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H omavia Néooc Pompe

/ Nepyntovoio: OpBodbo&ia-MoAlTioudc-EmoTAUEC

[Mponyoluevn 6npocicvon:http://www.pemptousia.gr/?p=164598]

H véoo¢ Gaucher kAnpovope(tal HE OULTOOCWHOTIKO ULTMOAELMOUEVO TPOTO Kal
opelAeTal o€ PETAAAGEELC o0TO Yyovidlo GBA TtoUv ypouoowuato¢ 1 (1g2l), mou
odnyel oe avendpkela Tov €vlOUOL B YAVKOKEPERPOOLEAaON (Tov avagépeTal eniong
w¢ glucosylceramidase 1 6&wn B-yAvkoolddon). 2Ze OMAVIEC TEPLUTTWOELG,
NpoKaAe({tal and PETAAAAEELC TOL PSAP yovldiov mouv odnyel oe avendpkela TNG
npwTteivne saposin C mov amnodopel To o@ryyoAun(dio. H Stdyvwon umopel vo
emPBeBalwbel pe TN pETPNON TWv emMEdWY TNG YALUKOKEPERpoOLdAONG oTa
KUKAOQOPOUVTO AEVKOKDTTOPAQ.
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Mpo¢ To mapdv, d0o €BIkéEC Bepanelec ywa TN véoo Gaucher eival eumopikd
dlaBéolpeg, aAAd n Bepaneia ev(LUULKAC vMokaTAoTOONG, ME TN Yopriynon Tou
avaAdyouv imiglucerase nmapapével n Bepanela eKAOYAG Kot gvdelkvuTal yla xprion
oc aoBevelc pe vooo Tomov 1 i 3. Ogparneia pe{iwong TOL LMOCTPWUATOC ME TN
xpnon miglustat amoteAel evaAAakTik Bepancia de0TePNG ypaupnAg. Elval
onUovTiké oL acBevelc pe véoo Gaucher va Eekwwroouvv Bepaneia mPW TNV
eU@dvion onueloAoylag mov dev avtamnokpiveTal otn Bepamneia.

NOzOz POMPE
ICD 10 - Kwbwkég : E74.0

H véoo¢ POMPE rj T'Avkoyoviaon tomov 2 (GSD Il) elvat pta AvocoowpLakr vOoog mouv
MPOCPRAAAEL KATE KOPLo AOYO TOUG OKEAETIKOOG KOL QVOTMVEVOTIKOOG MOEC ME
NMowkiAn BapdTNTA KOt n omnola, oTNY MALdLIKA HoPPr, cLVOLATETAL UE LTIEPTPOPLKH
HUOKapOLoTdBELa.

H enintwon vnoAoyi{Cetal o nepinov 1 /57, 000 yla Tov TOMO evnAlKwy Kat 1/ 138,
000 yla tov BpepLkd TOMO.
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O BPePLKOG TOMOG TNG véoov apxilel mpw amd TNV NAKIA TWv 3 PNVWY HE
ekoeonuacpévn vmotovia, OuokoAlar OnAaouol Kol  KATAEATOONG, ULTEPTPOPLKH
HUOKOPOLOTIABELO KOl TIPOOOELTIKY NMIATOUEYAALQL.

2Tov TOMO €vVNnNAiKov gpgavifetal mpoiodoa puondbsila TNG MUVEAOL KAl TWV KATW
akpwv apxifovtag amd Ta KATW GKkpa, dAA& TMPOCRBAAAETAL KOl TO QVATVEVOTLKO
cboTNUa, To omolo propel va elval To MPWTO oNuddL TNG acBévelag. MeTagL aLTWY
TWv 00 AKPWVY LTTAPXEL LEYAAO QACHA EVOLAUETWY HOPPWV.

H aoBévela ogeldetal oe avenopkr dpaoctikdtnTa TNG AGAQa-1,4-yAvkoolddong, n
omola KataADeEL TNV LOPOALON TOL YALKOyovou o€ YALKOCN. H avemdpkela TOU
evCOuoL 0dnyel o oLOCWPELON YALKOYOVOUL OTA AVCOCWHATLA KL AV KoL KABOALKHA
EKPPAZeTaL OTA KOTTAPO OPLOMEVWY OPYAVWY (KapdLld rj / Kol OKEAETIKOUC MOEC).
To yovidlo (GAA) Bpiloketal 0TOo XPWHOOWHa 17923. H petddoon yivetal ue
OLTOOWHATLIKSG LTIOAELTIOEVO TPATIO.

