/ﬁpétuq QoOnk Lk Avendapkeia (IIQA) : Iapouoioaoq
IEPLOTAT LKAV népa and 10 ocuvdpopo Turner

HDinepaxn Acnoacia’l, Zexoukn Hapackeun?, Ztpatdxn¢ Kevotavtivog?, Mixanlou Mapia?, Zpuvpvaxkn InveAdnn?
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"Mpoypapua Metarruyiakwy 2moudwv Tevikh kal E¢eidikeupévn Maidiarpikh: KAvikr Mpdén kai Epeuva™ EKIMA, Abrva
2Evdokpivoloyiki KAvikn, MATNH, HpdkAeio

SMovada AIFENIA, EAIMO & Epyaathpio Mevetikig kai latpikng AkpiBeiag, IMBB, ITE, HpdkAcio

4larpeio Maidiatpikng Evdokpivohoyiag M. Zuupvakn, HpdkAeio

Toa TeAesutolo

Npdipn QoOnk Lk AvendpkeiLa (IIQA) : \\ /&péVLa: aU&non Inc )
® £TEPOVEVAC KALVLIKA ovidinto enimTtwong OTLC
o dLaTapaX) TNC WOBNKLKAC AcLlToupyloag mplv and tnv nNALKia Twev epnfouc -

40 etdV KUPLlWG OTLG un-—
AltLa: \_LATPOoYeveELG KL pn= J
* XUvdpoupo Turner (45,X) Kol UWOXATKLOUOL Turner TOOoOELC

* AANO YVEVETLKA alTla m.X. mpouetdAioén FMR1 (o. eUBpaucTou
X), QUTOOWULKEC PWeTAAANGEE LC

* Toatpovevh altlia (xnuelLoBepamela, oK LlvoOepare (o)

* MeToRoALlkd altla (yoahaktolalplo)

e Auvutod&vooa oltia (APS-1, peuovouévn wopopltLida, ouoTtnuAT LKA
AUTOXVOON VOONUXT) )

e Nolu®ddn altia (wopopliTtda amd noeet (T Lda) APy ovToy=

TS5 TOToOTC O}Zuveﬁplo r

Pl

Camsnmvivaay,

POAO

TEOLROAAANOVT LKOV KL
ETILYEVET LKOV




Avayveorq: \\\

v npwetonobn/deuteponadny aunvodéppo Lo/
OLATAPAX EC KUKAOU VI TOUAXXLOTOV 3 ouveXOuevouc UNvecg

I Red Flags:

v  EpyQoTnpe Lok : > Anuela emiveEELd LAKAC

1FSH (>40 IU/m]iL ) / 1 LH og 2 TuXaleq METPRGERGAE: Loc: umdTOON,

(E2 (<50pg/ml] ) U8006Ldgﬁﬂ%%p%j&9%b%%\), 1 ufva

PUOLOAOY LKA HEOAAKT VNG KL NAEKTPOAUT LKEC D LATUAPAX EC

OupeoeldLK AgLTOoUpPY O S&ueco Ehevyo

(JAMH) VT LETILVEPE LD LAKOV

‘ AVT LOOUATWV

Avegpevvnon: » Nont Lk votépnon f AA® oe
* KOPUOTUINOQ APCEV LKA 1EAN TNC OLKOVEVE LAC
* E£AEYXOGC O. egUBpauoctTou X (mpopetdAAaén FMRI) Sunoyia yia o. £U8pauctou X

* qUTOOVT LOoOuaTa (21— udpoful&onc)
* UImEPNXOC €00 YEVVNT LKAV 0pYAVOV

* HopLakdC KaPUOTUIOC

* veVveTLKOC €AgyXOC




Moapouo L&lovial avadpoulk& 5 aocBevelc ue un-LaTpPOYyEVY,
MTXOAKOAOUBOUVTAL O TALO0EVIOKPLVOAOY LKO

X POV L :
v OAec mpoofABav xotd tnv epnPelo AOV® dLATHEAXOV TOU €UPNVOPEUOLOKOU KUKAOU.

