SUMHETEYOVTEC aocfeveic — Mia
EEALPETLKA op@avy acOcvera

Eloaywyn

Jvvepyacia tng Genzyme, tov International Pompe Association
(IPA), tTwv opyavwoewv acBevyv yia tn véoco Pompe tou Hvwuévovu
BaciAeiov, tng OAAavdiag¢ kat Twv HMNA, Touvu Erasmus Medical
Center katl tovu Duke University yia tn 6€omion KATAAANAWvY
HETPwWY TovL Ba dlraceaAilovv 6Tl Ta OHEOOPEVA OT1C KALVIKEC
boK1héG elval a&16mioTa KOl 1KOVOTIO10UV T1C QAMAlTAGELG TWV
PUOUIOTIKWY OPXWV KOl TWV TANPWIWY.
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‘Epeuva & KAwikn Avamtugn Awaxeipion KOkAou Zwrg HETA TNV
AvakdaAupn daon I, 11 & 111 £€yKpLon & DappaKoeTaypumVNGN

[N6te ovuuetéxovv o1 aocbeveic;, — Sdoei¢ I-II-III, vnoBoAn
aitnonc yta abeta KvkAogopiac (MAA), xopnynon daberac
KukAopopiac (MA), kKvkAogopia otnv ayopd (Launch)

Mepiypagn TG vnobeonc

H vdoogc Pompe e€ival pia omdvia KANPOVOULKKA VEVLPOMLIKN vAGCOC
mov opeiAeTal o€ avemMdpkela €vOC AvooowulkoU evlVuov. Ta BpEen
ME <<1% Touv €vlVpov GAA moapovcoidlouv TN PBPePlKh vOoOo Kal
ovvnOw¢ medaivouvy pEca oTo TPWTO £ToC CWAC TOVLG, EVW T ATOMA
ME VTMOA€lppaTiKh dpactnpiétnta GAA umopel va mMAPOVO1ACOULV
VEVPOUVL KA aduvvopia, MEPLMATNTIKA KAl QVATVELOT1KA TPORAAUATA
and tn Bpepiki nAitkia €wg tnv mpoxwpnueévn €vAAikn Cwh touvg. 01
epyaciec mov 61e€Nybnoav oto Erasmus Medical Centre (EMC) kat
oto Duke University tn dekaetia tov 1990 pe movtikKia VvOK-GOULT


https://toolbox.eupati.eu/resources/patient-toolbox/%cf%83%cf%85%ce%bc%ce%bc%ce%b5%cf%84%ce%ad%cf%87%ce%bf%ce%bd%cf%84%ce%b5%cf%82-%ce%b1%cf%83%ce%b8%ce%b5%ce%bd%ce%b5%ce%af%cf%82-%ce%bc%ce%b9%ce%b1-%ce%b5%ce%be%ce%b1%ce%b9%cf%81%ce%b5%cf%84%ce%b9/?lang=el
https://toolbox.eupati.eu/resources/patient-toolbox/%cf%83%cf%85%ce%bc%ce%bc%ce%b5%cf%84%ce%ad%cf%87%ce%bf%ce%bd%cf%84%ce%b5%cf%82-%ce%b1%cf%83%ce%b8%ce%b5%ce%bd%ce%b5%ce%af%cf%82-%ce%bc%ce%b9%ce%b1-%ce%b5%ce%be%ce%b1%ce%b9%cf%81%ce%b5%cf%84%ce%b9/?lang=el

