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2HMEIA KAI ZYMIMNTQMATA THZ NOZOY POMPE

H véoo¢ Pompe civai omravio, eéeAioaduevo, kKAnpovouiko ueraBoAiko voonua. Or aoBeveic ue
v. Pompe 0¢v mapayouv apkern mooornta amd 10 éviuuo odivn a-yAukooiddaon i o6éivn
MaAraon. To voonua kAnpovoueitar orav kai ol duo yoveic Exouv mmaBoAoyikn BAGBn
(ueT@AAaén) oro yovidio tToU €ivalr utTEUBUVO yia TNV TTapaywyn tou eviuuou. H 6éivn a-
yAukooidaon n 6éivn uaArdon eivar amrapaitntn yia 1n arrodounon Tou YAUKOyovou, TO OTT0io
givar popen amrobnkeuonc tn¢ YAukolng ora uuikad kurrapa. Orav cucowpeUeTal UtTEPBOAIKN
TO00TNTA YAUKOYOVOU OTa LUIKA KUTTAPQ, aQUTA KATAOTPEQOVTAI KAl Ol JUS OEV UTTOPOUV va
Agiroupynoouv oword. Emeidn 1o éviuuo Bpiokerar ota Avuocoowuara (UIKpd owudaria mmou
Bpiokovrar uéoa OTo0 KUTTAPO), n vOooo¢ Pompe ouxvd avagéperai ws abpoloTiKO
Aucoowuiko voonua. Kabwc¢ 1o UAIKO TO 01T0i0 oUuTOwpPEUETal ival TO YAUKoyovo, n vooog
Pompe ovoudlerai €mmiong Kai yAukoyoviaon evw Qavagéperal Kal oav VEUPOMUIKN
Siarapaxn €meidn) mpooLdAAovrar o uug. Napd 10 yeyovog 0TI Ta CUUTTTWUATA UTTOPOUV va
EUQAVIOTOUV O€ OTTOIAONTTOTE OTIYUN aTTO TN LPEQIKN nAIKia uéxpl Tnv evnAikh {wn, ol aoBeveic
Karar@ooovral o€ OUO KATNYOPIES, EITE OTN BPEQIKN EITE OTNV OWIUN LopP@H TS vooou Pompe.
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PhdBec ora uikd xirrrapa.
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ZHMEIA KAI ZYMINTQMATA THZ NOZOY POMPE

E: H coBapdétnra Tng vooou Pompe ouvdéeTal Je TNV nAIKia oTnv otroia gu@avifovrai
TA TTPWTA CUUTWHATA;

A: OMol o1 acbeveic pe voéoo Pompe €xouv Tnv idla yevikr tTopegia éoov agopd Tn
OuoWwpPPEUOT YAUKOYOVOU OTO MUIKO 1I0TO TToU odnyei 0€ TTPOOJEUTIKN) WUIKA aduvayia. To
@aopa TG vOoou ¢€ival gupu, a0 TNV KAQOOIKA PPEQIK HOP®H, n oTroia eival n
ooBapdTepn, WS TNV OWIUnN HopP@r n oTroia gival eAa@puTepn Kai BpiokeTal oTnv GAAN akpn
TOU KAIVIKOU @dopatog. H coBapdtnta 1ng vooou Pompe TroikiAel avdAoya pe TV nAIKia
évapéng, 10 PBaBud CupuETOXNG Twv opydvwy, Tn ocofBapdTnTa TNG MUIKAG OUMMETOXAS
(OKEAETIKN, AVOTTVEUOTIKI], KAPAIAKI) Kal TO puBuo €EEAIENG TNG vOOOU.
H vooog Pompe katatdooetal oTIg €ENG HOPPEG:

e KAaooikn Bpe@ikr) vooog Pompe

e Mn kAaooikn Bpepiki vooog Pompe

e Ouyiun Bpeikh vooog Pompe

E: Moia €ival Ta onueia Kal CUPTITWHOTA TNG KAQOOIKAG Kal un KAAOOIKNAG BPEPIKAG
vooou Pompe?

