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Elcaywyn

H vooocg Gaucher amotelel omavio. KANPOVORLKN
Vevetikn Slatapoxni He ouxvotnta eudaviong
1/40000 -1/60000 Twvtavwv  YEVNOEWV,
TIAYKOOUIWG. AVAKEL 0T KANPOVOULKA HETABOALKA
voonuata Omou to Atopa macyouv and ENewdn
SpaoTIKWY TIOCOTATWV TOU gviUpuou
vAukooepePpoolbdon. Juvémela TG eVIUMLKAG
oUTAG avemdpkelag elvot n  abpolon Ttou
vAukokepeBpoolbiov ota  Aucoocwpato  Twv
pokpoddywv (kuttapo Gaucher) ta omoia
cuocowpelovtol oe Sladopa Opyava Onwe Ta
00T@, TO ATOP, 0 CTIAAVAG KOL O LUEAOC TWV 00TWV
Kall prmopouv va T(POKAAECOUV
nrotoomAnvopeyaiia, ootikég  PAAaPec Kot
TIOVKUTTAPOTIEVIL.

H vooo¢ Gaucher givat XPOVLO
TIOAUCUOTNUOTIKO Kal gEeAlocOpevo voonua, To

ormolio eival e€atpetikd etepoyevec.  Ooov

| 216

www.spjn.gr

odopd TG KAWLIKEC popdEG, N vooog Slakpivetal
0TO0 Mn veupomadnuikd (tomog 1), otov ofu
veupornadntikd tomo (tumog Il) kal otov xpovio
(tomog Ill). O tumoc | A TuTog Twv evnAikwy givat o
OUXVOTEPOG.

H kAvikn elkéva tomou | kad Il mephopBavet :

OUMMETOXNA: Mveupovikn

e [lveupovikni
uméptaon
e QOotikéc PAGPeg:  IKeAeTKEC ovwHaAisg/
Suopopdia 00TWV (xapakTnpLoTikn
TaApAUOpdwWon KOTWTEPOU TUAUATOC UnpLaiou
00TOU, YyVWoTh w¢ turou ¢pLaing Erlenmeyer),
ooteomevia/  ooteomoOpwaon,  maBoloyilkd
KOTAYLOTA, OOTIKA €UdPAKTA, OOTEOVEKPWON,
0ooteOAUCN, OOTIKA GAyn, OOTIKEC KPLOELG

(emwbuvee pe uvPnAod Tupetd, plyog Kot

AgukoKUTTAPWON) K.AL.
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H kAwikn glkova tomou | kot |l mephappavel :

e Ola ta mpo-avadepBEvTa Kal

o NeupoAOyLKEG EKONAWOELG: ALOTOPAXEC AKONG
Kol Aoyou, Slatapaxe¢  odBOaAULKAG
KWVNTIKOTNTAG, OMOOTIKOTNTA, HUoKAovia,
emAnyPia, vontikn uotépnan, avola K.a.

H mpoyvwon motkidel kal efaptatal amo Tn
popdn TNG vOoOUu.  ITOUC OOUUMTWHATIKOUG
aoBeveig Sev enmnpedletal yeVIKA TO TPOTOOKIUO
emBiwonc. Ot aoBeveig Tumou I, oToug omoioug N
Stayvwon  TBetat  otn  PBpedikiy  nAia,
napoualalouv cuveyxn kat paydaia emdeivwon pe
npoodokLpo emiBiwong < 2 eTwv (Mpwipog Bavartog
AOYW QVOTMVEUOTIKAG avemadpkelag). Ol acBeveig
tumou Il €xouv pelwpévo mpoacdokipo emiBlwong.

O PBoaowkog otoxog tng Oepameiag eivalr o
TIEPLOPLOUOC TWV OCUUMTWHATWY KAl TWV KN
UTIOOTPEDOUEVWY  ETILMAOKWY OMwW¢  €miong n
BeAtiwon tng mowdtntag Iwng twv acBsvwv.
EmutAéov, Otav mpoKeLTal yla modld, OKOmog TG
Bepaneiag ival n BeAtiwon tng avamtuénc.

