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ZHMEIA KAI ZYMINTQMATA THZ NOZOY POMPE

H vooog Pompe €ival pia otrdvia TTpoodeuTIKr) dlaTapayr TToU KANPOVOUEITAl YEVETIKA 1)
TTEPVAEl o€ TTAIdIA OTAV KAl 01 dUO YOVEIG £XOUV EAATTWHATIKO yovidio. Ta dtoua TTou £Xouv
dlayvwoTei pge vooo Pompe Oev €xouv apkeTd €vqUUO TTOU  Oovouddetal  6§ivn
aA@a-yAukooiddaon (GAA) i 6§ivn paAtraon. Autd 10 €v{uuo €ival aTTapaiTATO yIia TNV
atrodéunon Tou YAUKoyovou, To OTToio €ival pop®nA atmmobrkeuong TnG YAUKOZNG OTA PUIKA
KUTTapa. Otav cucowpeveTal UTTEPPROAIKA TTOCATNTA YAUKOYOVOU OTa PUIKG KUTTOPA, QUTA
KATOOTPEPOVTAl KAl O JUG OEV PTTOPOUV va AgIToupyrnioouv owaoTd. ETtreidr) 1o €viupo
BpiokeTal o€ éva HEPOG TOU KUTTAPOU TTOU ovouddeTal Aucdowpa, n véoog Pompe ouxvda
avagépeTal ws diarapaxl AUCOOWHMIKAG atroBrikeuong. Kabwg 10 UAIKO TO OTToio
oucowpeleTal €ival To yAukoyovo, n vooog Pompe ava@épetal €1TionNg wg vOoog
atrobAkeuong yAukoyovou (GSD) kal epdoov n vooog Pompe TTpooBAAAEl Kal TOUG PUEG,
ovouddeTal etTiong veupouuikn diatapaxn. MNMapd 10 yeyovog 6T T CUUTITWHATA JTTOPOUV
va €U@AvIOTOUV O€ OTTOINdATTOTE OTIYUN aTTd TN BPEPIKN NAIKia pExpl TNV evAAIKA {wn, ol
aoBeveig AapBavouv TG dlayVWOEIS €iTE TNG PPEPIKAG €iTE TNG OWIKNNG HOPPNAS TG VOOOU
Pompe. Autd 10 QUAAGDIO Ba TTEPIYPAWEl TN QUOIKNA 1I0TOpIa TNG vooou Pompe, 6tav dev

AEPATIO HUIKWOV VOV

MuoiviSia Mukoy6vo

TKENETIKOG
s

Augoowpdtia

Quaoio)oyiKr puiki iva (kTTapo) MpooPePAnpévn puikn iva (KotTapo)
Ta puika kottapa (f iveg) opadomnotlovvtat o Sepdtia. Kabe kitrapo anoteheitar and
{wveg puoividiwv. To yAukoyovo apyilel va oucowpeVETal OE £va PEPOG TOU HUIKOU
KUTTapou mou ovopaletal Aucoowpdtio. Auto éxel oav amoTtéeopa tn Sioykwon
TwV AUCOOWHATIWV £wG 6Tou KataAdBouv TOG0 TOAY XWPO TTOU TO HUIKG KUTTAapo
kataotpé@etal. To yA\ukoyovo pmopei emiong va Siaguyel and ta KUtrapa Kat va
npokaléoel emmpoobeteq PAABEC oTa pUiKA KUTTAPA.
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2UXVEG EPWTAOEIG:

E: Nwg ouvdéeTtal n oofapdétnta Tng vooou Pompe pe TNV nAikia oTnv otmroia ep@avifovral Ta
TMPWTA CUMTITWHATA;

