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2XETIKA ME TH ©OEPATIEIA ANTIKATAZTAZHZ ENZYMQN

Q¢ drouo 1mou éxel diayvwaTei ue Tn vooo Pompe, B¢AETE va KaravonoeTe
000 10 duVaTOV TTEPITOOTEPA OXETIKA uE T Beparreia mou utmopei va
AdBere. H Beparreia avrikardoraons evquuwy (ERT) avnimpoowITevel 10
ammoTéAcoua  ETWV EMOTNUOVIKAG €épeuvas Kai  avamruéng. [MoAAoi
ETTAYYEAUQTIEG UYEIQS, ETTIOTNUOVIKOI EUTTEIDOYVWUOVES Kal QOBEVEIC
(UEOw TNG CUULETOXNS OE KAIVIKES OOKIUES) O OAO TOV KOOHO EXxOUV
ouuBaAsr atnv avamruén aurwy Twv Qapuakwv. Auté 10 @uUAAGSIO
TAPEXEI TTANPOYOPIES yia TO TI gival pia Bepareia avrikaraoraons
evqUUWV Kai TTWS AEITOUpYEl aTOV avBpwITIVO 0pYavIOUO.

E: Ti eival n BepaTtreia avrikatdoTaong ev{Uuwy;
A: H Bepartreia avrikatdoTaong evUUWY gival yia I0TPIKN BepaTreia TTou avTikaBioTd éva aveTTAPKEG 1
aTTov £vqupo.

TNV TTEPITITWON TNG vooou Pompe, éva amd Ta AUCOCWWIKG €viuua TTou ovouddovtal 6¢ivn aAga
yAukoa1ddon 1 GAA gival avettapkég ) Agitrel. Qg ammoTéAeoua, To YAUKOYOVO CUCOWPEUETAI HECA OTO
AucOowua Tou KUTTApou. AuTO Trapatnpeital ouvRBwg o€ MUIKoUG 10TOUG TOU CWHPATOG, OTTWG
KapdIakoUg, avaTTVEUOTIKOUG, OKEAETIKOUG Kal Agioug pUEGS (MUEG TTOU BpiokovTal OTa QIHOPOPa ayyeEia,
oTnVv oupoddxo KUOTN i OTN YOOTPEVTEPIKH 000).

Me tnv ERT, évag aoBevrg pye véoo Pompe AauBAavel TOKTIKEG TTOOOTNTEG TOU QVETTAPKOUG £VCUOU
GAA XpnOIPOTTOIWVTOG JIA YEVETIKA OXEDIAOUEVN Jop@r Tou evCUpou. H evluuikr Bepartreia xopnyeitai
eVOOQAERiwG (MEOW TNG KUKAOQYOpPIag Tou aipartog). To éviupo Tagidelel 0TOUG PUEG Kal dIaoTTd TO
yAukoyovo TTou TTpokaAei BAARN étav cucowpeUeTal aTa KUTTAPA.

H Bepatreia avtikardotaong evfUuwy gival pia dia Biou Bepartreia Tou xopnyeital avd TakTd XPoviKa
diaotiuaTa (yia Tapdadelyua, dUo @opég Tov pRva). H ouvoAikr &6on Baciletar oto BApog TOU
aoBevoucg.

O1 ERT eivai eriong d100€01ueg yia opIopéveG AAAEG dlaTapaxEG AUCOOWHIKAG aTToBrkeuong, OTTWG N
véoog Gaucher, n véoog Fabry kai o1 voool MPS (1, Il & VI).

E: Nwg AsiToupyei n Bepartreia avrikataoTaong eviUUwWY;

A: H Bepatreia avrikatdoTtaong evEUUWY OAG TTapéxel To €vCuuo TTou 0ag Acitrel. MeTd Tnv €yxuon o€
évav ao0evn, JETOKIVEITAI HEOW TNG KUKAOQOPIOG TOU QiaTOg, HEGW TOU QIUATOAOYIKOU PPayUOoU Kal O€
Jia TTEPIOXN TOU CWHATOG TTOU OVOUACZETAI UECTOKUTTAPIOG XWPOG.

O T1eAikOG TTPoOoPIoPOS yia TRV ERT €ival n pIkpookoTrikA Trepioxn (i utroopyavidio) evog Puikou
KUTTAPOU TTOU OVONAZeTal AUCOOWUA. TOo AuCOOoWHA €ival TO ONPEIO GTTOU CUCOWPEUETAI TO YAUKOYOVO.
Mo6AIg n ERT @tdoel oto Aucdowua, avalapBavel Tn SOUAEIG TOU avUTTOPKTOU QUOIKOU eVCUUOU GAQO-
yAukooi1ddon. AnAadry, dIacTId T CUCOWPEUCN YAUKOYOvou o€ YAUKSLN.
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E: lNa 1Toio AGyo XpnOIJOTIOIEITAI N AVTIKATAOTACT EVIUNWV;

