& POMPE

AZKHZH KAI ®YZIOOEPATIEIA

Z uxvd To TTPWTO GNUAdI TNG VOOO a
Pompe eival n aduvapia oToug T
MUG TTOU XPNOIMOTTOIOUVTAl VIO TNV
Kivnon. Ta pwpd p1TOopoUV va
@avouVv « UTTOTova » | UTTopOoUV Va
Mnv  eival oe Béon va peivouv
Kabiopéva  Xwpic utrooTtApiEn. Ta
MIKPQ TadIa apyouv va
TEPTTATACOUV ~ 0€  Oxéon M€
OUVOMNAIKA TOUG 1 MJTTOpEl  va
TTeEPTTATOUV UTTOOTNPICOMEVA  (TT.X.
ME TTepTTaToupa N GAAO
utroBondnua). Ta Traidid Kal ol
evAAIKoOI PTTOPET va £xouv OUOKOAIQ
OTO TTEPTTATNHA, VO ONKWBOOoUV atrd
Mia kapékAa, va aveBaivouv OKaAOTTATIO, aKOUA Kal va KPATOUV TNV I00ppOoTTia Toug. H
aoknon kai n KivnoloBeparreia Ymmopouv va Pondricouv 0To EVOUVANWHA TWV HUWV
KaBwg etTiong BonBouv oTnv avakou@ion TwV TTOVWY TwWV HUWYV, aTTaAUVOUV TNV JUIKN
aKkapyia Kal £1a1 BonBoUvTal ol agBeveic va HABouv VEOUG TPOTTOUG VA EKTEAETOUV TOUG
KIVI)O€IG TTOU TOug €ival BUOKOAO va kdvouv. Autd 1o QUAANGSIO eEnyei TTWG n acBéveia
Pompe emrnpeddel Toug Pug, KaBwg Kal Toug TUTTOUG OOKINOEWV KAl QUOIOBEPATTEIWV TTOU
MTTOPOUV Va Eival TTEPICOOTEPO TTPOCPOPEG.

E: NMwg pmropei n acBéveia Pompe va £rnpedoel TOUG HUG KAl TO TTEPTTATNHA;

A: H yevetikiy BAGBN 1Tou mrpokaAei Tnv véoo Pompe eutrodilel Tov opyaviopd va
O1a0TTA0El TO YAUKOYOVO, MHIa HOP@r] OAKXAPOU TTOU QTTOBNnKEUETAl OTA KUTTAPA TWV
MUuwv. Katd ouvétrela, Tapa TTOAU YAUKOYOVO OUCOWPEEUETAI OTA KUTTOPA. AUTO
ATTOOUVANWVEI TOUG CWHATIKOUG JUG TTOU UTTOOTNPICOUV TRV ICOPPOTTIA, TNV KIVNTIKOTATA
N v eAeuBepia kivAcewv. Mepikd pépn TOU CWHATOG UTTOPOUV VA ETTNPEACTOUV
TTEPICOOTEPO aTO GAA. ZTnv v. Pompe 1Tou eugaviletal o€ BpEQn, UTTAPXEI EJPAVAG
aduvayia JUWV OoTa TTOdIA KAl TA 10Yia, KABWG £TTIONG OTOUG PPAXiOVES Kal 0TOV KOPUO (
TTEPIOXN METAEU TOU AdIOU Kal TG AEKAVNG ME TOUG OTTOIOUG OI BPAXIOVES Kal Ta TTOdIA
gival ouvdeuéva) Kal TOUG PUG TTOU XPNOIPOoTToloUvTal yia TRV avartvor (didepayua,
OIaTTAEUPIKOI, KOIAIOKOI Kal BondnTiKoi pug). AuTd Ta pwped £xouv oTtrdvia Tn duvaun yia
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va peivouv kaBiopéva Xwpic Bonbeia. ZTnv owiun ekdAAwon tng véoou Pompe, n
aduvapia Twv PUWV eP@aviCeTal 0TOUG TTANCIECTEPOUG TTPOG TOV KOPHO PUG TOU KATW
MEPOUG TOU owaTog (TTOdIA, 1oXia, Aekdvn Kal oTTovOUAIKA OTAAN), Tou TTdvw PEPOUCS
TOU oWMPaTOG (AaIPOG, WOl Kal BPaxioveS) Kal TOUG PUG TTOU XPNOIKOTTOIOUVTAI yia TNV
avaTtrvor}. Autog gival o Adyog 1Tou evijAikol Kal TTaidid TTou epgavioav tnv vooo Pompe
apyotepa €xouv TIPOBANUA OTO TTEPTTATNMO ) TTEPTTATOUV ME uTtoBonBnuata. H
augavouevn aduvapia PJuwv PTTopel va odnynoel otn okoAiwon (Jia Ao&r TTAEUpPIKA
ETTEKTAON TNG OTTOVOUAIKAG OTAANG), OTIG CUCTIAOEIS (£vag avWHPOAOG Kal ouvhBwg
MOVILOG TTEPIOPIOPOG €VOG PUOG 1 €vOG TEvOVTa), 0€ TTOVO OTO KOTWTEPO MEPOG TNG
WMOTTAAGTNG, MUIKO TTOVO Kal TTPORAAMOTA  QvaTIVONG TIOU  TTapeUTTOdifouv  Tnv
KIVNTIKOTNTA QKON TTEPIoodTEPO. Evd TTOAAOI dvBpwTtrol pue voéoo Pompe ptropouv
KATTola OoTIyur apyOoTeEPa va XPEIAOTOUV avaTinpPIkr KapékAa, n doknon Kai n BgpaTreia
OwWPATOG PTTOpOoUV va Bondrioouv va diatnpnBei aut n KIvNTIKOTNTA yiIa 000 TO duvaATOV
TTEPICOOTEPO XPOVO.