H KAWL etepoyévela TNG vOooL €lXe WG QAMOTEAECHA TNV €PELVA KAl TOV
EVTOTLOMO TMOAAWY HETAAAAEEWY, AV KoL HEPLKEG €lval TILO OLYVEC amd O, TL GAAEC.

H epyaotnplakni 6tdyvwon Baoifetal otn HETPNON AVENMAPKOUG HPaaTIKOTNTAC TOL
evlOpoL (OoTa AEPQOKUTTOPQ, O ENPEC KNABEC alpatog, woBAdoTtec N mpdopaTa
AN@OEy delyua Tpo@oBAdCTNG).

2tov BPEQIKO TOMO, n dlagoplk OLdyvwon mnepAapBdvel kKupiwg TN véoo
Werdnig-Hoffman, tnv W8lonadni vneptpoplk) puokapdlondbela fj pvokapdlondbeLla
and PeToBOAKA aitia. H €vapEn tng véoou oTn veEaviKA NAlkia mpooopoldlel
T™nv acBévela Danon.

MNa Tov TOMO €vNnNAiKov, n Owgoplkn dldyvwon mneplAapfdavel dAAa altla
puomdBelac. EAeyxog @opéwv elval duvatdg, 6tav o aoBevr) €xouv €vTOomOTEL
Kal oL 600 PeETAAAGEELC. MpoyevvnTikg dldyvwon elval duvatrh Ye TN HETPNON TNG
dpaoTtikéTNTOC TOL €VlOHOL O TMPOCPATO delyua YopLakAG AdXvnG, KABWC Kal UE
avixvevon €VTOMOUEVWY METAAAGEEWY OTa guPpuikd KOTTAPA TOL AoBevVODC. Z€
TMOAD OMAVIEC TMEPUITWOELG, N TPOYEVVNTIKA Oldyvwaon mePLMAEKETOAL amd Weudn
QVEMAPKELX TOV €VCOUOUL.

Ektéc amd tn ocvuntwpatiky Oepanela, Bepamnela eV UUIKAG vmokaTdoTaong sivat
dlaBéoun. Tov Mdaptio Ttou 2006 n aAyAvkoolwddon mrApe evpwnalky Adela
KUKAOQOop{ag w¢ opeavd eapuako yla Tn Bepaneia Twv acbevwyv ye véoo Pompe. H
QMOTEAEOUATIKOTNTA TNG Oepamnei{ag vMOKATACTAONG ME AVOCOLVOLOOUEVO €EVTLO
yla TIC HOPQPEC vOOoOoL PE OSYLun évapEn, dev €xel akdun edpatwbel. Ol aobevelc pe



Bpe@lkod TUMO vOoo XWPIC Bepameia KwduveLOLY va KATAAREOLY OTA TMPWTA HVO
xpoévia Cwri¢ Adyw Kapdlo-avamveLoTIKAG avenmdpkelag. Ou  aobevelc Tmov
ed@aviCouv TNV vooo apydTtepa, Ywplc Bepanela KATAAAYOLY OE QAVATMVELOTIKHA
avendpkela fj KNtk avamnnpia.

(MHIrH: Orpanet web site, KEEATNO)
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ORPHANET (Evpwmaikry dladlktuaki mMOAN yla TG omndvie¢ mabrjoelc Kal T
0pPPaVA PapuaKa)

MNEZNA (MaveAArivia Evwon Znaviwv MNobroswv)

EURORDIS (European Organization for Rare Diseases / Evpwnaikf opydvwaon-
OMUTPEA EVWOEWY GBEVWIV)

YIEIA -EE ( H mOAn t™n¢ EvpwrnaikA¢ Evwong ywa Tn Anuoéoia Yyeia)

EMEA (European Medicines Agency/ Evpwnaikd¢ Opyavioudc Papudkwy)

NIH (National Institutes of Health)

NORD (National Organization for Rare Disorders)

E-Rare 2 (Evpwrnaikd EpevvnTikd Mpdypapua yia ta Zndvia Nooruota)
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