. (Polidori et al. 2020) ZuvBwg yIa KOPUOTUTTO TTAPATTEUTTOVTAI KOPITOIA YE ECAIPETIKA KOVTO
avaoTtnua (Katw atod 2 SDS amd mn péon TiuR) aAAd pe QualoAoyikr) avaloyia Gvw TTPOG KATW
MEPOUG OWUATOG, VIO TA OTTOI £XOUV ATTOKAEIOTEI KOIVEG QITIEG KOVTOU avaoTHHATOG, TTaBoAoyYIKOU N
un. Kapudtutrog ptropei va {nTnBei kal o€ ayopi e SUCUOPPIKA XOPOaKTNPIOTIKA fi/Kal ap@iBoAa £w
yevvnTiké épyava, o€ auTr] TNV TTEPITITWON OUWG TO KOVTO avaoTnua pdAAov &¢ Ba gival n kupia artia
TToU Ba 0dNyAoEl o€ TTepaITépw digpelvnon. QoTd00 UTTAPXOUV KAl TTEPITITWOEIG OTTOU

TTAPATTEPTTIOVTAI APPEVEG QOOEVEIG HE XOUNAG avAOTNUA YIO KUTTAPOYEVETIK dIEPEUVNOT).

MEow TNG KUTTAPOYEVETIKAG dlEpeUvNONG UTTOPE va eAeyXOei n TTapouaia Kal GAAwV
XPWHUOOWMIKWY AVWHOAIWVY Kal uVOPOUWY TToU PETAEU AAAWY XOPOKTNPIOTIKWY TTAPOUCIAJOuV Kal

KovTé avaoTtnua. AoBeveig pe auvdpouo Down £xouv ouvriBwg KOVTO avaoTnua, OPwWG eEQITiag NG
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MOVadIKOTATAG TWV XAPAKTNPIOTIKWY TOU OUVOPOUoU, AAAA QAIVOTUTTIKA XOPAKTNPIOTIKA
METAYEVVNTIKA Ba 0dnyrioouv o€ dueon dIGyvwaon TTPIV TV TTAPATAPNCN TNG AVATTITUEIOKAG

kabuoTépnong. (Seaver and Irons 2009)
4.2 ZTYXNOTHTEZ KAPYOTYINQN NOY ZXETIZONTAI ME KONTO ANAZTHMA

2 pia HeAETN oTnV Ivdia cupTtrepIANEONKav 137 TTauidid TTou TTPpocnABayv yia agloAdynon Tou
XaunAoU avaoTpaTédg Toug otnv TpieTia 2008-2010. MeTagu autwy Atav 92 kopitola e Péon nAIKia
TTapouciaong Ta 12,5 étn. Amé Ta 76 BrAsa Tou TTpaypaTotroifdnke TTAAPNG agloAdynon, 58
eMAEXONKAV yia avdAuon KOPUOTUTTOU Kal 0€ 23 a1TO aUTA EVTOTTIOTNKAV XPWHOOWHIKEG AVWHAAIEG
(Turner). & 7 atro Ta 23 TTEPIOTATIKA aTTOUCiAlAV OTTOINOATTOTE AAAQ QAIVOTUTTIKA XOPAKTNPIOTIKA
TUTTIKG TOU ouvdpopou Turner. O1 12 atrd Tig 23 aoBeveic ue ouvdpouo Turner gixav Tov KAACIKO
KapudTuTtro 45,X. Auo aoBeveic épepav dUO KUTTAPIKEG OeIpég 45,X[15]/46,XX[35], TévTe aoBeveig
gixav kapudtutro 45,X[74]/46,XY[1], Tpeig aoBeveic 47,X,i(Xq)+(Xq)[12]/46,X,i(Xq)[10] kai pia
a00evig gixe kapudTutro 46,X,del(Xq). (Kaur and Phadke 2012)

ATT6 10 oUvoAo GAAwv peAeTwv ((Gravholt et al. 2019), (Igbal U et al. 2007), (Temtamy et al.
1992), (Al Alwan et al. 2014), (Sybert and McCauley 2004), (Wolff et al. 2010)) TrpokuTTTEl OTI TO
oUVOpPONO Turner Kal CUYKEKPIPEVA N KAQCIKY Jovoowia 45,X gival n TTI0 CUXVI XPWHOCWHIKA
QVWHAAIa TTOU eVTOTTICETAI KATA TNV KUTTAPOYEVETIKA dlEpEUvNon TTAIDIWV PE KOVTO avaoTnua. TN
OUVEXEID aKoAOUBOoUV o€ cuyvoTnTa TTaPaAAayEG Tou cuvdpdouou Turner ri/kal Jwodikwy, dnAadn)
TEPITITWOEIG OAAEWV TTOU PEPOUV BUO (A TTEPICTOTEPES) KUTTAPIKES OEIPEG, N Hid EK TWV OTTOIWV
gival n 45,X. Aigpetivnon o€ ayépla pe Kovto avaoTnua A/kal avwpalieg otn SIATTAacn Twv

EEWTEPIKWV YEVVNTIKWYV OpyAvwy Toug ival TOavo va atroKaAuwel KapuodTutro 45,X/46,XY .

Mivakag 4.1: KapudTtutrol/ XpwHooWHIKA euprjpata o€ aoBeveic ye ouvopouo Turner: yia ouvoywn
a1rd TIG YeEAETEG (Gravholt et al. 2019), (Igbal U et al. 2007), (Temtamy et al. 1992), (Al Alwan et al.
2014), (Sybert and McCauley 2004) kai (Wolff et al. 2010)

KapuoéTutrog Zuxvornra %

45X 35-50
45,X/46,XX 15-30
46,Xi(Xq) & pwoaika 15-30
46,XXp- & Hwoaika 2-5

46,XXQ- & pwodika 2-7

46,Xr(X) & pwodika 6-16
45,X/46,XY | ye GAAn dopikA avwpoAia oto Y 0-12
45 X147 XXX & 45,X/46,XX/47 , XXX 2-10
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4.2.1 Kapuértutrog 45,X

H Mo ouvnBiouévn poper) Tou cuvdpduou Turner gival n yovoowia 45,X, n otroia TTPOKUTITEl WG
OTTOTEAECHA UN OlIOXWPIOUOU €iTE TOU {EUYOUG OPOAOYWY XPWHOOWHATWY A TV adeAQUV
XpwpaTidwy kKaté T peiwon | kai ll, avTioToixa, €ite KATA TIG TTPWTEG MITWTIKES DIAIPETEIC TOU
yovigoTtroinuévou wapiou. O pn SlaxwpIoPOg Kata TIG TIPWTES dlaipéaelg Tou (uywTou odnyei
ouvnRBwC o€ HWOAIKIGUO Kal o1 dUO N TTEPICOOTEPES KUTTAPIKES OEIPEG UTTOPEI Va ep@avifovTal o€

OAOUG TOUG I0TOUG TOU CWHOTOG | 0€ CUYKEKPIPEVOUG.

2 ¢ KABe yuvaika pe QUOIOAOYIKO KapudTuTtro (46,XX), TrTapatneeital To cwudaTIo Barr oTov TTupriva
K&BE cwPAaTIKOU KUTTAPOU KATA TN MECOPaOT. [MpoKeEITal yia TO AveEVEPYO CUOTTEIPWHEVO
XPWHOCWHA X, KOBWGS cUpewva pe Tnv uttéBeon Tng (Lyon 1961) og KABe KUTTAPO PE TTOAAQTTAG X
XPWHOOWHATA, TO £va ETTIAEYETAI KAI ATTEVEPYOTTOIEITAI. 2TN Movoowia 45,X atrouciddel 1o Eva X
XPwHOowWUa Kal eTTITTAEOV Oev TTapaATNPEEITal CWHATIO Barr, evw oTIG OOMIKES aAAayEG Tou X
XPWHOCWUATOS Ta CwdTIa Barr eggavifovral TTapauop@wuEVa (MIKPOTEPA 1 HEYAAUTEPQ ATTO TO

@uoioloyiko). (Catovié 2005)

Ta XapakTnEIoTIKA TG Jovoowpiag 45,X cival Ta KAAOIKAG Tou ouvdpduou Turner TTou
TEPIEYPAPNKAY QVAAUTIKG OTNV UTTO-evOTNTA 1.6.4. H CUVTPITITIKA TTAEIOVOTNTA TWV TTEPIOTATIKWY OF
PEPOUV WOBNKEG i QUTEG gival UTTOTTAOCTIKEG, EP@avifouv TTPWTOTTABN 1] deuTepoTTadn apnvéppolaq,
Oev €Io€pyovTal QUTONOTA OTNV €@nReia Kal dev UPavifouv Ta deUTEPEUOVTA XOPAKTNPIOTIKA TOU
QUAOU, QEPOUV EUPAVI XOPAKTNPIOTIKA TOU CUVOPOHOU (TT.X. QUXEVIKO TITEPUYIO 1] cubitus valgus)
OUMTTEPIAAUBAVOUEVOU TOU KOVTOU avAoTANOTOG Kai gival oTeipa. H apiyng povoowpia 45,X €xel
OUOYXETIOTEI HE COBAPATEPO PAIVOTUTTO 0€ OUYKPION HE TTEPITITWOEIG HWOATKIGHOU TTOU PEPOUV TN

46,XX KUTTapIKN o€ipd akOua Kal g€ pikpd ToocooaTo. (Al Alwan et al. 2014)
4.2.2 Turner-like pe Kapuotutro 45,X/46,XX

Eival n 1Mo Koiviy pop®rf HwOoaiKIoPoU Kal TTEPIAAUPBAVEI hIa QUCIOAOYIKI) KUTTAPIKI GEIPA Kal Jia
o€1pd PE apIBUNTIKA QUAETIKA XPWHOCWHUIKN avwuaAia. (Gursoy and Ercal 2017) O kapudTUTTOg
45,X/46,XX utropei va diayvwoTei Tuxaia og BAea xwpig agloonueiwTa XapakTnpIoTIKA,
TTPOYEVVNTIKA WG OTTOTEAETHA EAEYXOU JECW QUVIOTTAPOKEVTNONG 1 AQWNG TPO@OoPRAAOTN egauTiag
TTpoXwpENUEVNGS NAIKIag TNG unTépag i aAAwy evoeitewyv. O eaivoTuTTog Kal N Baputnta TWv
OUUTITWHATWY TTOU €ival TUTTIKA yia TO oUvOpopo Turner, eapTwvTal aTrd TO TTOC0O0TO TTAPOUCiag
NG 45,X KUTTapIKAG o€1pdg. Eivail 1o mlavoé va £€xouv QUCIOAOYIKO QaIvOTUTTO, va £TTEADEI
EMMNVAPXN XWPIG aywyr) Kal To €GO avaoTnua evijAika TTapouaiddetal uynAoTepo. (Gursoy and
Ercal 2017) Ze pia peAETN 71 yuvaikwyv Pe KapudTuTro 45,X/46,XX kal TTapouadia 45,X KUTTApPIKAG
o€1IpAG TTOU KUMaiveTal HETAEU 4-28%, TTPOEKUYE OTI O OUYKEKPIPMEVOG KAPUOTUTTOG €XEI KAIVIKO

avTiKTUTTO 6TV N TTABOAOYIKN KUTTOPIKN O€Ipd gival TTavw atrd 6%. O1 yuvaikeg e TToo00TO

51



aveutTtAogidiag 8-28% Ttrapouaialav XapnAdTepo avaoTnua atrd TIG YUVAIKEG JE QUOIOAOYIKO
KAPUATUTTO 1] TTOOOOTO AVeUTTAOEIBIAG iC0 1) HIKPATEPO TOU 6%. ZUYKPITIKA PE TN povoowpia 45,X
TTapaTnENBNKe AiyOTEPO ONUAVTIKR KaBuoTépnon oTnv avaTtuén. ETiong n mapoucia tng
KUTTAPIKNG O€Ipdg 45,X o€ TT0000TO KATW Tou 30% Oev @aiveTal va eTTnEeAdel apvnTiKa Td
woBNAAGKIa Kal TNV wWOBNKIKA ETTAPKEIA, WOTOCO Ba PTTopoUcE N TTABOAOYIKH KUTTOPIKY O€Ipd va
gival o€ PeyaAUTEPO TTOOOCTO GTOUG YAMETEG Kl £TCI CUOXETICETAI JE QUENMEVES ATTOBOAES TTPWTOU
TpIuAvou. To TToo0ooTO TTABOAOYIKAG KUTTAPIKAG OEIPAG TTOU PEPEI Eva EUBpUO £Xel IDIaiTEPN onuaacia
oTnV TTPOYyevvNTIKA OIGYyVWan YIa Tn YEVETIKH CUMBOUAEUTIKH TToU Ba d0BEi OTOUG YOVEIG OXETIKA HE
TA QVAPEVOUEVA QAIVOTUTTIKA XOPAKTNPIOTIKA TWV ATTOYOVWYV TOUG, TTPOKEINEVOU VA ATTOPACioOUV
TNV UVEXION A €vav evOEXOUEVO TEPUATIONO TNG KUNnong. O1 yoveig TTpETTEl ETTIONG va EVNUEPWVOVTAI

OXETIKA Pe Tov uwnAdTEPO Kivouvo atrooAwv 1Y Tpiurvou TTou gépouv. (Homer et al. 2010)
4.2.3 Turner-like pe Kapuoétutro 46,Xi(Xq)

ExT6¢ TG apiBunTiKkAG avwpuaAiag, TTapalAayEg Tou ouvdpdpou Turner TTpokaAouvTal Kal atrd
OOMIKEG AVWHAAIEG TOU XPWHOCWHATOG X. Z€ QUTH TNV TTEPITITWON OTNV PETAPaAacT Ba pueTpnBoulv 46
XPWHoowUaTa: 44 QUTOCWHATIKA Kal 2 XPWHOCWHATA X, OPWG To éva atrd auTd Ba gpépel DOUIKI

avwpaAia.
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X i(Xq) del(Xp) del(Xp) del(Xq) del(Xqg)
i(Xp)

