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IATPIKH MPOOAOZ THZ NOZOY POMPE

To 1932, o JC Pompe, ¢€évag OAMNavdog
TTOB0OAOYOG, TTEPIEYPAWE Eva BPEPOG 7 UNVWV ME
TTOAU dIoyKWEVN KAPDdIA, TO OTI0IO €ixe TTEBAVEI
Aiyo JETA TNV €10AYWYH TOU OTO VOOOKOWEIO. AUTN
ATaV n TTPWTN ava@opd TngG OlaTapaxns TTou
apyoTepa Eyive yvwaoTr wg vooog Pompe (yia
TTEPICOCOTEPEG TTANPOPOPIES YIO TNV 10TOPIA TOU
Iatpou Pompe, avatpéfte oto Emouvatrtépevo
1). Tpiavra xpovia apyoTtepa, €vag €MOTAPOVAG
oto BéAyio avakdAuwe o611 0T ATOMO PE VOOO
Pompe éAeitte €va évfuuo TTou ovopadeTal 68ivn
aA@a-yAukooidaon r 6§ivn paAraon. Autd 1o
évCupo BpiokeTal ouvnBwg p€oa o€ £va TPURUaA Tou
KUTTApouU TTou ovopaletal Aucdéowpa. Otrwg OAa 1a €viupa, €101 Kal n Ogivn AApa-
YAUKoOI10AOon €xel va KAvEl MPia ouykekpiyévn OouAeld. BonBd otn didotracn Tou
YAUKOYOVOU, HIOG HOPPAG OOKXAPOU TIoU OTToBNnKEUETAl OTA MUIKA KUTTOPA Kal
ATTEAEUBEPWVETAI OTAV TO CWHA XPEIAZeTal evEpPyeld. Xwpig To €viUUO, TO YAUKOYOVO
OUCOWPEUETAI OTA KUTTAPA KAl ATTOOUVAUWVEI TOUG HUEG 0€ OAO TO OCWA. ATTO TOTE TTOU
AvVOKaAUQONKE N ouvdeon PETALU TNG OEIVNG GApa-yAukoo1daong kal Tng vooou Pompe,
epeuvnTEG 0€ OAO TOV KOO0 avadnTouVv TPOTTOUG AVTIKATAOTAONG TOU EVCUUOU TTOU AEITTEL.
Av kai dgv €xoupe akoOun Beparreia yia T véoo Pompe, n Beparreia avrikaraotaong
evCupwyv (ERT) mTapéxel otoug aoBeveig 10 €VCUPO (GAQA-YAUKOOIDAON) TTOU TOUG AEITTEL.
To évCupo avtikaraotaong BonBd otn didoTracn Tou YAUKoyOvou Kal OTAPOTA Tn un
(QPUOIOAOYIKI] CUCCWPEUCT] TOU OTA KUTTAPA.

H ERT e€ival pia Bgpatreia Tou TTpoopideTal yia TNV avTIKATAoTAoN £vOg £VCUPOU TTOU
AEiTTEl 1} €ival TTOAU QVETTOPKEG O ATOPA TTOU €XOUV dlayvwoTei ye T véoo Pompe. H
Bepatreia pe ERT dev atroteAei Bepartreia yia 1n vooo Pompe, dnAadr) dev dlopbwvel TO
UTTOKEIMEVO YEVETIKO EAATTWHA.

E: Ti eivai n Bgpatreia avrikataoTaong ev{upwyv; NMwg ptropei va Bonbnoel Ta dropa
ME Tn véoo Pompe;

A: Ta dropa tTou TTaoxouv atrd 1 véoo Pompe €xouv eAdxioTn 1 KaBoOAou TToodTNTA TOU
AUCOOWMIKOU €VCUPOU YyVWOTOU Kal wg o0givn dAga-yAukoaidaon (GAA). H Bepartreia
avTikataoTtaong eveupwy (ERT) Aeitoupyei avrikaBiotwvTag 10 éviupo GAA TTou AgiTTel )
gival avetrapkeg. H uttokardotaon evCUUWY ATTOTEAE pIa TTPOoEyyion Beparreiag Tou
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XPNOIYOTTIOIEITAl PE AAAEG dlATAPAXEG AUCOOWMIKNG aTToBrKeuong, OTTWG n vooog
Gaucher Tutrou 1 kai n vooog Fabry