Mpwv TNV edappoyn altloAoyLkng Bepamneiag yla
N VvOOO TPONYElTAlL CUPMTWMATIKA Bepaneia,
OTwWG :

e JTANVEKTOUN (amobotikn Bepamneia
Bpoppomneviag)

o Noookopelakn tepiBaAn OTLG OOTIKEG KPLOELC
pe evbodA£fla evuddatwon Kal xopnynon
LOXUPWV aVAAYNTLKWY

e OpBomedikeéG XELPOUPYLKEG emeUPaocelg (m.y.
apBpomAaotikni Loyiou)

e Metayyloelg

eV{UULKAG

AkolouBel n Bepamneia

UTIOKATAOTACNG HE Yopnynon PlotexvoAoylka
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TOPOYOUEVNG KOl KATAANAQ tpomolnuévng B-
vAukolibaong, dnAadn e€wyevn¢ uTOKATACTAGN
avemnapkolL¢ evlupou (enzyme replacement ther-
apy, E.R.T.): MNapaywya YAOUKEPAONG
(wwyloukepaon kAm) H  Bepameia  autn
OVTIUETWTTI(EL TNV UTOKE(HevVN yevetikn BAABn
wotoéco  eilval  duvatov  va  BeAtwoesl  Ta
OLLOTOAOYIKQ, TOL OOTIKA CNUELQ KOL EUPNUATA KAl
TIC ekOnAwoelg amd AaAlAa Opyava TnG VOOOU
Gaucher tumou 1. H xopriynon sivat &ta Biou Kkat

ava 2-3 efdouadeg evbodAepiwg.

Jtn vooco tumou I, avoAoywg Ttwv
EPYQOTNPLAKWY  gupnuatwv, n  Bepameia
neplAapBavel @ a) xopnynon  ev{UULKAG
UTIOKATAOTAONG, B)Bepamneia pelwong

UTIOOTPWHOTOC PE YOopnynon 8L Tou OTOPATOC
ovaoToAéa tnG PloolvBeonG TOU UTOOTPWLATOC
(aBpollopevo LALKS), NToL Tou B-yAukokepauldiou
(substrate reduction therapy, S.R.T.).

Y& OAouC TouG aoBeveil¢ (CUUMTWUOTIKOUG Kal
pUn) amatteital  epyaotnplakog €Aeyxoc 2¢opEg
£TNOCLWC OTIWG EMIONC ATTELKOVIOTLIKOG EAEYXOG Ova
€T0G¢ N ava 2 €tn (avaAhoywg tng Baputntag tng
vooou) Vi3 OUYKEKPLUEVQL TIPWTOKOAAQ
mapokoAouBnong.

H mpoAndn mneplapPdavel tov E£Aeyxo TNG
OLKOYEVELAG TOU TIAOYOVTOC KL TNV TPOYEVVNTIKN
Sldyvwon Kota TNV gykupoouvn  (Uétpnon
6paotnplotntag yAukoltbaong ota guBpuika
KUTTOPA  TOU  OuviakoU  uypoUu R NG
tpodoPAaoctng/ poplokn pehétn DNA guBplou).

JUudwva pe tnv EAAnvikn vopoBeoia, n vooog

nepAaBAveTaL OTOV Tivako Twv Tabrioewv mou

xapaktnpilovral un oavactpePlueg & n Slapkela
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avamnnpioa¢ twv acdallopévwy kobopiletal emi
aoplotov (P.EK. B7/ 2018). Me Baon 1tn
BaputnTta, To MOCOOTO avamnnplag KUpaivetal ano
50,0% £wc 80,0% (M.E.K. B4591/ 2017). Amd 1o
1995 n evluuikn Bepameio kat n Oepameia
MelwoNG TOU UMOOTPWHATOG AmolnULWVOoVTdlL Of
O0Aoug Toug aoBeveig.

To CUUMTWHATA TNG VOOOU ULOUVTAL GUXVA TLG
OLLLOTOAOYIKEG  KOTOOTAOELG

TIO  KOLVEG

e
QMOTEAECUA TNV ONMOTUXNUEVN 1 KaBuotepnuévn
Stayvwon. H éykalpn Stdyvwon koL n Aueon
évapén tng Bepaneiag, eival wTkAG onpaciag yla

ghaylotonoinon Twv

™mv TmpoAndyn n TNV
petafoAwv NG {WAG N TWV AMEIANTIKWY yla TO
AT KOL TWV OKEAETIKWY ETUITAOKWV.

Jtn olyxpovn €MOXN, OTALTETAL TEPALTEPW

eknaibevon Twv voonAsutwv, o€ Bfparta

ETIKOWVWVIOC KOl OUUPBOUAEUTIKNG, WOTE va
KOTOVONOOUV T VOOHUOTA, TLG EMUTAOKEG KL TLG
npoodokieg, olpdwva HPE TIC OQVAYKEG TWV
00BevWwV Kal OTn CUVEXELA va ePapudoouV TNV
KOTOAANAN  €€QTOUKEUPEVN BEPATEVUTIKA KOl
voonAeuTiky ¢poviida yla TNV AVILHETWILON

autA¢ TS evaiodntng mMAnBucuakic opddag.b?
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