¥ & POMPE

ANATNEYZTIKA NMPOBAHMATA 2TH NOZO POMPE

lMoAAG Bpépn, maidid kai eVRAIKEG UE VOOO
Pompe  eugavifouv  mpwiua  onuadia
AVATTVEUOTIKWY TTPOBANUATWY TTOU UTTOPOUV
va yivouv akoua cofapdtepa 600 n aduvauia
TWV JUWV XEIPOTEPEUEL. Ta mpofAfjuara aurd
UTTOPEI va gu@avioTouv olyd olyad n éaQvika,
avaAoya ue 10 0TGdIO 1 THV OoOBAPOTNTA THS
vooou oag. Auto 10 QUAAGOIO TTEpIypagEl Ta
o ouvnBiouéva avarrveuoTiKa TTpoBAnuara
Kal TTW¢ UTTOPOUV va QvTIUETWITIOTOUV. ETiong
eényei ta Bruara mou mPETEl va akoAouBnBouv
yia va doiarnpnBei n yia va emavéABel n
Agitoupyia Twv TTVEUUOVWY O€ Ia ETTEiyouca
Karaoraon 1 o€ TTEPITITWAON TTOU XPEIQTTEI XEIPOUPYIKN ETTELBAOT.

E: MNari Ta dropa pe véoo Tou Pompe avatrTuiooouVv avaTrvVEUCSTIKA TTPORARpATA;

A: H vooog Tou Pompe atroduvapwvel 1o didgpaypa. To didgpayua gival Evag B0AwTog
MUG, 0 0TT0i0G dlaxwpilel Tov Bwpaka atrd TV KOIAIOKA KoIAOTNTA. YTTdpxouv T€éooepa
Ceuyn HUWV Ta OTTOIa EAEYXOUV TO QVATIVEUCOTIKO oUOTNHA. AUuTd Ta TEOOEPA CEUYN HUWV
gival To d1IaPpaAyua, ol HEGOTTAEUPIO! JUEG, Ol KOIAIOKOI JUEG KAl OI ETTIKOUPIKOI JUEG. AuTd
TA TEOOEPA OET JUWV TTAiCouv onuavTikd poAo otnv avarrvory. Otav arroduvauwvovTal
ol HUEG auToi, N Babid €10TTVOr) TTOU YEMICEI HE aEPA TOUG TTVEUUOVEG Kal 1 EKTTVON) TTOU
atmmoBdaAAel 1o dio&eidio Tou AavBpaka (CO2), yiverar dUokoAn. Autd odnyei o€
oucowpeuon Tou CO2 oT10 aipya oag, TTPOKOAWVTAG KAk dIdBeon Kal £TTNPEACOVTOG
ouvoAikd Tnv uyeia oag. O 1aTpIKOG OPOG yIa auTr} TNV KATACTOON €ival AVOTTVEUOTIKN
duoxépeia.

KaBwg egehiooetal n vooog Pompe, o1 pueg uTropei va £€aoBeviicouv odnywvtag o€
XOUNAOUG TTIVEUPOVIKOUG OYKOUG, AVWHOAIEG OTA aépia TOU aipartog, dIaTtapaxeg Tng
QAVATTVONG KATA ToV UTTVO Kal JEIWPEVO Brixa. Eav o Brixag dev gival apkeTd duvaTtog woTe
va Kabapioel Toug agpaywyousg oag atro Tn BAEvvn, PUTTOPEi va TTPOKANBOUV PHOAUVOEIQ
TWV TIVEUPOVWYV Kal AN TTpoBAAuaTa UYEiag.

Mrtropei va oupBei TTPOODEUTIKY) ATTWAEI TNG AVATIVEUOTIKAG AEITOUPYIaG KATA Th VOOO
Pompe, €10Ika oTta dropa 1Tou 0gv AapBdavouv Bepartreia. e pia avackoTtnon tou 2006
ME ap. Ao 1 TrepiTou TO0 60% TwWV A0BevWV pe OWIuN ekdAAwaon NG vooou Pompe
EM@aviCouv pia PETPIO PEiWON TNG IKAvOTNTAG yia Babid avatrvon Je hEiwon Tou aépa
TTOU EI0EPXETAI KAl ECEPXETAI ATTO TOUG TIVEUUOVEG. Mapd 10 yeyovog OTI TO TTPOPIA TNG
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MUIKNAG aduvapiag dla@épel, EXEl TTapaTNENBE Pia 1I0xUpr) oxEon YETAEU TWV PMETPAOEWV
TNG AVATTIVEUCTIKAG AEITOUPYIAG KAl TNG MUIKNAG aduvapiag, EI0IKOTEPA OTA KATW AKPA.