A: OMAoi o1 aoBeveig pe vooo Pompe €xouv Tnv idla yevikr) TTopeia Tng vooou, dnAadn Tn otabepn
ouoowpPEeUon YAUKoyévou OTOUG MUIKOUG I0TOUG TTou odnyei 0 TTPOOdEUTIKA Uik aduvapia. To
@Aaoua TNG vooou eival eupu, atmd TNV KAAOIKA BPEPIKA Jop®n, n oTToia gival n coBapdTepn, wg TV
OWIKN PopYr n otroia eival eAa@pUTEPN Kal BpiokeTal aTnv dAAn dkpn Tou @daouatos. H coBapdtnTa
NG vooou Pompe troikiAAel avaAoya pe Tnv nAikia évapéng, Tov BaBud CUPPETOXNG TWV OpYAvVWY Kal
TN ooBaPOTNTA TNG MUIKAG CUUMETOXNG (OKEAETIKA, AVATIVEUOTIKR, KaPAIaKK) Kal Tov pubud eEEANIENG
NG véoou

¢ yia mmpooTrdbeia KaBIEpwong HIag eviaiag opoAoyiag, n véoog Pompe katatdooeTtal oTIG €EAG
HOP®EG:

o KAaaoikr Bpeikr vooog Pompe

e Mn KAQoIKr BpePIkr) vooog Pompe

e Ouwyiun voéoog Pompe

E: Moia €ival Ta onpeia Kal T CUPTITWHATA TNG KAAOIKAG KAl YN KAAOIKAG BPEPIKAG vOoOU
Pompe;

A: KAaoikr) Bpe@ikr) vooog Pompe: AuTh €ival n TTI0 €TTIOETIKA KAl ATTEIANTIKN yia TN {wr Hop®n TG
vooou Kal ouvnBwg gu@avietTal KaTd Toug TTPWTOUG 6 urveg Tng {wns. H akpaia puikn aduvapia
(uuoTTd@Beia) gival To Mo agloonueiwTo onueio. Ta pwpd pe véoo Pompe £xouv eEAATTWHEVO PUIKO TOVO
(utToTOVia), yevikeupévn MUIKR aduvapia Kal aduvatouv va oUuyKpatouv To KEQPAAI Toug. Apyouv va
OTTOKTHIOOUV TIG KIVNTIKEG OEEIOTNTEG 1 UTTOPEI va XAVOUV TIG TTPONYOUMEVWG KEKTNUEVES KIVNTIKEG
0e€1oTNTEG. MMBavOv TTOTE va pnv KATA@EPOUV va ATTOKTAOOUV Tnv IKavoTnta va kabioouv, va
MTTOUCOUAicOUV 1} va otaBouv. H puiki aduvapia egeAicoetal Taxutata. H avatrvor}, ol BnAaoTIKEG
KIV\OEIG Kal N KaTaTtroon yivovTal e€aipeTiké SUOKOAES. H kapdid peyaAwvel (ueyahokapdia), To ATTap
MeyaAwvel (nTraTtopeyoAia) kal N yAwooa peyaAwvel (uakpoyAwoaia). Ta mpooBeBAnuéva Bpéen
MTTOPEI ETTIONG va WV ATTOKTACOUV BAPOG Kal va unv avartuxBouv ue Tov avauevouevo pubuo
(kaBuoTépnon avaTTTugng) Kal va TTapoucIAoouV avaTrveuaTIKA TTpoBARuaTa. H aténon tng aduvapiog
TOU KaPdIOKOU PUdG 0dnyei o€ KAPDIAKK KAl AVOTTVEUOTIKN AVETTAPKEIA. EAvV eV avTIUETWTTIOTE, QUTA
n Hop®n TNG voéoou Pompe odnyei o€ Bdvato aTov TTpwTo XpOvo CwAG. AUTO avTITTPOOWTTEUEI TNV TTIO

ooBapr] Hop®n TNG vOoou.

H vonTikr) avdmtuén dev @aiveral va TTpooBAAAETAL.

