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NEPIAHYH

H véoog Gaucher (GD) eival éva aBoioTiké Aucoowpiké voonua, Tou TrepIAauBAvel Tpeig KUPIEG
MHop@ég (Tutrol 1, 2 kai 3), pia euBpuikn pop®r Kal pia Tapallayn he Kapdiakr CUPPETOXN
(vboog Gaucher -o@BaAuottAnyia - kapdiayyeliok ammoTiTdvwaon ) vooog Tuttou Gaucher) (BAETTE
auToug Toug 6poug ). O emmmoAacuog cival Trepitrou 1/100.000. H etAola emmitrrwon tng GD oT0
YeVIKO TTANBucuo eivar trepitrou 1/60.000, aAAG ptropei va @taoel €éwg kai 1/100.000 otnv
EBpaioug Ashkenazi. O1 KAIVIKEG ekONAWOEIG TNG vOOOU QUTAG TTolkiAouv eEaipeTikd. H GD TUTTOU
1 (90% Twv TTEPITITWOEWYV) €ival pia Xpovid, Pn VEUPOAOYIKA HOP@H TToU €KONAWVETOI ME
opyavoueyoAia (OTTAAvag, ATTAaP), avwuaAieg Twv 00Twv (TTOVOG, OCTEOVEKPWOT, TTOBOAOYIKG
KATAyPoTa) KOI KUTTOPOTTEVIO

O 101106 2, n o&gia veupOoAOYIKA HOPPL, XAPOKTNEICETAI ATTO TTPWIUN £VOPEN, TAXEia TTPOODEUTIKA
duoAciToupyia Tou OTeEAEXOUG, TTOU OuVvOEETAl ATTO OpyavopeyoAia kal odnyei oto BAvaro TTpIv
atré TNV NAIKIa Twy 2 Xpovwy. O TUTTOG 3, N UTTOEEia VEUPOAOYIKN HOP®H, ETTNPEACE! TA TTAISIA KAl
TOUG €QABOUG KAl XOPOKTNPIZETaI aTTO TTPOOBEUTIKN EYKEPOAOTTABEIa (0QOBAAPOKIVNTIKY atrpagia,
emMANYia kalr aragia) he TIG CUOTNPOTIKEG €KONAWOEIG OTTWG eugavifovtal otov TUTTO 1. H
EUPBPUIKA HOPPR €KONAWVETAI PE HEIWHEVES I OTTOUCEC KIVAOEIG TOU eUfpuou 1 udpwTra. H
vooog TUTTou Gaucher  ekdnAWveETal PE TTPOOBEUTIKI) QOBECTOTIOINCN TNG AOPTHAG Kal TNG
00PTIKAG A / KaI TNG MITPOEIBIKAG BaABidag, wg Kupio xapaktnpioTikd TnG. H GD ogeiletal o€
METOAAGEEIC oTo yovidlo GBA (1921) mou kwdikotrolei 10 €vQUUO TNG AUCOCWWIKAG PB-
YAUKOKEPERPOOIBAONG, | 0€ TTOAU CTTAVIEG TTEPITITWOEIG GTO Yovidio PSAP, TTou KwdIKoTrolgi TNV
TpwWTEiVN €gvepyoTroinT Tou eviuuou (oamoaivn C) H avemdpkeia TG yAuKokepeBPoa1ddaong
odnyei 0TV CUCOWPEUCH YAUKOKEPOUIBiOU OTa KUTTAPA TOU DIKTUOEVOOONAIOKOU GUOTANOTOG
TOU ATTIATOG, TOU OTTAVA KAl TOU MugAoU Twv ooTwv (KUTTapa Gaucher). H didyvwon 1ng
aoBévelag yivetar pe TN PETPNON  TNG OpaoTIKOTNTAG TNG B- YAUKOKepePRpooiddong oTa
KukAo@opoUvTa AeukokUTTapa. H yovotumion emBeBaiwvel Tn didyvwon. H diagopikh didyvwaon
mepIAapBaver dAAa aBpoloTikKd AuCoCWwIKA vooAuata. H tapoucia Twv Kuttdpwyv TUTTOU
Gaucher ,utropei va mmapatnenBei oe opiopéveg aIOTOAOYIKEG aaBéveleg (Aéppwua, AEUPua
Hodgkin kai xpovia Aep@okuttapikr Asuxaipia, BAETTE auToUg Toug Opoug). YTapyouv U0
OlaBéoipeg Beparreieg yia Tnv GD T1UTTOU 1 Kau 3: n ev{uuik BepaTreia uttokatdoTaong (XprRon
imiglucerase 1} velaglucerase) kai n Bepatreia Peiwong Tou uttooTpwuatog (miglustat). Autég ol
Beparreieg ival avatroteAeopaTikéG yia Tnv GD TUTTOU 2. H TTpdyvwon gival kaAr otn GD TtUTtTOU
1. ¥& aoBeveig ye GD TUTTOU 2, 0 BAvATOG £TTEPXETAI OUVABWG TIPIV TNV nAIKia Twv 2. Xwpig
€101k Beparreia, n GD tUTTOU 3 €€cAicoeTal e BdvaTto péoa oe Aiya xpovia.
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EI0IKOG eUTTEIPOYVWHWV:

o Dr Nadia BELMATOUG
o DrJérbme STIRNEMANN

Metdppaon — ETiuéAcia;
o Kooud Kwvotavriva, MD. KAIvIKA eveTioTpia
o EAévn Mixehakdkn, PhD. EBvikA ZuvTovioTpia Tou EAAnvikoU Orphanet

TeAeutaia evnuépwon: PeBpoudpiog 2012
Metagpaon: Mdaiog 2014

To €yypa@o autd OTTOOKOTTEI OTNV TTAPOXN TTANPOPOPIWYV. Z& KAUMia TTEPITITWon Ogv
MTTOPEI Va utToKaTAOTACEI TNV laTpIkr @povTida TTou TTapéXeTal atrd £I0IKOUG ETTIOTHOVEG
kal dev Ba TTPETTEl va XpnoldoTIoleiTal aav Bdon yia Tn didyvwan ) Bepartreia.
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