A: Eadv éxete Tn vooo Pompe, TOTE 0 OpYaVIOPOG 0OG €XEl AVETTAPKEIN EVOG EVEUOU TTOU OVOUAZeTal
aA@a-yAukoo1ddon. Auto 1o £vCupo SI00TTA KavovIKA TO YAUKOYOVO (évag udaTtavOpakag) o€ YAUKOLZN.
Edv 10 évqupo dev UTTAPXEL, TO YAUKOYOVO CUCOWPEUETAI O OPICUEVOUG I0TOUG, 1IB1IQITEPA OTNV KAPOI&
0ag (1Mo ouxva oTta BpEPn) Kal aTov YUiké 1016 (cupTtTepIAapBavouévou Tou dIa@pPAayuaTog, Tou KUPIou
QVATTVEUOTIKOU UGG KATW atrd TOUG TTVEUROVEG, KABWGS KAl TWV OKEAETIKWV PUWV). H TTpOOdEUTIKA
oucowpeuon Tou YAukoyovou TTpoKOoAei éva  eupU  QACHO  OnuEiwv KAl CUNTITWHATWY,
oupTrepIAauBavopévng NG BIOYKWUEVNG KAPSIAG, TwV AVOTTVEUCTIKWY OUOKOAIWV Kal TNG MUIKNAG
aduvapiag. Autd PTTopEi va TTPOKaAéTEl ooBapr) avaTrnpia Kal akopn Kal Tpoéwpo Bdvato. H Beparreia
avTIKaTdoTaong evEUUWY avTIKaBIoTA TO £€vUNO TTOU AEITTEI i} Eival QVETTAPKEG.

E: Nwg xopnyeital n Bgpartreia avrikatdoTaong ev{UUwyV oToug acBeveig pe Pompe;

A: H Bepartreia avTikaTdoTaong evCUPWY XOpNyEiTal HEOW TNG KUKAOPOPIAg Tou aipaTog, €ite péow EP
(evOOQAEBIOG ypauung) €ite péow piIag €dIKAG TpooBacng Tou ovoudletal kaBetrpag. H
ouvTtayoypdenon Kai n xopriynon tng ERT emotrrevetan atrd 1a1pd ue eutreipia otn diaxeipion aobevwv
ME vooo Pompe ) GAAeG KANpOoVOuIKEG vVOOOUG Tou idlou TUTTOU. MpdKeITal ouvhBwg yia Evav YEVETIOTH,
TTaudiaTpo A VEUPOMUIKO €IDIKO.

E: NMoia gival n diadikaoia yia TNV avAatrTugn véwv BepaTTeEiwy;

A: H diadikacia yia Tnv avatTugn véwv Bepateiv yia voooug EekIva OTO €pyacTrpio OTTOU Ol
gpeuvnTEG apyifouv va dokipgadouv TIG Bewpieg Toug. AuTO akoAouBeital aTTd PeAETEG o€ {wa Kal, av
QUTEG TTAVE KAAQ, aTTO EPEUVNTIKEG MEAETEG O€ AVOPWTTOUG TTOU OVOACovTal KAIVIKEG BOKIUES. O OKOTTOG
QUTWV TWV PEAETWV gival N GUAAOYR TTANPOPOPIWYV OXETIKA WE TNV ACPAAEIa TNG BepaTTEiag Kal To TTOOO
KaAG Asitoupyei. XpeladZovTal TTOAG XpOvia auoTnPwy Kal TIPOCEKTIKWY DOKIPWYV TTPIV ATTO TNV £yKpion
MIOG TTEIPAMPOTIKAG Bepartreiag yia xpAon oe avBpwtroug. MNa va pdbete TepioadTepa, SloBAoTE TO
QUAAGdIO Twv Pompe Connections e TiTAo «latpikf Tpdodog atn voco Pompey.

Autn) n dénuocicuan éxel OXESIAOTEI yia va TTAPEXEl YEVIKES TTANPOQPOPIESC OXETIKA ueE TO Béua Tmou
KaAurrreral. Aiavéuetar wg dnuoaia utrnpeaia amo n Aiebvny Evwon Pompe, karavowvrag 011 n Aiebvng
‘Evwaon Pompe 6ev aoxoAgital ue tnv mapox 1atpikwy i GAAwv erayyeAuarikwy urrnpeoiwy. H 1atpikn
givar pia diapkws petaBarAduevn emotiun. To avBpwimivo o@aAua Kai ol aAAayéS oTnv TPAKTIKN
KaBioTouv aduvarn Tnv mOTOTToINGN TNS aKPIBEIag TéToiwv ouvOeTwY UAIKwv. Amaiteitar emiBeBaiwon
aQuUTWV TwWV TTANPOYOPIWV aTTd GAAEC TTNYEG, €10IKG aTTO TOV 1aTPO TOU aA0BEVOUC.
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