SUMHETEYOVTEC aocfeveic — Mia
EEALPETLKA op@avy acOcvera

Elcaywyn

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.

Nepiypaen tnG vnobeonc

H vdooc Pompe €ival pia omdvia KANPOVOULKK VEVLPOMLIKN vAGCOC
mov opeiAeTal o€ avemdpkela €vOC AvooowulkoU evlVuov. Ta BpEen
ME <<1% Tov €vlUpuov GAA moapouvcoidlouv TN PBPeEPlKh vOoOo Kal
ouvvABw¢ mebaivovy pEca 6TOo MPWTO £T0C CWNAC TOUGC, €VW TA ATOMQ
ME VTMOA€lppaTiKh dpactnpidétnta GAA umopel va TMAPOVO1ACOULV
VEVPOUVLIKA aduvauia, TMEPLMATNTIKA KA1 QVATIVEUGTIKA TPORAAUATA
and tn Bpepiki nAitkia €wg tnv mpoxwpnueévn €vAAikn Cwh touvg. 01
epyaciec mov 61e€nyxbnoav oto Erasmus Medical Centre (EMC) kat
oto Duke University tn dekaetia tov 1990 pe movtikKia vOoK-GoLT
€de1&av O6t1 n Bepaneia vmokatdotaong e€vlOuwv eaivetal va £ivatl
MOAAA vmooxOpevn. H KALVIKA KOl TAPAGKEVLAGTKA aVATTULEN
ovlntABnKe o€ TOKT1KA Bdon amd KolvoL HE T aKkadbnuaikd KEVTIpA
KAl T1C opyavwoel¢ oacbevwv. 01 KALVIKEC Ookluég Eekivnoav
mpwTa HE TA MWPA HE PBpe@lkn véoo Pompe AdOYw TNG €EalpeTiKA
ypriyopng €EEAENC tnG véoov. Qotdoo, AOYw TNG OMOV1IOTNTAC TNG
aocbéverag (~1:40.000 yevvAoelg), n €€gvpeon acOeVV amMOTEAOVCE
npékAnon. 01 opyavwocsel¢ oacBevwv PLoRbnoav otn biddoon
MANPOPOP LNV OXETIKA HE T1C OOKIMEG, OTOV €vTtomiond acbevwv o€
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OAO TOV KOOMO, OTnV €E€VpeEOn KATAAVUATWY, OGTNV LTMOCTAPLEN TWv
YOVEWY K.ATM. Tta t1¢ d0oKlnuéEG o€ maidid kal €VAALKEC, 01
0PYAVWOELC 0a0BeVWV Bondnoov o6tnv €£€0PECN OVUMETEXOVIWY, OTOV
EAEYXO Twv afloAoyNoewv WE TN Genzyme KAl TOLG E€PELVNTEC,
KaBWC Kal otnv €vOdppuvon TNG MAPAPOVAC TWV O0OEVIV OE QUTEC
T1C MAKPOXPOV1EC, €AEYXOUEVEC ME E1KOV1IKO @dpuoko doklpéc (18
MAVEC) akéun Kal HETA TNV €yKplon. Evac¢ e€KnMPOowrnog Twv acOEVWV
tov IPA Atav eniong mapwv Katd TNV TPOYOPLKA emMeERynon oTOVv
EMA (ylia mpwtn @opd). 0 IPA ot ouvvepyoaocia pe to EMC (pe TNV
O1KOVOM1KA vmoocTAplEén TNnG Genzyme) avéEMTLEE pl1a €pEvva
QMOTEAECMATWY TOL avageépovtal amd Touvg acbevelig, aveEdpinta
andé tn Prounyavia, xpovia mpiv and tn 61d6eon tng Bepaneiag, n
onmoia amodeiyxOnkKe oONUAVILIKA WG TPOG TNV VLMOGTAPLEN TWv
oL{NTACEWY Y1la TNV EMIOTPOPH XPNUATWY.

TOTMO1 OUHPETEXOVTWY aoclevwv (1
ouvvnyopwv acOevuv)

= AcBeveic pe mpoownikf euneipia véoov.

 Emelpoyvpovag acBevVG/ovvAyopog aocBEVIV UE KOAR
EUMETLPOYVWUOOUVN OTNV 00BEvela KAl KOaAN epmelpia otnv
EPEVVA KA1 QVATITLEN.

= EnayyeApatiag ovvyopog aoBEvVWVY.

0pEéAN amdé TN CUMHETOXN TWV acOevwv

YNApXEl TAKT1KNA E€MIKO1vwvia HE T1C OPYOAVWOELC AOBEVWY Y1la
ondviec aocBeEvereg ota oxEdla avdaAMTuENG MOC, KAOWG KAl
OPLOMEVOL EAEYXOl TwWV aE1O0AOYACEWY TMPWTOKOAAWYV. ALTO £XEl
ylvel moAV mio 6UokoAo mpdogata HE TOULG Kavoveg deovtoAoylag
nov £youvv tebBei oe epapupoyfi. Agv €xovpe vAomoifoetl (akdun) TN
ovvepyooia peE TOUC aoBevelc oT1C¢ TLTMOMOlNUéEVEC Olradikaolieg
Asitovpylacg.