E: Ti gival o1 ouoTrdosig;

A: KaBwg o1 pug aduvartolv kai &€ XpNnoIUoTTolouvTal, YivovTal OQIKTOi Kal SUCKAUTITOL.
MepikéG @OpéG yivovTal TOOO OQIKTOI TTou Ogv PTTOPOUV va KivhBouv. Autd utropei va
QVAYKAOEl TOUG PUG (A TIC apBpwoeIC Kal TOUG TEVOVTEG TTOU OUVOEOUV Ta 00Td) va
MEiVvOouv akivnTol o€ pia B€on, dlIaNoOPPWVOVTAG £TOI dia ouotracn. Edv ol cuomdoeig
avaTrTuooovTal OTA PEPN TOU CWMPATOG TTOU OTnpiouv TO BAPOG, OTTWG Ta TTOdIA, Ol
aoTpdyaldol, Ta yovata f/kal Ta 10Xia, autd OUOKOAEUEI OTO va oTaBei kKaveig 6pBiog, va
TTEPTIATAOEI 1] VA KPATAOEI TNV 1I00pPOTTia Tou. O KAAUTEPOG TPOTTOG VA ATTOTPATTOUV Ol
OUCTTAOEIG €ival va KpaTtnBouv o1 HUG TEVTWHEVOI KAl VA KIVOUVTAL.

E: MNMwg p1ropouv ol CUCTTAoEI§ KAl N TTAPANOPPWON VA ATTOTPATTOUV;

A: O1 apxég yia mn BepaTreia Twv CUCTTACEWY Kal TG TTAPAPOPPWONG OTIG VEUPOMUIKES
QvaTapaxEG EXOUV UEAETNBEI Kal TTPETTEl va akoAouBouvTtal aTrd Ta ATOoua ME TNV
aoBéveia Pompe. H ouomaon kai n  Topapop@waon  TIPETTEL va  ATTOTPATTOUV
EQPAPMOLOVTAG AVTIOETEG ATTAAEG OUVANEIG CUUTTEPIAOUBAVOUEVWV:

e KaBnuepivou TEVTWHPATOG

e AI6pBwaon Tou TTPocdlopiouoU BEong

e Xpnon vapBbrikwyv Kal opOwTIKAG eTTEURACNS

e [lapoxn emapkoUg uTTooTPIENG OE OAEG TIG BEaeIg, €I0IKG o€ B€on KaBiouaTOG Kal
uTTo0TAPIEN 6pBI0G 0TAoNG avaAoya PE TNV TTEPITITWON

e EKTTaideuon Twv acBevwV Kal TWV OIKOYEVEIWV TOUG
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O TpocapuocTIKOG €EOTTAICNOG Kal Ta opBwTiKG BondrAuata uTtopouv va  givail
ouoIaoTIKG oTov €éAeyx0 TnG ouUOTIAoNG Kal Tng TTapauop@wong Kal PITopouv va
BonBouv otnv aAAayr B€ong kal TRV avakou@ion TN TTiEoNG OTo dEPUa O€ aoBEVEIC TTOU
Oev UTTOPOUV va PETAKIVNBOUV 1 va aAAGEouv BEoEIC JOvol TOUG.

H opBwTIKA eTEPPaon kal xprion vapdnkwy trepIAapBavouv ouxva:

e OpBwoeig TOdIWV aoTpaydAwv (AFO) TTouU QATTOTPETTOUV  TIG  TTEAUATIKEG
OUOTTAOEIG KAMWEWV (TTPOG Ta KATW PETOKIVNOT TOU TTOdI0U)

e 2UVOECUOI UNpPwWV

e NApPONKeG yovATWY TTOU ATTOTPETTOUV TIG OUCTTACEIG KAPNWNG TWV YOVATWV (TO
yovaro o€ Ba 101woel TTARPWG)

e NAPONKEG KAPTTWV/XEPIWV/OOKTUAWY YIO va CUuyKpaTouv ATTA TIG OUCTIACEIG
XEPIWV Kal OOKTUAWV

e Ta ouoTruara £€dpaong OTOUG TTPOCAPHOCHEVOUG TTEPITIATNTEG 1] TIG AVOTTNPIKEG
KAPEKAEG €ival PeyAANG onpaciag yia Tnv ammoTpoTr 1 €AayIoToTroinon Tng
oUO0TTO0NG KAl TNG TTAPAPOPPWOongG, €1I0IKA TNG OTTOVOUAIKNAG OTAANG Kal TTPETTEI va
TepIANapBavouy:

o0 'Eva otaBepd kaBiopa kal TTAATN

Odnyoug 1oxiwv

MAEUPIKEG UTTOOTNPIEEIG KOPUWV

Mpooaywyoug yovAaTtwv

Y1mooTApIgN KEPAARG, edv atTaiTeital

Ei rapayyeAia €101KEG dIATALEIS KABIOPATWYV

O O O O O

Ta cuotiuata utrofonBoupevng oTAoNG OTAPIENG BEWPOUVTAI EUEPYETIKA KAl PTTOPOUV
va TrepIAapBavouv T xprRon:

e Mnxaviopwv KAiong, avakAiong kal KABeTng Béong
e  Mnxaviopwv oTAPIENG O€ apagidia PeTakivnong rj AAAOUG UnNxaviopgoug oTAPIENS

Mnxaviopoi kAiong, avAakAiong kal puBuiong Tou UWoug £dpacng TwV TTOdIWV O€
MNXavokivnTa apagidia emTPETTOUV TNV aveCAPTNTN Kivnon Kal PJeTatotmion Bépoug Kal
uttoBonBoulv €101 TNV EAATTWON TWV CUCTTACEWY KAl OTNV ATTOQUYH TPAUPOTIOPWY OTO
Oépa.