Eikéva 4.1: Zuxvég DOUIKEG avwHaAieg TTou evToTTiCovTal 6TO XpwHoowa X Kal TTapaTneouvTal 0T
oUvdpopo Turner: 1. ucioAoyikd Xpwudowpa, 2. looxpwudowua Xq, 3. ATrwAeia Xp, 4.
Evdidueon diaypagr oto Xp, 5. Evdidueon diaypaen oto Xq, 6. ATTwAcia Xq A lcoxpwudowpa Xp
(oxeddV TauTéOoNUES JWveS & BUOKOAO va diakpiBolv). AvakTnon kai Tpotrotroinon oamé Catovié
(2005)

To 100xpwuoOcwWa i(Xq) TTou atToTeAEiTal atrd dUO PeyAAOUG Bpaxioveg TTAPOUCIAZETAI TUXVOTEPO
a1Td TO I00XPWHOCWHA i(Xp) TToU aTToTEAE TN OUVTNEN TWV BUO PIKPWYV Bpaxiovwy Tou X

XPWHOOWUATOG. ANNOTE eVTOTTICOVTAI O JWOAIKIOHO Kal AANOTE ATTOTEAOUV T HOVADIKY) KUTTAPIKA
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ocipd. O auiyig KapuoTuTrog 46,X,i(Xq) evroTifeTal 0TO 7-17% TwV TTEPITITWOEWV CUVOPOUOU
Turner cUp@wva pe Toug Gursoy and Ercal (2017). O1 acBeveic pe 1Icoxpwudowpa i(Xq)
TTOPOUCIACOUV TTAPOHOIA XOPAKTNPIOTIKA (CUPTTEPIAAUBAVOUEVOU TOU KOVTOU avVAOTAPOTOG) YE TOUG
a0Beveig TTOU PEPOUV TOV KAAGIKO KOPUOTUTTO 45,X, Ye e€aipean Pia TGon yia eAaTTwuévn ouxvoTnTa
KAPOIAYYEIAKWY AVWHOAIWY TTOU TTPOKUTITEI OTTO PEIWUEVO ETITTOAACUS TNG BIYAWXIV OOPTIKAG
BaABidag. Etriong o1 aoBeveig TTou pEPOUV TO ICOXPWHOCWHA X TTAPOUCIAlOUV PEIWPEVO
EMTTOAGCHO auTodvoong BupeocidIKAG vOoOU Kal coBaprg aTTWAEIOG AKONG O€ OXEON UE TOUG

000¢veig pe povoowyia 45,X. (Cameron- Pimblett et al. 2017)

Lol (@
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Eikova 4.2: AtrelkOvion Tou KapuoTuTtrou 46,X,i(Xq). To 2° iIcoxpwudéowpa X TTapatnpeital

MeyaAUTEPO KaBwG atroTeAeiTal ammd duo peydAoug Bpaxioveg q. Avaktnon atmmd Cuesta Hernandez
et al. (2015)

4.2.4 Turner-like pe Kapuétutro 46,Xr(X)

To xpwudowua X og pop@r] daktuAiou (ring X) gival cuviBwg atmoTéAeapa dUO aKPIVWV
OTTACINATWY O0TOUG dUO Bpaxioveg Tou X XPWHOCWHATOG, akoAouBouueva atmd Tn ouvTngn Twv
oTTaouévVwY akpwv. Ta akpivd TuAuaTa cuviRBwg e¢agavifovTal e aTTOTEAETUA PEPIKT JOVOCWHIa
yla 70 Xpwpoowpua X. O kapudTutrog 46,Xr(X) evrotideTal TTEPITTOU OTO 6-7% TwV a0BEVWV e

ouvdpopo Turner, yevika o€ Jwoaikiopd pe Tn 45,X kuttapikr oeipd. (Gursoy and Ergal 2017)
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ATTO TNV UTTGBe0N TNG Lyon, KaTd TN QUOIoAoyIKr avaTrTuén Twy BAAEwyY BNAACTIKWY, o€ KABE
owpaTikd KUTTapo éva atrod Ta dUo X xpwpoowuaTta atrevepyoTrolgital. (Lyon 1961) To XIST (X-
inactive-specific transcript) yovidlo gvtoTrieTal 0TO HaKpU Bpaxiova Tou avBpwtrivou X
XPWHOOWUATOG, EKPPAZETAI JOVO ATTO TO ATTEVEPYOTTOINUEVO X KAl Eival ATTapaiTnTo YIA TNV évapén
TNG atrevepyoTToinong. MeTd Tnv évapgn Tng atmmevepyoTtroinong amo 1o TTapdywyo RNA Tou XIST, n
OounA TNG XPWHATIVAG TOU UTTO-ATTEVEPYOTTOINON X XPpWHOOWHATOG GAAALZEl Kal avTiypAa@EeTal JE apyod
puUBPO. Av kal Ta U0 X XpwHOoCWUATA gival QUCIOAOYIKA, N aTTEVEPYOTTOINON €ival cuvhBwg Tuxaia.
Opwg av 10 éva ek Twv 800 X XpWHOOWHATWY, gival SOMIKG avwuaAo (T1.X. IcoxXpwuécwua X,

ENeINa 010 X A X ring), TO N QUOIOAOYIKO X ETTIAEYETAI KAI ATTEVEPYOTTOIEITA.

2€ OUYKPION PE GAAEG XPWHOOWHIKEG avwHaAieg, 0 SaKTUAIOG X TTapoucidlel coBapdTepo
PAIVOTUTTO, N TUTTIKG Tou auvdpopou Turner. To eupl @ACHUA TWV QAIVOTUTTIKWY XOPOKTNPIOTIKWY
oTa dropa pe r(X) dakTUAIo Ba uTTopouloe va e¢nyndei atrd diIGPopoUg TTAPAYOVTEG OTTWG TOV TPOTTO
TToU yiveTal N X a1TevepyoTToinon cUMPWVaA PE TV UTTO0eon TNG Lyon (éKTaon Kal Trold yovidia
TTepINAPBAVEL) Kal TO TTOCOOTO TTapouaiag TnG r(X) KUTTapIKAG o€ipds. Evw oToug aoBeveig pe
KAQOIKA povoowuia 45,X n diavonTikA kaBuoTtépnon evrtotrifeTal Trepitrou 610 10% Twv
TTEPITITWOEWY, OTOUG QPEPOVTEG I(X) HWOIKIONOU N CUXVOTNTA TTAPOUCIAETAI CNPAVTIKA UWPNASTEPN
yUpw 010 30%. Z& PeAETN TTOU CUUTTEPIEAABE 21 KOPITOIO KAl YUVAIKEG HE TO CUYKEKPIKMEVO
Mwoaikiouo, ol evvid Trapouaialav diavonTik KabBuoTtépnon. AAA TUTTIKG GUPTITWUATA Tou Turner
TToU avadeixBnkav atod Tn PEAETN €ival KUPIWG TO KOVTO avAoTNa, ol dIaTapayxEég aTnV aKor,
KapOIaKEG KAl VEPPIKEG avwuaAieg, BupoegldIkr) vOoog Kal oTravioTepa oidnua. Mn TUTTIKA
XOPOKTNPIOTIKA Tou cuvdpduou Turner TTou eppavifoTav oTig aoBeveig TNG HEAETNG €ival n
uttopeAdvwaon ITO, atrAfl cuvdakTuAia fi/kal TTOAUSOKTUAIG Kal SUCUOPPIKA XapaKTNPIOTIKA
TTpoowTTEioU (S1aPOPETIKA aTTd auTtd TTou gival Koivd aTo Turner). Eidiké yia Tn ouvdakTuAia
EVTOTTIOTNKE KAl O€ KOPITOIa XWpPIig diavonTik KaBuoTépnon Kal TOTEUETAI TTWG IOWG €ival OXETIKA
€101 yia TNV r(X) XpwHoowpIKA avwuoAia kabwg Trapoucidletal 01o 10-15% Twv TTEPITTTWOEWV
TTapouciag 46,X,r(X) kuttapikng ocipdg. OAa Ta KopiTala Pe QUOIOAOYIKA vonuoouvn gixav 1o XIST
yovidio evepyd oT0 r(X) xpwHOoWUa, £de1¢av PeBUAiwon Tou uTTodOXEA TWV avOPOYOVWYV OTO r(X)
KaBwg Kal avTiypa@n Tou Pe apyd pubud, TTapatnproeig eVOEIKTIKEG TNG r(X) ATTEVEQPYOTTOINONG KAl

Tou NMoTEPOU YaivoTuTrou. (Leppig et al. 2004)

KaBwg Ta xapakTnpIoTIKG Tou Turner Toavwg TTpokaAouvTal atrd atTAoaveTTapKEIa yovidiwy, Ba
TTEPIMEVE KAVEIG TTWG N TTapouaia Tou dakTuAiou TTou diatnpei yovidia TTou puBuifouv Tnv
atrevepyotroinan Tou X Kai yovidia §000eEapTwHEVa, Ba TTPOOTATEUE ATTO TNV EKONAWON PEPIKWV
XOPOKTNPIOTIKWY Tou Turner. AtrevavTiag @aivetal 01 n ouvuTtrapén Tng 45,X KUTTAPIKAG OEIPAG UE
TN 46,X,r(X) TTEPITTAEKEI TNV KATACTAON KAl TETOIQ TTPOCTACIO OE ONUEILVETAI O€ OAEG TIG

TTEPITITWOEIG.
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evikd, uttdpyxouv dUO PaIVOTUTTOI TTOU TTPOKUTITOUV aTTd TNV TTapouacia ) Tnv evepyoTtnta Tou XIST
yovidiou aTo r(X). Atopa pe r(X) XpwWHOowHA Kal XapaKTNPIOTIKA TOU ouvdpouou Turner, cuxva
TTOPOUCIAZouV evepyod TO XIST Kal ATTEVEPYOTTOIEITAI £€TO1 TO UN QUOCIOAOYIKS r(X) XpWHOoWUA.
AvTiBeTa, og dropa pe coBapd aIvOTUTTO (TTou TTEPIAAPPBAvEl diavonTIKr KABUOoTEPNON KAl CUYYEVEIG
avwHaAieg pn TUTTIKES Tou Turner), To XIST yovidio atrouaiddel r dev gival evepyod aTo r(X)
euTTodiCovTag €101 TNV atrevepyoTtroinon Tou. AnAadn o coBapdTepog PaIVOTUTTIOS PAIVETAI VO
TIPOKUTITEI O€ KATTOIEG TTEPITITWOEIG ATTO yovidia TTou edpdadovTal oTO r(X) Kal QUGIoAOYIKA
atrevepyoTroloUvTal, aAAG Adyw TnG pn evepydTnTag Tou XIST TTapaUEVOUV EVEPYA E OTTOTEAETHO TN
OITTAR £€K@paacn Toug Kal aTTd Ta dUo X xpwuoowpata (Asitoupyikni dicwpia A functional disomy).
YTTapyouv, woTd0o0, eEaIPETEIC KAl JEPIKEG POPES TO TTPOTUTTO ATTEVEPYOTTOINONG Tou r(X) O¢gv eival
OPKETO WOTE va £€NYNOEl TOUG GAIVOTUTTOUG TTOU TTPOKUTITOUV. Z€ TTOAAEC TTEPITITWOEIG, O
QaIVOTUTTOG B¢ PTTOPEi va £€nynBei povo atrd Tnv atroucia A Tn Jn evepyotnta Tou XIST yovidiou GTo
r(X) aAAa @aivetral va ernpedleTtal Kai ammd AAAEG TTapapETPOUG OTTWG gival To PEyeBog Tou r(X), TToia
yovidla TrepIAapBavel, 1o TToo00TO HWOAIKIOUOU, TO puBuo6 avTiypa®rg Tou r(X) kabwg Kal Tn
KatdoTaon PeBuAiwong Tou uttodoxéa Twv avdopoyovwy (AR). INa TTapddeiyua, opiopéva ATopa ato
Ta otroia atrouciddel To XIST atrd 10 r(X) Xpwuoocwua TTapoucidfouv ATTIO @aIvOTUTTO, TTOU UTTOPEI
va o@eileTal 0TO PIKPOS PEYEBOG TOU BAKTUAIOU TTOU QEPOUV ] OTO XAKNAS TTOCOOTO TTAPOUTIag TOU
0TOUG BIAPOPOUG 1I0TOUG. Agv é€xouv OAa Ta r(X) XpwuoowuaTta To idIo péyebog Kabwg opiouéva
MTTOPEI va TTPOKUTTITOUV OXI a1Td 800, OAAG aTTd TTOAAQTTAG OTTACIMATA KOl CUVTASEIG KAl £TOI gival
OIAQOPETIKO KAl TO TTEPIEXOUEVO TOUG O€ yovidla. AvtioTolxa, aoBeveig pe dlavonTikA KaBuoTépnon
£pepav 10 XIST yovidio o1o r(X) xpwhdowpa Kal £de1gav JEBUAiwON Tou UTTOBOXED TWV
avopoyovwy, evoeIkTIKA TNG r(X) atrevepyotroinong. QoTtdéoo, oTa idia droua 10 r(X) Xpwudowua o€
MEPIKES TTEPITITWOEIG AVTIVPAPETAI e Yopyd pubud, TBavwg Adyw ateAoUg aTTEVEPYOTTOINONG TOU
r(X). (Leppig et al. 2004)

4.2.5 Turner-like pe Kapuétutro 46,Xdel(X) [del(Xp) A del(Xq)]

AtroTelei To 10% TTEPITTOU TWV TTEQITTITWOEWY cuvdpdpou Turner. (Akbas et al. 2012) Avaioya ue
TNV éKTAON Kal TNV B€on TNG diaypa®Ag aTo PIKPO (Xp) i ueydAo Bpaxiova (Xq), 0 @aivoTutIog
TroikiAel. (Akbas et al. 2012) Nevika diaypagr) Tou pikpoU Bpayxiova Xp oxeTi(eTal pe
OUMTITWHATOAoyia TUTTIKA Tou ouvdpdpou Turner (OTTWG KOVTO avaoTnua Kal GAAEG OUYYEVIKEG
avVWHOAIEG) evwy eAAeippaTa aTo peydAo Bpaxiova Xq oxeTiCovial ouyxva PE SUOYEVETIQ TwWV
woBNKWV Xwpig TN cuvodeia GAAWY TUTTIKWV SUCUOPPIKWY XAPAKTNPIOTIKWY TOU OUVOPOOU.
(Tobias et al. 1993)