€dbe1&av O6t1 n Bepaneia vmokatdotaong €vlOuwv eaivetal va £ivatl
MOAAA vmooxOpevn. H KALVIKA KOl TMAPAGKEVLAGTKA avdmtuén
ov{ntAOnkKe o€ TaKTlKA Bdon amdé KolvoL pe Ta akadnuaikd KEvTpa
KXl T1C opyavwoelg acBevwv. 01 kKAlvikeG Bokipég Eekivnoav
MPWTH ME TA HWPA UYE PBpepilkh véco Pompe Adyw NG €€alpeTtikd
ypnyopng €€EA1ENC tng vooou. Qotdoo, AOyw TNG omavidTnNTAC TNG
aocbEverag (~1:40.000 yevvAoelg), n €€gvpeon acOeEvVV amMOTEAOVCE
npékAnon. 01 opyavwocelc oocBevwv PBoRdnoav otn bi1ddoon
MANPOPOP LNV OXETIKA ME T1GC OOK1IPEC, oTOV €vtomioud acbevwv o€
OA0 TOvV KOOpO, OTNV €EEVPEON KATAALPATWY, GTNV UMOCTAPLEN Twv
YOVEWY K.ATM. [ita T1¢ O0K1puéC o€ maidid kot €VAALKEC, 01
opyovwoelc acbevwv Bondnoav otnv €EeVpeon OCUVUUETEXOVIWY, OTOV
EAEYXO TWv af&loAoynoswv HE TN Genzyme KAl TOUC E€PELVNTEC,
KOBWG Kal otnv e€vBdppuvvon TNG MAPAUOVAG TWV ACOEVIV CGE AVLTEC
T1C MAKPOXPOV1EC, €AEYXOUEVEC ME E€1KOV1IKO @dpuoko dokiuéc (18
MAVEC) akOun Kal HETA TNV €yKplon. Evac eKnMPOowmnoC Twv acOeEVWV
tov IPA Atav emiong mapwv KATd TNV TPOQOPLKA €meEfynon oToOv
EMA (ylia mpwtn @opd). O IPA ot ocvvepyoaoia pe to EMC (pe TNV
O1KOVOM1KA vmooTAPlENn TNG Genzyme) avéEMTLEE 1o €pEvva
QMOTEAECMATWY TOVL avagepovtal amd Touvg acbevelig, aveEdpinta
arnd tn Brounyoavia, yxpodévia mpiv and tn d1d6eon tng Oepameiac, n
onmoia amodeiyxOnkKe ONUAVILIKA WG TPOG TNV VLMOGTAPLEN TWV
ou{NTACEWY YlO TNV EMIOTPOPH XPNMATWY.

TOTMO1 OVMUETEYXOVTWY aocBeviv (N
ovvnyopwv aocdevwv)

= AoBevelc pe mpoownikf euneipia véoov.

» Eme1poyvipovac aocBevC/ovviyopoC aoBEVWV HE KOAR
EUMELPOYVWHOOUYN O0TNV 0acB€vela Kal KaAN eumelpla otnv
EpEVVA KAl QavdmTuEn.

= EnayyeApatiag ovvyopog aoBEvVWVY.



0pEéAN amdé TN CUMHETOXN TWV aAcOevwv

YNApXEl TAKT1KNA E€MIKOlLvwvia HE T1GC OPYOVWOELC AOBEVWY Y1la
ondviec acBEvereg ota oxEdla avdAMTUENG MOC, KAOWG KAl
OPLOMEVOL EAEYYXOl TwWY aE1O0AOYACEWY TMPWTOKOAAWYV. ALTO £Xel
ylvel moAV mio 6UokoAo mpdogata HE TOLG Kavoveg deovtoAoylag
nov £youvv tebei oe epapupoyfi. Agv €xovpe vAomoifoetl (akdun) TN
ovvepyooia PE TOUC aoBevelc oT1C¢ TLTMOMOlNUéEVEC Olradikaoieg
Asitovpylag.