H aduvapuia Tou dIa@PAYUATOG PTTOPEI va ATTOTEAECEl TTPWIYO Kal UEICOV eUpnua OTn
vOooo Tou Pompe Kal n avartrveuoTIKr) AQVETTAPKEIQ CUXVA AVATITUOCETAI EVW Ol Q0BEVEIQ
€XOUV OKOPN TNV IKavOTNTa BAdIONG, EVW YIO PEPIKOUG OOBEVEIG PTTOPEI va ATTOTEAEI
TpwIMN KAIVIKA  évdein Tng vooou. H aduvapia Tou dlo@pAyuatog WTTOpEi va
XOPAKTNPIOTEI ATTO pIa PEiwoN TNG CWTIKAGS XwpnTikOTNTAS (VC) evw 0 acBevr|g BpiokeTal
o€ uTmia 6€on (SaTTAwWPEVOG YE TO TTPOCWTTO TTPOG TA ETTAVW) aAvTiBETA atr’ OTI OTNV
KaBIoTIKr) B€on. H avTiKelyevik agloAdynaon NG avaTTvEUOTIKNG AEIToupyiag oTa BpEen
gival TEXVIKA BUOKOAN, OoTTOTE O TTANPNG AVATIVEUOTIKOG £AEYXOG UTTOPEI VA ATTAITE TNV
agloAoynon kal GAAwWV KAIVIKWV TTapayoviwy OTTwG TO ETTITTEDO EVEPYEIAG KATA Tn
dIdpkeld TNG NUEPAG Kal Tov BaBud kOTTwong (Tr.X. TNV IKavOTNTa OiTIONG XWPIg
€MPBApuvon TNG AvaTtrvong).

E: Ti gival n avatrveuoTik SUoXEpElq;

A: H avarrveuoTikry duoxEpeEia gival N KATAOTAON KATA TNV OTIoid Ol TIVEUPOVES OEv
MTTOpOUV va TTPpocAdBouv To arrapaitnto ofuyovo r va diwgouv 10 CO2 woTe va
KAAU@BOOUV 01 aVAYKEG TV KUTTAPWY TOU owuatog. OvouddeTal €TTioNg Kal TTVEUUOVIKI)
duoxépela. Eav dev avTIETWTTIOTEN KATAAANAQ, PTTOPEI va 0dnynoEl O€ avATTIVEUOTIKA
QVETTAPKEIA. H avaTtrveuoTIKy AVETTAPKEIA TTEPIYPAPEI TNV KATAOTACN KATA TNV OTToid
YivETQI QVETTAPKAG avTaAAayry agpiwv OTO AVATIVEUOTIKO CUOTNMNA, UE OTTOTEAECUA TO
aptnplakd ofuyovo n/kal Ta emimeda diogeidiou Tou AvBpaka va unv UTTOpouv va
dlaTnpnBouv péoa oTa QUOIOAOYIKA Opla. Av Oev AVTIUETWTTIOTEI EyKaIpa WTTOPEI va
odnynoel otov Bavaro.

E: MNMola gival Ta onuddia Kal To CULMTITWHOATO TWV AVATTVEUOTIKWY TTPORANMATWY
o€ £€va AToHo TTou £XEl dlayvwoTEi ue vooo Tou Pompe;

A: Y1rapyouv TTOAAG onuadia Kol CUPTITWUATA TNG AvATTVEUOTIKAG duoXEPEIag OnA. Tou
QVOTTVEUOTIKOU TTPOBAANOTOG TTOU TTPOKOAEITAI ATTO TNV UEIWHEVN POr AEpa OTOUG
TveUpOVEG. AuTd TTEpIAaPBAvouv:

Emidpaon oTig KaOnUePIVEG BPACTNPIOTNTEG:

e AuokoAia ouykévTpwaong i} dlaTipnong TG £ypryopong.

e 'EkONAn peiwon otnv amdédoon (yia TTOPAdEIYUA, XOUNAr} a1TOdOCN OTN
YUMVAOTIKH 1) TIEPICOOTEPOG ATTAITOUPEVOG XPOVOG YIa TNV OAOKANPWON Epy0aiag
OTn OOUAEIQ).

e AioBnua duoTtrvolag KATa TNV avatrauon ) JETA aTTO CWHPATIKA TTPOCTIABEIa 1)
aoknon.

e Meiwon Tng 6pegng Kail eBUUIag yia eaynTo.
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MpoBARpara UTTVou:
e AioBnua peyaAng kKOTTWonNG ) uTTvnAiog Katd Tn dIGPKEIR TG NUEPAG
e [lpoBAAjuaTa oTov UTTVO
e 2UXVOI EQIAATEG

AAAa TrpoAfuaTa:
» Ayxog
o KatabAiyn
e [lpwivoi TTovoképalol
e AdUvauo QTépVIoPa Kal BrXag
e Xpnon Twv PUWV TOu Aaigou Kal TG OTTOVOUAIKAG OTAANG yia BoriBsia otnv

avaTtrvor).