IATPIKH NMPOOAOZ THZ NOzZOY POMPE

H ERT mapaokeuadeTal e T XprHon YEVETIKAG TExVOAoyiag avaouvouaopévou DNA, piag
d1adIKaCiag TTOU ETTITPETTEI OTOUG ETTIOTAPOVEG VO TPOTTOTTOINOOUV TN YEVETIK) OUVOEON
€VOG opyaviopou yia TNV TTapaywyr] avepwITivwy TTPWTEIVWY, CUNTTEPIAANBAVOUEVWY
TwV evCUPwWV. AuTh n diadikaoia TTPAYPATOTIOIEITAlI OE Tpia oTAdIA:

210010 1 - AVATTTUSN KUTTAPWYV YIO THV TTOPAYWYH avlpwtTivwv eviUPWV:

H dnuioupyia ERT &ekiva pe Tnv e10aywyr] Tou avBpwTrivou yovidiou yia To £viuuo
0¢IvnG aAgpa-yAukooi1ddong (GAA) (To €vCupo TTou gival QVETTAPKEG O ATOPA PE TN VOOO
Pompe) otnv KuTTapikr o€ipa.

MOAIG Ta KUTTOPO ATTOKTAOOUV TO YOVidlo, Ba apxioouv va TTapacKEUAlouv 10
avBpwTrivo éviupo GAA. lNa va oupBei auto, Ta KUTTAPA dIATnPOouVTal UTTO €10IKEG
OuVvONKeg o€ NEYAAEG deCapeVEG TTOU ovouddovTal BloavTidpaoTrpes. KaBe pépa, 1o
uypo agaipeital atrd Tov BloavTidpacTr)pa Kal To EVCUUO TTOU £XOUV TTOPAYEl AUTA TA
KUTTapa OUAAEYETaI yia KaBapiouo.

210010 2- EViuuIKOGg KaBaplopuodg:

H ERT tmpétrel va TAnpoi TToAU uwnAd TpoTuTTa KaBapdTnTag Kal ao@AaAelag. To EvCuuo
kaBapieTal ye TN Xpron piag d1adikaoiag TTou ovouddeTal xpwuaroypagia othAng. H
XpwpaTtoypagia gival pia uEBodOG dIaxwPIoPOU KAl ATTONOVWONG TWV THNUATWY £VOG
MEIYMOATOG YIa TNV ATTOPNAKPUVOT TWV AVETTIBUUNTWY ouoIwy. Kabwg 1o év{uuo KIveiTal
MEoa aTTd TTOANATTAEG XpwHaToypaQieg OTHANG, YiveTal TTI0 KABaPO.

21adio 3 - MARpwon Kal TEAIKA eTTESEPYATia:

MeTa TOV KABAPIONO, TO £VCUMO TOTTOBETEITAI OE ATTOOTEIPWHEVA YUAAIVA PlaAidia. Apou
Ta QIaAidIa yePioOUV, TOTTOBETOUVTAI O€ OUOKEUN AUOPIAIWONG yia TTEPITTOU 48 WPEG. 2TN
OUOKEUN AUOQIAiwONG, TO vePO €aTpifeTal AaTrod TO EVCUPO Kal A@hVEl hIa npr oucia oav
KEIK. 2€ auTh TN Jop®n, To évCupo gival o oTaBepd. MNMpayuatoTtroiouvtal TTOANATTAEG
OOoKIYEG KOO OAN TN di1adikacia TTAOPACKEUNG YIa va dIac@aAIoTEl OTI n Bepartreia TTAnPoi
Ta uPnAOTEPQ TTPOTUTTA. KABE @laAidlo emmBswpeital TTpIv atrd TNV atrodE0UEUCT) TOU Kal
TN d1G6£0T) TOU OTOUG QOBOEVEIG.

H dnuioupyia TG ERT eivan pia mrepittAokn diadikaoia TTou dIaPKEI APKETOUG URVEG Kal
Ba ptropouce va emMTEUXOE OVO PETA aTTd TTOAAG XPpOVIa avATITUENG KAl DOKIUWV.

H ERT xopnyeital evdo@AeBiwg (evieTal armmeubeiag oTnv KUKAOQopia Tou aigaTtog) €101
WOTE va PTTOPEI va QTACElI OTOUG PUEG KAl va OIA0TTACEl TO YAUKOYOVO TTOU TTPOKAAEI
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BAGBN o6Tav cucowpeveTal ota KUTTapa. Av kal n ERT dev eival Bgpatreia yia tn vooo
Pompe, utropei va emppaduvel Tnv €GENIEN TNG HUIKAG aduvapiag Kal JTropei va Bonnoel
otn BeAtiwon ™G MUIKAG Asitoupyiag. H ERT eivar pia pakpoxpovia Begpartreia mou
XOPNYEiTal ava TakTa Xpovika diacTtriuara. H d6on Baacifetal oto BAPOG 1} TNV NAIKia Tou
a0Bevoug.