A: KAaooikh Bpe@ik vooog Pompe: AuTr €ival TTI0 €TTIBETIKA Kal aTTEIANTIKA yia TN (WA
Mop®n TNG VOOOU Kal ouvhBwe eu@avideTal TOUS TTPWTOUG 6 pRves Cwng. H kupidtepn KAIVIKN
ekdOAAwonN eival n egeonuacpévn Puikn aduvapia (Muottdbela). Ta Bpéen pe vooo €xouv
EAATTWHPEVO JUIKO TOVO (uTToTOovia), YeviKEupévn uuikp aduvauia kal aduvatoluv va
OUYKPOTOUV TO KEPAAI TOug. ApyoUv va OTTOKTAOOUV TIG avAAOYEG yia Tnv NAIKia Toug
KIVNTIKEG OECIOTNTEG 1 XAVOUV TIG TTPONYOUMEVWGS KEKTNMEVES KIVNTIKEG OegIOTNTES. [IBavov
TTOTE VA PNV KATAQEPOUV VA QTTOKTAOOUV TNV IKAvOTNTA va KaBioouv, va PTToucouAicouv i
va Tepmratiioouv. H puikn aduvapia e€eAicoetal taxutara. H avarrvor], ol OnAaoTIKEG
KIVAOEIG Kal N KATATTOoN YivovTal e€AIPETIKA OUOKOAEG. H kapdid peyoAwvel (peyalokapdia),
TO ATap MeyaAwvel (nmmartopeyadia), n  yAwooa peyoAwvel  (pakpoyAwaogoia). Ta
TTpooBeBAnuéva Bpépn dev ptTopouv va BdaAouv BApog Kal OV YTTOPOUV VA PHEYOAWOOUV UE
TOV AVOUEVOUEVO puBuo (KaBuoTépnaon augnong) Kal £XoUV avaTTveEUOTIKA TTPpoRARuaTta. Av
TTOPAMEIVEI XWPIG BepaTtTeia, auTh N Hop@r) TNG vooou Pompe odnyei o€ BAvato oTov TTpwTo
Xpovo (wnc. Auth eival n Mo cofapr pop®n TG vooou. H vontikA avamtuén dev @aiveTal
va TTPOCRAAAETAI.

Mn kAaooikr Bpe@ikr) vooog Pompe: ZuvABwG gp@avieTal yUpw OTOV TTPWTO XPOVOo CWNG.
Xapaktnpiletal amdé kabuoTtépnon oTnV aTroKTNON KIVNTIKWY OEgIOTATWY (OTPOYr aTTd TNV
OTITIa oTNV TTPNVA 60N Kal avTiBeTa) Kal TTPOodEUTIKA aduvapia. H kapdid utropei va gival
TTaBoAOYIKA peYAAn (kapdloueyalia) n otroia ptropei va KaTtaAngel o€ Kapdiakn aveTTapKeEIa
OTTWG Kal oTa BpEéEn TTou TTPOCRAAAOVTAl ATTO TN coBAPATEPN MOPPH, O PUBPOG €EENIENG
OMWG PTTOPEl va unv gival T6o0 ypriyopog. Katroiol £€xouv €AAXIOTn WG KaBOAou kKapdiakn
OUMUETOXN, ME TTPWIKN MUIKI) CUPHPETOXN WG TTPOEXOV CUUTITWHA. H PUikr aduvauia ptTopei
va odnynoel oe coBapd avartrveuoTiKA TTPoPAAuUATA, Kal XwpPic Bepartreia, o1 aobeveic pe
QUTA TNV hopen TNG véoou Pompe utropouv va TIRILO0UV PEXPI TNV TTPWTN TTAIBIKN NAIKIa.
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ZHMEIA KAI ZYMINTQMATA THZ NOZOY POMPE

E: Mola gival Ta onueia Kal CUPTITWHATA TS OYIPNNG HOPPRS TNG VOoou Pompe;