H UtTapén evog A TTEPICCOTEPWY ATTO AUTA TA CUPTITWHOTA OEV ONPAIVEI OTI OTTWOBNTIOTE
EXETE AVATIVEUOTIKO TTPOBANPA. H yvwon Twv CUPTITWHATWY TToU OUOKOAEUOUV TIG
AeiIToupyieg oag Katd Tn dIApKEIa TNG NUEPAS 1) TOV BaBU UTTvo oag To Bpdadu uTTopEi va
0ag Bondnoel va KAveTe BAPATA WOTE VA TA AVTIUETWTTIOETE

E: Néoo ouxva TrpaydaToTToIEiTal EAEYXOG TNG AVATIVEUCTIKAG AEITOUPYIaG;

A: Edv évag aobBevrg £xel avattveuoTIKEG OUOKOAIEG, N agIoAOYNON TNG AVATIVEUOTIKAG
KaTtaoTaong Oa TrPETTEl va yiveTal 0€ TAKTIKA BAon, OTTwg ouvioTdTtal atro évav €101KO. Ta
OUNTITWHATA TTOU £€€TACOVTAI TTEPIAQUPBAVOUV Brixa, TTapoucia ouplypou ) dUOTIVOIAG,
avoxr oTnv Aoknon, €TTTEd0 evEPyEIag, Babuo KOTTwoNG, Kal oTa BPEPN, TNV IKAVOTNTA
TOoug va TpE€@ovTtal. H QuoIKn €¢€Taon Ba TTPETTEl va €0TIACEI OTOV QVATIVEUCTIKO puBuo,
oTn Xpnon nf ox1 Twv BonénTikwv avatvVEUoTIKWY HUWV, OTNV €TTAPKEIO KATA TNV
avtaAAayr agpiwv Kal oTnv ToIoTNTa Tou BAXA TOU a0BEVOUG.

H ompopétpnon (M€TPnoOn TNG avatvong) €ival n 1Mo ouvnBiopévn  AEITOUPYIKN
avatrveuoTik pétpnon (PFT), n otmoia PeTpd TNV AEITOUPYIKOTNTA TWV TTVEUPOVWY, KOl
eI0IKOTEPA TNV TTOCOTNTA (OYKO) fi/kal Tnv TaxUuTnTa (POr)) ME TNV OTTOIA EICTIVEEI KAl
EKTTVEEI KATTOIOG.

2€ 000¢gveig e Owiun ekdAWON TNG VOOOU, Ol QVATIVEUOTIKEG AEITOUPYIKEG DOKIUATIEG
Ba mpétrel va TrepIAapBavouv v pETpnon TnG CwTikAG XwpnTikotntag (VC) kal Tou
TaXEWG eKTTVEOUEVOU Oykou Ot €va deutepOAettto (FEV1). O1 petprioeig Tng pEyIoTng
elomrveopevng Tmieong (MIP) kai Tng p€yiotng ektrveopevng ieons (MEP) ptropouv va
BonBrioouv oTtnv agloAdynon NG aduvapiag Twv avaTrveuoTIKWV puwv. H aduvapia Tou
dlappAyuaTog MPTTopEl va  aglohoynBei Tepaitépw ME TR PETPNON TNG  CWTIKNAG
XwpNTIKOTNTAG O€ UTITIA B€01N (EQTTAWPEVOG PE TO TTPOOWTTO TTPOG TA TTAVW).

Na Toug aoBeveic OoTOUG OTTOIOUG N dlAyvwon €yIve KAtd TNV PBPEeQIKA NAIKia, n
OTTIpoUETPNON OV ATTOTEAEI €TTIAOYN, VW O €AEYXOG TNG AVATIVEUOTIKNG AEITOUPYiOG
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MTTOPEI va atraitei avaioBnaoia, n otroia opwg dgv ocuaTrveral. OTav gival dlaBEaiun n
METPNON TNG CWTIKAG XwpPNTIKOTNTAG KATA TN d1dpkela KAauatog (CVC) ptropei va AdaBel
ETTAVOANYIYEG METPAOEIG YIa TN CWTIKAR XwpnTIKOTNTA Tou Bpépoug. H pétpnon 1ng
apVNTIKAG €10TTVEUTIKNG pong (NIFM), TTou €ival pia TTapaueTpog Tmou poladel pe 1o MIP,
aTTOTEAEI PETPO TNG dUVAUNG TWV HUWV KATA TNV EICTTVON.

H avraAAayn agpiwv ptropei va agloAoynBei o€ GTopa TToU £XOUV dIaYVWOTEI JE VOOO TOU
Pompe woTte va agiohoynBei n avatmtu¢n NG avatveuoTIKAG AVETTAPKEIAG. H TTAAWIKN
oguUETpIa €ival pia un eTeUPaTik NEBODOG TTOU ETITPETTEI TNV TTAPAKOAOUBNON NG
o¢uydvwong TG aigooeaipivng Tou aoBevoug, evw Kal N KATIVOYypa@ia UTTOpEi va
eQapuoaoTei oav dladikacia pouTivag. AUuTO YiveTal JE TN XProN EVOG TTAAUIKOU OEUPETPOU
OaKTUAOU.