H opBoT1redIkry XEIPOUPYIKN E€TTEPROCN PTTOPEI va XPEIAZETAl VA ECETAOTEI OE MPEPIKEG
TTEPITITWOEIG OTTWG N OKOAiwon. EIdIKA pYépigva ava@opikad Pe TRV avaiobnaoia TTpETTel
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va An@Bei uttdwn katd mn didpKela 0pOOTTEDIKNAG XEIPOUPYIKAG ETTEURAONG.

E: O1 aoBeveig ye vooo Pompe KIVOUVEUOUV OTTO OOTEOTTEVIQ;

A: Néeg OnUOOIEUOEIC OXETIKA ME TNV OCTEOTTEVIA, TNV OOTEOTTOPWON KOl TIG
PNYMOTWOEIS TwV ooTwv Octixvouv 0TI OAa Ta vooouvta Traidid, o1 eVAANIKEG WE
KApOTOAKIa Kal ol utrofonBouuevol oTnv avatrvory evAAIKEG, aAAGd kal acbBeveig pe
MEIOUPEVN JUIKR duvaun Ba TTPETTEl va eEETOCBOUV YIa OOTEOTTEVIA.

H ooteotrevia Bewpeital yevikd To TTPWTO PBriua TPV TNV ooTeommopwaon. Téoo n
ooTeoTTeEVia 600 Kal N 0OTEOTTOPWON Eival 0 TTOIKIAO BaBuo atrwAgia 00TIKAG PALaG,
OTTWG PETPIETAI ATTO TNV OCTIKN TTUKVOTNTA, TTOU gival €vag OEiKTNG yIa TTOOO I0XUPO gival
éva KOKKaAo (kal TTooo eTmikivouvo gival va otrdoel). O kUplog TpOTTOG va KabopIoTei n
TTUKVOTNTA TWV OCTWV Eival va yivel pia avwduvn Ookiur 1Tou Aéyetal MéETpnon
Atroppo@iTikdTnTag Evépyeiag Aktivwy X (DEXA) TTou PETPA T PMETOAAIKA IXVOOTOIXEI
TOU 00TOU. H diarpo@r TTPETTEl va gival ETTAPKNAG €I0IKA atrd TNV ATToywn TNG €1I0aYWYNAG
TOou aoBeoTiou Kal TG BiIrapivng D. ZToug aoBeveic ye 1N véoo Pompe, n ooTikr péala
OUOXETICETAI APKETA PE Tn duvaun Twv puwv. Katd cuvémela, €dv n duvaun HUWV
MEIWVETAI, N OOTIKA PAla avauévetal va peiwBei etTiong. O1 mBavég eTTeUBACEIC TTPETTE
va eoTidoouv oTnv auéavouevn dUvaun Twv JUWV Kal va TTeEPIAGBoUV Ta TTpoypaupaTa
aoknong f TTpoypAuuaTa QUOIOBEPATTEIAG. 2TOUG CORaPATEPA ETTNPEACOEVTEG a0BEVEIC,
ouvIoTATAl N EKyUPvaon Pe TTpdoBeTa Bapn (Bapdkia).

E: NMwg ptropei n kaBnuepivi doknon va Bondnoel Toug aobeveig pe vooo Pompe;

A: H doknon tmapéxel TTOAMG o@€AN yia Toug aoBeveic pe vooo Pompe. Mtropei va
XOAOPWOEl TOUG TTOVOUG HUWYV, VA EAATTWOEI TNV OKAPWia, va augnoel Tnv eueAigia Kai
TNV KIVNTIKOTNTA. MTTOpEI £TTIONG VO TOUG BoNBROEl va PEIVOUV EVEPYOI TTEPIOCOOTEPO, Va
EXOUV TTEPICCATEPN PUOIKI EVEPYEID KOl VA BEATILOOOUV T QUOIKY KAl TTVEUUATIKY) TOUG
uyeia. AANG €dv o1 aoknoelg Oev gival KATAAANAEG UTTOPEI VO KATAOTPAPOUV Ol JUG Kal
va aioc0avOei TTEPICOOTEPO KOUPATHEVOC.