IATPIKH NMPOOAOZ THZ NOzZOY POMPE

YTTAPXOUV OPKETEG BEPATTEIEG ETTOUEVNG YEVIAG DIABECIPEG Kal UTTO €peuva. Na
TTEPIOOCOTEPES TTANPOPOPIES, AVATPEETE OTNV EVOTNTA TTANPOPOPIWY Yia TIG Pompe
Connections, oTtov 10T0TOTTO TNG IPA 1] ETTIKOIVWVAOTE PE TOUG £BVIKOUG OpYyaviououg
aoBevwv.

E: MNMoia gival n diadikacia yia TRV avatrtugn VEwv Bepatreiwy;

A: H diadikaoia avamrugng, OoKIUAG Kal eEao@AANIoNG £YKPIONG Yia VEEG BepaTreieg
TTepINaUBAvel TTOANG Kpiolga Bripata Kal YTTopei va dIapKECEl TTEPITTOU BEKA XPOVIA aTTO
TNV TIPOKAIVIKI) QVATITUEN €wg TNV €YKPION TOU @QAPPAKOU. AKOAOUBEI MIa YEVIKN
TTEPIYPAPN TWV OTABIWV AVATITUENG PAPUAKWY OTIG HVwuéveg MoAITeieG.

MpokAIVIKEG BOKINEG:

Aiegayovtal TTPOKAIVIKEG OOKIMEG yIa TNV agIoAOynon TNG Ac@AAEIQG PIAG EPEUVNTIKAG
Beparreiag Trpiv atrd Tn Xopriynon o€ avBpwIroug Kal yia Tnv agloAdynon tng duvartotnTag
TNG BEPATTEIag va ETTNPEACEI MIA VOOO. 2€ AUTO TO OTADIO, Ol ETTIOTIUOVEG DOKIUAJOUV TN
Bepartreia o€ €va EPyacTPIO KAl HEOW CWIKWV TTEIPAPATWY, TTPOKEINEVOU VA CUAAEEOUV
oedopEva ao@AAsiag Kal va agloAoyrioouv Tn PIoAoyiky dpaoTnpioTnTa £vavtl NG
OTOXEUNEVNG VOOOU.

KAIVIKEG BOKIUEG:

O1 KAIVIKEG DOKIMEG €ival EPEUVNTIKEG MEAETEG TTOU £EETACOUV TTOOO KAAA AEITOUPYOUV Ol
VEEG 10TPIKEG TTPOOEYYIOEIG OTOUG avBpwTtToug. KABe PeEAETN aTTavTd O€ ETTIOTNHOVIKEG
EPWTNOEIG KAl TTIPOOTTABEI Va Bpel KAAUTEPOUG TPOTTOUG TTPOANYWNG, dlaAoyng, diIdyvwong
N Bepatreiag piag vooou. O1 KAIVIKEG OOKIMEG WTTOPEI ETTIONG VA OUYKPIVOUV dIa vEQ
Bepartreia pe Yo TpExouca Beparreia.

KdaBe kKAIVIKA dokiun €xel éva TTPWTOKOAAO 1) ox€d10 dpdong yia Tn diecaywyn TnG dOKIUAG.
To ox€d10 Treplypael TI Ba yivel 0Tn HEAETN, TTWG Ba diegaxOei kKal yiati KABe pEPOG TNG
MEAETNG gival atTrapaitnTo. KABE PHEAETN €XEI TOUG DIKOUG TNG KAVOVEG OXETIKA HE TO TTOIOG
MTTOPEI VO CUPUETAOXEL. OPIOPEVEG HENETEG XPEIAlOVTAl EBEAOVTEG PE PIA OUYKEKPIPEVN
vooo. Katroieg xpeiddovrail uyiry aropa. AAeG BEAOUV POVO AvOPEG ) HOVO YUVAIKEG.
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211G Hvwpéveg MoAiTeieg, pia avegdptntn ETTITPOTIN 1ATPWY, OTATIOTIKOAOYWV KAl HEAWV
TNG KOIVOTNTAG TTPETTEI VA EYKPIVEI KAl VA TTAPAKOAOUBEI TO TTPWTOKOANO. Alao@aAilouv
OTI 01 KivOuvol gival PIKPoi Kal Ta TTIBava oEAN agifouv.