A: H dyiun popen 1ng véoou Pompe JTTopEi va TTAPOUCIACTE TTPOG TO TEAOG TNG TTAIDIKNG
nAIKiag, otnv epnpeia 1 otnv eviAikn (wr. Mepikoi aoBeveic ekdNAWVOUV CUUTITWPATA OTTO
TOV TTPWTO XPOVO CWwNG OUWG auTh N Hop®ny Tng vooou Pompe cival nmoTtepn ammd tnv
Bpepikn popen kai dev TTePINaAUBAvEl CUPPETOXN TNG KApdIds. Or TTeEPICTOTEPOI UE OWIUN
MOP®N VOOOU €KONAWVOUV TTPOODEUTIKI MUIKF aduvayid, Kupiwg oTa TTodIa Kal Tov KOpUo,
OUUTTEPIAANBAVONEVWY KAl TWV HUWYVY TTOU EAEYXOUV TNV aVaTTVON.

To TpwWTO CUUTITWHA €ival ouxvd n aduvapia Twv TTodIWV, N OTToia TTPOKAAEI aoTaBEG
Badiopa. O1 aoBeveic UTTOpPEl va €XOUV HUIKOUG TTOVOUG KOl OUXVEG TITWOEIS. Ta Pwpd
MTTOPEI va un paBouv va ptroucouAoulv, va oTékovTal A va Badiouv Kal dev @TAVOUV TOUG
QVOTITUEIOKOUG OTaBPoUs. KaBwg Ta TTaidid HEYOAWVOUV CUXVA €u@aViCouV avwHoNieg TNG
OTTOVOUAIKAG OTAANG, OTTwG AOpdwaon, KUQWON, OKOAIwWOoN o1 OTToie¢ ouvexiCouv wg Tnv
evAAIKn ¢wn.

Ta madid pe vooo Pompe ouxva éxouv TTPORANuUa va avramegéABouv OTIC QUOIKEG
0paoTtnpIdTNTEG 0 Oxéon MeE Ta TTaidid TNG nAiKiag Toug. O1 evAAIKEG eu@avifouv €UKOAN
KOTTwOoN Kal n doknon 1} To avéBaoua OKaAIwV UTTOPEI va TOUG Qavei eEouBevwTikG. Kdatroiol
g€xouv Tovoug XaunAd otn péon. H didykwon g kapdidg r Tou ATTATOG, OTTAvIia
edaviCovtal otnv oWiun poper TG Pompe. KaBwg n puik aduvapia augdvel, ol aoBeveig
apxifouv va xpelalovial avaTTnPIKa KApOTOola KOl PTTOPEI va XPEIAOTEN AVATIVEUOTIKA
uTTOOTAPIEN. MO va uABeTE TTEPICOOTEPA YIA TNV AVATIVEUOTIKN UTTOOTRPIEN OEITE TO GUAAGDIO
ME TiTAO AvatrveuoTikd MpopAfuata otn Néoo Pompe.

H vooog Pompe 1TpocaBdaAAel évav ammd Toug TTI0 onUAVTIKOUG UG TTOU XPNOIKMOTTOIOUUE Yia
TNV avatvor pag, 1o didepaypa. To didgpayua PpiokeTal akpIBwS KATw aTTd TOUG
TIVEUUOVEG Kal TNV Kapdid kal xwpilel To otiBog amd Tnv Kolhid. Kabwg 1o did@payua
QTTOOUVAMWVETAL, N AvaTTVor) YiveTal oAoéva Kal TTIo0 dUOKOAN, KUpiwg Katd Tn OIAPKEIQ TOU
otvou. Q¢ ammoTéAeOPa TNG KAKAG TToIdTNTAG UTTVOU, Ol aoBeveic gugavidouv TTpwivoug
TTOVOKEQAAOUG Kal uTTvnAia KaTtd Tn OIAPKEIQ TNG NUEPAG. Z€ MEPIKEG TTEPITITWOEIG N
aduvayia Tou dlaPPAYUATOG PTTOPET va eKONAWBEI TTPIV TV EUPAvION OTToIa0oOATTOTE AAANG
MUIKNAG aduvayiag.

Eival onuavtiké va BuudpaoTte 011 0 pubudg €EEAIENG TNG vOOOU TTOIKIAEl atmd acBevr) o€
aoBevy kal Ot katrola TTaIdId Kal eVAAIKEG £XOUV NTTIOTEPA CUPTITWHATA aTTd GAAoug. H
eVAAIKN POpP@ TNG VOOOU UTTOPEI va EPQAVIOTEI a1t TN BEUTEPN WG TNV €KTN OEKAETIA TNG
dwng.