O1 aoBeveig TTpETTEl v ouvepyaoBoUv PE TNV OPAdA UYEIOVOMIKNG UTTOOTHPIEAG TOUG,
WOTE VA KATAOTPWOOUV €va TPOYPAPPa BacIopévo OTIC avAaykeg Toug. lMa Toug
TTEPICTOTEPOUG a0BevEIG ue vOOO Pompe, autd onuaivel 611 Ba KAvouv TNV ammaiTouuevn
aoknon, aAAG Ba TTpéTTel va oTapatrioouv TIpiv @OAcouv To OpIo TouG. MepIKEG ATTAEG
OOKIUEG, OTTOKAAOUUEVEG OOKIMEG AVOXNG GOKNOoNG, WTTopouv va Toug BonBrijcouv va
uttoAoyioouv TTO0ON AOKNon MITOPOUV va KAVOUV XWpPic va ¢BAacouv ota Opid TOud.
AUTEG 01 BOKIMEG JETPOUV TOUG KapdIaKOUG TTAAUOUG Kal TTOo0 ofuyovo xpeidlovTal 600
Kavouv oT1atikd TTodNAaTo i dIAdPOUO TTEPTTATANATOG. TOo TTPOYPANUA TOUG Ba TTPETTEI
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va emBAETETAI aTTd 10TPSG | PUOIOOEPATTEUTH KAl ICWG XPEIOOoBEi va eTTaveCeTaoBei 600
N MUIK Toug duvaun au&davel. Mtopei va xpeidletal va pubuioouv TNV AoKnonf Toug,
Kabwg Tpoxwpei n voéoog Kal ol hug aduvatiouv ) KaBwg atrokTouv TTPoRARuaTa
QAVATIVONG, OKOAIWON I HUIKEG OUCTTIACEIG.

E: MNMolog TUTTO0G AOoKNONG €ival KAAUTEPOGS YIa TOUug aoBeveig pe vooo Pompe;

A: 210 TapeABOV n yevikn uttdBeon NTav OTI Ta ATOMO PE MIO VEUPOWUXIKN aoBéveia
TTPETTEl va eKTEAOUV aTTAAEG, OUYKpaTnpéveG aoknoelg (Ayotepo amd Tn MEYIOTN
TTPOOTIABEIN) KAl VO ATTOQEUYOUV TNV EVTATIKY KATATTOVNON Katd Tnv doknon. O Adyog
TNG avnouxiag ATav Ot n TTOAA doknon Ba PTToPoUCE va KATACOTPEWEI TOUG UG Kal va
emTaXuvel TNV €modegivwon TG vooou. Mpdo@ata, YEAETEG yia T ATTOTEAEOUATA TNG
AoKNOoNG OTOUG 00BevEIC PE MUIKEG OdUOTPOYieC €xouv Ocifel PEATILWOEIC OTO QUOIKO
emimedo kardotaong. Pdavnke OTI N AOKNON €TAV  QVEKTH Kal aoc@aAng. Ta
TTPOKATAPKTIKA OTOIXEIA MIag MEAETNG avoxng AoKnong oToug acBeveig TTou AapBavouv
TN Beparreia evONUIKAG AVTIKATAOTAONG UTTOoTNPiCouv OTI N KAVOVIKI doknon Eival
QVEKTA Kal YTTOPEI va BeATILOOEI T dUVOUN TWV HUWV KAl TNV avTtoxrn oTo Xpovo TNng
aoknong. Mepairépw PEAETES gival UTTO €CENIEN. Ta TTpoypduuaTa doknong TTPETTEl va
gival KatdAAnAa yia To pePovwPEVO aoBevi Kal va AapBdavouv uttéyn TIG OCUYKEKPIMEVEG
QAVAYKEG, TIG OUVATOTNTEG KAl TIG AVIKAVOTNTEG TOU CUPMETEXOVTOG.

e 2UVIOTWVTAlI OOKAOCEIG €UEAIGiAg, OTTWG O QOKACEIG TTOU YivovTal O€ dia Tioiva
TToU BonBouv va TEVTWOOUV ToUuG BUCKAUTITOUG MUG KOl VO QUENoouv To €UPOG
TNG Kivnong ME Tn XPNOIYOTToinOn TOu vePOU yia TNV UTTOOTAPIEN Kal TNG
avriotaong. EIOIKG o€ OOOUG XPNOIYOTIOIOUV QVATIVEUOTIKEG OUOKEUEG: Ol
a0BeVvEiG TTPETTEI VO OUVEVVONBOUV PE TOV 10TPO TOUG TTPIV KAVOUV AUuTO TOV TUTTO
aoknong OI0TI N TTiEcn TOU VEPOU PTTOPEI VO DUCKOAEWEI TNV AVATIVOF TOUG

o O1 peAETEG yIO TNV KATAPTION TTPOYPANPATOG £€A0KNONG OTOUG ACOEVEIG PE TN
vooo Pompe cival uttd €g€NIEn. O1 peAéTeg Ba eoTiIGoouv o€ évav ouvOuaouo
d1dpkelag, dUvaung kKal €gaoknong / aTTokatdoTaong oTafepotroinong oTnv
Kivnon A HOVO OTn XPOVIKK JIGPKEIN TOU TIPOYPAUHATOC EKTTAIdEUONC .