IATPIKH NMPOOAOZ THZ NOzZOY POMPE

O1 KAIVIKEG BOKIMEG £xoUV 4 QATEIG:

KAvikr} dokiuf @dong |

O1 KAIVIKEG BoKIPEG PAONG | TTPAYUATOTTOIOUVTAI VIO TOV EAEYXO MIOG VEAG BIOIOTPIKAG
TTapEPBaAoNG yia TTPWTN QOPA O€ HIa PIKPA opdda atouwy (11.xX. 20-80) yia Tnv
agloAoynon NG ac@AAeiag (Tr.x. yia Tov TTpocdIopPICHO EVOG a0@AAOUG EUPOUG
docoAoyiag Kal ToV TTPoCdIoPIoHO AVETTIOUUNTWY EVEPYEIWV). 2

KAivikr) dokiuy edong Il

O1 kAIvikéG dokipég Paong Il TTpayuaTtoTroioUvTal yia Tn HEAETN MIOG TTAPEPBAONG O€ pIa
MEYOAUTEPN OPADA ATOUWY (APKETA EKATOVTADEG) VIO TOV TTPOCOIOPICHUO TNG
ATTOTEAEOUATIKOTNTAG (BNAQD, €AV ASITOUPYEI OTTWG TTPORAETTETAI) KAl YIA TV
TepaITépw agloAdynon TG acPAAEIdg Tng. 2

KAivikry dokiury eaong

O1 peAéteg ddong Il TpayuatotTolodvTal yia Tn JEAETN TNG ATTOTEAECHUATIKOTNTAG MIOG
TTOPEPPAONG OE PEYAAEG OUADEG CUPUETEXOVTWY OTN dOKIUN (ATTO APKETEG EKATOVTADEG
€WG APKETEG XINIADEG) OUYKPIVOVTAG TNV TTOPEUPRACN JE AAAEG TUTTIKEG 1] TTEIPAPATIKEG
TTapePPATEIS () ME PN ETTEPPRATIKN @povTida TTpoTUTTou). OI peAéETEG Daong Il
XPNOIUOTTOIoUVTAI ETTIONG VIO TNV TTAPAKOAOUONGCN TWV AVETTIBUUNTWY EVEPYEIWV KAl YIA
TN GUAAOYNA TTANPOPOPIWY TTOU Ba ETITPEWOUV TNV ACPAAN Xprion Tng apéupaong. 2

KAivikr) dokiuiy @dong IV

O1 peAétec ddaonc IV TpaypaTtotrolouvTal HETA TNV KUKAOQOpIa piag TTapéupBaong otnv
ayopd. AuTEG o1 HEAETEG €xOUV OXEDIAOTEI yIa TNV TTAPAKOAOUBNOoN TNG
QATTOTEAEOHATIKOTNTAG TNG EYKEKPINEVNG TTAPENPACNG OTOV YEVIKO TTANBUOUS Kal yia Tn
ouA\oyr} TTANPOPOPIWV OXETIKA PE OTTOIEODNTTOTE AVETTIOUPNTEG EVEPYEIEG TTOU
OXETICOVTAI JE TNV EKTETAPEVN XPION KATA TN SIAPKEIA JEYOAUTEPWY XPOVIKWV
TEPIOOWV.2
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MOAIG n Bepartreia KUKAOQOPNOEl 0TV ayopd, YTTOPEI va TTPAYUATOTTIOINBOUV TTPOCOETEG
MEAETEG yIa TNV AgIOAOYNON TNG ATTOTEAEOUATIKOTATAG KAl TNG AOQPAAEIAG TNG Bepartreiag
Kara 1n d1dpkela TNG ouviBoug Xpriong 1 yia Tnv agloAdynon g Bepatreiog o€ véa
TUAaTa Tou TTANBuapoU acBevwy.

IATPIKH NMPOOAOZ THZ NOzZOY POMPE

E: MNMola gival Ta o@£AN Kail o1 Kivduvol aTrdé Tn CUUMETOXH O€ M1 KAIVIKA SOKIMA;