MPOoKAROE1C KAl E€UMOdl

0Ot opddec avdmtvEnc ota TMPOYPAMHOTOH E£XOULV TOAV avotTnpd
XPOVOd 1aypAuUaTO y1a TNV OAOKANPWON TWY TPWTOKOAAWY WOTE va
MPOXWPAOOLY 01 OOK1HUEC. ZUYVA vMAPXEl avTioTtaon amd AUTEC TG
ouddec 6oov agopd TNV TMPOCONAKN €vOC akdOun e€mimedov mMAPOXAC
MANPOPOP LUV GTNV OVATTLEN TOL MPWTOKOAAOL (TEPAV TWYV AVRTEPWY
OTEAEXWY amd TNV EMLOTNUOVIKA di1g0Buvon, TNV avdmtuvEn, TG
PUOULOTIKEC OPYXEG, TNV aoPdAela, TNV TOE1koAoyia, TNV KA1V1KA
papuakoAoyia K.Am). EEaoceaAilovtag TtTnv €ykaipn TmapoxA
MANPOPOPLOV amd T1C OPYOVWOELC AOCOEVWY KAl KaTadelkKvOOVTOC T
HakpompdBeoua OPEAN o€ oxéon ME TNV €E€VPEON OCUUMETEXOVTWY,
Alyotepec aoctoxiec katd tn dlaAoyr, KaAADTEPN OAOKARpPWwon Twv
a&10AOYACEWY K.AT., MTMOPOVUME va TE{COVPE T1C EOWTEPLKEC OUADEC
Epyov O0tl afilelr tov kKOmMO. AAAN pia mMPOKANGN OE OPLOMEVEC
xwpec e€ival n dvokoAla dueong emikolvwvioag. X& autAv TNV
nepintwon, dntAcaue oamd TOV €PELVNTN VA EMIKOIVWVAGEL HE TNV
€OV1KA opydvwon acBevyv Kol va emoveEeTdoel TO MPWTOKOAAO paltl
NG yla meploodtepeC mMAnpogopiec. 01 €owTteEpPlKEC avnouvyieg
OXET1KA ME TN dlaTAPNON TNG EMUTMIOTELTIKOTNTOC EemepAoTNKAVY
XApn O6€ M1 OLPPWVIK EPMIOTEVLTIKOTNTOC ME TNV Opydvwon
acBevv, n omola €METPEYE TNV €AEVOEPN KA1 ELALKPLVA
emikolvwvia. TEAOG, n €pevva acbevyyy touv IPA, av Kol €xet
MAPAOXEL TMOAVTIUA OAMOTEAECUATO TOL QVAPEPOVTAL amMd TOULC
acBeveic (PRO) kKol TmOAAEC Onuoolevoeilg, Oev Bewpeitat
a€10m10TN Y1d T1G PLUOULOTIKEG APXEC KAl TOUGC MANPWTEC AOYW TNG



EAEYNC snaAfBevong twv dedbopévwv mnyAg, €va padnua mov Oa
UTIOPOUVGCE va €PAPUOCTEL 0TO MEAAOV.

A1daypata

Addayuata:

1.

AnuiovpynoTte Hia tTplada and oakadbnuaikovg
EUTIE1POYVWUOVEG, OPYAVWOELC QOBEVIV KAl EOWTEPLKOUVC
Y10TpoUC MPOYPAUMATOC HME KAVOVEG e€mikolvwviag amd TNV
apxn-

2. BeBawwbeite 6Tl €xel dnuiouvpynbel kol emikvpwbel €va
gepyoAreio yia tnv ova@opd QAMOTEAEOUATWY amd TOUC acBevelic
(PRO) o€ oxéon pe TNV 0aoBévera (tv e€ivatr 1O mMuo
ONUAVT1KO yla TOV 000evh), HME KOATAAANAEC METPACELC WOTE
va dlacpaAilotel O0t1 T dedopéva e€ivalr afromiota Kot
1LKOVOTIO10UV T1C QMAlITACGELG TWV PUOULOTIKWIY QapXWV KAl TWv
MANPWTIWV.

3. ZeK1vote pPla PeEAETN QUOLKAGC 1otopilag, MpE TO
QMOTEAEOUATA TOL avagepovtal amd acbeveig, ypoévia mplv
andé tn 61dbeon tTng Oepametiag, Wote va sivat duvath n
ovyKplon.

4. H nmio moAVTIUn ovuPoAl 6T0 MPWTOKOAAO £ilval o €AEYXOC
TWY a&10AOYNOEWY, N OKOM1MATNTA TOUGC K.ATM., Kal 6O«
npémnel va TtunomnoinBet.

5. Aratnpeite TNV KOwvwdTNTA KATAAANAQ TAnpogopnuévn,
MUPEXOVTAC EVNUEPWOELC OXETIKA HE TO TMPOYPAUUA Yld v
61060000V péow TNC Oopydvwong acBevwy.

A3-pomp-V1.0

PANVI TITTERVE |