E: Nari eival n uoloBepatreia oToug aocBeveic Pompe onpavTiki;
A: O1 owpatikéG aOKACOEIC gival onuavTikEG yia didgopoug Adyoug. Mtropouv va
Bonénoouv:

e Na BeATiwoouv Kal va ouvinpriloouv Tnv agpofikr IKAvOTNTA TWV HUWV, ME
aTTOTEAEOUA OI HUG va KoupalovTal AiyodTeEPO EUKOAQ

! Kévrpo yra Aveooopuxés kar Metafolikés [abnoeig oro latpiko Kévipo tov Epdoueiov Iovemornuioo
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e Na ouvtnprioouv Tn AsiToupyia Twv Puwv (dUvaun, CUVTOVIOUOG Kal avToxh)

e [0 va atroTpéWouyv 1 va Treplopicouv Ta deutepoBdabuia TTpoBARuaTa, 4TTwg ol
OUOTTAOEIG, TO UTTEPPOAIKO BAPOG, O TTOVOG Kal N KoUpaon

e Na evioxUoouv TNV QUTOEKTIUNON, TNV QUuTOoEVOAPPUVON Kal va TTPOCTATEUCOUV
Q17O TO OTPEG

e Na oTapaTAcOUV TNV KATACTOON €KEIVN OTNV OTToIa BpiokovTal oI acBeveic dTav
emMAEyouv ) Toug ¢nTnBei va uloBetioouv éva TPOTTO (WG XWPEIG KAWIa QUOIKN
dpacTtnpEIdTNTA A PE TTOAU Aiyn. AuTOG O TPOTTOG (WG EAATTWVEI TV AEPOPIKN
IKOVOTNTA KAl AVTOXA TWV MUWV

E: Mola gival n diapopd PHeTASU TWV AEPOBIKWV Kol avagPOBIWV AOKNOEWV;

A: H aepofikii doknon €ival cwpatikp doknon ToU OTOXO €XEl  va PBeATIWOEl TNV
0&EIBWTIKA IKavOTATA. AEPOPIKA ONUAIVEI «UE TO OEUYOVO» KAl ava@EPETAl OTN XPAON
Tou ofuyovou oTn PETABOAIKA (i TTapdyouca evépyela) diadikaoia Tou avOpwITivou
owpatog. MNapadeiypara agPOPIKWY AOKACEWV Eival To TPEEINO, N KOAUUPBNON Kal n
modnAacia. To avrtiBeto eival o1 avaegpoPieg aokAoelg. H katdption (aoKACEIG
ammoKTNONG  OUVAPNG) Kol TO  TPECIMO  MIKPWY  OTTOOTACEWY  OTTOTEAOUV  TETOIA
TTapadeiyuaTra.

O1 duo TUTTOI aOKAOewv Olagépouv oOTn OIAPKEID KAl OTNV €VTaon TWV MUKWV
OUOTOAWYV, KOBWG KAl OTOV pnxaviopd Trapaywyng evépyelag péoa oto pu. Kard 1n
d1dpkela TNG AEPOPIKAG Aoknong, TO YAukoydvo kaTaBoAidetal pe Tn Porieia TOU
o¢uyovou yia va tTapaxOei evépyela. ApyoTepa, OTav T0 YAUKOYOVO €xel KaTavaAwBei, o
MeTaBOAIONSGS TOou AiTToug apxilel avt' autou. O peTaBoAIopog Tou AiITToug gival pia apyn
d1adikaoia Kal ouvodeUETal ATTO WIA TITWON OTNV a1Tddoon. & auTh TN @AcT, 0 aBANTAG
Ba cival koupaopévog. Kara tn didpkeia TnG avagpofiag Aoknong TTou €ival pia TToAU
Aiyotepo atrodoTikry diadikaoia, To yAukoyovo kataBoAietalr xwpic Tn Porneia Tou
ofuyovou. Kara 1n Oidpkeia TG avaepopiag Goknong n O AoKoUUEVO KoupddleTal
EUKOAOTEPA.

Ta 0QEAN TNG KAVOVIKNAG agpoBIKNG AokNong Eival:

e O1 pug trou TTEPIAaUBAvVOVTAl OTNV AVATIVOL PTTOPOUV VA YiVOUV IOXUPOTEPOI Kal
va BIEUKOAUVOUV Th pOr) TOU aépa HECQ Kal £€§w OTTO TOUG TTVEUUOVEG

e H kardotaon ToU KOPJIOKOU MPUOG MTTOPEl va PBeATiwdei. Katd ocuvémeia, n
avTtANTIKA AgIToupyia TNG KapdIAG YiVETAI ATTOTEAECUATIKOTEPN KAl O KAPBIAKOG
TTOAMOG 0€ KATAOTAON nNPEEMIOg €ival 1Mo XAuNAOGG. AuTO KOAeital agpofikr)
BeATiwon

e O1 yug TOU CWPATOG YivovTal ICXUPOTEPOI
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e To aipya ptTopEei va KUKAOQOPNOEI ATTOTEAECUATIKOTEPA. KaTd CUVETTEIQ N TTiEON
TOU QiATOG PTTOPEI VA PEIWDOEI.

e O OUVOAIKOG apIBUOG Twv  €pubpwyv  AIHOOPAIPIWY  UTTOPEI  va  augnBei,
OIEUKOAUVOVTAG £TOI TN JETAPOPA TOU 0EUYOVOU

o H BeATiwpévn TIVEUNATIKA KOTAOTOON

e O Kivdouvog yia 10 SI0BATN YEIWVETAI

H aepofik doknon utmopei va BeATiwoel TNV Kapdiayyeiakn ikavotnta. EmimAéov, ol
aEPOPIKEG dPAOTNPIOTATEG UTTOPOUV VA CUVTEAEOOUV OTNV aU¢non Twv OOTWV Kal vd
MEIWOOUV TOV KiVOUVO 0CTEOTTOPWONG.