MMPoKAROELC KAl £UMOdra

01 opdbdec avdamtuvEng ota mpoypdupaTa €XOLV TOAU auvoTnpd
XPOVOdlaypAuUATA Yy1a TNV OAOKANPWON TWV TPWTIOKOAAWY WOTE va
MPOXWPAOOLY 01 OOK1HMEC. ZUYVA vmApXel avtiotaon amd ALTEC TG
ouadec 6oov agopd TNV TMPOCONKN €vOC akoun eminedov mMapoxAC
MANPOPOP LUV GTNV OVATTLEN TOL MPWTOKOAAOL (TEPAV TWYV AVITEPWY
OTEAEXWY amd TNV EMIOTNUOVIKA Hi1g0Ouvon, TNV avdmtuvEn, T1¢
PUOBULOTIKEG apPXEC, TNV aoQAAeila, TNV To&lkoAoyia, TNV KA1V1KA
papuakoAoyia kK.Am). EEaocgaAilovtag TtTnv €ykaipn mopoxAi
MANPOPOP WY amd T1C OPYAVWOELG ACOEVWV KAl KoTtadelkvloOvTAC T
HaKpompdBeoua OQEAN o€ oxéon ME TNV €E€VPEON GUUMETEXOVTWY,
Alyl6tepec aotoxiec katd tn HiaAoyn, KOAVTEPN OAOKANPWON TWV
a& 10AOYACEWY K.AT., MUMOPOUME va TE{COVPE T1C EOWTEPLKEC OUADEC
Epyov O6t1 afiler tov kKbOmo. AAAN pla TMPOKANGN GE OPLOMEVEC
xwpec €ivat n dvokoAia dueong emikolvwvioag. X& aUTAV TNV
nepintwon, dntAocaue amd TOV E€PELYVNTN VA ETMIKOLVWVAGEL HME TNV
€OV1KA opyavwon acOevyv Kal va emoaveEeTdoel TO TMPWTOKOAAD padlt
NG yla meplocdtepeEC mMAnpogopiec. 01 eowTtePlKEC avnouvyleg
OXET1KA pE TN dlratApnon TNG EMMIOTEVLTIKOTNTOC EemepdoTnKAY
XApn O€ M1 OLPPWVIK EPMIOTEVLTIKOTNTOC ME TNV O0pydvwon
acBevwv, n omola EeMETPEYE TNV EAEVOEPN KAl ELALKPLVA
emikolvwvia. TEAOG, n €pevva acbevyyy tov IPA, av Kol €xet
MAPAOXEL TMOAVTIUN OAMOTEAECUNTO TOL QAVOAPEPOVTOAL amMd TOULC
acBevelc (PRO) kot moAA€éc Onuoocievoerg, bdev Bewpeitat
a€10m10TN Y1a T1G PLOULOTIKEG APXEC KAl TOUC MANPWTEC AOYW TNG
EANELYNGC emaAfl@evong Twv dedopévwv mnyAg, €va pddnua mov Oa
MTIOPOUVGCE VA £QPAPUOCTEL 0TO MEAAOV.

Adaypata
Ab6dypata:

1. AnyitovpyAoTe Hia Tplada amd aKadNUai1KoUVG
EUTIELPOYVWHUOVEG, OPYAVWOELC QOOEVIV KAl EOWTEPLKOUVC
Y1aTpoUC MPOYPAUMATOC HME KAVOVEG E€mMiKOolvwviag amd TNV
apxn-



2. BeBawwbeite o6t1 €)xel dnuiouvpynbel kol emikvpwbel €va
gepyoAeio yia tnv ova@opd QAMOTEAEOUATWY amd TOUuC acBbevelc
(PRO) o€ oxéon upe TNV aocBévera (t1 €ival TO MO
ONUOVT1KO yla TOV 00B€evN), HE KATAAANAEG METPNOELC WOTE
va dlacpaAilotel O0t1 T dedopéva e€ivalr afromiota Kol
1LKOVOTIO10UV T1C QMAlITACGELG TWV PULUOULOTLKWIY QapPXWV KAl TWv
MANPWTIWV.

3. Zek1vote pla PeEAETN QUOLKAGC 1otopiag, pE TO
QMOTEAEOUATA TOL avagepovtal amd acbeveig, ypoévia mplv
andé tn 61dbeon TnCg Oepametiag, Wote va sivat duvath n
ovyKp1lon.

4. H mio moAUT1Iun OLPPOAN O0TO MPWTOKOAAO e€lval 0 EAEYXOC
TWv o&l1oAoynoewv, n oOKOMlIPOTNTA TOULGC K.AM., KAl 6O«
npénel va tumnomnolndet.

5. Aratnpeite TNV KOwWvdTNTA KATAAANAQ TAnpogopnuévn,
MUPEXOVTAC EVNUEPWOELC OXETIKA HPE TO TMPOYPAUUA Yla Vv
61060000V péow TNC OpPYydvWoNC acBeEVWVY.
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