DoKWHATWON HE OPOAAMIKE) CUHMETOXN

F'evikn meplypadn:

Ol POKWHATWOELG I} AAALWC VEUPOSEPUATLKA VOO LOTA ELVOL LLOL OLKOYEVELQ YEVETLIKWY
nabnoswv mou xapaktnpilotal and apoptwpatwdelg BAAPBEG oTo SEPUA, OTO VEUPLKO
cvuoTtnua Kot Toug opBaANOUG. To CUXVOTEPO OO AUTA TA VOO LATA ELVOL N
veupolvwpatwon tumou 1 (NF1) i aAAwwg von Recklinghausen disease. Epudaviletal os
niepimou 1 otic 3000 €wg 4000 yevvrOEeLg, LE TNV 8Ll CUXVOTNTO OE OPOEVLKA Kol BnAuka
atopa.

Alta:

KALvika maBoAoyLkd XapaKTnpLoTika Sgixvouv OTL 0 N GUGLOAOYLKOG OXNUATIOUOC, N
HETavAoTeuon N n dtadopomoinon Twv KUTTAPWY VEUPLKAG akpolodiag ival n kowvn
naBoyéveon auTwy Twv cuvEpouwv. Mpokalouvtal and LETAANAEELS yoVISLwY,
SladopeTikég avaloya e To kKaBe cuvSpopo.

- Ztn veupoivwpdtwon tunou 1 1o unteuBuvo yovidlo eival to NF1 mou Bploketal oto
Xpwuoowua 17, otnv neploxn 17g11.2, kat KAnpovoueital Le AUTOOWULKO ETILKPATH
TUTIO KANPOVOULKOTNTAG, MMOPEL OPWG Vo TIPOKU P EL KOl WG VEa pHeTdAAaén (oto 50%
TWV TEPLOTATLIKWY TIPOKELTAL yla de novo PETAAAaéN).

- Ztnv nepintwon tng olwdoug okAnpuvong (Tuberous Sclerosis) To aitlo ivat pa
HUETAAAOEN OTO AUTOCWHULKO ETKPATEG TSCI oTo XpwHoOowHa 9 1} oto TSC2 oto
XpWHOowUa 16. To 30% Twv MEPLOTATIKWY KANPOVOUNoAV TNV LETANAAEN amod
KATIOLOV YOVEQ, VW 0TOo UTIOAOLTto 70% n petaAdaén npoékue de novo.

- To ouvdpopo Sturge-Weber odeiletat otn petaAraén tou yovidiov GNAQ kat n
KALVIKI) €lKOVA eMnpedleTol amod Tn XPOVLIKH OTLYU Kal Tn 6€on tng LeTAAAENC KaTA
™V euPBpuikn avamntuén.

- To ouvdpopo Von Hippel-Lindau cuoyetiletal pe pia peta@AAagn oto yovidio VHL mou
BplokeTal 0TO YpWHOCW U 3.

- Harafla-tnAayyelektaoia (Ataxia telangiectasia, AT) elval pLo 0UTOCWLLKA
UTTOAELTTOEVN aloB£veLa TTou TTpokKaAE(Tal amo petdAAaén tou yovidiou ATM mou
Bploketal oTo XpwHoOoWUa 11.

KAwLkn swkova:

H éykaipn evtomnion Twv 0GOAALOAOYIKWY CUUMTWUATWY KAl ONUELWY TWV VOO UATWV
QUTWV €lval ONUOVTLKA yLo TV SLAyvwaon KoL TNV AVTLLETWILON TOUG.

JUXVEC EKONAWOELG TWV CUVEPOUWY QUTWV gival Ta olidia Lisch otnv veupoivwpdtwaon
tomou 1 (NF1), To pnviyylwpa Tou omtikou veUpou ot VEUPOIvwuAaTwaon Tumou 2 (NF2), to
OUPLBANOCTPOELSIKO ACTPOKUTTAPLKO apdptnua otnv olwdn okAnpuvaon (TS), yAalkwua Kot
TO ALUAYYELWHATO XOPLOELSOUG Kal TOo YAaUKwUa oTo cuvdpopo Stuge-Weber (SWS), ta
awgayyeltwpata apdpAnotposldboug otn vooo Von Hippel-Lindau (VHL), ol tnAayyelektacieg
Tou erunedukota (AT).
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