To onuavtikdtepo MOavd Opelog amd Tnv avaegpoPia doknon eivar 6T ““xTieTan™”
TTEPICOOTEPOG MUG. Ta 0PEAN TNG KAVOVIKAG avagpOBiag GoKNoNG UTTOPOUV va gival:

e EmTdyxuvon Tou peTaBoOAIOuOU, akOun Kal o€ KaTdotaon npepiag. O1 pug Kaive
TTEPIOOOTEPEG BePUidEG avd OyKO POVAdWYV aTTO OTToIoVONTIOTE AAAO 10TO OTO
OWHa

e Evioxuon Twv o0TWV Kal Peiwaon Tou KIvOUVOU 00TEOTTOPWONG

e XaAdpwaon TNG akapyiag oTIG apBpwoElg Kal TTPOCTACIa TOug atrd TTBavoug
TPOUUATIOUOUG

e Meiwaon Tou Kivduvou yia 1o dIapBniTN

E: MNéTe EEpw 611 €§aO0KAONKA TTAPA TTOAU;

A: OMoi trpétrel TAvra va pwTtave yia CUPUBOUAEG TTpwTa. To TTPOYPAUMa TTPETTEI va
Aeitoupynoel kKAtw ammd TNV €MIPAWn  €vOG 10TPOU 1 €VOG  €CEIDIKEUMEVOU
@uoloBepatreuT. Eival onpavtiké va gheyxBouv Ta emitreda kpeativng Kivaong(CK)tou
TTAdOPATOG. Z€ TIEPITITWON KOKKIVWV oUpwyv, TIOU MPTTOPoUV va  o@eilovial o€
aioo@alpivoupia i puoo@aipivoupia n doknon TIPETTEl va OIOKOTITETAI apéows. H
akOAouBn odnyia Ba ptTopouce va xpnolyoTroinBei: egaokndnkarte TTapa TTOAU €dv Ta
€€NG eppavifovrai:
e  MUIKOG TTOVOG /KAl KPAUTTEG HUWYV PETA ATTO 48 WPEG PETA aTTO TNV £6A0KNON
e Tayukapdia
e ‘IAIyyog
e KoOkKIVa oUpa TIOU Onuaivel aigoo@aipivoupia (n Trapoudia  eAeUBepng
aiJoo@alpivng oTa oupa) Kal Juoc@aipivoupia (n Trapoudia yuoo@aipivng ota
oupa)

E: Ti1 GAAO TTpETTEl VA KAVW YIA VO KPATHOW TOUG NUG MOU I0XUPOUG;

A: Mepikoi €TTayyEAPATIEG UYEIOVOMIKNG TTEPIBaAYNG Bewpolv OTI 0 cuvduaoudg TNG
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KabnuePIVAG AoKNONG ME MIa dIaTpo®r UWnAf O TIPWTEIVEG KAl XaunAf o€
udaTdvBpakeg uTTopEl va BonbAocel yia va kpatnbouv oI PUEG 1oXupoi. AuTog o
ouvOuao oG uTTopei va BonbAoel va avTIKATaoTaBEl HEPIKWG N TTPWTEIVN TWV HUWYV TTOU
XAVETAl OTAV KATAOTPEPOVTAI O PUES. Aldgopol acBeveic Pompe éxouv avagépel OTI
ETTAVAKTNOAV PEPOG ATTO TN AEIToupyia TTou gixav XAoel akoAouBwvTag auTtdv Tov TUTTO
TTPOYPAUMATOG. [EPIoCOOTEPEG MEAETEG aTTAITOUVTAI VIO va doUupe TTOCO Ba BonBouoe
TOUug a0Beveic oTa OIAPOPETIKA OTAdIA TNG A0BEVEING. OI EUTTEIPOYVWHUOVES CUUPWVOUV,
€VTOUTOIG, OTI OTTOIOOONTIOTE TUTTOG TTPOYPAUUATOS BIATPOPNG KAl AoKNOoNG TTPETTEl vd
ETTOTITEUOEI TTPOCEKTIKA KQI VO TTPOCAPHOOTEI OTIG OIAITNTIKES avAyKkeg KABe aoBevoug. H
eTapkAG AN Beppidwyv eival UTTOXPEWTIKA yia 6Aoug Toug aoBeveic. O1 TTapa TTOAAEG
BepUidEC TTPETTEI VO ATTOPEUXBOUV.

E: Nwg ptropei n puoloBepatreia va Bonbrnoel karmroiov pe Tnv N. Pompe;

A: H o@uoloBepatreia ptropei va BonBriocelr otn diaripnon Tng €uehigiag kal TNG
KIVNTIKOTNTAG, OTnVv eAd@puvon TNG OKOUWIag OTIC apBpWwOoElG, va aTTOTPEWE TIG
OUCTTAOEIS KOl va TrapakoAouBei ta Trpoypduupata Bepatreiag. O @uOIoBePATTEUTAG
XPNOIUOTIOIEI TIG QOKAOCEIG, TIG MNXAVEG Kal TIG BonOnTIKEG OUOKEUEG, yia va BonBAoel
TOUG aoBeveig ue TN vooo Pompe va CUPPETAOXOUV OTnNV ATTIA KAl EUEPYETIKI €vioxuon
TNG €ueiag Toug Kal va pdBouv vEoug TPOTTOUG va UETAKIVOUVTal Kal va diaxeipifovTal
KaBnuePIvES KIVAOEIC. H avTIeTWTTIoN Ba TTPETTEl va yivETal CUPQWVA PE TIG AVAYKEG
TWV aoBevwy.