H ouxvéTtnta eviomopou uiag diaypagig del(Xp) oto Xpwudowpa X OTIG TTEQITITWOEIS ACOEVWY
ME ouvdpopo Turner gival Trepitrou 2-5%. O1twg €xel TTpoavagpepBei To SHOX yovidio TTou oxeTiCeTal

ME TNV avaTTuén Kal To avaoTnua e8pddeTal 0To akplavo TUAKA Tou PIKpoU Bpayiova Twv X
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(Xp22.33) ka1 Y (Yp11.32) XpwWHOCWHATWY, O€ WYEUDO-AUTOOWHUIKES TTEPIOXEG TTOU KATA Kavova
dla@peUyouV TNG ATTEVEPYOTTOINONG TOU BEUTEPOU X XPWHOOWHATOG. To yovidio auTod cival
O000ECAPTWHEVO KAl ETTOUEVWG dIAYPAPH] TOU TUAMUATOG TTOU EPTTEPIEXETAI OTO £Va K TWV OUO X
XPWHOOWUATWY (aTTAOQVETTAPKEIA) Ba €XEl WG ATTOTEAECPA £TTIBPAdUVON TNG AVATITUENG KAl KOVTO
avaoTtnua. (Gursoy and Ergal 2017) To SHOX ekgpddeTal, £1Tiong, SUVAUIKA KATA TV EUBPUIKNA
avaTTuén Twv AKpwvV Kal £T01 N ATTAOAVETTAPKEIO UTTOPEI VO €XEI WG ATTOTEAECUA EKONAWOEIG TUTTIKEG
ToUu ouvdpbduou Turner 6TTwg TTapapopewaon Madelung, cubitus valgus, pikpoyvadia, BoAwWTA
utrepwa. (Elsheikh et al. 2002) EmitAéov, yovidia 1o Xp (aAAG Kai Yp) Bpayxiova gival onuavtika
yia TN QUOIOAOYIKA avaTTTugn Tou KapdlayyElaKkoU CUCTHATOCS Kal ival YVWOTEG Ol KapdIayYEIOKES
avwuaAieg TTou emBaplvouv Tov GaivoTuTtto Turner Kal JTTopouv akOua va odnyriocouv o€ atmoBoAn
N Bdavarto petayevvnTikd. (Gursoy and Ergal 2017) Evw o1 auBopunTeG €YKUPOOUVEG €ival OTTAVIEG
Kal epaviCovTal o€ TePITTou 2-8% TOU GUVOAOU TwWV aoBevwyv Pe oUvOpouo Turner Kai Tig
TTapaAAayég Tou (KUpiwg o€ TTEPITITWOEIS JWOAIKIOHOU Kal Je TTPOUTTOBEaN TNV UTTOTUTTWON
AgIToUpyia TV WOBNKWYV Kal TNV TTAPOUGia avaTiTuyuévng JATPAG TTOU YTTOPEI va uTToaTnPigel
KUNGonN), £XoUV TTapaTnPNOEi o€ OPICPEVES TTEPITTTWOEIG TTOAU OKpIavVWY dlaypa@wy Tou Xp.
(Periquito et al. 2016) MNa TTapddeiyua éxouv avaeepBei oTn BIBAIoypagia TTePIOTATIKG He dlaypa@r)
TOou Xp22.33 TTOU TTAPOUCIAOUV XOPOKTNEICTIKA Tou Turner cuutrepIAauBavopévou Tou KovTou
QVOOTAUATOG, AAAG eU@aviCouv QUOIOAOYIKH ASITOUPYIa TWV WOBNKWYV Kai gival TOavo va eTTITUXOUV
auBopuNTN EyKUPooUvN aAAG KAl va JETOQEPOUV TN dlaypar] OTIG ETTOUEVEG YeVIES. (D'Ambrosio et
al. 2019)

ATTO KUTTOPOYEVETIKEG MEAETEG €ival YVWOTO TTWG N TTEPIOXH METAEU X13 Kal X(q28 gival onuavTikA
yla Tn @uaoloAoyikA AgiIToupyia Twv wobnkwyv. Alaypagég otn Xql3-g21 epioxn givalr ouviBwg
OUMBATEG PME PUOIOAOYIKN EUPNVOPPOIT KA YOVIHOTNTA, OAAG eVOIAPEDTEG 1) aKPIVEG DlayPaPEG OTN
X(g23-g28 TrepIoxn gival Kupiwg utTelBuveg yia TTpOwpn wobnkikA avetrdpkela. To yovidio FMR1, To
OTTOI0 €ival onUavTIKG aTnV AgIToupyeia Twv wobnkwyv, edpdleTal HEGQ GTN TTEPIOXN AUTH Kal

OuyKeKpIuéva oTn Béon Xq27.3. (Glrsoy and Ergal 2017)
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Eikéva 4.3: Atteikovion kapuoTuTrou 46,X,der(X)del(X)(p22.1)del(X)(q26). Avaktnon amd Akbas et
al. (2012)

4.2.6 Turner-like pe Kapuétutro 45,X/46, XY

O1 Huang et al. (2002) o€ pia peAétn 38.698 deryudtwyv auviakou uypou, eviomoav 71 éuBpua
TTOoU €@Epav TNV KUTTAPIKY o€1pd 45,X Kal HOAIG 7 TTEPITITWOEIS TTOU £QEPAV TO HWOAIKIOHO
45,X/46,XY. Autd onuaivel TTwg N ouxvoTnTa TWV EPRPUWY PE WO ATKIONO 45,X/46,XY cival
TTEPITTOU TO éva DEKATO EKEIVNG TWV EPRPUWYV HE KApUOTUTTO 45,X (TTPETTEI £OW VA ONPEIWOBET TTWGS N
avaAoyia petayevvnTiKa B8a aAAdEel kaBwg dev emBiwvouy 6Aa Ta éuppua £wg Tn yévvnon). (Huang
et al. 2002) O PWOAIKIOUOG PTTOPEI VO £XEl WG ATTOTEAECUA QUOCIOAOYIKEG YUVAIKES, GUOIOAOYIKOUG
avopeg, aTopa Pe ateAr) oeEoualikn dlagopoTroinon A yuvaikeg Kal AvOPES UE CUNTITWHATA
eVOEIKTIKA TOu ouvdpbuou Turner. ‘ETol éva GTopo pe KapuoTutro 45,X/46,XY utropei va €xel

PUOI0AOYIKO 1] KOVTO avAoTnua.

O1 repimrTwoelg 45,X/46,XY BpiokovTal 0T0 eupU GACHa Tou ouvdpoOuou Turner Kabwg
MolpaovTal TNV KUTTAPIKN o€lpd 45,X ye Ta BAea e Turner. H Trapoucia tng 46,XY KUTTAPIKAG

O€IPAG TPOTTOTTOIET TO AIVOTUTTO Kal TOUG TTIBavoUg KIvOUVOUG TTOU QVTILETWTTICOUV Ol PEPOVTEG TOU
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OUYKEKPIPEVOU PHWOoaiKIoPoU. MAANIoTa n dIaQopETIKY dlaxeipion TTou TOAVWGS aTTAITEITAI ECAITIAG
O10QOPWY ETTITTAEOV TWV OUOIOTATWY UE TN KAQCIKN povoowia 45,X, €xel odnynoel otnv TTpoTaon
Y10 avayvwpIot] ToU wg EeXwPIoTd oUVOPONO TTOU XOPAKTNEICETAl aTTd TNV atToucia deUTEPOU
QUAETIKOU AN Y XpWHOOWHATOG (0€ avTIOTOIXiO e TNV aTToudia OeUTEPOU X XPWHOOWUATOG OTO
Turner). £Toug dIAPOPOUG I0TOUG TTOU EAEYXOVTAI (YOVADEG, DEPUA, Aipa K.ATT.), N avaloyia Twv dUo
KUTTAPIKWY CEIpWYV TTOIKIAEI Kal TTIBavwg kabBopilel Tnv avdmTuén kai Tn Aeiroupyia Toug. MTTopei va
UTTAPEE! I0TOG TTOU PEPEI ATTOKAEIOTIKA TN Mia aTtrd TIG U0 KUTTAPIKES TEIPES KAl va KaBOoPIOoTEi £€T01 0
QVTIOTOIXOG QaIVOTUTTOG, ouvnBEaTEPQ WG evToTTiCeTal £vag ouvOuaouodg Twy dUO KUTTAPIKWY
OEIPWV JE TN MIa va uTrepTEPEi. MNa TTapddeiyua, Kuplapxia NG 46,XY KUTTapIKAG ocIpds EvavT TNG
45,X oTIg yovadeg Ba odnynoel Toavwg o€ AEITOUPYIKOUG OPXEIG, EKKPIOT TEOTOOTEPOVNG KAl O€
TToIKiAou BaBuou appevotroinon. AvTiBeTa, TTocoaTiaia Kuplapxia TG 45,X KUTTAPIKAG a€1pdg Ba
o0dnynoel o€ Taivioeldeic wobAKeG (streak ovaries) o€ cuvOUACHO PE EAATTWHEVO 1 INOEVIKO Babud
appevoTtToinong, odnywvTtag o€ éva eaivotutto Turner-like. AnAadr KAIVIKA XapaKTNPIOTIKA,
OUYYEVEIC avwdaAieg Kal AAAEC vOONPAOTNTES TUTTIKEG TOU oUVOPOUOU Turner, UTTOPEi va TTPOKUYOoUV
aTTo KUplapXia TNG MIAg 1 TNG AAANG KUTTAPIKAG O€Ipds oToV £TTNPEACONEVO CWHATIKO 10TO Kal OTIG

yovAadeg.

210 BNAea Pe KapuoTuTTo 45,X/46,XY Ta XapaKTNPIOTIKA KAl Ol CUYYEVEIG avWwUAaAieg Tou
ouvdpopou Turner gival o EUdIAKPITA ATTO OTI OTOUG APPEVEG TTOU PEPOUV TOV idI0 HWOdiKIONS. To
KovTO avaoTnua €ival Kal o€ auTh TNV TTEPITITWOTN KUPIa eKkOAAwWON. Z€ OUYKPION WE KOPITOIA JE
Movoowia 45,X, Ta BAEa e TO CUYKEKPIPEVO WOAIKIONO gugavifouv auénuévn TTapouaia
KapOIOKWY avWHOAIWY. Zuxvd @aivoTUTTIKG BAAsa TTapoucidlouv appeVWTIR GUUTTEPIPOPA KAl
OnAwvouv avopIKr) TAUTOTATA QUAOU, HId TTAPATHPNON TTOU iowg DIKAIOAOYEITAI aTTO TNV ETTIKPATAON
NG 46,XY KUTTApPIKAG OEIPAG OTOV EYKEPOAO Kal TNV TTAKOAOUBN TTpoyevvnTIKA €KBEON O€
avOpoyova. ZXETIKA PE Ta EEWTEPIKA YEVVNTIKA dpyava Twv QaIVOTUTTIKA BrAswyv, TTapouaidlouv
ouxvd ap@ifoAa yevvnTika 6pyava pe dU0 yeEvvNTIKEG TITUXWOEIG, onuddia appevoTroinong (ouvtnén,
MEAAYXpwWON) KAl hIa dopr) @AAAOU. ATTO pIa HEAETN EVVIA KOPITOIWV UE KOPUOTUTTO 45,X/46,XY yia
Ta €0W YEVVNTIKA TOUG Opyava TTPOEKUWE OTI OAa £@epav PNTPO Kal OaATTIYyeS. ETiTTAéov 6Aa Ta
BnAea gixav pia Taiviogidr] yovada atrd Tnv pia TTAupd Kail atrd Tnv dAAn TTAEupd Tpia Kopitola
£QEPAV «UTTOAEIPATAY OPXIKOU I0TOU KOl Ol UTTOAOITTEG £€1 £€pepav avwpPIPo, OUOYEVEG N
@ualoAoyikd 6pxI (atToTeAOUV TTEQITITWOEIG PIKTAG yovadikng duayeveaiag). Paiveral TTwg o
QaIVOTUTTOG TTapoUaCIddel TToiKIAodop@ia, avdAoyn TNG EKKPIVOUEVNG aTTO Tov OpXI TEGTOOTEPOVNG
TTpoyevvnTIKA. (Tosson et al. 2012) Ze kABe TTEPITITWON TTAPOUCIAG XPWHOCWHIKOU UAIKOU
TTPoEPXOEVO aTTd TO Y Xpwudowpa 1 SRY yovidiou, TTpETTel va agloAoyeiTal To PioKO Kal va yiveTal
TTPOQUAAKTIKI) yOVadeKTOUNA SIOTI UTTAPXEI augnuévn TTIBavOTNTA EMPAVIONG KAPKIVOU OTIG YOVADEG.