Mn kAaoikl Bpe@iki véoog Pompe: ZuvhBwg ep@avifetal yipw OTOV TTIPWTO XPOvo CWwAG.
Xapaktnpietal amd KaBuoTEPnon OTnNV ATTOKTNON KIVNTIKWY OEEIOTATWY (OTPOQN aTrd TNV UTITIQ TNV
PNV 8éon Kal avTiBeTa) Kal TTPOOdEUTIKN PUikr aduvapia. H kapdid ptropei va gival TTaBoAoyika
MEYAAN (kapdiopeyaAia), To oTToi0 PTTOPE Vva KATaANEEl o€ KApdIOoKr AVETTAPKEIQ, OTTWG Kal aTa BPEPN
TToU TTPOCRAAAovTal aTTd TN CoRaPOTEPN HOPPN, Kal 0 pUBNOG eEENIENG PTTOPET va unv gival T6oo
yYPAyopos. Opiouévol aoBeveig €xouv eAAXIOTN €wg KABOAOU KAPDIAKK) CUPMPETOXH, ME TNV TTPWIKN
MUIKA CUPPETOXN WG TTPOEXOV XOPAKTNPIOTIKG TTapoudiaong. H puiki aduvapia ptropei va odnynoel
o€ ooBapd avatrveuoTikG TTpoBAAuaTa Kal, Xwpig Bepartreia, Ta TaidId Ye auTrv TN Jop@r TNG vooou
Pompe utropouv va emiBiwoouv PEXpl TNV TTpwTn TTaIdIKN nAIKia.

E: Moia gival Ta onueia Kal CGUNTITWHATA TG OWIUNG HOPPRS TG vooou Pompe;
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A: H éyiun popen Tng vooou Pompe PTTopEi va TTAPOUCIAOTEN TTPOG TO TEAOG TNG TTAIdIKAG NAIKIAG,
oTtnv epnpeia A otnv evAikn {wr). QoTO00, HEPIKOI A0BEVEIG EKONAWVOUV CUUTITWHATA ATTO TOV TTPWTO
Xpovo Cwng. H oyiun évapén tng vooou Pompe cival nméTtepn amd tnv BPe@IKA Jop®r autAg TNG
diarapaxnig kai givar Aiyétepo moavo va TepIAapBavel cuppeToxn TnG Kapdidg. Ta TepiocoTepa dToua
ME OWIun pop®r vOoou ekONAWVOUV TTPOOBEUTIKN HUIK aduvayia, KUpiwg oTda TTOdIO KAl TOV KOPUO,
OUNTTEPIAOUBAVOUEVWY KOI TWV JUWV TTOU EAEYXOUV TNV QVATTVON.

Ekeivol TTou TTapoUCIGZouV yia TTpwTn QOopa CUUTITWHATA TNG vOooou Pompe katd Tnv TTaIdIKn nAIKia
pTTOopEl va duokoAelovTal va cuppadioouv pe Ta GAAa TTaidIG OTavV KAVOUV OWHOTIKEG OpaOcTnNPIOTNTEG.
O1 evAikeg gp@avifouv eUKOAN KOTTWON Kal N GoKNon A To avEBaoPa OKOAIWY PTTOPEI va TOUG PaVEi
€€ouBevwTIKG. Katroiol €xouv TTOVoug XapnAa otn péon. H didykwon Tng kapdidg f Tou ATTaTOG, £va
KAQOIKO CUPTITWHA TNG BPEPIKAG Evapéng TG vooou Pompe, atravia ugaviovtal aTnv OYiun Jopen
NG Pompe. KaBwg n puik aduvapia augdvel, ol acBeveig apxiCouv ouxvd va XpnoiuoTrolouv
avaTTnPIKG KapOTola KOl ITTOPEI VO XPEIAOTOUV AVOTIVEUCTIKN UTTOOTHPIEN.