E: Eival n K6TTwon onuavTikg eEkOAAwon TG dYiung popPng Tng vooou Pompe;

A: H kémmwon gival ouxvd oUUTITWPO OTOUG €VAAIKEG PE vOOO Pompe Kal PTTopEi va €xEl
duopev €midpacn oTnv TToI0TNTA (WG Toug. MExpl TTpOo@aTa, dev divoTav TTOAU onuacia
oTnVv KOTTwoN w¢ CUPTITWHA TNG vooou Pompe kal dev agloAoyouvtav cuoTnPaTIKG. TNV
TTPAYHATIKOTNTA, KOTTWOT MTTOPOUV VA EKONAWOOUV CUXVA TOOO O A0BEVEIG JE ATTIA OCO Kal
ol acbBeveic pe ocofapry upop®r TG véoou Pompe. H kAiyaka oTadiotroinong Tng
ooBapdtnTag Tng koTrwong (Fatigue Severity Scale - FSS) civar éva xprioigo epyaheio
€KTiUNONG TNG KOTTWONG oTn vooo Pompe. H kAipaka autr) oxedidoTnke WOTE va dIOKPIVEl
TNV KOTTWON atmd TNV KAIVIKA} KAatdBAiyn, kKaBwg kal oi duo €XOUV KOIVA CUUTITWHATA.
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ZHMEIA KAI ZYMINTQMATA THZ NOZOY POMPE

AtroteAeital ammd éva OUVTOUO €PWTNUATOAOYIO OTTOU TO ATOMO KOAEITQI va QTTAVTAOEI
BaBuoAoywvTag To eTTiITTEdO TNG KOTTWONAG TOU, OTTWG TO AlIoBAveTal O idI0G.

EKkT6¢ a1mé TO CUUTITWHPATA TA OTTOIO OXETICOVTAI PE TNV AdUVOUIO TWV OKEAETIKWVY KAl TWV
QVOTTVEUCTIKWY MUWYV, apvnTikh €TTidpacn otnv 1oidoTnTa (WS Twv aoBevwy UTTopouv va
é€Xouv Kal pn KivnTikA TTpoBARuata OTmwg eival n kémmwon. H kdémwon cival dUoKoAO va
opIoTeEi, KABWGS ouxva eival €va un €10IKO, UTTOKEIPEVIKO CUPTITWHA. AUO TTPOTEIVOUEVOI
OPIOMOI €ival «UTTEPPOAIKN) Kal €TTipovn Koupaon, aduvauia ) €EouBévwaon TIVEUUATIKN,
QUOIKN A Kal Ta duo» Kal «dUCoKOAia oTnv évapén A dlathpnon €KoUCIwy dPACTNPIOTATWVY.
MapdT N KOGTTWwOonN gival cuxvo CUPTITwHA o€ TTOAAEG XpOviEG TTABROEIG, eV £xel AABEl apKETH
TTpoooxn oTn vdoo Pompe Kal oI ava@opEg ival EAAXIOTEG.

MNa tnv KaAOTepn Ouvarh Bepartreia TnNG KOTTWONG, €ival onUAvTiKO va yvwpifouue yiarti
eMaviCeTal otTn vooo Pompe. Z¢ pia Tpdo@artn avaokOTnon oulnTtrinke N CUPUETOXN TwV
KKEVTPIKWVY» KAl KTTEPIPEPIKWIVY TTAPAYOVTWY TNG KOTTWONG O VEUPOAOYIKEG TTABNOEIC. 2TN
vooo Pompe, n 1o moavi airia TNG KOTTwong €ival TTEPIPEPEIAKI KAl €ival ATTOTEAEOUA TNG
MUIKAG aduvapiag. Idiaitepa oxeTiCeTal pe TNV KOTTWON N QdUVAMIA TWV QVOTIVEUOTIKWY
MUWwV. H avatrveuoTIKA aveTTApKEIQ UTTOPEI va 0dnNyAoEl o€ dlaTapaxEéG Tou UTTVOU, N OTToid
ME TN oeIpd TNG €ival duvatd va odnyrnoel o€ uttvnAia Kal KOTTwon Katd 1n dIApKEIa TNG

nUépag.