‘Emreira mpoTteiveTal opuovikh Bepartreia uttokatdotaong (Hormone Replacement Therapy 1 HRT)
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onAadr xoprynon oloTpoyévwy PETA TN AOTTOPOCKOTTIKA YOVODEKTOWN] KAl QVECAPTNTA ATTO TNV
nAikia. (Esposito et al. 2015)

MNa TNV TEPITTTWON TWVY ayopiwy, £enRwv Kal eVAAIKWY avdpwy, n TTAEioveTNTa OUVABWG ep@avilel
KOVTO avAacTnua, OUGHOPQIKA XOPAKTNPIOTIKA Kal ap@iBoAa £Ew yevvnTiIKA dpyava. Z€ QUTEG TIG
TTEPITITWOEIG N KUTTOPOYEVETIKI dlEpelivnon gival apkeTd TBavo va TpoTabei atrd Evav €10IKO.
YTTapyouv, OuwG, TTEPITITWOEIG OTTOU TO KOVTO avAaoTnua atToTeAEl TN Jovadikn £vOEIEn UTTOKEIUEVOU
ouvopouou. Mpdkerral yia kKata T GAAa QualoAoyikd aydpia, TTou dev EKONAWVOUV TUTTIKG
oupTITwUata Turner kal iowg TTapapeivouv adidyvwaoTa Kab’ 0An Tn didpkela TG CwNG Toug. 2€
MEAETN Tou 2004 TTOU CUNTTEPIEAARBE 6 ayOpIa PE TO OUYKEKPIYEVO HWOATKIOUO, TO KOVTO avaoTnua
ATav n govadikh £vdeign. O1 2 atrd Toug aoBeveig ixav dlIayvwoTEl TTPOYEVVNTIKA UCTEPA ATTO
QUVIOTTOPAKEVTNOT, EVW Ol UTTOAOITTOI 4 PETAYEVVNTIKA AOYW KOVTOU QVACTANATOG. ZXeOOV OAEG Ol
TTEPITITWOEIG HETAYEVVNTIKAG BIdyvwong KatopBwvovTtal eEAITiag KATTOIWV KAIVIKWY EVOEILEWY OTTWG
gival Kal To KovTd avdoTtnua. YTroAoyigetal TTwg 10 90% TwV TTEPITITWOEWY TTPOYEVVNTIKAG
O1dyvwong odnyouv oTn yévvnor QUGCIOAOYIKOU Appevogs BpEpoug Kal dpa Bewpeital Ti pIa
ONUAvTIKN MEPIdA APPEVWV HE QUAIOAOYIKO QAIVOTUTTO Kal JwadikiIouo 45,X/46,XY dev
dlayIyvwWoKovTal KaBwg n €€£Ta0T TOU KAPUOTUTTOU ETTIAEYETAI CUVABWG YIa APPEVEG E OUYYEVEIG
avwHaAieg TTou atTodidovTal o€ XPWHOOWHIKA gupripata. MNpoTeivetal, AoITTov, Kai n avaAuon Tou
KQPUOTUTTOU OTa ayopia hE avegynta Kovto avaoTnua yia Ta OeO0uEVa TG OIKOYEVEIA TOUG
(TTPOPBAETTOPEVO UYWOGS KATW OTTO TO KATWTATO OpIo eUpoug Tou MPH), kaBwg gival UwioTng onuaciag
n éykaipn didyvwon yia Tnv diaxeipion Tou KOVToU avao T POTOS KAl TOV TTPWIKO EVTOTTIOUO TTIBavwy
GAAWV voonpoTATWY TTou Ba TTpokUWouV Katd Tnv eenReia | Tnv eviAikn {wn Twv acBevwy. Ao TN
MEAETN TTPOEKUWE TTWG OTa 5 a1md T 6 aydpia, OTTWG KAl OTA KOPIToIa, n Bepatreia ye augnTikni
opuovn €ixe BeTIKA €TTidpacn oTnv aufnaon Tou UWouc. To £kTo TTaIdi dlayvwaoTnKe KaBuaTepnuéva,
ota 14,5 £€1n, ka1 n BepaTtreia dev PAVNKE va €iXE ONUAVTIKN €TTIOPACN OTO TEAIKO TOU UWOG. ZXETIKA
ME TN YOVAOEKTOUN -TTOU TTPOTEIVETAI OE KOPITOIA PE TO CUYKEKPIPMEVO PwadikiIoud yia TNV TTpOAnwn
KOKONBEIWV TwV YOVAdwV- BV UTTAPXEI APKETH 1IaBEaIun TTANPOQOPIa yIa TO AV Ol PAIVOUEVIKA
QPUOIOAOYIKOI APPEVEG KIVOUVEUOUV VA EKONAWOCOUV KAKONBEIEG PE TO TTEPACHA TWV ETWV. 2€ APPEVES
ME 45,X/46,XY kal kpuywopyia r)/kal utrooTtradia, TTou TTapaTtréueonkay yia Bioyia yovadwy A
YOVOOEKTOWN, £XOUV EVTOTTIOTEI TTPO-KAPKIVIKEG IOTOAOYIKEG AANOIWCEIG. ZUVETTWG TTPOTEIVETAI OTEVNA
TTapakoAouBnon PETA TNV epnpeia waoTe va agioAoynBei To OQeAOG Kai n KAIVIKA XpNOINOTNTA HIOG
Biowiag Twv yovadwyv (1I81aiTepa OTIG TTEPITTITWOEIS Kpuwopxiag ry/kal uttootradia). (Richter-Unruh et
al. 2004)
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5 ZYZHTHZzH
5.1 OEPAIEIA AY=HTIKHZ OPMONHZ

Katd tnv mmaidikni nAikia, n diaxeipion Tou cuvdpdpou Turner e0TIAZEI OTO KOVTO avACTNHA Kal TV
ETTITEVEN CWHATIKAG AUENONG UE XOPNYNON avacuvduacuévng augnTikng opuévng (rGH) kai
0&avOPOAOVNG 0€ PEPIKES TTEPITITWOEIG. Ta okeudopata rGH augdvouv Tov puBuod auénong Uyoug
KAl £XOUV WG ATTOTEAECUA PETPIA AUENOT TOU TEAIKOU avaoTAUATOG aoBevwyv e ouvdpouo Turner
Katd 5-8 cm, éxel Spwg TTapatnpnBei augnon mou @Tavel £wg Kal Ta 15 cm. Auto cupBaivel TTeIdA N
atrédoon TNG Xprong rGH eival petaBarAdpevn kal €6apTaTal atrd pia o€Ipd TTapayovTwy OTTwG
gival To MPH, n nAikia €évapéng tng Beparreiag, n didpkeia TG BepaTreiag piv TNV epnpeia, n
xoprynon Tng KatdAANAng docoAoyiag, n ouxvoTnTa XopAynong, 1o apxIko UWog TIpIv TNV Evapén
NG BepaTreiag KabBwg Kai N cuPudpPwaon oTnv aywyn. H évapén tng Bepatreiag utropei va ocuuPei
TTOAU vWwpig oTa 4-6 £€Tn av N aitia TTPOKANCNG TOU KOVTOU AVACTHMATOG £XEI EVTOTTIOTEN KAl UTTAPXEI
atmodedelyuévn kabuoTtépnaon otnv avamTuén (TT.X. XaunAodg pubuog augnong (HV) TTaparnpouuevog
yla TTapatravw atréd 6 pnveg). Me tnv 1600 £ykaipn TTapEupacn, EMTUYXAvETal JEYOAUTEPO KEPDOG
Uwoug Kai gival o moavo To TTaudi va @Tacel Kal va hiindei Toug pualoAoyikoug pubuoug augénong,
TNV avAaTTugn OEUTEPEUOVTWY XAPAKTNPICTIKWY TOU QUAOU Kal TNV PETARaon atnv epnpeia 61Twg ol
uyIgig ouvounAikoi Tou. H xopriynon gival TpoTigoTePo va Eekiva Tpiv Ta 12-13 £€Tn Kal TOUAGXIoTOV
4 ypovia TIpIV TNV e@npeia yia va TTapEXETAI TO XPOVIKO TTEPIBWPIO TTOU ATTAITEITAI TTPIV TNV £@npeia

woTe va éxel n Bepartreia auénuévn dpdaon kai va givar atrodoTikr). (Gravholt et al. 2017)

2tnv EupwTrn n ouviotwpevn doooloyia gival 45-50 pg/kg BApOUG CWHATOG NUEPNTIWG Kal
eCaptarTal ammod Tnv BapuTnTa Tou GaIvOTUTTOU, TNV NAIKIa Kal To TTEPIBWPIo augnong. MiBavég
TTAPEVEPYEIEG EVOEXONEVWG TPOTTOTTOINOOUV TN dOon. Edv n apxikr 66on dev amodidel To BEATIOTO, N
Xopriynon, Trou yivetal uttodopia, duvaral va augndei éwg ta 68 pug/kg Bapoug owuaTog NUEPNTIWG
oUPQWVA PE TIG TEAEUTAIEG 0BNYIEG KAI HETA ATTO TTPOCEXTIKY OUCNTNON YA TNV avaAoyia Kivduvou-
o@éAoug. H Bepartreia ptropei va auvexioTei €wg OTou To TTACKWV TTaudi Je ouvdpopo Turner n
Turner-like gival IKavoTToINPéVo PE TO UWOG Tou ) OTav dia@aiveral JIKPO TTEPIBWPIO TTEPAITEPW
auénong (BA = 14 €t kai HV < 2 cm/ €10¢6). Katd tnv yetaBarikn mepiodo atrd Tnv epnPeia otnv

evnAikiwon, dev uttdpxel atrodedelyuévog AOYOoGg yia ouvexion Tng Bepartreiag. (Gravholt et al. 2017)

MNa TNV aTToTEAECPATIKOTNTA TNG BepaTreiag e augnTikh oppovn Kai yia TRV agloAdynon Tng
TTPOOdOU TNG aUgnong, K&Be 4-6 uAveg Ba TTPETTEI va PETPIETAI TO UYPOGS TwV acBevwy. Mevikd
TTapdyovTeg OTTWG To apXIKd UYWog Tou acBevoug Trpiv TNV évapgn Tng Bepatreiag kai n diagopd atrd
10 MPH €givail Xprioipol yia Tnv attékTNon PEGAICTIKAG ATTOWNG YIa TO TTEPIBWPIO augnong Tou
QvVAOoTAMUATOG TOU a0BeVOUG Kal TNG ATTOTEAEOUATIKOTNTOG TNG BepaTreiag. AUEnon Tou UWoug Katd 1
cm avd €106 ival Aoyikn Kal avauevouevn. lNa tnv ac@aAeia 1ng Beparreiag ye GH, Ba trpétrel va

MeTpIETal £TNCIWG Kal n IGF-1. (Gravholt et al. 2017)
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QoT1600, 6TTWG avaeEéPOnke, N Bepatreia Pe augnTikr opuovn EAAOXEUEI KAl JEPIKOUG KIVOUVOUG.
Katd m didpkeia TG Bepatreiog Ta KOPITola ue OUVOPOMO Turner o€ ox€on Pe TTadIA TTOU TTACKOUV
1T AAAEG QVATTTUEIOKEG DIATAPAXEG EXOUV TTEPICOOTEPES TTIBAVOTNTEG VA EPPAVICOUV EVOOKPAVIO
uTTEPTAON Kal TTIQUCIOAIcONnoN unpiaiag kepahrg (Slipped Capital Femoral Epiphysis) sgaitiag g
QaTTOTOMNG AUENONG OTNV TaXUTNTA AVATITUENG KAl avaTTTugn f e€€NIgn Tng okoAiwong. Mtropei akoua
VO TTAPOUCIACOUV TTayKPEATITIOO Kal dlIaTapaxEG 010 METABOAIOHS Twy udaTavepdKwy. AvapopEg
yla auénuévo Kivouvo avaTTuéng veEOTTAQGCIaG TTOU va OXETICETAI e XOPAYNON auénTIKNAG opudvng o€

a0Beveig e Turner péxpl oTIyUAG dev uttdpyouv. (Gravholt et al. 2017)

Av n didyvwaon Tou ouvdpouou KaBuoTeProel A N TUTTIKN dOan rGH dev £XEI IKAVOTTOINTIKA
eTTiIOpaCn oTo TEAIKO UWOG eVAAIKA, CUCTAVETAI JETA TRV NAIKia Twv 10 €TwWv n Xopriynon
o&avdpoAdvng o€ ouvduaouo pe GH. Xopnyouvrtai 0,03 mg ogavdpoAdvng/ kg Bdpoug cwuaTog
nuePNoiwg kal N doocoAoyia TpéTTel va diatnpeital KaTw atrd 0,05 mg/ kg Bapoug cwPATOG
nuepnoiwg. H o¢avdpoAdvn odnyei o€ pia Tepaitépw augnon Tou UWoug TG TaEews Twy 2-5 cm oTo
TEAIKS Uog evAAIKa aAAG N xoprynon TNG atTaiTei 1I81AiTEPN TTPOCOXT KABWS uTTépXEl TBavoeTnTa VIa
QveTmOUuNTa aTToTEAEOPATA OTTWG N KABUOTEPNUEVN AVATTITUEN TOU OTHBOUG KAl N dIAPOp@won
OEUTEPEUOVTWV XOPAKTNPIOTIKWYV aPPEVWY (TT.X. KAEITOPIdOUEYaAIQ, akur, EUBABuvon Qwvng).
(Gravholt et al. 2017)

5.2 OEPAIEIA OPMONIKHZ YNMOKATAZTAZHZ

MNa TNV avTIHETWTTION TOU UTTEPYOVADOTPOTTIKOU uTtoyovadiopou (Hypergonadotropic
Hypogonadism) kai Tng TTpwToyevoug 1 deuTEPOYEVOUG AUPNVOPOIOG TTOU €ival ATTOTEAEOUA TNG
yovadIKig SUCYEVEDIAG TTOU TTAPATNPEITAI OTAV TTAEIOVOTATA TWV TTEPITITWOEWY KOPITOIWV HE
oUvdpouo Turner, ammaITeiTal BepaATTEia OPUOVIKAG UTTOKATACTAONG YIa TV TTPOKANCN £@npeiag, Tn
dIaTENON TWV BEUTEPEUOVTWY XAPAKTNPIOTIKWY TOU QUAOU, TNV £vioxuon TnG 00TIKAG PAdag, TNV
OMOAA aQVATTTUEN TNG PATPOG KAI CUVETTWG YIA TNV hEIwoN TG voonpoTnTag Kai TNG BvnoiudtnTag.
(Gravholt et al. 2019) O oko16g TG BepaTreiag gival va piunBouv Ta KopiTola pe ouvopopo Turner
TNV €pnpeia 6TTwg T Piwovel pia péon £€enPog Kal va eAaxioTotroin8ouv ol Kivduvol TTou

TTapapoveUouv.

