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H véoo¢ Gaucher kAnpovope({tal HE QULUTOOWHOTLIKO UTOAELTIOUNEVO TPOTIO KOl
opelAeTal 0 MPETAAAGEELWC oTO yovidlo GBA Ttou ypouoowuato¢ 1 (1g2l), mou
odnyel oe avendpkela Tov evlOUOL B YALKOKEpERpPOOLdAan (rmov avagépetal eniong
w¢ glucosylceramidase 1 6&wn B-yAvkoolddon). e OMAVIEC TEPLMTWOELCG,
NpoKaAe(tal and HETAAAEEELC TOL PSAP yovidiov mouv odnyel og avemdpkela TNG
npwTteivne saposin C mov amodopel To o@ryyoAunidio. H Stdyvwon umopel vo
empPeBatwBel pe TN PETPNON TWYV emMEOWY TNG YAUKOKEPEPRpPoOOLdAoNG oTa
KUKAOQOPOUVTO AELKOKDTTOPA.
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Mpo¢ To mapdv, d0o €WBIKEC Bepanelec ywa TN véoo Gaucher eival eumopikd
dlaBéolpeg, aAAd n Bepancia ev(LUULKAC vLMokaTAoTOONG, ME TN Yopriynon Tou
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avaAdyouv imiglucerase mapapével n Bepanela eKAOYNG Kol gvdelkvuTal yla xprion
oe aoBevelc pe véoo tomouv 1 r§ 3. Oepaneia pelwong TOL LTIOOTPWHATOC ME TN
xpnon miglustat amoteAel evaAAakTik Bepanela de0tepng ypaupnAg. Elval
onNuovTkG oL aoBevelc pe véoo Gaucher va Eekwroovv Bepanela mpwv TNV
EMQAvIon onueloAoyiacg mov dev avtamnokpliveTal otn Beparmeia.

NOzZOZzZ POMPE
ICD 10 - Kwodwkéc : E74.0

H véoo¢ POMPE rj T'Avkoyoviaon tomov 2 (GSD Il) elvat pta Avocoowptakr vOoog mouv
NMPOCPBAAAEL KaT& KOPLo AOYO TOUC OKEAETIKOOG KOl QVATVEVLOTIKOUG MOEC ME
MOoWKIAN BapdTNTA KOl N omola, oTNV MALdLKA HopP®r, cLVOLATETAL UE LTIEPTPOPLKN
HLOKapdlomabeLa.

H enintwon vnoAoyi{Cetal o€ nepinov 1 /57, 000 yla Tov TOMO evnAlKwy Kat 1/ 138,
000 yia Tov Bpeplkd TUMO.

O BPe@PLlkOC TOMOG TNG véoov apxiCel mpw amd TNV NAkkiad Twv 3 PNVWY HE
ekgeonuoopévn vnotovia, OBuokoAla OnAaouol Kol  KOTAMOONG, LMEPTPOPLKA
HLOKapdlomdBeLla Kol MPOOBELTIKA NATOPEYAALQ.

2Tov TOMO €VNAiIKovL gpgavifetal nmpoiodoa puonddsia TNG MUEAOL KAl TWV KEATW
akpwv apxiCovtag amd ta KATW AKPa, aAAd TPOCRAAAETOL KAl TO QVATVEVLCTIKO
o0oTtnua, to omnolo pnopel va elval To MPWTO onuddL TNG agbévelag. MeTaEL aLTWY
TWV 600 AKPWVY LTTAPXEL HEYAAO QACHA EVOLAPUETWY HOPPWV.

H aobévela ogelletal oe avenapkr dpaocTikdTNTA TNG A&AQa-1,4-yAvkoolwddong, n
omoila KaTaADeL TNV LBPOALON TOUL YAUKOYOvou Ot YALKOCN. H avemdpkela ToOL
evlOpoL 0dnyel oe cuoowpeLan YALKOYOVOL OTA AVCOCWHATLO KoL av Kal KABOALKA
EKPPAZeTal OTA KOTTAPA OPLOMEVWY OPYAVWY (Kapdld 1 / Kol OKEAETIKOUC MDEC).
To yovidlo (GAA) Bploketal oto Xpwpéowua 179g23. H petddoon ylvetal pe
QUTOCWHATLIKSG LTIOAELTIOEVO TPATIO.