H vooog Pompe 1TpooBdAAel €vav atrd TOUG TTI0O ONUAVTIKOUG MUG TTOU XPNOIKOTTOIOUME yia Tnv
avarvor] yag, 1o didepaypa. To didepaypa BpiokeTal akpIBWGS KATW aTTd TOug TTVEUUOVEG Kal TV
Kapdid kal xwpilel 10 oTABOG atrd TNV KolAid. KaBwg 1o didppayua atTodUVAUWVETAI, N AvVOTTVOR
yiveral oAoéva Kal 1m0 SUOKOAN, KUpiwg Katd Tn didpkeia Tou UTTvou. MTTopei va TTpoKUYouV TTpWwIVOoi
TTOVOKEPAAOI KAl UTTVRAIG KATA TN OIAPKEID TNG NUEPAG. Z€ PEPIKEG TTEPITITWOEIG N aduvauia Tou
O1a@PAYHOTOG PTTOPEI VO EKONAWBEI TTpIV TNV gu@Avion otroloadATTOTE AAANG PUIKNAG aduvauiag. MNa
va PABETE TTEPICOOTEPA VIO TNV AVOTTIVEUCTIKA UTTOOTHPIEN, OEITE TO QUAAAGDIO pE TITAO AVATIVEUOTIKG
MpopAAfuara atn Néoo Pompe.

‘Eva GANO KOIVO XOPOKTNEIOTIKO TAUTOTTOINONG TNG vOOoOU Pompe cival ouxvd n aduvapia Twv TTodiwv
N Twv IoXiwv, n otoia TTpokaAei Tahavteuduevo BnuaTtiopd n epmarnua. O dvBpwTrol YTTopEi va
€XOUV MUIKOUG TTOVOUG KAl OUXVEG TITWOEIG. Ta JwPd PTTOPED va unv Jabouv va pumroucouAouy, va
OTEKOVTAI, VO TTEPTTATOUV I va QvTaTToKpivovTal o€ GAAa avatrTuélakd opoonua. Kabwg ta maidid
MEYaAWVOUV, OUXVA avaTITUOCOOUV HIa KAUTTUAGTNTA TNG OTTOVOUAIKAG 0TAANG: Adpdwon (swayback),
KU@waon (hunchback) 3 okoAiwon (KapTTUAN atrd Tn pia TTAeupd oTnv GAAN) TTOU CuveyiCeTal EWG TNV
evnAikiworn.

Eivar onuavtiké va BuudoTte 611 6Aol TTapoucidlouv eEENIEN TNG vOOOU e SIOPOPETIKO PUBUO Kal
oplopéva TTaIdIG Kal EVAAIKEG TTAPOUCIAZOUV TTIO ATTIO CUUTTTWHOTA attd dAAa. H vooog Pompe TtTou
EPPAVICETAI OTOUG EVAAIKEG UTTOPET VA EUQAVIOTET £WG Kal TV 1N €wg 6n dekasTia TG CWNG.

E: Eival n K6TTwon onuavTikg €EkdRAwon Tng OWiung HopPng TnG vooou Pompe;

A: H kémrwon gival ouxvo CUPTITWUA OTOUG €VAAIKEG PE vOOO Pompe Kal UTTopEi va €xel OUOUEVA
emidpaon otnv moidéTNTa {wNng Twv acBevwy. Méxpl Tpooeara, dev divotav TTOAAR onuacia oTnv
KOTTWON WG CUUTITWHA TG vooou Pompe kai dgv aglohoyouTtav cuoTtnuatikd. H kommwon eivai
EKTETOUEVN TOOO OTOUG EVAAIKEG a0BeVEiG PE NTTIA, 600 Kal GTOUG EVAAIKEG aoBeveig ue coBapn Hopen
NG vooou Pompe. H kAipyaka otadlotroinong tng coBapdtnTag Tng KOTTwong (Fatigue Severity Scale
- FSS) gival éva xprioiyo epyaAeio exTipnong TG KOTTwong otn voéoo Pompe. H FSS oxedidoTnke woTe
va dlakpivel TRV KOTTwaon atmd TNV KAIVIKA KatdBAipn, kabwg Kai oI duo €xouv Koivd cuutTwuara. H
FSS armroteAcital amd éva OUVIOPO €PWTNUOTOAGYIO OTTOU TO ATOUO KOAEITAl va ATTAVTHOEl
BaBuoAoywvTtag 10 £TTITTESO TNG KOTTWONG TOU, OTTWG TO aloBdveTal To id10.