Katd tnv epnfeia o1 repiccdTtepeg £pnPeg he oUvOpopo Turner Trapoucidfouy auénuéva etTimeda
woBuAakioTpdTrou oppovng (FSH/ Follicle Stimulation Hormone) kal wxpivoTpdTTou oppovng (LH/
Luteinizing Hormone) kai cuverrakéAouba xapnAd etritreda oioTpadidAng (E2), rapatnproeig
eVOEIKTIKEG TNG TTPOWPNG WOBNKIKAG AVETTAPKEIAG. € AUTEG TIG TTEPITITWOEIG, YIA TNV ETTITEVEN APXIKA
€Uunvou pUOEWG, TTAITEITAI XOPrynaon OI0TPOoYyovwy Pe augavopevo pubud. (Gravholt et al. 2019)
To oioTpoydvo TToU TTpoTeiveTal gival N oioTpadioAn (E2) kal n utroddpia XopAynor tng. H xopriynon
TPETTEI VA EEKIVA OTa KopiTola e Turner yUpw ota 11-12 £€1n, yia nAikia n otroia ytropei va

TpoTtroTToINGEl e Bdon TNV TTapoloa TTPO0BO0 ePnPEiag Kal TIG TTPOOTITIKEG CWHATIKAS au¢nong. H
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apxIKr) doooAoyia TTPETTEl va gival XapnAR (§ekiva pe 3-7 pg/ nuépa) TTpokelévou va diatnpnBei To
TEPIBWPIO aUgNoNG UYWoug KaBwg XaunA déon E2 dev etrepfaivel oTnv augnon mou eTayeTal atrd
TN Xopnyoupevn augnTikr opudvn. H docoloyia au&dveTal kGBe 6 prveg oe éva TToo0oTo 25-100%
£wg 6Tou 2-3 Xpovia apyoTepa eTacel TNV TEAIKA VAAIKN TIUA (TTavw atrd 100 mg/ nuépa). (Shankar
Kanakatti and Backeljauw 2018) (Gravholt et al. 2017) Edv uttdpxel TOavoTnTa yia TTEPAITEPW
augnon oywoug, n docoloyia PTTopEi va TTapaeivel o€ XaunAOTEPa eTTITTEdA yIa JEYOAUTEPO TWV 6
MNVWV XPoVIKO didoTtnua. AvTiBeta av To PéyeBog TNG HATPAG TTAPOUCIAZETAl IKPOTEPO TOU
QUOIOAOYIKOU, icwg atraitnBei yeyaAuTepn 600N vwpiTepa. Z€ KABE TTEPITITWAON Ta 0QPEAN Kal TO
pioko TTpéTTel va e€eTAdovTal TAKTIKA Kal va (uyifovTal TTpIv TNV £vapén kai katé tn didpkeia TG
OPMOVIKNG BepaTreiag. AQou eTTEABEI EuPnNvog puon A agou N ouxvoTNTA Kal N Eviaon TwV EPPAVWYV
pucewv apxioouv va eAattwvovTal i dUo xpovia PeTd TNV Evapén Bepartreiag e oloTpoyodva, aTnv
aywyn TTPoCTIBETaI Kal N TTPOYECTEPOVN UE TN Bepartreia va yiveral TTAéov KUKAIKN. (Gravholt et al.
2017) A1ré TIG YUVaikeg TTOU Ba €u@AviocouV QUOIOAOYIKA EUUNVOPPOIA KAl EUPNVOPPOIKOUS KUKAOUG,
n TAclovoTNTa B0 €10€ABEI VWPIG OTNV EUUNVOTTAUCT) KOl CUVETTWG G€ OEUTEPOYEVI] WOBNKIKN
QVETTAPKEIO META aTTd Aiya Xpovia. Kal o€ auTr TNV TTEPITITWAON, ATTAITEITAI KUKAIKY BepaTTeia pe
0I0TPOYOVA Kal TTPOYECTEPOVN YIA TN WIKNON TS QUOIOAOYIKAG avaTtapaywyikAg @aong piag péong
yuvaikag. (Gravholt et al. 2019) H trpoyeoTtepdvn cupBAaAAel oTnv eykaBidpuon TnG EUPNVOU PUCEWG
KQI MEIVEI TO KivOUVO YIa EMPAVIOT KOPKIVOU TOU EVOOUNRTPIOU TTOU TTPOKAAEITAl OTTO TNV
TaparteTauévn €kBean o€ oioTpoydva. Otav ol SoooAoyieg @TACOUV TEAIKA TIG TIMEG EVNAIKWY, TO
PIOKO yIa KABE yuvaika TTRETTEI VA EEATOMIKEUETAI KAl N BepaTTeia TTPETTEI VA OUVEXICETAI LWOTTOU Ol
Kivouvol va ¢etrepvolv TTAEOV Ta 0QEAN TNG Bepartreiag, ekei yUpw oTnv egunvotTaucr. (Gravholt et
al. 2017) H BeparTreia pe o10Tpoyova O KAVEI JIO YUVAIKA PE PN AEITOUPYIKEG WOBNKES Kal NOEVIKO
QTTOBEPA WOKUTTAPWY YOVIUN GAAG GUPBAAAEI O0Tn dlaTripnon TNG uyeiag Tng KMATPAG (Yia diaTrpnon
TWV QVATTOPAYWYIKWYV ETTIAOYWV HECW €CWOWUATIKAG YOVIUOTTOINONG), TNV TTPOKANCN £€Uunvou

PUCEWG KAl TNV AVATITUEN TWV BEUTEPEUSVTWYV XOPAKTNPICTIKWY TOU QUAOU.
5.3 TONIMOTHTA, EFTKYMOZYNH KAI YIOBOHOOYMENH ANAMNMAPAIQrH

O1 yuvaikeg e jovoowpia 45,X €xouv oTnv TTAEIOVOTNTA TOUG aTTAOCia A uTTOTTAQGIa TWV
woBNKwWwv Toug (Taivioeldeic woBNRKeS) Kal €101 ival BUOKOAO va emiTeuxBei GUAANWN QUGCIOAOYIKA.
AKOua N TTAEIOVOTNTA QUTWYV TWV YUVAIKWY QEPOUV UTTOTTAACTIKA HATPA evwy oTn BIBAIoypagia
Kataypd@ovTal Kal HEPIKEG OTTAVIEG TTEPITITWOEIG AYEVETIOG PE ATTOTEAECUA TNV adUVAIa Kuopopiag
eMBpUOU. ZTn BiBAIoypagia eTTiong ava@épovTtal AiyEG TTEPITITWOEIG YUVAIKWY PE Hovoowuia 45,X
TTOU KUOQOpPNoav aubdpunTa, WoTOOO O€ PEPIKEG ATTO AUTEG TIG YUVAIKEG META ATTO EKTEVN
KUTTOPOYEVETIKN BlEPEUVNON EVTOTTIOTNKE XapNAoU BaBuol pwodikiopog. (Birkebaek et al. 2002) H
Xopriynon BepaTreiag OpUOVIKAG UTTOKATACTAONG YIa ETTAPKESG XPOVIKO dIdoTnUa cUPBAAAEl oTnv
avAaTITUén TNG MNTPAG OTNV a0cBevh TTOU iICWG HEANOVTIKG UTTOOTNPICE PIa ETTITUXH EYKUPOOUVN

UoTEPQ ATTO EEWOWMATIKY YOVIHOTTOINON. AGYW TOU OXETIKA MIKPOU PEYEBOUG TNG UATPOG TWV
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YUVOIKWY e oUvdpopo Turner, akOPn Kal JETA ATTO OpUOVIKA Bepartreia yia TNV eEao@AAIon
ETTAPKOUG avATITUENG TNG MATPOG, CUVIOTATAI VO PETAPEPETAI UOVO Eva EUPPUO avd KUKAO

eEwowpatikng yovigotoinang. (Folsom and Fuqua 2016)

H autoéuartn euunvapxn TTou TTapaTnEEiTal KUpiwg o€ TTEPITITWOEIG YWOAIKIOUOU €XEI CUCXETIOTEI
ME Quaololoyikn o€ péyeBog unTpa. (Bakalov et al. 2007) O1 yuvaikeg aoBeveic TTOU ETTITUYXAVOUV
auBopunTN eyKupoouvn ival o moavo va gépouv dUO KUTTAPIKEG OEIPEG (45,X/46,XX) he TNV
TTaBoAoyikA KUTTapIKA oelipd 45,X va un &emmepvda 10 10%. AT peAETn TTou cupTtrepiEAaBe 410
yuvaikeg pe auvdpouo Turner (200 gixav KapuodTutro 45,X, 95 é@pepav dUO KUTTAPIKEG CEIPEG
45,X/46,XX ue 10 2° X XPpWHOCWHO va @épel DOUIKN avwuaAia, 78 yuvaikeg Eépepav dUO0 A TPEIG
KUTTaPIKEG O€IpEG 45,X/46,XX A 45,X/46,XX,47XXX Kal 37 yuvaikeg gixav kapudTtutro 46,XX he 1o 20
X va TTapouaciddel dopikn avwpalia), 31 yuvaikes (7.6%) eTéTuxav TOUAGXIOTOV Hia auBdpunTn
Kunon. Atré Tig 200 yuvaikeg pe KAaoikd oUvdpopo Turner, Kapia yuvaika dev eTTETUXE auBopunTn
EYKUMOOUVN KAl JOAIG pia yuvaika atTékTnoe TTaidi péow dwpeds wapiou. AuBopunTn eykupoouvn
ETTETUXAV 26/78 yuvaikeg e dUO N TPEIG KUTTAPIKEG OEIPEG (45,X/46,XX 1] 45,X/46,XX,47XXX) Kal Hia
YUVaika PE KapuoTutro 45,X/46,XX atréktnoe Siduua PETA aTTd €GWOWPATIKA YOVILOTToinon JUE Ta
OIKA TNG wdpla. MévTe akOPa yuvaikes Pe KapudTutro 46,XX Kal SopIKH avwpalia oTo 2° X

XpwHocwua Kuopodpnoav aubdpunta. (Birkebaek et al. 2002)

YTroAoyiZeTal TTwG POAIG TO 4,8-7,6% TwV TTAOXOUCWYV YUVAIKWY B EMTUXOUV €yKUPOoUVN PE DIKA
TOUG WApIa, KABWGS aKOPa KAl OTIG TTEPITITWOEIG YOVIUWY YUVAIKWY PE Turner, ol TTepioooTepeg Ba
METABOUV oTnV euunvoTTaucn Tpoéwpa. H ouyxvoTtnTa Twv atmofoAwy gival emiong auénuévn (30,8-
45,1% Twv KuRoswv Ba kataAngouv oe attoBoAn) (Gravholt et al. 2017) cite T€10r] TO £UBPUO Eival
MN BIwoiuo gite AOyw TTapouCiag UTTOTTAACTIKAG i DiKEPOU PATPAG KAl AETTTOU evOOUATPIOU TTOU eV
MTTOPOUV VO UTTOOTNPIEOUV ThV KUNGON KAl TTapaTnPOoUVTal OUXVA O€ £YKUEG YUVAIKEG UE OUVOPOUO
Turner. MNa TiIg KUNoE€Ig TTOU Ba KATAANEOUV o€ yévvnon {wvTavou veoyvou O KivOuvog yia oUvopouo
Turner, cuvdépouo Down 1} GAAN cuyyevr] avwpaolia gival augnuévog. MNa Tapddeiypa o€
TTEPITITWOEIG JWOAIKIOHOU TToU dIATNEOUV TN YOVIMOTNTA TOUG, UTTAPXEI TTEPITITWON OPIoHEVA ATTO Ta
wdapia TNG aoBevoug pe Turner va pn @EPouv 10 X XpWHOoWHA 1 va gEpouv £va X Je OOMIKA
avwuaAia. Eav Ta cuykekpipéva wdpia yoviuotroin8ouv kail dnpioupyrioouv éva Biwaiuo uywTto Ba
yevvnOei KopiTol ye ouvdpopo Turner A kamoia TTapaAAayr autou. H TTAeiovéTNTA TWV TTEPITITWOEWV
ouvdpopuou Down TTpokaAouvTal atrd pn dlaXwpiopd Tou CeUyoug ONOAOYWY XPWHOCWHATWY OTN
peiwon | KaTd TO OXNUOTIONO TWV YOUETWY TNG INTépag. PaiveTal TTWG oI Yyuvaikeg Ye Turner givai
TTIO ETTIPPETTEIG € AVEUTTAOEIDIKG CUPPBAVTA PE ATTOTEAEOUA WOKUTTOPA TTOU PEPOUV TTEPICOEIN
QapPIOUOU XPWHOCWHATWY TToU av TEAIKA yovipoTroinBouv Ba odnyrjoouv o€ yévvnon TTaidiwy PE

ouvopouo Down. (Gravholt et al. 2017)

63



‘ExovTag Katd vou Tnv TTpowpn (TTPWTOYEVI ] SEUTEPOYEVH) WOBNKIKA AVETTAPKEIA TTOU
TTOPATNPEITAI OTIG TTEPITITWOEIG A0BEVWV PE OUVOPOUO Turner Kal TNV ETTAKOAOUBN dPANATIKN
MEiwon TG MOAvATNTAG YUCIOAOYIKAG GUAANWNG WE TNV auénon TnG NAIKIAG, TTPETTEI XWPIg
KaBuoTépnon va oudnTnBei n TTPOOTITIKA TG EGWOWPATIKAG YOVILOTTOINONG, €iTe e auTOAoya wdapla
(av gival d10B€a1pa) €iTe pe WApPIA dOTPIAG. "YOTEPA ATTO CUMPBOUAEUTIKI] YIO TO PIOKO TTOU
QVTIMETWTTICEI N UNTEPQA Kal TO EUPBPUO o€ KABE BIaPOPETIKA Kal TIOavr] TTEPITITWON £YKUPOOUVNG,
TTPETTEN va ivovTal OTIC YUVAIKES ] OTOUG OUVOOOUG TWV aVAAIKWY KOPITOIWV Kal EQriBwy ol €TTIAOYEG
NG utrofonBouuevng avatrapaywyns. Miropei va mpoTabei yia kdBe Kopitol pe ouvdpouo Turner
TTOU €X€l CUPTTANPWOoEl To 12° €106 TNG NAIKIAG TNG, N KPUOGUVTAPNON woBNKIKOU 1I0TOU 1] auTOAOywv
wapiwv UaTepa atrd UTTEPDIEYEPON TWV WOBNKWYV (1I81aITEPA O JWOAIKA PE WOBNKIKI ETTAPKEIQ).
BiBAioypa@ika dedopéva yia TNV EKBacn TNG KPUOCUVTHPNONG O€ TTEPITITWOEIG Turner dgv £€Xouv
avaepBei, KaBWG o1 TTAoXoUOoES cival akOua VEES Kal Bev eTTIXEipnoav eykupoouvn. Mia dAAn
€VAAAQKTIKA YIa TIG YUVAIKES PE Turner TTou €mMOuPoUV va TEKVOTTOIOOUV Eival HECW wapiou
00TpIaG. H atrokTnon TTaidiod Jéow TTapEVOETNG UNTEPAG, UTTO TTPOUTTOBECEIC, UTTOPEI ETTIONG VO
TTPOTAOE KAl VO £EETAOTEI. ZTIG YUVaiKeg e oUvdpopo Turner Tou akoAouBouv Beparreia
£EWOWPATIKAG YOVIUOTTOINONG HE auTOAoya wapia (aAAG Kal wdapla dOTPIOG) Ba TTPETTEI va TTAPEXETAI
evnuépwaon yia Tn duvatoTNTA TTPOEUPUTEUTIKOU YEVVNTIKOU EAEYXOU YIa TNV TTPOANYWN