H aigoc@aipivn Tou aipartog €ival 0 JETAPOPEAG TOU 0EUYOVOU OTTO TOUG TTVEUNOVEG OTO
utTéAOITTO oWwa (dnA. 0TOUG 1I0TOUG), OTTOU Kal aTTEAEUBEPWVETAI TO OEUYOVO LOOTE VO
XpnoluotroinBei atrd Ta KUTTAPA.

H katrvoypagia gival o €AeyX0G TNG CUYKEVTPWONG ) TNG MEPIKAG TTiIEONG TOU dI0¢EIdiou
Tou avBpaka (CO2) oTta avarveuoTIKA aépia. H kUpia Tou e@appoyr agopd Tnv
TTapakoAoubnon katd Tnv avaiodnaoia Kai TnNv eVTaTIKA Bepartreia.

E: Mtmropouv o1 aduvapol KOIAIOKOi HUEG Kal TO Sld@payHa va HEIWOOUV TNV
IKOVOTNTA Yia BAXA;

A: H aduvapia Twv yuwyv Ptropei va utroBaduioel Tov Brixa, ue atmotéAeopa tn diatrpnon
TWV EKKPICEWV Kal TV aduvauia aTToONAKpuUvong TOOO TOU @QUOIOAOYIKOU OYyKOu
TIVEUUOVIKWV EKKPITEWYV, O00 KOl EKEIVWV TTOU OXETICOVTAl hE O&EiEG AOINWEEIG. AuTH N
aduvalia UTTOPEI, OUVETTWG, VA TTPOdIABECEl TO ATOUO TTOU €XEI OIAYVWOTEI YE TN VOOO
Pompe va avartugel areAektaoia (TTARpN 1 MEPIKN KATAPPEUON TOU TIVEUPOVA) Kal
TIVEUHOVIA.

E: Molo €idog BepaTreiag prropei va TPOoKAAEoEl SIATAOT TWV TTVEUHOVWYV Kal TWV
OWPAKIKWY HUWV WOTE va d1EUKOAUVOEI 0 BAXAG;

A: O1 TTapakdTWw BEPATTEIEG TTOPOUV VA TTPOKAAECOUV DIATACN TWV TTVEUROVWY KOl TWV
BWPOKIKWY JUWYV, Kal va dIEUKOAUVOUV TO BrXa:

e Zuoowpeuon elomveopevou aépa (Air Stacking): H Zuoowpeuon
€I0TTVEONEVOU aépa oupPaivel OTav TO ATOUO AVATTVEEI KAI CUYKPATEI TRV AVATTIVON
TOU, OTN OUVEXEIO AVOATIVEEI avd, KAl TTPOOTTOBEI €TTiIONG va OUYKPATACEl TN
0euTEPN avartrvor] Tou, AduPavovrag 600 TIEPICOOTEPO QEPa PTTOPEI OTOUG
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TveUUOVEG Tou. Mia TOoAvTa autroU (TTOU ATTOTEAEITAl ATTO MId PJACKA TTOU
EQATITETAI OTO OTOMA KAI OTN JUTN KAl ATTO £va EUKAUTITO OAKi TToU TTpowOei aépa
OTOUG TIVEUMOVEG META OTTd TTiEON) MTTOPEI va XPENOIYOTIOINGE yia QuTAv TN
dladikaaoia.

o XeipokivnTtn utrofondnon BrRxa: Autog o TUTTOG utToRonBoupevou Brxa yiveral
QPUOWVTAG aépa OTOV a0oBevr YE Yo BaBid avatrvor] Kal JETA XPNOIMOTTIOIWVTAG
€iTE pIa KOINIOKN) wlnon | Ye oupTtrieon Tou BwpPaKa yia au¢non Tou PBrxa Tou
aoBeviy. H @uonén aépa oToug TTVEUUOVEG ETTITPETTEI TNV EAACTIKA avadiTTAwon
TWV TTIVEUPOVWYV KAl TOU BwPOKIKOU TOIXWHATOG Yia va BonBnbei n ekTTvor evw n
ypoBid atnv KoIAId A N ouuTtrieon Tou Bwpaka Bonbdave otn eacn atmooAng (kai
o€ MIKPOTEPO BaBud otn @don oupTrieong). O xelpokivntog uttoonBoupevog
Brixag TTPOUTTOBETEI TNV IKAVOTNTA TOU a0Bevr) va Kpartdel TNV yAwTTida TOU
KAEIOTA.

e @Uonua kal ekdiwgn aépa pe pnxavikdé Tpoémo (insufflator-exsufflator
CoughAssist): To puonpa kai n €kdiwgn aépa e PNXAVIKO TPOTTO OTTOTEAEI UN
ETTEPPRATIKA BepATTEIA TTOU HE AOPAAN KAl OTABEPO TPOTTO ATTOPAKPUVEI EKKPIOEIG
o€ avOPWTTOUG TTOU TTAPOUCIACOUV PEIWPEVN IKAVOTNTA Yia Brixa. To guonua Kai
n ekdiwgn aépa PE PNXAVIKO TPOTTO OTTOPAKPUVEI TIG EKKPIOCEIG BaBulaia pe Tnv
aoknon BETIKAG TTiEONG OTNV Agpo@OPOo 000 Kal, 0T CUVEXEIQ, TaXEia AoKnon
apvnTIKAG Trieong. AuTh n Taxeia evaAAayr) TnG Trieong TTapdyel uwnAr pon
EKTTVONG TTPOCOMOIWVOVTAG TOV PUOIOAOYIKO BriXa.

