V4 H ia:
Buétorog HEPOHTIYIE
(PUALAO gpyaciag

Ovoua:

H aoBéveia Gaucher

H vooog Gaucher gival pia oTravia yeveTikr dlatapaxr, YE TNV uwnAdTepn ouxvoTnTa
EMQAvIONG va TTapaTnpeeital ueTagl Twv ERpaiwv TNG @UARG Aokevddl (kataywyr atro
AvatoAikr) EupwTtn). Ta mpooBeBAnuéva atoua &€ utmopoulv va PETABOAIGOUV OUYKEKPI-
péva Aimidla, Kupiwg egaitiag EAAEIYNG Tou eviupou yAukokepeBpoaoiddaon (GCA), ue a-
TTOTEAEOPA TN CUCOWPEEUON TwV YAUKOKEPERPOOIBiwWY OTO aiga Kal GAAOUG 1I0TOUG TOU
owMaToG. H éAAeIwn Tou ev{UuoU TTPOKaAELiTal ATTd pia JETAAAAEN 0TO yovidio TTou Kwdl-
KoTTolEi TO éviuuo GCA.

>¢ pia TpooTrddela va avaTrTugeTe yovidlok Bepartreia yia Tn vooo, EXETE KATA VOU va
OKOAOUBNOETE TNV TTAPOKATW «PIAGSOEN» OTPATNYIK:

®  Ba dnUIoUPYNOETE £vVa QVTiYPAPO TOU PUOIOAOYIKOU AAANAGHOPEPOU TTOU KWOIKOTTOIET
T0 év{Uo GCA Kal ek@pAdeTal uOvo oTa NTTATIKA KUTTAPQ,

®  Oa eioaydyeTe TO Yovidlo o€ avBpwITIiva NTTATIKA KUTTApPA, XPNOIUOTTOIVTAS WG PO-
péa Tov PN TaBoyovo 160 HEP-RC, o otroiog TTpooBAAAEl pOVO NTTATIKA KUTTOPA, KAl

® Oa PETANOOXEUOETE TA YEVETIKG TPOTTOTTOINMEVA NTTATIKA KUTTOPA OTO CUKWTI TOU O-
00¢evoug, eAtTiCovrag OTI pe Tov TPOTTO auTd o/n acBevrg Ba cival o B€an va peTa-
BoAioel Ta yYAukokepePBpoaidia.

2TOX0G 0OG €ival VO KATAOKEUAOETE £va avaouvouaouévo Poplo IIkou DNA TTou va Tre-
PIEXEI TO YoVidIo TTou KwdIKOTTOIEl TO £vCUpo GCA Kal TOV UTTOKIVATH) TOU aTTO TO TTAQCi-

010 pGCA e T0 OwOTO TTPOCAVATOANIGUO.

2tnv Eikéva 1 @aiverar o x&dptng tou TTAC-
opidiou pGCA, tTou TrepIAauBavel: (a) To Qu-
O10A0YIKO AAANAGUOPEPO TTOU KWOIKOTTOIEI TO
évqupo GCA (ueydho paupo BENog), (B) Tov
uttokivnTh (YKPI BEAOG), Kai (y) TIG BEoelg O-
VayvwpIong TwV TTEPIOPIOTIKWY €VOOVOU-
KAEAOWYV TTOU KOBOoUV 0€ auTo.

21nv Eikéva 2, emmiong, PTTOpEiTe va BEITE TO
OikAwvo KUKAIKG popio DNA Tou 100 HEP-
RC, tmou mrepiAapfaver: (a) apketd yovidia
(MaUpa BEAN), kai (B) TIg Béoeig avayvwpl-
ONgG TwV TIEPIOPIOTIKWY EVOOVOUKAEAT WV
TTOU KOBOUV O€ auTO. ZNUEIWATE OTI TA YOVi-
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Eikéva 1

dla Tou 10U Bev TTPETTEl va KoTToUv, av TTpokeITal va diatnpnBei To DNA Tou 100 evidg Tou nTTaTikou

KUTTApOU.




Nsi Sall 5'...GIAATTC...3’
BeoRL 5y cTTaAG...5

FeoR | L .
sl R.HGTCGAC.”a
3 CEAGCTIG. .5
Pet I SJ.LTGCAG.”a
3'...6laAcGcTC...5
Nei T R.HATGCAT..J,
3, . .TIACETA...5

Dra I Sﬂ.ITTkAA”.T
EcoR| B A RRTTT e

Eikéva 2 Mivakag 1

271ov MNivaka 1 BAETTETE TIC aAAnAouXiEG avayvwpIong TwV evOOVOUKAeaowy. Me KOKKIVN ypauun on-
MEIVOVTaI Ta onueia dpadong KABe evOovoukAedong péaa otnv aAAnAouxia avayvwpiong.

1 Mola/TToIEG TTEPIOPIOTIKI/EG EVOOVOUKAEAON/eC Ba XPNOIUOTIOINCETE YIO VO ATTOKOWETE TNV TTE-
pioxA Tou TTAacuIdiou «UTToKIVNTHG-yovidio GCAy, WaoTe va TNV eiI0aydyeTe apyoTepa ato DNA
Tou 10U HEP-RC;

2 Mola/TToIEC TTEPIOPIOTIKI/EG EvOOVOUKAEADN/eC Ba XpNOIKOTIOINCETE yia va KOWeTe To DNA Tou
10U HEP-RC, W0OTe va eVOWUATWOEI TO Bpalopa «UTToKIVNTAG-yovidlo GCA»;

3. ZUPQWVa WE TIC aTTaVTAOEIG TTOU OWOOTE GTA EpWTHMATA 3. Kal 4, TTWGS Ba TTpayuaToTroindei n
€lI0aywyn Tou BpalcouaTog «UTToKIVNTHG-yovidio GCA» aTo 11kd DNA; EEnynoTe.