XPWHOCWUIKWY avwuaAiwy. (Gravholt et al. 2017)

H dwped wapiwv gival TTOAEG QOPEG O HOVADIKOG TPOTTOG YIa va ETITEUXOE pia Biwaiun KUNon, Pe
TA TTOOOOTA ETTITEUENG EYKUPOOUVNG va €ival TTApOUOIa PE EKEIVA TWV ATTOAUTWG UYIWV
TTApPaANTITPILY dwPNBEVTWY wapiwv (emTUXia YUpw 0TO 16-40%). 2TIG YUVAIKEG TTOU EVOIOQEPOVTOI
ylo eEWowHATIKA yovigoTroinon péow dwpeds wapiwv TTPETEl va yivetal EekGBapog o Kivouvog yia
EMTTAOKEG TTOU QEPEI N ETTIAOYT TOOO YIa TIG iBIEG OCO Kal yia Ta EuRpua. APXIKA, UTTEPTOACIKEG
dlatapay£g, Tou gival fdN TTI0 KOIVEG OTA ATOUA YE OUVOPOUO Turner o€ oXEoN PE TOV YEVIKO
TTANBUCOPO, OTNV EYKUPOOUVN eugavifovTal TTI0 ouxva atro KaBe GAAN TTITTAOKA O€ HOVHPEIG
(etmiTrTwoN 35-67%) ka1 o€ TTOAUBUPEG KUNOEIG (Ewg Kal 100%). MNpoekAapyia TTapouciadeTal o€
MoVApEIG Kunaelg o ouxvotnTa 18-44% kai oTig TTOAUSUES Kuro€ig o€ 75-100%. Akdua
TTaPATNPEITAI YEVVNON HE KAICAPIKA TOPN OTNV TTAEIOVOTNTA TWV TTEPITITWOEWY KUNTEWV YUVAIKWY
ME ouvdpopo Turner UoTepa aTTd dWPEG WAPIWV KAl TA VEOYVA YEVVIOUVTAI CUXVA TTPOWPA Kal JE

XauNnAG Bapog yévvnong. (Gravholt et al. 2017)

Z¢ pia avadpopik HEAETN TToU éAaBe dedopéva atrd TPEIG OKAVOIVABIKEG XWPES YIa Wia EIKOOAETIA,
oupTrePIARPONKav 106 yuvaikeg pe oUvopouo Turner TToU PETA aTTO dWPEG WApPIWV Kal GUVOAIKG
122 yévveg (113 povrpeig kar 9 TTOAUBUNES KUADEIG, KATTOIEG YUVAIKEG KUOPOpnaoav pe dwped
wapiou TTAvw atrod pia @opd). 210 35% TWV YUVAIKWY QUTWYV TTapaTtnPABNKav UTTEPTATIKEG
diarapax£ég, oupTreEpIAauBavopévng TNG TTpoeKAauWiag. ATTEIANTIKEG yia TR {wr TOUG ETTITTAOKEG

TTapoucidoTnkav JOAIG o€ 4 yuvaikes (3.3%) kal dev KaTaypd@nke kavévag Bdvartog. Ta
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QaTTOTEAECPATA YIA T VEOYVA ATAV KABNOUXAOTIKA KaBWG TTpowpn yévvnon Trapatnpnonke oto 8%
TWV JoVNPWY KUACEWY Kal XapNnAS Bdapog yévvnong o1o 8.8%, evw OTIG TTOAUDBUUESG KUAOEIG TA
TTOCOO0TA TTPOPAVWG ATAV TTOAU PEYAAUTEPA. ZUVOAIKG JOAIG TO 3.8% TwV VEOYVWV TTAPOUCIACE

MeiCoveg ouyyeveic avwuaAies. (Hagman et al. 2013)

AKOua Kal av N JATPG JIAG YUVAIKAG HE OUVOPOMO Turner KaTagEPEl va UTTooTNPIEE! Jia KUnon
ETTEITA ATTO £EWOWPATIKA YOVIMOTIOINGN, UTTAPXEl GoRapOs Kivduvog yia BAavaTto Tng TTAoX0uoag
gyKupovouoag atro prién aopTrg, 0 oTToiog UTTOAOYICETaI 0TO 2% Kail £TO1 OTTAITEITAI OTEVA
TTapakoAouBnon atréd €1dIkG. PaiveTal WOTOCO TTWG AIYOTEPO ATTO TIG MICEG OTTO TIG YUVAIKES TTOU
KAaTtaAAyouv eEQITIOG TNG QOPTIKAG PAENG, EAEYXBNKaV TTPIV TNV EUPPUOUETAPOPE YIa KAPDIOKEG
QVWHANIEG JE NXOKAPBIoYpAPNUa Kal JayvnTIK Topoypagia kapdidg. O Kivouvog yia prién aopTig
TTOPOUCIAZETAI, ETTIONG, TTEVTATTIAACIOG OTIG TTOAUDUNESG KUACEIG O€ OXEON KE TIG HOVAPEIG, KAl yIa
QuTS UTTAPXEI IoXUP oUOoTACN YIO HETAPOPA VOGS MOVADIKOU EUBPUOU OTIG YUVAIKES HE OUVOPOUO
Turner/ Turner-like TTou akoAOUBOUV EEWOWATIKI YOVIUOTTOINON €iTE YE DIKA TOUG €iTE e

owpnBévra wapia. (Gravholt et al. 2017)

H kaioapikf Topr €MAEYETAI O€ TTEPITITWOEIG DIAOTAAPEVNG GOPTAG av Kal gival Teavo va
TTpoKaAéoel ainoduvapikéG ahAayég. Av oupBei pAgn aopTrg og oTddIO EyKUPOGUVNG TTou Ogv ival
oupBato pe Tnv emBiwon Tou euPpUOU, N 0COEVAG HETAPEPETAI ECTTEUCHEVO OTO XEIPOUPYEIO YIa TN
diayxeipion Tou pAypaTog. AvtiBeta, av n pri¢n ouppei oe oTddio eykupgoouvng TTou gival cuuBarh pe
emBiwon Tou uPpPUOU, CUCTAVETAI VO TTPONYNBEI KAICAPIKI) TOUN Kal £TTEITG TO XEIPOUPYEIO.
OTTWOOATTOTE O TOKETOG YUVAIKWY PE OUVOPOUO Turner TTPETTEI O OAEG TI TTEPITITWOEIG VO
TTapakoAouBeital atrd yaleutipa, KapdioAdyo Kal avaioBnaloAdyo, dAol 1dikeupévol oTn dlaxEipIon

MNTEPwV TTOU TTAoXOoUV aTtrd KapdiotrdBbela. (Gravholt et al. 2017)
5.4 MEPIKA NEPIZTATIKA KAI FOLLOW-UP
5.4.1 MNepimrrwon 13xpovou Turner-like kopiIToI0U pPE KapuoTUTTO 45,X/46,XY

AekaTPIAXPOVO KOPITOl TTPOCNABE a& TTaId0-evOOKPIVOAOYIKHA KAIVIKY yia a&loAdynaon Tou Kovtou
avaoTiuarog. Eixe twog 139.3 cm, CuyiZe 41.2 kg ka1 gv UTTAPYAV ONEIQ appevoTTOiNONG oTA
eEWTEPIKA yevvnTIKG Opyava TnG. H e¢€taon atmokaAuye Kai GAAa XapakTnpioTIKG Tou Turner 0TTwg
QUXEVIKO TITEPUYIO Kai cubitus valgus. H XpwWHOCWUIKA avaAuan AEUPOKUTTAPWYV TTEPIPEPIKOU
aipaTtog ammrokGAuwe kapudTtutro 45,X[30]/46,XY[25]. Metd atrd uttépnxo, MRI kai TeAIK& €peuvnTIKN
AatrapoToyia atro@Aavenke OTI TIPOKEITAI VIO Wi TTEPITITWON UTTOTTAACTIKAG MATPAG, WE TAIVIOEION
apIoTEPN WOBNKN Kal €vav akavovioTo Oyko 3 cm oTn 6€§1d wobnkn (duoyepuivwpa). 'YoTtepa ammod
a@aipean Kai I0ToAoyIKA €EETAON KAl TWV dUO WOBNKWY ATTOKOAUPONKE KAl OTNV ApIOTEPR KAl 0TN
0e€Ia (yeirovikd Tou duoyePIVPATOG) TTapoudia yovadoBAaoTwuarog. Katd mn diepedvnon, n
MATPQ Kal O OAATTIYYEG ATAV QUOIOAOYIKEG Kal dev UTTPEE £vOEeIgn KakonBelag i AAANG avwpuaAiag

oTa TTUeAIKG 6pyava. H aoBevig TTAPE €EITAPIO PETA ATTO Wia PETEYXEIPNTIKA ELOONAdA KAAAG
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TTopeiag. AKoAoUuBnoav agoVIKEG TOPOYPAPIES YIa avalATNoN HETAOTACEWV OAAG BEV ATTOKOAUPONKE
Kapia. Zxediaotnke Eva TAdvo follow-up yia diepelvnon KakonBeiwy avd TPEIG MAVES TOV TTPWTO
XPOVO Kal KABe £€1 ufveg otn ouvéxela. MNMapdAAnAa Eekivnoe xopriynon OpuUoVIKNG BepaTreiag
UTTOKATAOTAONG YIa TN SIOTAPNON TWV DEUTEPEUOVTWY XAPAKTNPIOTIKWY TOU GUAOU Kal TNV
TTOPEUTTOdION OOTIKAG ATTWAELIAG. H aoBevi¢ TTapatTéueOnke o€ YuxiaTpo Kal YuvalkoAdyo yiaTi n
id1a kal n oikoyéveld TNG gixav TTOAAEG EPWTHOEIS OXETIKA UE TN YOVIMOTNTA KAl TNV TAUTOTNTA QUAOU
TnG. Emeidn n acBevnig Tav avAcouxn yia 1o TTWG Ba uTTopéael va atmokTAoEI TTaIdIA WG EVAAIKN,
oulntnBnkav oI ETTIAOYEG TNG UIOBECIAC Kal TNG EEWOWHATIKAG YOVIHOTTOINONG JEow dwPEAg
wapiwv. MNa Ta eTéueva dUo peTeyxelpnTIKG Xpovia dev TTapatnernénkav emmAokég. (Yice et al.
2015)

5.4.2 MepimTwon pntépag & KOPNG HE KapudTutro 45,X/46,Xr(X)

2.€ OEKATETPAXPOVO KOPITOI JE KOVTO avACTNUA, OTTOUCIO OEUTEPEUOVTWY XAPAKTNPIOTIKWY QUAOU
Kal agnvoppola, avageépbnke €mmiong cubitus valgus, auxeviké TTepUyIo Kal eupu oTRBog. H
XPWHOCWHUIKN avAdAuan atmokGAUWE Tnv TTapouadia OUo KUTTAPIKWY aelpwv 45,X/46,Xr(X) kal dueca
gekivnoe Bepartreia oppovikng uttokatdoTaong. Katd tn Bepatreia n aoBevig €ixe Kavovikoug
EUMNVOPPOIKOUG KUKAOUG Kal oTnV NAIKia Twv 21 eTwv Bpednke OTI gival £ykuog. 2TIG 34 BO0ouAdES
KUNong e¢aitiag atrokOAANONG TOU TTAAKOUVTO 0ONYrONKE O€ ETTEIYOUCA KAIOOPIKH TOUA Kal
ATTEKTNOE EVA UYIEC ayOpl PE KApUuOTUTTO 46,XY. ZTnV nAIKia Twv 24 €TwWv, VW ATAV AKOUA C€
BepaTTeEia OPUOVIKAG UTTOKATACTAONG, TTETUXE VA EYKUPOOUVN N OTToI0 OPWG 00NyRenke o€
autopaTn atrofoAr oTig 12 Bdouades. H opuovikn Bepatreia diakoTrnke. e follow-up petd amo
TE0OEPIG MAVES BPEBnKe Eavd éykuog oTnv 127 ¢fdopdda. ETeidnA o1 yuvaikeg e XpWHOoWUATA O€
Mop®r] BaKTUAIOU SIOTPEXOUV AUENUEVO KivOUVO va aTTOKTACOUV TTAIBIG JE TTOIKIAIG TTOPAYWYWVY TOU
apxIKoU daKTUAiou AGyw TNG OXETIKAG AoTABEIOG TWV XPWHOCWHATWY aUTWY TOCO 0TN WiTwon 600
KAl OTN PEIWON, ATTOQPACIOTNKE VA YiVEI XPWHOOWUIKOG EAEYXOG HECW AUVIOTTAPAKEVTNONG.
EvrotmioTnke kapudTutrog 45,X/46,Xr(X), n acBevig eTéAeEe va ouvexioel Tnv eykupoouvn Kal
yévvnoe oTIG 42 eBOouAdeS éva UYIEG KOPITOI. Z€ NAIKIa 27 €Twv, ApXIOE va u@avidel TTpWIKA
onuadia ePUNVOTTaUONG, OTTWG OKAVOVIOTOUG KUKAOUG, EaQVIKY aiyoppayia, ESAYEIG KAl VUXTEPIVEG

EQIOPWOEIG.