H KAwWKA €Tepoyévela TNG vOOooUL elX€ WC QMOTEAECHUQ TNV €PELVA KAl TOV
EVTOTILOUO TIOAAWY METAAAGEEWVY, AV KOl HEPLKEG lval TILO OLYVEC amd O, TL AAAEC.

H epyaotnplakn dtdyvwon Baoifetal otn HETPNON AVENMAPKOUG HPaaTIKOTNTAC TOL
evCOUOL (OoTa AgppokLOTTAPA, O ENPEC KNADEeC aluaTtog, WwoBAdoTec | mpdogaTa
AneBév delyua Tpo@oBAAOTNG).

2tov BPEQIKO TOMO, n dlagoplky Oldyvwon mepAapBdvel kupiwg TN véoo
Werdnig-Hoffman, tnv blonabr vmepTpopLkn puokapdlondBela i HLoKaPOLOTABELX



and peToBoAlkd aitia. H €vapEn tng véoou otTn veaviki nAlkia mpocgopoldlel
TNV aoBévela Danon.

MNa Tov TOMO €vnAikov, n Owgoplky dldyvwon meplAapBdavel dAAa altla
puomdBelag. EAeyxog @opéwv eival duvatdg, dtav o aoBevr) €xouv evTomOTEL
Kat oL 600 peTaAAGEeLc. MpoyevvnTikg dldyvwon €lvat duvath Ye TN METPNON TNG
dpaotikéTnTOAC TOL €VIDOHMOL O TPOCPATO delyua YoplakAG Adxvng, KABWC Kal HE
aviYvevon EVTOMOMEVWY METAAAGEEWY OTa guPpuLiKA KOTTAPA TOL 00BeVODC. 2€
TMOAD OMAVIEC TEPUMTWOELG, N TPOYEVVNTIKA Oldyvwon mePUMAéKETAL amnd Yevdn
avendpkela Tov €vCOUOU.

Ektoc amnd tn ovuntwpaTik Bepaneia, Bepamnela evJLUUKAG LTIOKATACOTAONG Elval
dlabéoun. Tov Mdaptio Ttou 2006 n oaAyAvkoolddon mrpPE evpwrnailkn Aadela
KUKAOQOp{aG w¢ oppavd eapuako yla Tn Bepanela Twv acbevwyv ye véoo Pompe. H
QMOTEAEOUATIKOTNTA TNG OBepamnei{ag vmokatdoTaoNG HE aAvooLVOLOOUEVO €VTLLO
yla TIC HOPPEC vOoOoL PE OdYun évapEn, dev €xel akdun edpatwbel. Ol aobevelc pe
Bpe@plkol TUMO vOoo XWpPIC Beparmeia KwduveLOLY v KATAAREOLY OoTa TPWTA HVO
xpoévia Cwri¢ Adyw Kapdlo-avamvevoTIKAG avemdpkelag. Ou  aobevelc TmovL
ed@aviCouv TNV vOoo apydTtepa, Xwplc Bepancla KATAAAYOLY OE QAVATMVELOTIKHA
aveMAapKeLa i KNtk avannpla.

(MHIH: Orpanet web site, KEEATINO)
XpAoLpHoL Z0vbeo oL

®* ORPHANET (Evpwmaikf diadiktuakrh mOAN ywx TIC omdvie¢ MoBOACELS KOl TA
opPavd eApUaKa)

* MEZNA (NaveAARvia Evwon Znoviwv Nadriocwv)

®* EURORDIS (European Organization for Rare Diseases / Evpwnaikr opydvwaon-
OUTPEAQ EVWITEWY AOBEVWIV)

* YTEIA -EE ( H mOAn t™n¢ Evpwnaikig Evwong yia tn Anudoia Yyeia)

* EMEA (European Medicines Agency/ Evpwnaikd¢ Opyavioudc Papudkwy)

®* NIH (National Institutes of Health)

®* NORD (National Organization for Rare Disorders)

* E-Rare 2 (Evpwnaikd EpguvnTtikd Mpdypaupa yia ta Zndvia NooAuota)
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