Kivduvog péAuvong:

Ortav é€xete KATTOI0 KPUWHA A BpoyXiTida, 0 aduvauog BAXAg augdvel TIG TOAVOTNTEG
QVATITUENG TTVEUPOVIaG. H TTveupovia gival Jia vOoog TTou XapakTnpideTal atrd @Asyuovi
TWV TIVEUPOVWYV AOYW €1I0B0AAG 10U i hIKPORiou Kal PTTopEi OTAdIOKA VA TTPOKAAETEI TV
QVATITUEN UYpPOU OTOUG TIVEUPOVEG. Ta ouuTrTwpaTa TreEpIAauBAvouy TTUPETO, piyog, BAxa
ka1 duaTrvola. O1 avaTTVEUOTIKEG AOINWEEIG TTPETTEI VA AVTIMETWTTIOTOUV ETTIBETIKA WOTE
va a1ToQEeUXO0UV Ol ETTITTAOKEG.

Av KATTOI0G £XEI O&EIQ AVATTVEUOTIKI) QVETTAPKEIA 1) QVATITULEI IO AVATTVEUOTIKI Aoipwén
TTOU €V UTTOPEI VA QVTIUETWTTIOTEI, YTTOPEI va €ival atTapaitnTo va Yivel yia TOPr OTO
OEpMa Kal va TTpooTeOEl Eva CWANVAKI yIa TNV AVATIVON OTNV TpaxEia woTe va dlatnpnOei
0 aEPIOPOG. AUTA N XEIPOUPYIKN dIadikaoia ovOPAZeTal TPAXEIOOTOMIA. Ta TTEPICTOTEPA
aropa pe vooo Tou Pompe TTp€TTel va gival o€ BEon va AGBouv avaTtTiveEUOTIKE UTTOOTHPIEN
OTTOTE TN XPEIGCovTal PECW TNG OUVOUAOTIKAG XPNong Mn ETTEURATIKWV BepATTEIWV
(Bepatreieg OTIG OTTOIEG XPNOIMOTTOIOUVTAI PAOKEG KAl OEV ATTAITOUV  XEIPOUPYIKI)
d1adikaaia). MepIKEG POPEG, O AVATIVEUOTIKOG OWANVAG TTOU EI0EPXETAI KATA TN OIAPKEIX
adloBeoiag ptropei va agaipebei apyotepa. Eival (wTIKAG onuaciag yia 1a GToha JE
QVATTVEUOTIKA TTPORAANATA VA BpiokovTal UTTO TNV TTAPAKOAOUONoN TTVEUUOVOAGYOU 1)
IATPOU YIO QVOTIVEUOTIKA TTPOBAANOTA WOTE va MPTTOPEI va apxioel £ykaipa n
QVOTTVEUOTIKI UTTOOTAPIEN OE ETTEIYOUOEG TTEPITITWOEIG.
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E: NMéoo cuxva TrpéTrel va EAEyXW TRV AVATTVEUOTIKN AgIToupyia KaTtd Tn SidpKEla
TOU UTTVOU;

A: O\ol o1 acbeveig e vooo Pompe Ba 1TpéTrel va pIAfjoouv he Tov BepatrovTa 1aTpd TOUg
OXETIKA PE TNV avaykn va TTpoouv, eAv UTTAPYXOUV CUUTITWHPATA, O€ AvaoKOTTNOT TOU
UTTVOU TOUG. AUTO UTTOPEi va TTEPIANANPBAVEI OE OPIOPEVEG TTEPITITWOEIG UI HEAETN UTTVOU
(TToAuuttvoypagia). EVAANOKTIKEG MEAETEG OTTWG 1N TTAAMIKA OGUUETpIa r/kal n
KATTvoypagia dev €TTAPKOUV YIa TNV agIOAGYNON TwV AVATIVEUOTIKWY OIATOPAXWY TOU
UTTVOU, aAAG PTTOPEI va XPNOIMOTTOINBOUV YIa VA EKTINAOOUV TUXOV VUXTEPIVA UTTOGIA 1)
UTTOAEPIOPO avTioTolxa. H oguueTpia atmmd poévn G dev ATTOTEAEI ETTAPKES dIAYVWOTIKO
MEOCO yIa TNV agIoAGYNON TWV AVATIVEUOTIKWY dIOTAPAXWY TOU UTTVOU.

H utrogia €ivar pia 1TaBoAoyikr) KAtdoTaon KAtd Tnv oTroid OAOG O Oopyaviopog
(yevikeupévn utrogia) A Eva HEPOG auTou (I0TIKA UTTOEia) OEV OEUYOVWVETAI ETTOPKWG.