pun-Turner IIQA TIOU
Latpelo oto HpdkAelo Ta TeAsgutoila 15

ID HAikia Avtia KALv ik egLkrOva EpyaoctnpLardg/ Tevet LkOQ ZxOA L
NMPOCEAEUONG MPOCEAEUONG Amne LKOVLOT LKOG EAeYXOQ
gAeyXoQ
Pl 16 €10V A naBAC ducLoAoy LK YyNAéQ TLUéCQ dUOLOAOY LK
aunvoéppo L av&oTNu FSH kot LH 6c (46,XX)
Tanner III OTO KapUudTUIIOQ
ctnbocg, xwplc
eEENLED
P2 17 €10V A BN C YynAd av&otnuo YynAécQ TLUéC duolLoAoyLlk *  Zofapn
(AABoV LKAC aunvoéppo LA [IAHpng amovuoia FSH kol LH 6¢ (46, XX) oot eomev
KATAYOYNQ) DEUTEPOYEVQOV KOpUOTUIIOC o
XOPAKTNELOT LKQOV * TEylLve
TOoU @UAOU puberty
induction
P3 16 g1V B mabHC dUc LoAOY LKO FSH=76, 5mIU/mL ducLoAoy LKk  DdUCLOAOYLKN
aunvoéppo Lo av&oTNuo LH=44,8mIU/mL 6c (46,XX) 00T LKA
(eupunvapxn: 13 Tanner V OTO E2=13, 9pg/ml KApUOTUIIOC TUKVOTINTA
€ETOV, QAOTABNC otfhbog AMH<0, 01lng/ml ApvnT LKOC
KUKAOC av& 4-5 U/S: uLkpéC EANEYXOC
unvec) WoBnNKeC via oO.
eUBbpauocou

X (FMR1)




ID HAtxkia Aitia nmpooéAevong KA LV K] EpyaotnpLardg/ Teveti1kéQ ZxOALa
npooéAevong gLkOvVQ AnEe LKOVLOTLKOG E€AEYXOC gAeyxogq
P4 15,5 etV B ma®nc oaunvoéppola ¢ ducltoloylkd FSH=71,77mIU/mL QUoLOAOY LKOC  DUCLOAOY LKN
(opunvoéppoLa amd av&oTnuo LH=38,48mIU/mL (46, XX) OOT LKN
3etlac—- euunvapxn * Tanner V E2<10pg/ml KOPUOTUIIOQ TUKVOTNTX
12,5 g1dV) o100 otnbog U/S: uLlkpéc wobnNkeg ue
OALYAP LOUA WOBUA&K L
ApvnT LKOC EéAegyXOCQ
AVT LOOUATWV évavTLl 21-
udpofuA&ong
P5 11,5 €10V AcTaBng KUKAOC * Yyog 157 E®@ FSH=128mIU/mL Mop LakdC NoupRéve L
(LotopLlkd PO LUNG Vvia Tnv LH=67,4mIU/mL KapudTUIIOQ : auénT LKN
ABNC— euunvoexn nALkio KoL E2=5pg/ml de novo opudvn
9,5 g10V) TO @UAO AMH=0, 05mg/ml Loo Uy LOouévn

Tanner V
o010 otnbog
Tpoxwpnueévn
OOCT LKQ
nALkla

U/S: nLxkpéc woBAKeg us
OALYAP LOUA WOBUA&K L

petdbeon tou
X
X PWHOOOUATOC

v OAec oL acBevelcg, us

etalpeon

Tnv tTeAsUTOlQ,

AB&VOUV OPUOV LKI UIIOKXATAOTXOT.



ZUNNEPOOCUAT LKA ; Q\
)

% NOYWw TNC auéavouevnce enintwonc tnc QA oTLc eprfouc, omalToUvIalL

(D

BEAETEC VLI TOV IILOBAVO POAC MEPLPAAAOVT LKAV HOAPOAYOVIWV, WOTE VO
oVAIITUXO0UV OTPATNYLKEG €yKRalLpng npoAnyng.

% AxOun kol LooluylLopéveg petabécelg oto X Xpwpdowpa umopsl vo
dLatap&Eouv Tn YOV LD LAKY E£KEPOON I VA IIPOKOAECOUV BN TuUXaia
adpavonoinon tou X (skewed X-inactivation), emnpe&lovioag tTeAlr& TNV
WOONK LKA AglTOoUpyla.

&

D)

* H SLayVWOT LKL Kol OgpamevuT LK TIPOCEYYLON HPEmel vo €lval
efatopLlkeupévy, ue otdxo OxL HOVO TNV GVILHETIAOLOLN TOV OPUOV LKAV
OLATHPUAX OV oAAK Kol Tn oUvoALKY Bedtiwon tng moidinitag¢ {WAC TV %

L)

—/

ACOEVOV .
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