Ek1é¢ a1md TG CUUTITWMPOTA TO OTToid OXETICOVTAI PE TNV AdUVOMIO TWV OKEAETIKWV KAl TwV
QVATTVEUOTIKWY PUWYV, dia Babid kal apvnTIKr €Tidpacn oTnv ToloTnTa {Wrg TwV acBevwy UTTopPE va
gival kai Ta pn KivnTika TpoBAfuara, 6TTwg gival n KOTTworn. H ké1rwaon gival SUoKoAo va opioTei, KabBwg
ouxva gival €va Pn €101kG Kal UTTOKEIPMEVIKO TTAPATTOVO. AUO TTPOTEIVOUEVOI OPICHOI gival «UTTEPBOAIKA
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Kal €TTijovn Koupaaon, aduvapia i EE0uBEVWON TTVEUUATIKN, QUOIKH ) Kal Ta duo» Kal «dUCKOAia aTnv
évapén A diatipnon ekouaiwy dpacTnEIOTATWVY. MapdT N KOTTWON gival CUXVO CUPTITWHA OE TTOAAEG
XPOVIEG dlaTapaxEg, Oev Exel AGBEI apKETr TTPOCOXT 0Tn vOoo Pompe Kail o1 ava@opEég eival EAAXIOTEG
KOl OTTOPOdIKEG.

MNa v kKaAuTepn duvarh BepaTreia TNG KOTTWONG €ival oNUAvVTIKO va yvwpIiCoUUE yiaTi PpavifeTal oTn
voéoo Pompe. Ze pia mpdo@atn avackotnon ouldntiOnke n CUMUETOXN TWV «KEVTPIKWV» KAl
CTTEPIPEPIKWV» TTAPAYOVTWV TNG KOTTWONG O€ VEUPOAOYIKEG dlaTtapaxés. 2tn vooo Pompe, pia
TTEPIPEPEINKT QITIO TG KOTTWONG, TTOU €ival OTTOTEAECNA TNG PUIKAG aduvapiag, €ival n 1o méavn
e€Aynon. Idiaitepa onuavTikh, OXETIKA Pe Tnv KOTTwWon oTn voéoco Pompe, €ival n aduvapia Twv
QVOTTVEUOTIKWY HUWV. H avaTTvEUOTIKN QVETTAPKEIO WTTOPEI va 0dNYNROEl O KATAKEPUATIOMEVO UTTVO,
0 OTT0I0G HE TN OEIPd TOU PTTOPET va 0dNyNOoEl 0€ UTTVNAIQ KAl KOTTwon KATd Tn dIApKEIa TNG NUEPAG.

H ké1mrwon eival TTOAU ouxvr) oToug eviAikeG aaBeveic pe vooo Pompe. Epgavifetal Tooo o€ aoBeveig
ME ATTIO 600 Kal o€ aoBeveig pe Bapid vooo, Kal n TTapouaia Tng gival avegdpTnTn atrd Tn SIGPKEIQ TNG
vooou. H FSS gival éva xprioiyo epyaAgio yia Tnv eKTiunon TG KOTTwoNG o€ eVAAIKEG aoBevEig e vooo
Pompe. Xpeiddetal repaimtépw €pguva yia va diaAeukavBouv o1 TTaBo@UGCIOAOYIKOI JNXAVIOUOI Kal va
avixveuBouv aTOXOI YIO TNV AVTIHETWTTION TNG KOTTWONG.