H képn 1ToU KAnpovopunoe éva akpIBEG avtiypago r(X) atrd Tn unTéPa TG, €ixe PUOIOAOYIKO BAPOG
KAl UAKOG KATA TN YEVVNON, TO NXOKAPdIoypa@nua Kal TO UTTEPNXOYPAPNUA VEQPWY ATAV
@uaolohoyikd. MeTd atrd €1 uAveg o1 HETPATEIG TUVEXICAV va €ival QUOIOAOYIKES Kal TO BPEPOG
ouvéxiZe va avarrtuooeTtal ualoAoyikd. Katd tnv KAIVIKR €6€Taon atrod €18IKoUG, OV aviXVEUTNKE
QUXEVIKO TITEPUYIO Kai cubitus valgus 0TTwg oTn uNTépa, aAAd atToKaAu@enke xaunAn Tpdopuon
TWV MOAAIWY OTOV auxéva, TTPOEEEXOV HETWTTO, BAEQAPAOTITWON OTO APICTEPS PATI KAl JIKpoyvabia.

ETriong €ixe puaioloyikd yevvnTika 6pyava, oTTovoUAIKA oTAAN Kai O€pua. e eravegéraon otoug 30
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MAVEG OUVEXICE VA £XEI QUOIOAOYIKEG NETPNOEIG: TTapouaiade HEoo UWoG Kal BAPOG yia TO YEVIKO
TTANBUC PO Kal BPIoKOTAV OTO AVWTEPO GKPO TNG AVATTTUSIOKAG KAUTTUANG IO TOUG Ao BEVEiG uE

ouvopouo Turner. (Blumenthal and Allanson 1997)
5.4.3 MepirTwon acBevoug pe KapuoTutro 45,X/47, XXX

KopiTtol 5 eTwv TTapouciace KaBuoTEpNon OTnNV avaTrTuén Kal S1ayVwWOoTNKE JE KAPUOTUTTO
45,X[52]/47,XXX[48]. Katd Tnv TTaudikA nAikia dev gixe ouykekpipévo follow-up, YETERN @ualoloyikd
oTnVv gpnpeia Kal gixe Kavovikoug ePURvoug KUKAoug. Mapouaidotnke otnv A” MaleuTikn -
"uvaikoAoyikf KAivikr) Tou Noookopgiou «AAeCavdpa» oTnv NAIKia Twv 21 eTwv OTTOU BPEBNKE
£YKUOG TNV 7" Bdopdda kunong. H auviotrapakévinon otnv 16" ¢fdopdda KUNong atmokAAuye
KapudTuTro 46,XX Kal &gV evToTTioTNKAV UTTEPNXOYPA@IKG euprjplaTa. O KapdioAoyikdG EAeyXOG, TTOU
QTTAITEITAI OTIG YKUOUG Pe Turner kal Turner-like ouvdpopo, dev €516 KaPdIAYYEIAKES AVWHAAIEG
oUuTe avnouxnTIKA onueia og kavéva atro Ta Tpia Tpiunva. Katd tn didpKeia Tou TpiTou TPIPAVOU,
akoAouBnBnke dekatrevOruepn TTapakoAouBnon. H kaioapikr TOUr TTPOYPAUMATIOTNKE OTIG 38

€BOouAEdeg kKal 0drynoe 0Tn Yévvnorn £vog uyloug KopiTolou Bépoug 2630 g. (Mavridi et al. 2018)

To KoIvO GnEio TwV TTEPICTATIKWY TTOU TTEPIEYPAPNKAV Eival OTI EVW TO KOVTO avAaTnua nrav
eM@avéG atTd TTOAU vwpig, N didyvwon kaBuoTépnoe 1 de AeBnke coBapd utTown Pe aTToTEAEOA
va XaBei To TTEPIBWPIO aUENONG TOU AVACTHATOG Kal N dlaxeipion va &eKIvioel agou
TTOPOUCIACTNKAV CUNTITWHATA WOBNKIKAG aveTTdpKelag. [Nvetal emiong avtiAnTTé TTwg 0T0
oUuvdpouo Turner Kai TIG TTapaAAayEG Tou, N KABE TTepITTTwon gival JovadikA Kal €101 TTPETTEN va ival
Kal n diaxeipion TNG. AoBeveig pe eAAXIoTEG TMIBAVOTNTES £TTITEUENG KUNONG, ATTOKTOUV UyIn TTaIdIé
Kal aoBeveig he PIKPS TTOo00TS 45,X KUTTAPIKAG CEIPAG UTTOPET va P@avifouv KAAOIKSG @aivoTuTro
Turner. Mg £ykaipn d1ayvwaon, UPPBOUAEUTIKR, KATAAANAN BepaTreia kal aTevA TTapakoAoubnaon,
MTTOPOUV o1 a0BeveEig va augroouv anuavTikd To VYo ToUG, va JETABOUV éykaipa oTn @don Tng
€QNPEiag, o€ CUYKEKPIPEVES TTEPITITWOEIG VA dIATNPACOUV TIG ETTIAOYEG TOUG YIa avaTTapaywyn Kai va

€XOUV KavoVvIKO TTPO0BOKINO CWAG.
5.5 ZIYMBOYAEYTIKH KAl KAOOAHIHZH

O1 ouupoulol TTou gpyadovTal e ATopa, CEUYAPIA 1] OIKOYEVEIEG TTOU AVTIMETWTTICOUV TO GUVOPOUO
Turner, TTPETTEI va KATAVOOUV TN JovadikdTnTa KABE TTEPITITWONG KAl N BEPATTEUTIKY TTPOCEYYION va
TTpocapudleTal KATAAANAQ. Z€ TTEQITITWOEIG OTTOU N TAUTOTTOINCN Tou oUVOPOOoU CUBEi
TTPOYEVVNTIKA, €101KOi CUPBOUAOI TTAPEXOUV EVNEPWON OTOUG YOVEIG yIa TNV TTo10TNTA WIS KAl TA
mOavd TTpoARPaTa uyeiag TTou Ba avTiueTwifel To TTaIdi TOUG PETA TN yévvnaon, KaBwg Kal
WUXOAOYIKH UTTOOTAPIEN TTPOKEINEVOU va attopaaioouv ol idlol av Ba guvexioouv Tn kunon. (Clark
2015)
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O1 yoveig Kal Kupiwg oI NTEPES PAIVETAI VO AVNOUXOUV IDIQITEPA KAl VA VILWOOUV EVOXEG YId TOV
apyo TPOTTO HE TOV OTTOIO AVATITUOCETAI TO TTAIdI TOUG peTayevvnTiKA. (Culen et al. 2017) MNa Tov
KABNOUXOOPO TNG OIKOYEVEIOG UTTOPOUV VA CUPBAAAOUY Ta SiaypduhaTa augnong Ta OTToia €XouV

avatrtuxBei €181ké yia kopitola e auvopouo Turner (BA. Eikéva 5.1).

Ta Taidid pe kovtd avdoTnua 1Tou diaylyvwaokovTal ue Turner otnv TaidIkn nAIKia TTpETTEl va
uttoBANBoUV o€ pia TTARPN apxIkA e€étaon kal agloAdynon atrd Taido-evOoKpPIVOAGYO, KapdIoAGyo
€IOIKEUPEVO OTIG OUyyevEiG KapOIOTTABEIES, YEVETIOTH, BEPUATOAOYO, AKTIVOAGYO,
WTOPIVOAAPUYYOAOYO, VEQPOAOYO, 0QBaApiaTpo, opBoTTEDIKO XEIPpOoUpPYO, 0doVTIaTPO Kal apyoTeEpa
0pB0dOVTIKO, WUXOAGYO, EpyoBepATTEUTH KAl AoyoBepaTTeuTr) av KpIBei atrapaitnto. Metd TNV TTpWTN
agloAdynon TnG oUVOAIKAG €IKOVaG TNG acBevoug, oxedidleTal éva follow-up avdAloya pe Tn BapuTtnta

TOU QaIvOTUTTOU, Tn KATAOTAON Kal TIS AVAYKES TNG aoBevoug kal TNG oikoyévelag. (Bondy 2007)

ZUMPBOUAEUTIKN Ba TTPETTEl ETTIONG Va TTAPEXETAI OTOUG Yoveig OTav TiBeTal To BEpa xopriynong
QUENTIKAG OpHOVNG Kal apyoTEPQ OPHOVIKNG BepaTTeiag yia TNV eTaywyr TNG epnpeiag. Oa TTpETTel va
YVWOTOTTOIEITAI OTOUG YOVEIG OTI n augnTikA opudvn Ba emTpéWel ia péon auénon Tou UYPougs Kata 7
cm kai OTI £X€l OTTAVIEG GAAG TTIBAVES TTAPEVEPYEIEG OTTWG KEPAAAAYiES, eTIdEIVION GKOAIwaONG,
oUuvopouo kaptmiaiou cwArva. (Culen et al. 2017) E€aitiag Tng xopAynong auénTikAg opudvng Kal
TOU XpoVIKOU TrepIBwpiou TTou diveTal waTe va dpdael aTo BEATIOTO, N eTTaywyn TNG £@nPeiag he T
Xopriynon oloTpoyovwy KaBuaTepei kal To TTaidi oTnv TTAEIOVOTNTA TWV TTEPITITWOEWY 0LV EU@AVilEl
OeuTePEUOVTA XAPAKTNPIOTIKA TOU QUAOU Kail Ogv TTepvAel aTnv epnPeia Tnv idla xpovikA TTePiodo ue
TOUG oUVOMNAiKoug Tou. AuTtd odnyei To TTaIdi € XAUNAr QUTOEKTIUNOT], KOIVWVIKO GyXOG,
QTTOPOVWON AKOUA Kal EKQOPIoUOS i TTapevOxAnon atrd 1o oxXoAIKS TTepIBAAAov Tou. O IBIKOG TTou
OUMBOUAEUETAI N OIKOYEVEIQ TNV OUYKEKPIUEVN TTEPIO®O Ba TTPETTEI va ival o€ B€on va dIaXEIPIOTE Ta

Aayxn Twv yovéwv aAAG Kal TIG avegapTnTeG avaykeg Tou e@riou. (Clark 2015)

H petaBaon ammd v TaidIaTPIKA OTNV €VAAIKN UYEIOVOUIKN TTEQIBaAWN TTPETTEN va €ival OTABIAKT)
Kal va oAokAnpwveTtal £wg Ta 18 £1n, cuvABwg pe TNV OAOKARpwWON TNG avdaTTuénG Kal 1o TEAOG TNG
epnpeiag. Zekivwvtag atrd Ta 12 £1n, T mePiIodo dnAadr| TToU TO KEVTPO TNG TTPOCOXNAG YiVETAI N
eTTaywyn €pnpeiag kai X1 n auénaon Tou UYoug, n £pnPRog ue oUVOPOPO Turner TTPETTEN Va EEKIVIOEI
va EVNUEPWVETAI YIO TNV KATAOTACT TNG KAl VO YETATOTTIOTEI 0TAdIAKA n €uBUVN Kal N @PovTida atTd
TOV yovéa oTnv idia Tnv acBevr). Katd tn peTdpacn autr, ivail n o KATdAAnAn aTiyun yia Tnv
evnuépwan TG acBevoug yia Toug TBavoug KIvOUVoug voonpoTnTag TTou GEPEI Adyw Tou
ouvdpdOuOoU Kal yia TNV avdyKn uloBETNoNG evOG UyIoUG TPOTTOU (WG JE UYIEIVEG DIATPOPIKEG
ouvnBeieg, Aoknon Kai dIaTApnNaon £vog uyloUug cwuaTikou Bapous. O TTaido-evOOoKPIVOAGYOG O€
ouvepyaaia Pe TOV eVOOKPIVOAGYO evnAikwv Ba TTPETTEI va avaTtrTugel €va TTAAVO yia TNV eEaa@AAIon
TAKTIKAG TTapakoAouBnong Tng acBevoug wg evAAIKNG TTAéov. (Bondy 2007) Amé Tnv nAikia Twv 16

ETWV N TTapakoAolBnon Kai atod éva £CeIOIKEUPEVO YUVAIKOAOYO KPIVETAI ATTAPQITNTN WOTE Va
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TTapPEXOVTAI OTIG A0OEVEIG TTANPOPOPIEG OXETIKA UE TIG TPEXOUOEG BEATIOTEG TTPOKTIKEG OTNV BeparTTeia
OPMOVIKNAG UTTOKATACTACNG KAl TIG ETTIAOYEG ECWOWHATIKAG YoVIHOTTOINONG aAAG Kal UI0BETiag.
(Culen et al. 2017)

Av Kail dev uTTépxouv aképa dedopéva eTTiTuxiag TG ueBddou, uttooTnpileTal 6Tl o€ veapd
KOpITOIa TTOU BiayIyvwoKovTal e auvdpopo Turner TTPETTEI AUECT va TTPOTEIVETAI KAl va culnTeiTal
ME TNV OIKoyEévela Kal TNV acBevr), edv BpiokeTal o€ NAIKIa TTOU PTTOPEI VO KATAVOROEI Kal VO
QTTOQACITEl, N KPUOOUVTAPNON woBnkKikou 10ToU 1} wapiwv. Eaitiag TG TTpwipng wobnkIkAg
QVETTAPKEIOG TTOU TTAPATNPEITAI OTNV TTAEIOVOTNTA TwV acBevwy, N nEB0SOG iowg gival N Jovadikn

emAoyn dlatApnong TNG yoviudtnTag Touc. (Jeve et al. 2019)

