Z0vépopo Goldenhar  opBOaApo-wto-onovéuAiky SuocnAacia

ORPHA 374, 1CD10 Q87.0, OMIM 164210

To oUvOpOUO AUTO €lval pia oTIAVLIA CUYYEVAG VOCGOG TTOU TIPOKUTITEL ATTO TNV OVWHOAN
ovamntuén Tou mpwTtou Kal Seutepou BpayxLlakol Tofou katd tnv epuBpuikn {wn Kal
ekdnAwvetal pe etepomAeupn Suopopdia TOU WTOC KL TOU TIPOCWIoU, ETLBOABLKA
AumoSeppoeldn, KOAOBwWUA Kal AVWHOALEC TwV OTIOVOUAWV.

H ouxvotnta epdaviong (eminmtwon) eivat petagv 1:3500 kat 1:7000 kat n avaloyia
oyopLWV:KopLTolwV ivatl 3:2. JuvnBwc €xel eTepOmAeupn epdavion, cuxvotepa oto S€L0
NULUOPLO.

H attionaBoyévela ival mOAUTTAPAYOVTIKI KL EMNPEATETOL QIO YEVETIKOUG KOL QIO
TePLBAANOVTLKOUC TTAPAYOVTEG, IE TPOTIOUC TTOU KATA TIOAU Sev yvwpIl{oULE.
Mapdyovteg KvdUvou yla TNV epdavion tng vooou eivat:

- MnTtpkog cakxapwdng dtapAtng

- Kamviopo tng UNTéPag Katd tnv EYKUPooUVN

- Ymoéla tnG UNTEPOG KoL Tou madlou

- YMooltlopog

- @adappoka: OaAibopuidn, kokaivn, Tapoéidaivn, avTmnKTka

- AKTLVOAOYIKEG £€€TAOELG LETAEL 4N KoL 6° eBSouadag kKunong
Fevetikol mopAdyovteg
Y& oTOPASIKA TIEPLOTATLKA, €XOUV TapatnpnOel

- Slaypadég 5p

- SutAhaolaopog 14g23.1

- aVWHOALEG TwV XpwWHOOWHATWY 18 Kat 22
Y€ OLKOYEVELEC UE AUTOOWHLKN ETLKpATOUCO KAnpovoukotnta (1-2%) mapatnpnbnke
Suthaolaopog tou 14g23.1 mou nepleAapBave to yovidio OTX2.

H kAaoowkn epudavion tou cuvdpopou Goldenhar mepdapBavel odBaApikeg BAABEC
(emiBoABka Seppoeldn, uikpodOaApia, KOAOBWUA), KPAVIOTIPOCWTIKEG SLATIAQOTIKEG
QVWHOALEC OTIWE TpowTLaia popdwHaTa SEPUATOC, NUUTPOCWTILKH UIKPOCWHLA (Kl
CUVETIOYOLEV QCUUETPLO TIPOCWTTOU), HIKPOoyvaBia, SLaTapaxEC TWV QUTLWY HE R XWPIC
HELWHEVN Ko, KAl avWHOALEC Twv ormovdUAwvY (okoAiwon, kUdwaon, avwuaAn Stamiaon
TWV MAEUPWV TOU BWpPOKA LE HELWUEVN AELTOUPYLO TWV IVEUUOVWY), TNG KapSLAC, TOU
KEVIPLKOU VEUPLKOU CUOTHUATOC, TWV VEPPWV KL TOU OUPOYEVVNTIKOU GUOTAUATOC. OL N
0dOaAULKEG SLaTapaxEC elval eTepOMAEUPEC 0TO 85% TwV TEPLOTATIKWY. OPOOAULKES
BAaBeg, 6laitepa apdoteponmAcupa Seppoeldn, mapatnpouvtol 6To 60% TwV MEPLOTATIKWV.
To emBoABka Seppoeldn gival kaAonObelg Oykol (XWPLOTWHATA) TTOU UIMOPEL va
gudavilovtal otnv eMLPAVELX TOU EVOC N Kal TwV SU0 0pBaAUWY, TAVW OTOV OKANPO XLITWVA
(emiokAnpKaA) /KoL TAvVwW OTOV KEPATOELS).

Mmopel va TpokaAoUV aoTLYHATIONO, 1 va eprmodilouv To KAelopo twv BAeddpwy f Kal va
unv epmodilouv oe timota.
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