H kétmwon eival TToAU ouxvry oToug eviAikeg aoBeveic pe véoo Pompe. Epgavidetal 1600 o€
aoBeveic ye AIMa 600 Kal o€ acBeveic pe Bapid vooo Kal n TTapoucia Tng givar aveEdpTntn
atrd N diIdpkela TNG vooou. H kAipaka oTadloTroinong Tng ocoBapdTnTag TG KOTTwOoNG gival
éva XPAOINOo €PYAAEIO yia TNV EKTINNON TG KOTTWONG O€ €VNAIKEG aoBeveic pe vooo Pompe.
XpelaZetal TepaITéEpw £peuva yia va dleEAeukavOouv ol TTaBoQUGCIOAOYIKOI UNXAVIOHOI Kal va
avIXveuBoUV GTOXOI YIO TNV AVTIMETWTTION TNG KOTTWONG.

E: Eival o TTovog Kal n KOTTwon KAIVIKEG EKONAWOEIG TNG OYINNG HOPPRS TNG VOoOU
Pompe;

A: TMapdT o 1oévog kal n KOTTwon Oev eival €1I0IKA cupTTwuata TNG vooou Pompe,
EMavifovtal ouxva oToug acBeveic e Pompe Kal gIropouv va €TTNPEACOUV O ONPAVTIKO
BaBuod Tnv Toi6TNTa (WK Toug. ATTO £peuva Tou IPA- Erasmus MC Pompe Survey @Aavnke o1l
TO 76% TWV CUPUETEXOVTWY aoBevwy UTTEQPEPAV atrd KOTTwon Kal 10 46% aioBdavovrav
TTOVOUG OUXVA 1 TTAVTa O€ €va 1) TTEPICCOTEPA ONUEIN TOU CWHATOG, KUPIWG OTO Avw TUAMA
TWV XEPIWV KAl TWV TTOBIWV.

Aev €xel yivel WG TWwpa TTEPAITEPW €pEuva OO0V agopd Tov TTévo 0Tn vooo Pompe, evw n
KOTTWOTN 0€ eVANKEG A0BEVEIG £XEl MEAETNOEI TTI0 AETTTOPEPWG PE TN XPNOIMOTIOINON KAipaKag
otadlotroinong TG oofBapdtntag Tng kKommwong (Fatigue Severity Scale - FSS).
AlamoTwonke 0TI KOTTWON dEV TTAPOUCIacav JOVO ol Bapid TTACXOVTEG aoBeveig aAAG Kai ol
aoBeveic pe eAa@pId pop®r TG vOOOU Kal TTEPIOPIOPEVEG KAIVIKEG ekdnAwoelg. Eivai
ONMAVTIKO VA ava@ePBEi OTI N KOTTWON O€ OPICPEVEG TTEPITITWOEIG UTTOPEI VA ATTOTEAECEI TV
TTPWTN KAIVIKA €KBNAWON o€ eVAAIKEG aoBeveig pe vooo Pompe.

Mpokeigévou va avalntnBei n KatdAAnAn Bepartreia NG KOTTWONG, Ba TTPETTEN TTPWTIOTWS va
OIEUKPIVIOTEI YIOTI ATTOTEAEI ONUAVTIKO CUUTITWPA TNG vooou Pompe. ATTIO pia TTpoo@arn
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ZHMEIA KAI ZYMINTQMATA THZ NOZOY POMPE

QvOOKOTINON TIPOEKUWE OTI N KOTTwOoNn oTn vooo Pompe o@eiAeTal Kupiwg O MUIKNA
aduvayia, n otoia odnyei oe puikn kéTTwon. BéRaia o1 acBeveic ouxvd £xouv TTIO
YEVIKEUPEVN aioBnon kOTTwong, n otroia Tmeavov  €ival ammoTEAECHA  AVTIPPOTTIOTIKWYV
MNXQVIOPWY aTTO TOV EYKEPOAAO, WOTE VA TTEPIOPIOTEI N UTTEPPBOAIKN QUOIKY dpacTnpIdTNTA.
KaBwg Ta aitia NG kdé1mmwong dev gival akOun TTANPWS dIEKPIVIOUEVA, XPEIACETAl TTEPAITEPW
£€pEUVA OTOV TOUEA QUTO.