Aila@opol TpéTTOI TTOU N QuUOoIoBepaTtreia ptropei va Bondnoeli: H Quoiobeparreia
oxediadeTal va:
e BeATIOTOTTOINCEI KAl VO OUVTNPROElI TN WNXAVIKH KAl TN QUOIOAOYIKN AgIToupyia
000 10 duvaToV TTEPICCOTEPO UETO OTA OPIA TNG A0BEVEING
e EAaxioTotroIfo€l TOV KAIVIKO avTiKTUTTO TNG d1adIKaciag TnG acBévelag
e ATmroTpéwel () va eAaXIOTOTTOINCEI TIG OEUTEPORABNIES TTEPITTAOKES
e [lpodyel Kal va dlaTnprogl 0To avwTaTo OPIO TNG:
o AeToupyiag
0 A&IToupyikn avetapTnoiag
O 2UMUETOXNG
e BeAmioToTroioel Tnv mo1dTNTA WIS
e MeyioToTroioel Ta oQéAn TNG Bepartreiag evCUUIKAG avTikataoTaong - GAAwv
BepatreiwV KaBWGS auTéG yivovTal OIa0£0INES

H @uoioBepartreia Aoimmov ptropei va Bonbroel va diatnpriosl o aoBevig TNV eUeAIGia Kal
TAV KIVNTIKOTATA TOU, OTN XAAdpwaon TNG aKOuWiag oTig apbpwoelg, KabBwg ETTionNg oTnv
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aTroTPOTI) TwV cuoTrdocwy. O1 QuoloBepaTTeuTéG BonBouv OTNV TTapakoAoudnon Kai
EAEYXO TWV TIPOYPANPATWY eKyUPvVaAONG, Ta oTroia PE Tn o€lpd Toug onBouv oOTn
BeAtiwon TnG duvaung Twv puwyv, dnAadn oTn AeIToupyia TOUg, TNV QvTOXf TOUG O€
OIAPKEIQ, TNV ICCOPPOTTIA TOU CWHPATOG, TNV AVATTIVEUOTIKNA A&IToupyia Kal otn diathpnon
NG IKAvOoTNTaG OTO PBadiopya. O @uOIoBEPATTEUTHG XPNOIUOTIOIEI TIG QOKAOCEIG, TIG
MNXAVEG Kal TIG BonONTIKEG CUOKEUEG (TTOU AVOPEPANE TTAPATTAVW) Yia va BonBrioel Toug
a0Bevei¢ ye TN vOoOOo Pompe va CUPHETEXOUV OTNV OUAAN KOl EUEPYETIKA €vioxuon Tng
QaVvTOXNG Kal va paBouv OToug acBeveic Toug VvEOUG TPOTTOUG WETAKIVNONG, OAAG Kal
OAOKAAPWONG TNG KABNUEPIVOTNTAG Toug. OAa autd Ba yivovTal AapBdavovtag utrown Tig
I01IITEPOTNTEG TOU KABE aOoBEVH.

‘Eva péEPOG TNG epyaciag Tou @uaoloBepatreutr eivar va OI10ALel KATTOIOV TTWG va
XPNOIMOTIOINCEI TIG BoNONTIKEG OUOKEUEG: dNAAdH TTWG va XPNoIPoTToInoEl £va paBdi
(Mayyoupa) 1 pia TTEPTTATOUPQ, TTPOKEIMEVOU VA OTTOTPATIOUV Ol TITWOEIG KAl Va
KaBuoTepnoel TNV avAaykn yia pia avatrnpiki KapékAa. Otav Eva mraidi r évag evAAIKOG
avTIAn@Bei 611 Tou gival 6Ao Kal TTI0 OUCKOAO va TTEPTTATHOEI, TOTE TIPETTEl va UdABel va
METOKIVEITAI JE PNXAVOKIVATO KAPOTOAKI A avaTTnPIKO KAPOTOAKI, WOTE VA BEATILOOEI TV
ToiIoTNTa NG CWNAG Tou. Ta TTEPICOOTEPEG TTANPOPOPIEG OXETIKA MHE TNV €UpPECn
QUOIOBEPATTEUTWY TTOU UTTOPOUV va BonBriocouyv, BEiTe TIC TTANPOPOPIES TTAPAKATW.

E: Ymdpxouv ouoTAOEIG YIA TNV OCTEOUUIKA/AEITOUPYIKK ATTOKATACTOON;

A: Ooa tepiypdgovTal TTapaKATw €ival OUOTACEIG YIA TNV OOTEOMUIKA /AEITOUPYIKN
QaTTOKATAOTAON:

e [lapakoAoUBnon NG KapdIoavaTIVEUOTIKAG KATAOTAONG Kal avTatokpion 8£ong
Kal 5pacTnEIOTNTAG, METPNOTN TOU OQUYHOU KaTtd Tn diIdpKEIa TNG agloAdynang Kai
NG emmeepyaaiag apxIka Kai Pe TIGC aAAayEéG oTn B€éon 1 T dpacTnPIdGTATA OTN
OUVEXEIQ

e 'EAeyxog yia ooteoTtrevia /ooteommopwon pe T EBodo DEXA kal 0Tn ouvéxela
TTapakoAouBbnon atd Tov €10IKS 1aTPO AV aTTAITEITAI