E: Eival o TT6vog Kal n KOTTwon XopaKTNPIOTIKA TG OWINNG Hop@Rg TG vooou Pompe;

A: MapdT o Tévog Kal n KOTTwon dev ival cuykekpiyéva yia tn véoo Pompe, ptropoulv va €xouv
I0XUPO avTiKTUTIO 0TN {Wh TV acBevwv. Ta dedopéva amd v ‘Epsuva IPA- Erasmus MC Pompe Ré®
€de1Eav 0TI To 76% Twv CUPUETEXOVTWY a0oBeVWV UTTEQEPE aTTO KOTTWON Kal OTI TO 46% £viwoe TTOVO
«OUXVA» 1 «TTAVTO» O€ Hia A TIEPIOCCOTEPES TTEPIOYES TOU CWHATOG, KUPIWG OTA Avw XEPIA Kal Ta TTOdIA.

Agv €Xel yivel WG TWPA TTEPAITEPW Epeuva GO0V apopd Tov TTévo oTn vooo Pompe, evw n KOTTWON O€
eVNAIKEG 00Beveic €xel PeAeTNOei TTIO AeTTTOMEPWG ME Tn XPron KAipakag oTadiotroinong Tng
ooBapotntag TnG kémwong (Fatigue Severity Scale - FSS). Amodeixtnke 611 n KOTTWOn Ogv
TTAPOUCIACTNKE POVO PETOEU TwV Bapid TTAOXOVIWY aoBevwy, oAAG kal HETagU Twv aoBevwv TTOU
e€akoAouBouoav va emTnpeadovTal ATTIA aTTé TN VOOO Kal gixav Treplopiopéva, aAAa Tapdrrova. Eivai
onuUavTikO va ava@epBei 0TI N KOTTWOoN €ival €TTIONG éva ONPAVTIKO TTPWTO CUUTITWHA PETAEU TwV
evAAIKwV aoBevwyv ye véoo Pompe.

Mpokeipévou va trpoadliopioTei N KATAAANAN Bepartreia TNG KOTTWONG, Ba TTPETTEI TTPWTIOTWG va
SIEUKPIVIOTEI yIaTi atroTeAel onuavTiké oUUTITwPa TS véoou Pompe. Ze pia avaokotmon' oulnreita
OTI N KOTTWOoN oTn vooo Pompe TTpokaAcital bavoTarta atrd Yuiki aduvayia, odnywvTtag o€ auénuévn
MUIKR TTdxuvon. QoTéo0, 0 aoBevG TTAPOUCIAdel TTIONG IO TTIO YEVIKEUPEVN aioBnon kOTTwaong, n
oTToia UTTOPEi va EEKIVATEl atrd unxaviopoug avadpaong atmd Tov €yKEQAAO yia TRV TTPOANYN TNG
uTTEPPOAIKAG CWHATIKAG KaTatrovnong. Kabwg Aiya gival yvwoTd yia Tnv aitia TG KOTTwaong oTn vooo
Pompe, atraiteital repaitépw £peuva yia autod 1o BEua.

IB1aiTEPa ONUAVTIKY, OXETIKA UE TNV KOTTWOoN 0Th vooo Pompe, eival n aduvayia Twv avaTTvVEUTTIKWY
MUWV. H avatveuoTIKr] QVETTAPKEIQ PITTOPET VO 0dNYNROEl 0€ KATOKEPUATIOPEVO UTIVO, O OTTOIOG HE Th
o€Ipd Tou PTTOPEl va odnynoel o uTTvnAia Kail KOTTwaon Katd Tn dIAPKEIa TNG NUEPOAG. ZUVETTWG, O
€AEYXOG TNG TTIVEUUOVIKNG AEITOUpYiag o€ KaBIoTA Kail UTTTIa B€on evOeikvuTal 0€ a0BEVEIG e UTTEPBOAIKN
KOTTWOTN, KABWG Kal o€ pia PEAETN UTTVOU (TTOAUUTTVOYPO@Ia) YIO VA QVIXVEUTEI €AV O VUXTEPIVOG
UTTOQEPIONOS 1| GAAeG diatapaxég Tou UTTvou Ba pttopoUcav va TTPOKOAECOUV Ta TPEXOVTA
CUNTITWUATA KOTTWONG.