A: lNa omavieg dlatapaxeg OTTwWG n vooog Pompe, N CUPUETOXN O€ PIA EPEUVNTIKI HEAETN
MTTOpEl va Owoel OTOUuG aoBeveic TTPOOPacn o€ TEIPAUATIKEG BepaTtreieg Tou Ba
MTTOpOUCAV VA BEATILUOOUY, VO CWOOUV 1 va TTapaTeivouv Tn (wr) Toug. Ta TTpoypdauuara
EKTETAUEVNG TTPOORAoNG Ba uTTopoucayv va TTapEXouv BepaTtreia o€ aoBeveic pe o Bapid
vOOO, 01 OTTOIOI DIAPOPETIKA deV Ba pTTopoucav va gival KATAAANAoI yia pia KAIVIKE OKIUA.
TuxaloTTOINUEVEG MEAETEG OTIG OTTOIEG EVTACOOVTAI PJEYAAUTEPOI apliBuoi aoBevwy (aAAd
avTioTolxiCovtal o€ DIOPOPETIKEG OUADEG yIa TN oUyKplon Bepatreiwyv) 6a yrropoucav va
dWwaoouv o€ ATopa PE AiyoTEPO Bapid vOOO TNV €UKaIpia va {EKIVAOOUV BepaTreia TTpIv n
MUIKN aduvapia e€gehixBei mépa amd TNV Ama avamnpia. Emedn n uyeia oag
TTOPAKOAOUBEITAI OTEVA, N CUMPPETOXN O€ MIa KAIVIK OOKIU) OAG TTapPEXEl €TTIONG
TTPOCBaCN o€ IATPIKK) PPOovTida atrd £I0IKOUG 0Tn vOoo Pompe.

MpIv aTTOQACICETE VO CUUMETAOXETE O€ MIA KAIVIKA OOKIUA, €ival ONUAVTIKO VO OTABUICETE
TOUG TTBavoUg KIVOUVOUG KaBWG Kal Ta OQEAN. AIaBAoTe TO TIPWTOKOAAO KaI PIANOTE e
TOV TTAPOXO UYEIOVOUIKAG TTEPIBAAWNG 0ag () TOV TTAPOXO UYEIOVOUIKAG TTEPIBaAYNG TOU
TTaId10U 0AG) yIa va £XETE PIa KAAUTEPN 10€a yIA TIG TNIBAVOTNTEG 0OG VA YIVETE DEKTOI OTNV
KAIVIKA dOKIUR Kal yia TO TTO00G KAIPOG UTTOPEI va TTEPATE! TIPIV SEKIVAOETE T BeparTreia.
2KEQTEITE TTWG N OUMPETOXA OTN OOKIYA Ba PTTOpoUCE va ETTNPEACEI TNV UYEIQ 00G, TV
OIKOYEVEIQ 0AG, TNV €pyacia 0ag Kal oTIONTTOTE AAAO UTTOPEI va £xEl onuacia yia £€04G.
BeBaiwBeite 61 Ba pwtAoceTe TI €idoug uttooThpIgn Ba cival diabéoiun o €04g €Aav
ATTOQACIOETE va eyypageite. ETTiong, @povTioTe va pwTHoETE €AV KATTOIO ATTO T £€00d
0a¢ Ba KAAUTITOVTAV, €AV TTPETTEI VA TALIOEWETE OE OTTOIORNTTOTE ATTOOTACH ATTO TO KEVTPO

NG MEAETNG.

1 Kartavonon Twv kAivikwv dokiywv: http:/clinicaltrials.gov/ct2/info/understand

2 https://www.australianclinicaltrials.gov.au/what-clinical-trial/phases-clinical-trials
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PEpompe. -

IATPIKH MPOOAOZ THZ NOzZOY POMPE

E: Nwg pmmopw va padw yia Tig KAIVIKEG SOKIMEG TTOU TTPOAYHATOTTOIOUVTAl OTNV
mepIoX Mou; Avartpélte otnv evotnta [eplocodTepeg TTANPOPOPIEG KAl OTO
@UAAGdIo yia Tn MNovidiakr Ogpartreia oTig Pompe Connections.

AuTn n dnuoacicuan Exel OXEOIATTEI yIa va TTAPEXEI YEVIKES TTANPOQOPIEC OXETIKA LIE TO BEUA
mou KaAurrreral. Aiavéuetal w¢ onuooia urmnpeoia amd 1 Aigbvp Evwon Pompe,
karavowvrag ot n Aigbvnc Evwon Pompe dgv aoxoAcgital ue tnv mapoxn 1atpiIkwy
aAMwv emayyeAuarikwy uttnpeoiwyv. H iarpikn givar pia diapkwg ueraBarAouevn emoTiun.
To avBpwr1Tivo o@aAua kai ol aAAayES aTnv TPAKTIKH KaBioTouv aduvarn TNV ToToTT0inon
TNS aKpIBeIag TEToIwv OUVOETWV UAIKWYV. AtTaiteital emBELaiwon autwy Twv TANPOYOPIWV
arro GAAeg Tnyéc, €10IKG atTd Tov 1aTpo TOU aoBevoUc.
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