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\ \ METABOAIEMOY KAI SAKXAPQAH AIABHTH O (o R R
1-4 AMPIAIOY 2026, OAEIO AOHNQN
(P.79) FTENETIKH AIEPEYNHZH 2YITENOY2 YINEPIN2ZOYAINIZMOY:
AlNO THN MNMAIAIATPIKH AIATNQ2H 2THN ANAITNQPIZH ATYTIOY OIKOIN'ENOYZ OAINOTYINOY
EIZArQrH

O ouyyevnG UTTEPIVOOUAIVIONOC (2Y) €ival uia oTtravia evOoKpIvikl voooc¢ (1/27.000) Ttrou xapaktnpiletal atmro UTTEPPOAIKN N PN EAEYXOMEVN E€KKPION IVOOUAIvNG Kal
ETTAVOAQUBAVOUEVA ETTEICOOIA UTTOYAUKQIMIAC, TO OTTOIO MTTOPEI VA €XOUV WG ATTOTEAECUA VEUPOAOYIKEC CUVETTEIEC AV OEV AVAYVWEIOTOUV Kal AVTIMETWITIOTOUV EYKAIPWC. ATTOTEAEI
TNV MO GuxVN aITia gofapng Kal TTiOVNG UTTOYAUKAIUIag aTn BPEPIKN NAIKIA, evw N NAIKia Kal n KAIVIKA €IKOVA EU@AVIONG TTOIKIAEI avaAoya Je Tn faputnTa.

A2OENEI2 KAl MEOOAOI 2YMINEPA2ZMATA

[Napouacidloupe TNV TTEPITITWON BAAEOC Bpépouc 15 unvwy, PE KaA WUXOKIVNTIKA avdaTITuén via Tnv nAIKia kal eEAeUBepo TTEPIYEVVNTIKO H poplakn YEVETIKN OlepEUuvNON
avapvnoTiko - AK: 39wk, ®T, Bl : 3490gr (25n-50n EO®), M2: 50cm ( 50n EO), NK: 35cm (50n EO), Ol1ll — 10 otroio TTapouciaoe oc Bpepocg e 2Y odnynoe, Oxl
ETTEICOOIO YEVIKEUMEVWY TOVIKOKAWVIKWY OTIACUWY OUO WPEEC METAYEUMATIKA. ATIO TO OIKOYEVEIOKO I0TOPIKO ava@EpOnkav uOVO OTNV OPIOTIKA AITIOAOVIKN
eTTavaAauBavopeva €TTeICO0I0 TPOUOU AVW AKPWYV, £PIdpwOoNC Kal vwlpoTnNTac OTOV TTATEPA KAl TRV TTATPIKN Ofia, KUpIiwg PETA ATTO SIdyvwaon Tou  TTaIdIOTPIKOU
KOTavAAWON TTPWTEIVOUXWYV YeUPATwY. Kata tnv agign ato TEN, diamotwlnke Tiun YAUKOdng aipatog: 45mg/dl, kalr eAngdn mmANpng TEPIOTATIKOU, GAG Kal OTNV
£PYOOTNPIOKOC EAeyXOC (critical sample). AVABPOUIKNA | AVayvwpIon TG

ANOTEAESMATA 1010C VEV,STIKF]Q ﬂapa)\)\ayng
—_— OTOV TIATEPA KOI TNV TTATPIKN

Ta atroteAcouyata ToUu PIloxnNUIKOU Kol €VOOKPIVOAOYIKOU E€AEYXOU  ETTI e 1 Critical samle et Urovh e Qaa, Ol OTTOIOI ﬂapouclagav
uTToyAuKaipiag Trapouaoidlovial otov Trivaka 1. Ta supriuoTta ATav cupBaTtd " ’ YIRS ATUTIN  Kal  UTTOOIQYVWOHEVN
UE UTTEPIVOOUAIVAIMIKA, MN KETWTIKA uTroyAukaigia. ATo 10 Aoimd  [AUKOCN TTAGoPaTog 34 mg/dL CUUTITWHATOAOYIQ.
EQYOOTNPIOKO KOl OTTEIKOVIOTIKO £Aeyxo Oegv  TTpoékuwav TraBoAoyikd  IvoouAivn 7.36 plU/mL (2.5-25) [TapaAANnAQ, 0 VEVETIKOC
eupruara. O yovidiakog éAeyxog avédeite dUo eTepOfuyeg TrapaAAayés  KopTildAn 23.63 pg/Dl (6.24-18) EAEYXOG QVEDEIGE TTAPAAAAYEG
aBeBaing  kKAivikng onuaciag (VUS): T1nv TtapaAAayn c.2542G>A  AcTH 17.25 pg/mL (7-63) TTOU OEV €iXaV KATAYPAPEl £WC
(p.Ala848Thr) oTo yovidio ABCCS, pntpikng mpoeAeuong (1/34.715),  Herrizio C 0.660 nmol/L (0.4-1.5) oAuepa R eixav  aféBain
xapakTnpiopevn we VUS Kal BIBAIOYypa@IKa avapePOUEVN O OQOOEVEIC ME AUE , , KMVIKR onuacia. To €U a

; , . nTikA Opudvn 4.22 ng/mL n onu PNH
UTTEPIVOOUAIVAIMIK  UTTOYAUKAIMIa, Kal Tnv TmapaAAayn c.1481A>G ] , , : aUTO avadEIkvUgEl TN onuagia
(0.GIN494Arg) oT1o vyovidlo GLUD1, TaTpIKAC TipoéAeuonc, un RETOVEG OUPWV-QINATOG Mn avixveuoipeg

TNC YOVIOIOKNG €TmIReRaiwang
oTn olayvwon tou Y, Kabwcg
Kal TNV KAIVIKI] TNC Ocia oTnVv

KATAYEYPAUUEVN MEXPI OTIYUMNG OTIC TTANBUOMIOKEC BACEIC OEDOUEVWIV.

To Bpépoc TéONKe apxIKA ot evOOPAEBIa Yopriynon OlI0AUPATOC cpUnveIa - NIwy T HN

Q> YAUKO(NG KalI AKOAOUBWG QVTIMETWTTIOTNKE PE OIO(OGEION OATTO TOU AVAYVWPIOMEVWY  QAIVOTUTTWV
OTOMATOG O& OOOOAoyia 6,5 mg/kg/day pe KAA avtatrokpion oTn BiBAIoypagia 0€ EVINAIKEC OUVYVYEVEIC.
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