O utroaepiopdg gival n 6x1 fadid f n Bpadeia avartrvor TTou eV KAAUTITEI TIG AVAYKES TOU
owpaTtog. Av éva ATOPO UTTOOEPICETalI, CUCOWPEUETAI TO DIOEEIDIO TOU AvOpaKa OTOUG
IOTOUG TOU PE QTTOTEAECUA TNV MIKPN TTApOoXr oguydvou oTo aipa. O uTrEpagpIoPOg ival
n KatdoTaon KaTé TNV OTroia To ATOPO AvaTIVEEl TTIO ypriyopa ri/kal TTio Babid atrd 1o
(PUOCIOAOYIKO.

E: Ti onpaivel diarapayn avarrvong Katd Tov UTrvo;

A: H diatapayr) avarvoig Kard Tov UTIvo €ival ouxva TTapouca 0Ta ATOPA hE vOOO Tou
Pompe 1Tou £€xouv avatveuoTikr) YUk aduvapia. H eAATTwon Tou TOVOU TNG avwTeEPNS
agpoPOPOU 000U, TTPOTTAVTOG KATA TN OIAPKEIA TNG GAONG UTTVOU TTOU XAPOKTNPICETAI
atro Taxeia Kivnon Twv patiwy (REM), utropei va odnyroel o€ repaitépw €moEivon Tou
agpiopou. O VuKTEPIVOG (TTou oupBaivel KaTd To BPAdu) UTTOAEPITPUOG OUXVA TTPONYEITAI
TNG AVATTIVEUOTIKNG AVETTAPKEIAG KATA TN dIAPKEIA TNG NUEPAG.

2€ ATOPA YE TNV OWIUNn ekdAAwonN TG vooou Pompe, n diatapaxr) TG avatrvong KaTd
OIAPKEIN TNG VUKTOG UTTOPEI va CUPPBET OTav n CWTIK XwpenTIKOTNTA o€ 0pBia B€on civail
METPIO DlaTapaypévn AOyw TNG duoavaloyng CUPPETOXNG Tou dlagpdayuatog. O aoBeveig
ME vOoo Tou Pompe utropei va unv avtiAn@Bouv TuxOv atmo@paoKTIK dtvola UTTvou, N
OTTOIa PTTOPEI va 0dNyAoEl o€ €MIdEiVWON TNG uTTEPKATIViag (UTTEPPOAIKA TToooTNTa CO2
OTO Qiga) KAl UTTOEAIMIa (MEIWMEVN MEPIKN TTIEON TOU OEUYOVOU OTO aipa). 1A BPEPN UE
vOooo Tou Pompe, n avatveuoTIKh diatapayr Tou UTTVOU PTTOPEl va eKkONAWBEI TTpIv ol
YOVEIG ava@EéPOuV CUUTITWUATA.

E: Nwg ptropeite va KataAaBeTe 0TI £XETE TTPORARpATA ATTVOIAG UTTVOU;
A: H amrvoia Utrvou gival pia dilatapayr Tou UTTVOU TTOU XapaKTnEigeTal atrd TTaucelg oTnv
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avatrvory katd 1n didpkela Tou UTTvou. Kdabe etreioddio diapkei TOOO WOTE pIa R
TTEPICOOTEPEG AVATIVOEG VA XAVOVTAl KAl AUTA Ta £TTEICO0IO eTTaVOAauBAvovTal KOTA TN
d1dpkela Tou UTTVOU. O 0OpPIoCPOG VOGS OTTOIOBATTIOTE ATTVOIKOU OUMBAVTOG TTEPIAAUBAVEI
éva eAaxI10TO d1IAoTNUa 10 SEUTEPOAETTTWY AVAUETA OTIG AVATIVOEG TTOU OUVODEUETAI EITE
aTTO VEUPOAOYIKI) a@uUTTVION (METATOTTION 3 OEUTEPOAETITWY OTN oUXVOTNTA TOU Tou HET),
€iTE ATTO TITWON TOU KOPEOHUOU TOU 0&UyOvou OTO aipa Touhdxiotov 3-4%, 1 kal atmod 1a
dUo. H amrvola Utrvou diayIlyvVWOKETAI JETA ATTO MIA OKIPATia KATA T OIAPKEIN TOU UTTVOU
TTOU OVOMACZETAI TTOAUUTIVOYPAPNUA 1| « JEAETN UTTVOUY.