Qg evAAIkeg oI aoBeveic Ba TTPETTEl va UTTORBAAAOVTAI ETTIONG O€ TAKTIKO EAEYXO OTTWG EXEI
KaBoploTei atrd Toug €10IKoUG Kal e Béon Tn BapuTnTta Tou @aivoTuTrou Toug. (Bondy 2007) O1
yuvaikeg pe Turner kai Turner-like TTou diaB€Touv PrTPA Kal e OTTOIOBNTTOTE TPOTTO KATAPEPOUV VA
Kuo@opnroouyv, TTpétel va e€eTdlovTal oTeva KaB' 6An Tn didpkeia TNG eyKupooUvng Kupiwg yia
KapdlayyelakéG ETITTAOKEC. Na TNV atTopuyr KapdIayYEIAKWY ETTITTAOKWY, KATA TNV EEWOWUATIKI
yovIhoTToinon Uttdpxel IoXupr oUOTaOoT YIa JETAPOPA evog Kal HovadikoU guppuou. ESaitiag
augnuévou KivoUvou atToKTNaNG TTaIdIoU PE XPWHOCWHMIKI avWwHaAia, CUCTAVETAI TTPOYEVVNTIKOG
ENeYXOG (OKOUA KOl TIPOEUPUTEUTIKOG €AV UTTAPYXEI ATTOBEUQ YoVIPOTTOINUEVWY wapiwv). (Gravholt et
al. 2017)
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Eikéva 5.1: Mpoétutro Aidypaupa "Yyoug cuvapTthoel HAIKiog yia kKopitola 2-18 €Twv pe oUvOPOUOo

Turner. Mg uTrAe atreikoviovTal Ta KOPITola Je ouvdpopo Turner Tou dev £xouv AdBel Bepartreia Kai

ME KOKKIVO Ta uyIf KopiTtala. AvakTnon Kal Tpotrotroinon atod Rieser and Davenport (n.d.)
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6 ZXZYMNEPAZMATA

‘Eva peydAo mooooTto, 10-50%, Twv Taidiwv TTou TTapatréPTTovTal aTro TTaIdIATpouS o€ TTaldo-
evOOKPIVOAGYoUG &gV gival TNV TTPAYHATIKOTNTA KOVTA KAl TO TTPAYMATIKO TOUG UWOG gival JETAEU
TWV XOUNAGTEPWY QUCIOAOYIKWYV EUPpWV UETALU -1 kal -2 SDS. (Saengkaew et al. 2017) (Essaddam
et al. 2020). MNpokUTTTEl AOITTOV OTI €ival onUAVTIKO va PEIWBEi 0 apIBPOS Twy TTaIdIwY TToU
TTOPATTEPTTOVTAI AavBaopéva O €18IKOUG VW) £XOUV PUOIOAOYIKO aVACTANA TTPOKEIPEVOU VO PEIWBEI

TO TTOCOCOTO TWV ACKOTTWYV DIEPEUVHOEWY KAl GUVETTWGS TO KOOTOG TwV £CETACEWY KAl BEPATTEIWV.

2Upowva Pe épsuva (Saengkaew et al. 2017), 6tav 1o KOVTO avAcTNPA o@eileTal 0 TTABOAOYIKO
QiTIO €iTE OI YOVEIG €iTE O TTAIdIATPOG TTAPATNPOUV TRV ATTOKAION TTIO GUVTOMA, YUpw oTta 1,5 €1n, o€
avTifeon pe Ta TTaIdIA Ye Pn TTaBoAoyikd KovTo avaoTnua TTou evroTTideTal apyoTepa, yupw oTta 4,5
€tn. MapdAa autd, kal 0TI dUO TTEPITITWOEIG OI YOvEig {nTouv BorBeia yUpw aTta 8 £1n, dnAadn)
OXETIKG apyoTTopnuéva yia Ta TTaidid Tou Ba xpeliagTouv Xoprynon auénTikng opuévng. O
TTadiaTpog oPeiAel va gival 1I81AITEPA TTPOTEXTIKOG OTNV KATAYPAPA TWV PETPATEWY TNG aufnong Tou
TTaIOIOU WOTE OTTOIAdNTTOTE TTAPEKKAIOT ATTO TO AVAUEVOUEVO VA EVTOTTIOTEI KOl VO AVTIMETWITIOTEI
apeca. H Apepikavikn Akadnuia Maidlatpikng TTPOTEIVEI OTIG ETACIEG CUCTAOEIG TTOU €KOIdEI TNV
TEAEUTAIO EIKOOOETIO va YiVETAI TTAPAKOAOUBNON G€ TAKTA XPOoVIKA dlacTAPATA KaB' 6An TNV BPe@IKA
Kal TTaudIkr) nAikia €wg Tnv nAIkia Twv 21 eTwv. (American Academy of Pediatrics. Bright futures
2020)

MNa TNV eKTiPnon Tou puBpol alénong, akpIREig HETPNOEIG KABE 6 e 12 PAVES aTTAITOUVTAI (WOTE
atré TN pia TTAeUpd, va pnv uttoBAnBoulv TTaidid GoKOTTa O€ YN aTTapaiTnTn Kai datravnpn
epyaoTtnpiakr diepelivnan kal atrd TNV AAAn, yia avarmtuiokn dlaTapaxn va unv TTapapeivel
adidyvwoTn yia TToAU kaipd. (Papadimitriou et al. 2012) ‘Exel emonuavOei TTOAEG QopéG TTwG N

£ykaipn TTapéuBaon divel TeEPICCOTEPES TTIOAVOTNTEG OTO TTAIDI VO PTACEI TO UYPOG-OTOXO.

2TIG TTEPITITWOEIG TTABOAOYIKOU XaunAoU avaoTAPATOS gival TOavo YETE atrd £va eUpog KAIVIKWYV
KAl EPYACTNPIOKWY EEETACEWY, O€ £va TTaIdi va PNV TTPOKUWEI BIAyvwaon. Z€ AQUTEG TIG TTEPITITWOEIG
TiBeTan TO BEPQ yia TO TTOTE €ival 0pBS Kal O€ TTOIEG TTEPITITWOEIS VO AKOAOUBROEI KUTTOPOYEVETIKN
Olepelvnon. Acdopévou 6Tl Ol XPWHOOWHIKEG avwHaAIeg, 18iwg To auvdpouo Turner Kai ol
TTaPaAAQyEG TOU, OTTWG TTPOEKUYWE ATTO WEAETEG TTOU ava@EéPONKAV TTPONYOUHEVWG, aTTOTEAOUV POAIG
10 1-5% TWV TTEPITITWOEWY KOVTOU QVACTHHOTOG KAl YVwWPIi{ovTag 0TI N OUXVOTNTA XPWHOCWHIKAG
avwuaAiag oTa BrAea Pe aTTOKAEIOTIKO XAPAKTNPIOTIKO TO KOVTO avAoTNnua gival XapnAn, uttdpxel
QU@IORATNON OXETIKA JE TO av £vag KapudTUTTOG pouTivag Ba 0dnynRoel o€ onuavTike apiBuo un
QTTOPAITNTWY SIAYVWOTIKWY SIadIKACIWY i av Ta 0PEAN UTTEPTEPOUV KaBWG PEPIKOi aaBeveic Ba
odnynBouv o€ diIdyvwon XPWHUOOWHUIKAG avwuaAiag TTou aAMiwg dev Ba €xel avixveuTei. (Moreno-
Garcia et al. 2005) AvtiAauBdaveTal kaveig Tnv avaykn avamTuéng evog akpiBoug TTpoypaupaTog

dlepelivnong Tou XapnAou avaoThipaTog TTou Ba éxel eTTapkn e10IKOTNTA (Specificity) woTe va
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ATTOQEUYEI TNV AVAPOPA UYIWV ATOUWYV KAl ETTAPKN euaioBnaia (sensitivity) WoTe va TAUTOTTOIET TIG

avatrtuélakég dlatapaxég. (Polidori et al. 2020)

O KapuodTUTTOG TTPOTEIVETAI CUVHBWG 0€ BRAEa e KOVTO avAOTNUA, CUMMETPIKO yia TO TTAVW Kal
KATW PEPOG TOU CWHATOG, OTA OTToIa £XOUV TTPOoNYNOEi KAIVIKEG KOl EpYaoTNPIaKEG EEETATEIG KAl OEV
£XEI EVTOTTIOTEI aITia TOu KOvToU avaoTAPATOG. To TTpoRAnua apxilel atrd 1o yeyovog 0TI evw gival
€UKOAO va oucoTNBEi KapudTUTTOG O€ Eva KOPITOI JE XApaKTNPIOTIKG cuvdpopou Turner, Down A
GAAOU KAAd XOpaKTNPIOHEVOU CUVOPOUOU, O€ £V KOPITAI i ayopl UE HOVADIKO XAPOKTNPIOTIKO TO
KOVTO avacTnua Teavwg va unv gival TANpo@opIakdg. Mevikd oucThveTal KABE KOPITO1 e
ave¢AynTo UWog XapnAdTepo atmod 2 kal Kupiwg 3 SDS atd tn géon TIPN yia TV nAIkia Tou, va
EAEYXETAI VIO XPWHOOWHIKES avwpaAiegs. H avixveuon augnuévwy emmmédwy woBUAaKIOTPOTTOU
opuévng (FSH) atroTteAei pia akdun €vdeign yia Tn die¢aywyr kapuotutrou. (Barstow and Rerucha
2015) >uoTAveTal €TTIONG KUTTAPOYEVETIKA SlEPEUVNON O€ QAIVOTUTTIKGA UYIEIG APpPEVES HE avaoTnua
XOUNAG, BAoElI TOU UWPOUG TWV ATOPWY TNG OIKOYEVEIAG TOU, YIO TOUG OTTOIOUG BeV £XEl TTponynBEi
GAAN d1dyvwaon, KaBWG Kal o€ eKEIVOUG TTOU TTAPOUCIAlouy eTITTAEOV aP@iBoAa £Ew yevvNTIKA
opyava. (Richter-Unruh et al. 2004)

To oUvdpouo Turner Kail o1 TTapaAAayEG Tou gival e dIa@opd ol KUPIEG XPWHOOWHIKES AVWHAAIES
TToU evToTTi(ovTal € ATOUA PE KOVTO avdoTnua aAAd Katd T aAAa gaivoTuttiké uyif. O1 d1dgpopol
KOPUOTUTTOI TTOU TTEPIAAUBAVOUV TTOIKIAEG AVWHAAIEG OTO XpwHOoWHa X Oev gival EVOEIKTIKOI
OUYKEKPIMEVOU @aIVOTUTTOU Kal £T01 OUO ATOMA ME TNV idId XPWHOCWHMIKI avwHaAia JTTopEi va
TTOPOUCIACOUV PAIVOTUTTIKI ETEPOYEVEID. ETTEITA O JWOAIKIOPOG TTOU TTAPATNPEITAI O TTOAAEG
TTEPITITWOEIG EPXETAI VA TTPOCBOECEI DUOKOAIQ Kal TNV TTPORAEYN TOU QAIVOTUTTOU. 2TIG £PnBES N
O1dyvwaon av Kal apyoTTopnuévn icwg gival TTIo TTpo@avrg atmd 0Tl 0Ta veapd KopiTola, KadBwg
€vdeItn atroTeAoUyv €TTioNg N KaBUoTEPNPEVN EPUNVApPX N TTPWTOYEVAG 1] SEUTEPOYEVAS WOBNKIKN
avetrapkela. Me tnv éykaipn didyvwaon Tou cuvOpOuoU OTA KOPITOIA, ETTITUYXAVETAI TTPWIMN
eTTéUPAON Kal dlaxeipion TTPOKEIMEVOU VA AVTIMETWTTIOTEI TO KOVTO avaaTnud, va @TAcouV Ol
00Beveig TOUG KavVOVIKOUG puBuoug aunong Kal To UYPOoG-0TOXO Kal va TTEPAcouV EyKalipa oTnV
epnPeia péow Bepateiwv AugnTIKAG OPPOVNG KAl OPHOVIKNG UTTOKATACTAONG avTioToixa. ETTiong e
TNV opIoTIKA dIdyvwan n oikoyévela AauBavel TNV KATAAANAN YEVETIKI GUMBOUAEUTIKN WOTE va
uTTApEEl AUED I0TPOPAPHOKEUTIKA TTEPIBAAWN Tou/TNG a0BevoUS. Me Tn CUPBOUAEUTIKA, TTEPA aTTO
TN YVWOTOTIOINGN TWV KIVOUVWY OTOV aoBevr|, TTapéxovTal TTANPOQOPIES YIa TIG ETTIAOYEG

avaTTapaywyng.

Ev kartakAegidl, n Tapouoa dITTAwWUATIKN epyaacia, Baai{opevn o€ BIBAIOYPAQPIKES TTNYEG, EOTIAOE
OTIG XPWHOOWHMIKEG AVWHOAIEG TTOU BpioKovTal TTIow aTTd £va PIKPO TTOCOO0TO TTAISIWY PE KOVTO
avaoTtnua. Mpoékuwe TTwg 1o aUvdpouo Turner Kai ol TrTapaAAayég Tou, aAAd Kupiwg n Jovoowia

45,X gival n o ouxVvA XPWHOCWHMIKY avwidalia TToU avixveUeTal o€ KOVTa Kopitala. [Na 1a ayopia pe
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KovT6 avaoTnua TToAU TTIO OTTAVIO N AITia €XEl XPWHOOWUIKEA BAoN Kal N XpNoIuoTNTa TOU
KapuoTUTTou Ba TTPETTEl VA agloAoyeiTal o KABE adidyvwaoTn TTEPITITWON. 'EWG TWPa o1 HEAETEG
ouvnNYopouv OTI yida TN dIEPEUVNON TWV TTAIBIWY PE TTPAYHOTIKG KOVTO avAaoTnud, CUVICTATAI TTARPNG
KAIVIKA €€ETOON PE AVAAUTIKO ATOMIKO KAl OIKOYEVEIOKO IOTOPIKO, HIA CEIPA EPYACTNPIOKWY
£CETACEWV OUUTTEPIAANPBAVOUEVOU TOU EAEYXOU VIO QVETTAPKEID AUENTIKAG OPUOVNG, YEVETIKEG
eCeTdoelg yia emBeRaiwaon uTTOTITEUOHEVOU TUVOPONOU Kal TEAIKWG KUTTAPOYEVETIKA diepeuvnon. Me
TNV éykaipn S1IGyvwaon Kal IaTPOQaPHUAKEUTIKN TTapépBacn, To TTaidi pe Kovtd avdoTnua kal Turner n
Turner-like cUvdpouO PTTOPEI Va KATOPBWOEI ApXIKA KavoviKoug pubuols alénong Kal wg eVAAIKAG

va EXEl JIA QUOIOAOYIKN (W PE EPIKTA O OUYKEKPIPEVEG TTEPITITWOEIG KAl TRV AVATTAPAYWY.
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