H onuacio TG YEVETIKNG OLEPEVVIIONS GTO GVYYEVI] VTOOVPEOELOIGUO NE GVVOOES VEVPOUVUTTVSLUKES EKONAMOGELC.
Ieprypo@n TEPLGTUTIKOV.

Kootomoviov Expnvn, ®axkov Iopackevn, ['avvakomrovioc Aproteions, EvOouiaoov AreCavopa, Xpoons Alovoeiog

Movaoa Ioowatpikng Evookpivoroyiac, Iaworatpikn KAwvikn, Hovemomuioko I'eviko Nocokouegio Iatpov, Iatpa

O ovyyevic vmoOvpeocoonog (XY) amoTEAEL TNV TLO GLYVI] EVOOKPIVIKY] oloTopoyN TNS VEOYVIKNS NAKlec. H Tavtomoinon mOavig yeveTikng artoroyiog fonda otnv napakorovdnon tov acbevov ne XY pe
OKOTT0 TNV TPOANYN N EYKULIPT] UVTIUETOTIG NOKPOTTP00conmy emmAok®v. To yovioro NKX2-1 (NK2 homeobox 1) evromiCeTol 610 ypoOnocoud 14g13.3 Kol KOOIKOTOLEL EVOV KPLGLUO NETAYPUPLKO TOPAYOVTA Y10
™V eufpuikn avdaTvén Tov BVPEOEIOOVS, TOV EYKEPAAOV KOl TMOV TVELUOVOV!. TKOTOS TNG TOPOVOOS EPSVVNTIKNG NEAETNG €ivonl 1] Katavonon TS a&log TOV YEVETIKOU EAEYYOV OE MEPTTOOES XY TOV
GUVOOEVOVTUL UTTO EMTPOGOETES KMVIKESG EKONAMGELS, KOOMS KUl TNG YEVETIKNG/ QOUIVOTVTIKNG ETEPOYEVELUS, DGTE VO TPOANPOOVY NEALOVTIKES VEVPOUVUTTUSIOKES

Ieprypagetor ac0evig ne XY ano nikiog 6 sfoopnaomv kol akKoAov0ms KaBvotépnon A0Yov Kol 0.0p1S KIVITIKOTNTOS, UE GLVOOO
YoPEL0UOETOON owyvmoeleion o nAkia 18 unvav. I'evnOnke neta amwo 37 efoonaoeg A0Y® TPOMP®Y cvotdce®v Kot pue BI' 2800 yp.
AOY® OVOATVEVCGTIKNG OVOYEPELNS KOTO TN YEVVIIGT TO VEOYEVVIITO OLYONKE UNYOVIKI] VTOGTI|PLEY
NAIKLO 9 €TOV OLUTIGTOONKE OVETAPKELX AVENTIKNS OPUOVIG.

KAvikn ikova
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" IVUTTVOY ) 20000

v AVaTVEDOTIKY] OVGYEPELD (VEOYVIKT NAKIX)
v X0yYEVIHC VTO0VPEOELOIGHOC

v KaBvotipnon Aéyov

v KaOvotépnon oaopne  KivnTikotntog, cvpeio  Paon
Baowong, yoperoodetmoikn Baoion

v Avertopkng Tpocinwn Papovc-dwoug

Y nikio 4712 grdv n ao0eviic vrofANONKe o€ Yovidrokn avdivon pe T péboodo aiinlovyions Tov

I'oviowo MeTaypoa@po ESovio IpoTeivy Kotaotoon Tacwvounon
OAANALOD TOPUALOYNG

NKX2-1 NM 001079668.3 c.598C>T p.GIn200Ter Etepoluyn IHa0Ooyovog PVSI,
PM2, PP3

IivoKag 2. ATOTEAEGUO YOVIOLOKOV EAEYYOV ITivakog 1. Khivikd copntdpoto

AvayvopiecOnke maBoyovog de novo grepolvyn maporirayn 610 €£MVIO 3 Tov Yoviolov NKX2-1 (¢.598C>T), mov oev avoyvoplodnKe 6ToOvg YOVEIS KOl OEV £YEL TEPLYPOPEL TPONYOVRUEVOS ot Prploypoagia. H
TOPUALOYT] 00N YEL GE TPOMPO TEPUUTIGUO TNGS TTPMOTEIVIKNG 0AANAOVYLOS KOl art@Agla 200 apvoSE®V TS GuoloAoyikng TpoTeEIvNG. Ilafoyoveg maparrayES Tov yoviolov NKX2-1 ki povouovwm LE CVTOCOUUTIKO
EMIKPOTN YOPOUKTIPO KOl GYETICOVTUL UE HEYAAD EVPOS KALVIKOV EKONAMGEMY, 0TMOS 1 KOAONONS KANPOVOULKY] YOPELD, 1] (OPELOADETMGT, 0 GVYYEVIIS VITOOVPEOELOLC
KOPKIVOS Ovpeoertoovs. YTOQUOLOKY OVETUPKELD £YEL EMLONS TEPLY PAPEL.
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H avayvopion maporirlayns oto yovioro NKX2-1 £0goe v akpipn arTioAoyIK1 OldyV®MG1], GUVEOEGE TIS OLUPOPETIKES KAMVIKES EKONAMGELS KUl 6VVEPaALE KOOOpLoTIKA 0T PEATIOT HOKPOYPOVIA TOPUKOAOVONGN KL
MOAVETIGTIUOVIKY] OVTLUETOMLON TNS UG0EVOVS. AVOOEIKVUETUL 1] GNUOGLY TOV YEVETIKOU EAEYYOV GE TMEPIMTTMOGEIS 1Y, OLITEPMS €L TAPOVOLUS GLVOOMYV EKONAMGEMY, YO TV KOAVTEPN KOTOAVONGI] T
OLTIOTTO00YEVELNGS, KUL TNV £YKALPT OLAYVOGT] KUl UVTIUETMOTTLC] TOV EVOEYOUEVOV GUVVOGTPOTITOV Kl EXUTAOKOV.

1. Carmona-Hildago et al. NKX2-1-Related Disorders Guideline Working Group. Systematic review of thyroid function in NKX2-1-related disorders: Screening and diagnsois. PLoS One. 2024;19(7):e0303880.
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