E: Ymdpxelr kamola AiCTa ME OVOTIVEUOTIKEG OUOCTAOCEIG TTOU TIPETTEI VO
akoAouBouvTal atrd éva ATOMO Trou £XEl dlayvwoTei pe vooo Tou Pompe Kai TTou
TTOPOUOCIAJEl AVATTVEUOTIKEG OUOKOAIEG;

A: Ta TTapakdTw atroTeAOUV Pia AioTa TTVEUOVOAOYIKWY CUCTACEWV:
e H kAIvIKij agloAGynon TnNG avaTtivEUOTIKAG KATAOTAONG TTPETTEl VA YiVETAI O€ KAOE
IATPIKI ETTIOKEWYN.

e Orav cival €@IKTA, N agloAdynon TnG TIVEUMOVOAOYIKAG A€ITOUpyiag Kal Tng
avTaAAayng Twv agpiwv TTPETTEI va yiveTal Katd Tn diIdyvwaon, o€ €TRoia Baon Kai
oTav YETABAAAETAI N KAIVIKF) KATAOTAON TOU a0BEVOUG.

e MTropei va {nTnBouv akTIivoypagieg Bwpakog éTav evdeikvuTal KAIVIKA.

e O péyiotog duvatdg KOBAPIOUOG TWV AgPOPOPWVY O0OWV aTTO TIG EKKPIOEIG Ba
TIPETTEl VA €QAPUOLETAI CUCTNUATIKA.

e O1 aobeveig Ba TpEmTel va oculnTouv PE TOV 1ATPO TOUG YIA TIG AAAQYEG OTnV
QVOTTVEUOTIKI AEITOUpYia KaTA Tn dIAPKEIQ TOU UTTVOU, €AV 0 a0BEVAG TTAPOUCIACE!
aAayég oTnv uttvnAia Kata tn dIGPKEIA TNG NPEPAG, AveECAYNTN KOTTwON f €XEl
TTapaTNPENOEl ATTvola KATd TN dIAPKEIA TOU UTTVOU.

o OAeg o1 avaTIVEUOTIKEG JOAUVOEIG Ba TTPETTEI VA AVTIMETWTTICOVTAI ETTIOETIKA.

E: Moia €idn Oeparreiag pmropouv va Bonbriocouv Ta ATOMO ME AVOTTVEUOTIKA
mPOoBARpATA;

A: O pnxavikog agpiopog Bondda 1a dropa pe vooo Tou Pompe va dlaxeipioTouv Ta
QVOTTVEUOTIKA TTPORAAPATA HEOW TNG TTPOWBNONG TOU aépa OTOUG TTVEUNOVEG. H xprion
MNXaVNUATWY (YVWOTWY WG OVATIVEUCTHPEG) UTTOPEI va PBEATILWOEI ONUAVTIKA TNV
TToIOTATA (WG TWV TTAIBIWYV KaI TWV EVNAIKWY PE avaTIVEUOTIKA OUOXEPEIQ.

ApxXIKA, n un €TePPaTIK BepaATTEiO AVATIVEUOTIKNG UTTOOTHPIENG MTTOPEI va XPEIAOTEI
MOVO Tn VUXTA yia va BonBnoel otn diaTApNoN TNG QUOIOAOYIKNG PONG agpa Katd n
OIGpKEIa TOU UTTVoU. Mia @opnTri CUCKEUN XPNOIMOTTOIEITAI YIa VO TTAPEXEI OTABEPN Por)
aépa JEoW Hiag JAOKAG N OTTOIa EQATITETAI OTN MUTN 1) TTAVW ATTO TN HUTN KAl TO OTOMA.
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MTropouv va XpnoigoTroinBouv ETTICTOMIA YIA TNV TTAPOXI AVATIVEUOTIKAG UTTOOTAPIENG
Kal Katd Tn IApKEIa TNG NUEPAG, AV ATTAITEITAI.

TUTTOlI AVATIVEUCTHPWYV TTOU XPNOIMOTTOIOUVTAlI OUVABWG atrd Toug aocOeveig Je
vooo Pompe:

Avatrveuotpeg BiPAP/VPAP: BiPAP (BeTikr) TTieon agpo@opwv odwv oe 2
emmireda). H BIPAP BonBasl Tnv oguydvwon Kal ToV AEPICPO OE TTEPITITWOEIG
ATTVOI0G UTTVOU 1] KOTTWONG TWV AVATIVEUOTIKWY puwv. Exel emiong epapuooTei
yla TV a1ToQuyn TWV TTO TTOPEUPATIKWY HEBOOWV OTTWG N dlaCWANvVwon 1
TpaxelooTopia. Mg TOv AagpIOPO TTiEONG O€ 2 £TTITTEDA, TO PNXAVNUA OTTPWXVEI TOV
a€pa OTOUG TIVEUUOVEG JE OUVEXN TTIEON. TN CUVEXEID UEIWVETAI N TTiECN VIO v
ETMTPEWEI TNV EKTTVON.

AvatrveuoTtipeg Oykou: O1 avatrveuoTAPEG OYKOU OIOXETEUOUV KOBOPIoPEVO
OYKO a€pa, KI OXI KaBopIopEVN TTiECT), OTOUG TTVEUPOVEG PE KABE «avaTrvor». Ol
QVOTIVEUOTNPEG ME avAKUKAwon Pdacel Oykou PTTOpoOUV  va  TTAPEXOUV
UYNAOGTEPOUG OYKOUG Kal UPNASTEPEG TTIECEIG aépa aTTO TN PEYIOTN dUVATA TTiEON
ME Toug avatrveuoTipeg BiPAP.