Id1aiTepa onuavTIKOG TTAPAYOVTAG yia TV KOTTwon oTn vooo Pompe gival n aduvayia Twv
QVOATTVEUOTIKWY MUWV. H avativeuoTIKA aveTTAPKEIO PTTOPEI va odnyrnoel o€ OIOKEKOPUEVO
UTTVO, N OTTOIa PTTOPEI va ETIPEPEI UTTVNAIQ KAl KOTTwoN KATA Tn dIAPKEIA TNG NUEPAG. 2TOUG
a0Bevei¢ Pe onueia augavopevng KOTTWONG €ival atmapaitnTo va yivovtal OOKINOCIiEG TNG
QVOTTVEUOTIKNG AgIToupyiag o€ KaBIoTIK Kal UTITIa Béon KaBwg Kal dokiyaaia UTTvou (TTOAU-
UTTVOYPaQia) woTe va dlEPEUVNOET av TO CUUTITWHPATA TG KOTTWONG OQEIAOVTAI O VUXTEPIVO
UTTOQEPIONO ) o€ AAAEG DIATAPAXESG TOU UTTVOU.

E: Narti pepikég popég KaBuoTepEi va yivel n cwoTh didyvwon;

A: H voéoog Pompe c€ivar TToAU oTrdvia, TTpoofdaAiovtag Ttrepittou 1 otoug 40.000
avlpwTTouG. 2Tn PBPEPIKA pop@ry TNG vooou egival o €UKOAn n didyvwon, yiati Ta
CUMTITWHATA €ival TTIo €1I0IKA Kal uTTopouv va odnyrioouv otn didyvwaon TG vooou.

2uxva n avayvwpion TG vooou Pompe cival dUOKOAN KaBWS Ta onueEia Kal CUPTITWUATA
MTTOPOUV va TTOIKIAOUV Kal va gu@aviovTal Kal o€ AAAa voornuata OTTwg €ival n voéoog
Werdnig-Hoffmann n mmoAiopuocitida, n puikfy duotpoia Becker / Duchenne, or limb-girdle
muscular dystrophy. Y1rdpxouv ava@opég yia kabuoTtépnon tng didyvwong Katd Yéco 6po 7
Xpovia o€ peyaAutepa Taidid kai eviAikes. H didyvwaon tng vooou Pompe emieRalwveral Ye
N pETPNON TG OPAOCTIKOTATAG TOUu €vCUPOU O&Ivn AaAg@a-yAukooiddon (acid alpha-
glucosidase, GAA). H pétpnon Ttou ev{Upou yivetal ouvnBws o€ atToénNPauEVES OTAYOVES
QigaTog, o€ ASUKOKUTTAPA KOl AEUPOKUTTAPA.

E: Ti mpoBAfpaTa uygiag HIropouv va TTpoKUYouv pe T vooo Pompe;

A: H Tpo0odeuTIKr YUk aduvapia Kal Ta avaTTvEUOTIKA TTPOBAANATA T OTTOIO TTPOKAAOUVTAI
atmé 1™ vooo Pompe, PTTOpoUvV va Augfoouv TOV KivOUVO YIO QVOTTVEUOTIKEG AOINWCEEIG,
amvola Katd Tn OIdpKeEIa TOu UTTVOU Kal OUOKOAIO oTnv KATATTOON, KABWGS Kal OKoAiwon,
MUIKEG OUOTTAOEIG KAl AAyN XapnAd otnv TTAATN. MNa va pdbetal TEPIcoOTEPA OXETIKA PE TA
mpoBARuaTa uyeiag otn véoco Pompe, Ocite 10 QUAAGDIO pe TITAO ‘Zuxva latpikd
MpoBAAuaTa’.

