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- NaBixK & Egnpu
ZTEE atopuoyec  ABfva

Avayvwplon véag petaAAaénc c.643T>C tou yovidiouv SOS1 og ayopt ue cuvépopo Noonan

B.P Towomoulou !, M.Xatlnavépgou 1, K.Kovhouun 1, Z.lopdavidng i, X.AyyeAn 1, 2.Mkila 1, Z.Ntovpa 1, E.N.Kotavidou %,
A.O8avn 12, A. TaAAn-Towomoulou !

1. Movada Mawdiatpikric EvdokptvoAoyiac kat MetaBoAiouou B’ Maidiatpikn KAwikn, Tunua latpikrg, SxoAn Emtotnuwv Yyeiag, AploTtotéAgLo
Mavermotruio Osooadovikng, M.I.N.O. AXETA

2. Movdda levetiknc, B’ Mawdiatpikn KAwvikn, Tunua latpikrc, xoAn Emtotnuwv Yyeiac, Aptototédeio lMavemniotiuto Oecoaiovikng, M.I.N.O.
AXETIA
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To ocuvépouo Noonan amoteAel Eva Ao TA MO CUXVA YEVETIKA VOO UATA, TIAPA TN OXETIKA
|N LLKpn epdavion otov mAnBuouo (1 otig 1000 pe 2500 yevvnoelg) kat n dtayvwor tou Baciletal
TPWTLOTWC OTNV KALVIKI) onUELoAoyLa KoL emaypUmvnon.

Ta GALVOTUTIKA XAPAKTNPLOTIKA propel var StadEpouy otn BaputnTa KoL TNV OPYAVLKN
T J OUMUETOXN, WOTOO0O, TA BACLKA XAPAKTNPLOTIKA TTEPIAALBAVOUV: TUTILKO TIPOCWTELD,
KapSLayVELAKA VOO LaTa, XOUNAr CWUATIKA avarmtuén

ApKEeTEC peTaAAteLc oe yovidla €xouv avadepBel amod tn BPALoypadia, evw pe TNV e€EALEN TNG
:& YOVIO LWHLATLIKAC KalvoU pLeG METOAAQEELS TTpooTiBevTal OTIG avaPeEPOUEVEC WC TIABOYVWUOVIKEG
yla to cuvdpopo Noonan.

2KOTIOG TNC mapoloac Epyaciac elval 0 CUOXETIOUOC pLag veac puetardaéng c.643T>C oto yovidlo SOS1
e To cuvOpopo Noonan, n omola avadpepetal otn BLBALoypadia we ayvwoTou KAWVIKAC onpaoiag.
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10"EQ), yia to POoPAEMOUEVO LECO-YOVEIKO UPOC KOLL TTTWON TOU ETAROLOU pUBOU

Q Mpodkettal ylo ayopt nAkiac 6 12 etwv pe yapunhi cwpotikn avarmouén (Y2: 112 cm,
avEnong

% TpLywVLIKO LOLAloV TIPOOWTELD: UTIEPTEAOPLOUOC, KATWHEPAS PopA PAEPAPLIKWY OXLOUWY,
0 kaBilnon Baonc pwvog, enmedwon tou dpiAtpou, Tpomidoeldrc Bwpakag.

v lotoptkd apdotepOrAeUpng €adakTuliag Avw AKpwY (XELPOUPYLKH QImOKATAOTAON),

v = palporodia kat okoAiwon 22.
v = v' Znpodepuia kat Pwplackés PAGBeC apbpwoswy

v 3tn Bpedikn nAkia éhafe mpormpavordAn AOyw OULUOYYELWUATWY
odpBaAuoU Kal Kollag.

? ATO TO TIEPLYEVVNTIKO LOTOPLKO avadepeTal avemimAektn Sduun
KUNon Kol LoToplkd SGA veoyvou (AK:36%,BI:1680gr<5"EQ).
O kapuotumog eival appevog 46,XY.
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O €leyxog TNG avénonc e doklpaoieg dleyepong EkKKPLONG TNG AUENTLKAC OPUOVNG

avedele oplakn eMApPKeL, Ue emapkn emineda ocwpatouedivne (IGF-1: 84.8 ng/ml, 251-
50" EO) pe ootikr) nAtkio 5 &12etwv.

To akovoypappua, n QPA ektipnon, o opBAALOAOYIKOC EAEYXOC KAl TO UTIEPNYOYpAdNUa
vedbpwv KaL oupnTNpwyv avedeléav GuCLOAOYLKA EUPT AT

2TOV KapSOLOAOYIKO EAEYXO KATAYPAPNKE OVOLKTO WOELEC TP (PFO) pe A-A Staduyn, xwplc
WOTOCO0 cUOTAON YL TIEPLOPLOUO OTLC SPA0TNPELOTNTEC.

QuoloAoylkd supAuaTa amo TNV MAEN, TOV OVOOOAOYLKO EAEYXO, TOV OPUOVOAOYLKO €AEy)O
(mpoedpnPika enineda yovadoTpomvVwV/Te0TO0TEPOVNC, gvBupeoeldlopndc/apvnTIKA

QUTOOVTIOWHOTA, €AEyXOC MeTaBoAlopol YAUKOING, €AEyXOC OOTIKOU MEeTaBoAlopoU Ko
dAolervepplolaknc Aettoupylac).
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O yovIdLakoc eAeyxoc avedelée
o€ €TePOlUYN KATAOTAON TNV
avtikataotaon ¢.643T>C
(p.Tyr215His/Y215H) oto

e€wvlo tou yovidiou SOSI.

a&loAdynon Tou KALVIKOU GoitvOTUTIOU eVOC a.oBevoUC KOl TOU LOTOPLKOU TOU, EVW N YoVLIOLaKN
avaiuon oupBariel otnyv emPBeBaiwaon tng Stdyvwonc.

TNV TEPIMTWON HUN avayvwplong yvwotng UETAAaENG, TOTe Ba TMPEMEL TO QAMOTEAECUA va
aélohoyei(tal kaBwc, OMwe otnV MepimTwon Tou acBevolc pac n eVPeon METAANAAENC ayVwWOoTou
LEXPL OTLYUNC KALVIKAC onpaoiac, Ba pumopouoe va anoTteAEoeLl €PAATAPLO VLA TOV XAPAKTNPLOUO
QUTNG, w¢ VEa taboyovo petdAAafn.

§ H dtayvwon tou ouvdpopou Noonan Ba mpemnel va Baciletal mMpwTloTw oTn cuvOUAOTLKN
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