E: MNari pepikég popég KaBuoTepEi va yivel n owoTA diIdyvwon;
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A: H véoog Pompe cival ToAU otravia, mpooBdaAdovtag mrepitrou 1 ota 40.000 dropa. Z1n Bpe@ikA
Hop@r] TG vooou gival TTo €UKOAN n dIdyvwaon, yiati Ta Jovadikd Kal ypriyopda avatrTuooOpEeva
CUUTITWHATA 08NYOUV TTPOG i OUYKEKPIPEVN dIAYVWON.

Zuxva n avayvwpion Tng vooou Pompe gival SUOKOAN KaBwg Ta onueia Kol CUPTITWHATA JTTopoUV va
TTOIKiAOUV Kal va gp@avifovTal kal o€ GAAa vooruarta, 6Twg eival n vooog Werdnig-Hoffmann, n
TToAIopUOCiTIOq, N pUikr) duaTtpogia Becker / Duchenne ) n {wviaia puikh duoTtpogia. O1 SlayvVwoTIKEG
KaBuoTepoeIg €xouv ava@epBei va eival, Katd péco 6po, Ta 7 Xpovia, o€ peyaAuTepa TTaudid Kai
evnAIkeg. H didyvwan NG vooou Pompe emReRaiwveTal ue Tn ETPNON TNG dPaCTIKATNTAG TOU £VCUOU
6&ivn aA@a-yAukooiddon (GAA). Eival TAéov duvartr n akpIBAg HETPNON TnG dpaaTnpidTnTag Tou GAA
o€ amo&nPaPEVES OTAYOVEG QiOTOG, AVANEUEIYHMEVA AEUKOKUTTAPA, KOl AEUPOKUTTAPA.

E: Ti mpoBAAfpara uygiag yropolv va TTpoKUYouV PE Tn vooo Pompe;

A: H 1Tpo00eUTIKN] MUIKA aduvapia Kal Ta avaTTveEUOTIKA TTPORARUATA Ta OTToia TTPOKaAoUVTal ATTd TN
v6oo Pompe, utmopouv va auérfjoouv Tov Kiviuvo yia avatTvEUOTIKEG AOIMWEEIG, UTTVIKN ATTvola (Tradon
oTnV avarmvor] Katd Tn didpkela Tou UTTVou) Kal BUOKOAIa atnv katdmroon (duo@ayia), Kabwg Kai
OKOAiwan, ouoTTacelg (OPICINO TWV PHUWYV) Kal oo@uaAyia. MNa va YaBeTe TTEPICTOTEPA OXETIKA PE TO
TTPpoBAnRpaTa uyeiag otn vooo Pompe, deite TO QUAAGDIO PE TITAO ZUXVA IATPIKA TTPORBARMATO

E: Ymwapxel Oepartreia yia Tn véoco Pompe;

A: Toco n mpwtn 600 Kal n OeUTEPN YEVIA BePATTEILV UTTOKATAOTAONG €VCUUWY gival TTAEov
OI00£01UEG O€ OPITPEVEG XWPES TTAYKOOHIWG.

O1 epeuvnTég HEAETOUV £TTIONG GAAOUG TPOTTOUG Yia va eTTIBPAdUVOUV TNV EENIEN TWV CUUTITWHATWY N
va Beparrevoouyv Tn vooo. lMNa TTePIcTOTEPES TTANPOPOPIEG OXETIKA PE AUTEG TIG TIPOOEYYIOEIG, OEITE TO
@UAAGdIo Twv Pompe Connections pe TiTAo latpikr Mpdodog otn Nooo Pompe kai Novidiokn BepaTreia.
AlaTiBevTal €1miong UTTOOTNPIKTIKEG Bepatreieg TTou BonBouv oTn dlaxeipion TWV CUPTITWHATWY TNG
vooou. TEToleg Bepatreieg YTTOPEl va TTPOCPEPOUV AvEDN KAl avakou@ion Kal va Bondrijcouv Toug
avBpwTroug va ¢Aoouv Tn {wr) Toug 600 To duvaTov TTANPECTEPQ.