e AZIOAOYNON TWV OOTEOUUIKWY BonOnudaTwy, TWV ETTITTEOWV DUCAEITOUPYIKOTNTAG
KAl avatrnpiag o€ TAKTA  XPOVIKA  dlaoTAuATa  av  autd  ATTaITEiTal,
oupTTEPIAAPPBavOUEVWY  Twy  padloypapudTwy  yia TV  TTapakoAoudnon Tng
oKoAiwong, TNG oTaBepdTNTAC TWV IoXiWV (TTEPIOXNA TNG AEKAVNG) KAl TNG OOTIKAG
TTUKVOTNTAG

e Evioxuon Tng AsIToupyiag Twv Juwv

e Evioxuon Tng peTOKIiVNONG ME PNXOVIKA péoca TTou TTapéxouv T duvartoTnTa
TIPOKTIKNG  €¢doknoNng, METOKivAong MEOa oOTa  Opla TNG  QUOIOAOYIKAG
oTaBepdTNTAC TNG Kivnong
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MNa Tep1oodTEPESG TTANPOPOPIEG:

ETTIKOIVWVAOTE PE TIC OPABES TTOU AvAPEPOVTAI TTAPAKATW VIO TTEPICOOTEPEG CUPPBOUAES
Kal TTANPOPOpIES yia TNV doknon Kal Tn guoloBepaTreia acBevwy pe Pompe:

e H d1e0viig opydvwon Pompe —International Pompe Association (IPA) ptropei
VO 00G KaTEUBUvEl OTIG Ouddeg Twv acBevwv pe véoo Pompe og 6Ao Tov KOO UO.
MNa va Bpeite To oUVOECHO YIa TN XWPA OOG, ETTIOKEQPTEITE TNV I0TOOEAIda TNG IPA
oTto www.worldpompe.org. Ekei 8a Bpeite CuVOECUOUG PE Ta TPEXOVTA EPEUVNTIKA
apBbpa OXeTIKA Pe TNV vooo Pompe.

e Ta avegdprtnta kévrpa diaBiwong (ILCs) o OAo Tov KOOHO TTPOCPEPOUV
TTANPOPOPIES, EKTTAIDEUCN KOl UTTNPECIEG UTTOOTHPIENG O ATOPO PE avaTTnpia.
EmokepBeite TNV 10T00€AiIda  http://www.ilusa.com/links/ilcenters.htm &étou Ba
Bpeite éva katdAoyo pe TETola KEVTPA a€ OAO TOoV KOO O.

e H maykéopia ocuvopooTtrovdia yia Tn @uolofeparreia. O ac@AANIOTIKOG 0ag
Qopéag utropei va oag BonBroel va Bpeite guoioBepatreuTh) TTou EEIBIKEVETAI
OTnV UTTOOTHPIEN OTOUWY PE VEUPOMUIKES dlaTtapaxés. MNa va Bpeite Evav TETOI0
QuoI0BepaTTeuTh, €MIOKEPOEiTE TN d1EUBUVON
http://www.wcpt.org/membership/index.php

e Alaxeipnon @uoioBeparreiog aropwyv pe vooo Pompe Maiog 2006. Touog 8.
No.5. Laura E. Case, PT, DPT kai Priya Kishnani, MD.

e [pakTikl Odnyia Tou Apepikavikou KoAAgyiou laTtpikig MeveTikAg (ACMG):
Pompe Disease Diagnosis and Management Guideline 2006. Vol. 8. No. 5. Oi
o0dnyie¢ ACMG oxedidoTnkav va XpNoIMEUOOUV WG EKTTAIDEUTIKN 0dnyia yia TOoug
1ATPOUG Kal GAAOUG TTAPOXOUG UTTNPECIWY UYEIOG.

e H 10T008AId0 Www.pompe.com Tng eraipiag Genzyme: TIAPEXEI EKTEVEIQ
TTANPOPOPIES yIa TNV acBéveia KaBwG eTTioNg UAIKG Kal UTTOOTAPIEN

e Kévipo yia Aucoowuikd kar MetaBoAikd voorjuata Tou latpikoUu Kévrpou Tou
Epdopeiou MavemoTtnuiou www.erasmusmc.nl/

Aurtn n ékdoan oxeOIAOTNKE UE OKOTTO va OWOEIl YEVIKES TTANPOQOPIES OXETIKA e T NOoOo
Pompe. Aiavéuerar dwpeav arro 1o IPA ue tn diukpivion 011 dev TTapéxovral IaTpIKES N
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GAAec emrayyeAuarikéS uttnpeoies uyeiag. H 1atpikn gival pia ouvexws HeTaBaiAduevn
emornun. AvBpwrriva oeaAuara Kai aAAayéC OTnv TTPAKTIKH £@apuoyrn KaBioTtouv
aduvarn tnv améAuTn akpiBeia evog Kelpévou oav aurd tmou diafalere. EmBeLaiware Tic
TTANPOQYOPIES e GAAEC TTNYEC Kal KUPIWGS uE Tov Beparrovra 1aTpd oag .

EMnvik petdepaon ammd péAn tou ZuAAéyou AocBevwov kai Didwv AoBevwv e
KAnpovouikd MetaBoAikd Noohpata “ KPIKOZ ZQHZ” www.krikoszois.gr. (E.AaokdAovu,

Z.AnunTtpouAng, X. lwdavvou, E.KaBakotmmoUAou,  emipéAEIa M.AuyouoTidou-
2appotrouAovu).
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