E: laTtai n vooog Pompe;

A: Tlapdm péxpr oTmiyung Oev umrdpxel TANPENG iaon NG vooou Pompe, UTTApXEl
QTTOTEAEOUATIKI) BEPATTEUTIKI] QVTIUETWITION ME XOoprynon &vfUPOU UTTOKATAOTAONG, TOU
OTTOIOU N €UTTOPIKI ovouacia kKaAeitar Myozyme kai dloTiBeTal 0 TTOANEG XWPES
TTOYKOOMiWG.

YTdapxel onuepa éviovn €PeUVNTIK OpacTnpEidTnTa oTn dlgpelivnon TPOTTWV WOTE Vva

kabuoTepnoel n €CENIEN TNG vOoOoU i akOPN Kal yia TTARPN iaon Tng vooou. MNa Tepaimtépw

AETTTOUEPEIEG OXETIKA WE TIG TTAPATTAVW BEPATTEUTIKEG TTPOOEYYIOEIG, OEITE TO PUAAADIO UE
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ZHMEIA KAI ZYMINTQMATA THZ NOZOY POMPE

TiTAo ‘laTtpikA MNpoodog otn Néco Pompe’. ETriong uttdpyxouv UTTOOTNPIKTIKEG BEPATTEIES Ol
OTTOIEG €XOUV OTOXO va BonBAcouv OTn CUUTTTWMPATIKA AVTIMETWTTION TNG vOOooU. AUTEG Ol
Bepartreieg YTTOPOUV VA TTPOCPEPOUV AVAKOUPIoH Kal va BEATIWOOUV TNV TTOIOTNTA (WG TWV
aoBeVWV.

Mou va pddere repIocodTEPQ:

O1 TTapaKATW TTNYEC UTTOPOUV VA ATTAVIACOUV OTIC TTEPIOCCOTEPEC ATTOPIEC OOC OXETIKA UE TN

vooo Pompe:

H &ieBvrg opydvwon Pompe - International Pompe Association (IPA) eivair pia
01eBvNg évwon yia aoBeveic pe véoo Pompe. To IPA BonBd toug aoBeveig, TIg
OIKOYEVEIEG TOUG KAl TOUG QvVOPWTTOUG TTOU aOXOAOUVTAI PE TNV IATPIKA TOUG PPOVTIOa
WOTE va POIPACOVTAl Ol EUTTEIPIEG KAl Ol YVWOEIG TOUG O OAEG TIG NTTEIPOUG KAl TIG
KOUATOUpPEG. Na va Bpeite TOV OUVOEOHO TNG XWPOG OAG, ETTIOKEPTEITE TNV 1I0TOCEAIdO
Tou IPA www.worldpompe.org

21NV 1oToo€Aida TnG eTaipiag Genzyme oTtnv evotnta Pompe Community TTapéxeTtal
OPKETO UANIKO OXETIKA ME Tn vooo Pompe. Oa T1a Bpeite otn dievbuvon
WWW.pompe.com

The Physicians Guide to Pompe Disease. Eivai évag odnydg yia iarpoug TTou
TTapéxeTal atrd Tov Auepikavikd Opyaviouo yia Zmavieg MNabrioeig (NORD) kai 6a 1o
Bpeite oTnv 1I0ToOEAIda www.rarediseases.org/programs/pompe _brochure.html

American College of Medical Genetics (ACMG) Practical Guideline: Pompe Disease
Diagnosis and Management Guideline 2006. Vol. 8. No. 5. Edw, o1 0dnyieg Tou Ba
Bpeite, oxedidotnkav oav eKTTAIOEUTIKO UAIKO O€ 1TPOUG KAl UYEIOVOMIKO TTPOCWTTIKO.