Avao. 1
KarteuBuvTtipia odnyia didyvwong kai diaxeipiong 1ng véoou Pompe

ACMG Work Group on Management of Pompe Disease:, Priya S. Kishnani, MD,1 Robert D. Steiner, MD (Chair),2 Deeksha Bali,

PhD,1 Kenneth Berger, MD,3 Barry J. Byrne, MD, PhD,4 Laura Case, PT, DPT,1 John F. Crowley, JD, MBA,5 Steven Downs, MD,6 R.
Rodney Howell, MD,7 Richard M. Kravitz, MD,1 Joanne Mackey, CPNA,1 Deborah Marsden, MBBS,8 Anna Maria Martins, MD,9 David S.
Millington, PhD,1 Marc Nicolino, MD, PhD,10 Gwen O’Grady, MA,1 Marc C. Patterson, MD, FRACP,11 David M. Rapoport, MD,12 Alfred
Slonim, MD,13 Carolyn T. Spencer, MD,4 Cynthia J. Tifft, MD, PhD,14 and Michael S. Watson, PhD15

Avao. 1
Néoog Pompe o¢ raidid kai eVAAIKEG: QUOIKN TTopEia, BapuTtnta vooou Kai midpacn aTnv kabnuepivr) (wr AttoteAéopara ammd pia diebvnh
épeuva aoBevwv Marloes Hagemans

MoU ptropw va pddw TrepioodTepa: BA. evotnTa MepioodTEPES TTANPOPOPIES

AuTr) n dnpoaoicsuon €xel OXEDIAOTE yIA VA TTAPEXEl YEVIKEG TTANPOPOPIEG OXETIKA PE TO BEPQ
TToU KOAUTTTETAL. AlavéueTal wg dnuooia utnpeoia aommd 1n Aibvy 'Evwon Pompe,
KaravowvTtag o1l N Aiebvrg 'Evwon Pompe dev aoX0OAgiTal e TNV TTApOXr] 10TPIKWY 1} AAAwV
ETTAYYEAPATIKWY UTTNPECIWY. H 1atpikn €ivalr pia d1Iapkws PETABOAAOUEVN €TTIOTAUN. ToO

5

P www.worldpompe.org AlyouaTog 2005 Kwdikég 001
EAANvikG — AvaB. louviog 2022



http://www.worldpompe.org/
https://www.ncbi.nlm.nih.gov/pubmed/?term=Kishnani%20PS%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Steiner%20RD%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Bali%20D%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Berger%20K%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Byrne%20BJ%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Case%20L%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Crowley%20JF%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Downs%20S%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Howell%20RR%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Howell%20RR%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Kravitz%20RM%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Mackey%20J%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Marsden%20D%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Martins%20AM%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Millington%20DS%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Millington%20DS%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Nicolino%20M%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=O%26%23x02019%3BGrady%20G%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Patterson%20MC%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Rapoport%20DM%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Slonim%20A%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Slonim%20A%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Spencer%20CT%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Tifft%20CJ%5BAuthor%5D&cauthor=true&cauthor_uid=16702877
https://www.ncbi.nlm.nih.gov/pubmed/?term=Watson%20MS%5BAuthor%5D&cauthor=true&cauthor_uid=16702877

ZHMEIA KAI ZYMINTQOMATA THZ NOzZOY POMPE

avlpwTTIivo o@AAPa Kal o aAAayEG OTNV TTPAKTIKY KaBioTouv aduvarn Tnv ToToTToinon NG
aKpiBElag TETOIWV OUVOETWY UAIKWV. ATTaITEITal ETIRERAIWON QUTWY TWV TTANPOPOPIWV ATTO
AAAEG TTNYEG, €1I0IKA ATTO TOV 1aTPO TOU 00BEVOUG.
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