Genetics Home Reference: Odnyég yia tnv katavonon [everikwv Noonudatwv
http://ghr.nim.nih.gov/gene/GAA

Kévtpo Aucoowpikwv kal MetaBoAikwyv NoonudaTtwy Erasmus (Center for Lysosomal
and Metabolic Diseases Erasmus MC University Medical Center)
www.erasmusmc.nl/

21NV 1oToo€Aida TnG eTaipiag Genzyme oTtnv evotnta Pompe Community TTapéxeTtal
OPKETO UAIKO OXETIKA pe T voéoco Pompe. Avadntioere 1o OTnV 10TOOEAIdA
WWW.pompe.com

laTpikG Kévipa T1Tou e€eidikevovial o€ Neupouuikéc Alatapaxéc: Oa T1a Bpeite
ETTIKOIVWVWVTOG JE TOV AVTIOTOIXO ZUAAOYO TNG XWPAG 0OG

o 2mg H.IM.A., emkoivwvhoTte pye 10 2UAoyo Muscular Dystrophy Association
(MDA) o1n 61e0Buvon www.mdausa.org/clinics.

6

i?“ www. worldpompe.org Supported by an Unrestricted grant from gengyme

August 2005 Code 001
Rev May, 2011


http://www.worldpompe.org/
http://www.pompe.com/
http://www.rarediseases.org/programs/pompe_brochure.html
http://ghr.nlm.nih.gov/gene/GAA
http://www.erasmusmc.nl/
http://www.pompe.com/
http://www.mdausa.org/clinics

ZHMEIA KAI ZYMINTQMATA THZ NOZOY POMPE

o 2tnv Eupwtmn, TmAnpogopiec Ba PBpeite otn dievbuvon Tou EAMDA,

www.eamda.net

0 2& GM\eg nTreipoug, emoke@Oeite TN d1EBvry €vwon World Alliance of
Neuromuscular  Disorder  Associations (WANDA) otn  ®ie0Bbuvon
www.wandaweb.org kai eTTIAEETE TN XWPA 00G.

e GSDNet: Eival éva diktuo avtaAAaynig NAEKTPOVIKWY UNVUPATWY JE AToua ava Tov
KOOMO TTOU TTAoXouv atrd Tn vooco Pompe. MTTopeite va eyypag@eite NAEKTPOVIKA
aTTooTEAAOVTAG HAVUUA. ZUPTTANPWOTE Ta akOAOUBA OTOIXEIO OTO PrVUNQ:

“To”: MNMAnkTpoAoynoTe: listserv@listserv.icors.org

‘CC”. ApnoTe TO KeVO

“‘Subject”: AgprioTe 10 KEVO

E-mail: MNAnkTpoAoyAoTe oTov Xwpo Kelpévou: Subscribe GSDNet <10 dvopa oag o€

AQTIVIKOUG XAPOKTAPEG>

»B Untitled Message - Microsoft Word |:||E|g|

E& To... listserwidlistsery. icors.org

Bl ...

Subject:

File Edit “ew [nsert Format Tools Table Window Help X
Hlsend @ ~ B S, ! 4 v [Joptons. = HTML

-

subscribe gsdnet Johannes Schmidt

§E| = 1|

|

Autn n ékdoan oxeOIA0TNKE IE OKOTTO va OWOEl YEVIKES TTANPOQYOPIES TXETIKA e TN NOoo
Pompe. Aiavéuerar dwpeav armro 1o IPA ue n dIEUKpiviaon OTI OEV TTapExoVTal IATPIKES N AAAEC
ETAYYEAUQTIKES UTTNPETIEC uyeiac. H 1atpikn gival pia ouvexws ueTaBaiAduevn emoTiun.
AvBpwrriva apaAuara Kai aAAayEC aTnv TTPAKTIKN EQapuoyn Kabiarouv aduvarn tnv amoAutn
aKpifela evog Keluévou oav autro mmou dlaBalete. EmBeRaiwoTe 1IC TTANPOQYOPIES UE AAAEC

TNYES KAl KUPIWGS LIE TOV Beparrovra 1arpo oag .

EAMNvIKA petdepacn atmd péAn tou ZuAAoyou AcBevwv kal Pidwv AcBevwv pe KAnpovouikd
MetaBoAikd Nooruata "KPIKOZ ZQHZ” www.krikoszois.gr. (E.AaokdAou, Z.AnunTpouAng,

X. lwavvou, E.KaBakotroUuAou, empéAcia MNM.AuyouoTidou-ZapBoTrouAou).

T\ W worldpompe.org
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