Avatrveuotipeg CPAP: H pébodog e@apuoyng ouvexoug BETIKNAG TTiEong OTIG
agpo®bpoug odoug (CPAP Continuous Positive Airway Pressure) spapuodel Tn
BeTIKA TTiEON OoTOV QApUYya £TC1I WOTE VA TTAPEUTTODICElI TNV KATAPPEUON TOU
@apuyya kard 1n diapkeia tou Utrvou. H CPAP cuvnBwg dev TTpoo@épel OTa
aroga  pe adUvVAPOUG QVATIVEUOTIKOUG MHUEG TO €i00G TNG QAVATIVEUOTIKAG
UTTOOTAPIENG TTOU TTPpayuaTIKA XpelalovTtal. H CPAP Ba TTpéTrel va XpnoIKOTTOIEITal
yla Tn Bepartreia TnG ATTVOIAG UTTVOU PJOVOV O€ OTTAVIEG TTEPITITWOEIS O0BEVWV HE
vooo Pompe. Kai pdhiota Afyetar o1 yevikd n CPAP dgv Tmpétmel va
XpnoigoTrolgitTal ammd aobeveic ue voéoo Pompe.

E: Nwg va BeATiwoeTe TV Aveon evog avatrveuoTipa BiPapp/VPAP

A: MT1ropei va ouvioTtaral n €mAoyr Bepuaivouevng Uypavong TTou Beppaivel Tov agpa
OTOV AVATIVEUOTPA KAl TTAPEXEI APKETH UYPACTIia yId TV ATTOTPOTTH TG APUOATWONG TNG
BAévvag.

E: Kdamoila dropa dev pmropouUv va XPNOIMOTTOINOOUV TOV UYPAVTAPO YIO TOV
QVOTTVEUCTHPA TOUG TN VUXTA £TTEION O OWANVAG TOU AVATIVEUCTHPO YEUIJEl ME
udpaTtpoug. MNari cupBaivel auto;
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A: H oupttukvwon auth Aéyetal «rainout». Av 10 dWMATIO 0ag €ival KpUo, 0 BepUAG,
UYPOTTOINUEVOG AEPAG EPXETAI OE ETTAPN WE TNV TTI0 KPUA BEPUOKPATia TOU dwPATIOU Kal
wuxetal. Otav Wuxetal o aépag, N ToodTNTA TNG Uypaciag (UdPATUWY) TTOU UTTOPEI VA
OUYKPOTACEI HEIWVETAI PE ATTOTEAECUA va dnuUIoupyouvTal aTayovidla VEPOU («rain outy»).
H 1To06TNTa TOU VEPOU TTOU PTTOPEI VO OUYKPATAOEI O aEPAg TTOIKIAAEI avAAoya pE TV
Bepuokpaaoia: o o (E0TOG AEPAG OUYKPATEI TTEPIOCTOTEPO VEPO ATTO O,TI 0 KPUOG AEPAG.
KaBwg wuxetal o {eoT10g aépag (Katd 1n dIAPKEIQ TNG VUKTAG) PEIWVETAI N IKAVOTNTA
OUYKPATNONG VEPOU HE QATTOTEAECHO Tn CUMTIUKVWON TOU VEPOU Kal Tn dnuioupyia
oTayovidiwv.

A1d@opoI TPOTTOI VA AVTIMETWTTIOTEI TO «rainout»:

e [lpoOTTOBNOTE VA PEIWOETE TO ETTITTEDO UYpPACIAG

e AugioTe Tn BeppoKpacia TOU UTTVOOWHATIOU TN VUXTA WOTE Va PEIWBEI N dlagopd
BepuoOKpaCiag Ye TOV UyPAVTAPA KAl OIYOUPEUTEITE OTI €ival KAEIOTO TO TTAPABUPO
TOU dwpaTiou.

e [lepdoTe TOV CWANVA KATW ATTO TIG KOUBEPTEG yia va diatnpnBouv (eoTEG.

o KaAuywTte T0 CWAAVA PE OAOUNIVOXAPTO | JE AANO HOVWTIKO, OTTWG TTEPITUAIYUA
owAnvwaong. O o1dx0og €ival va diatnpnlei o aépag aTIG CWANVWOEIG (E0TOG

o EMmAECTE €va OIOPOPETIKO MOVTEAO AVATIVEUOTAPA PE BEPUAIVOUEVO EUKAPTITO
OwAnva.

E: Ti gival n Ogppaivépevn vypotroinon;

A: Xmnv Bepuaivopevn uypotroinon o0 aépag OTO QAVATIVEUOTIKO KUKAwWMO Tou
QVOTTVEUOTHPa (eOTAIVETAI KAl dNUIOUPYEITAI APKETH) UYPACIa WOTE va PNV ¢EpaivovTal ol
EKKPIOEIG.

E: Yrapxel TTpOYPONHATIOHEVO XEIPOUPYEIO KAI UTTAPXEI TTEPITITWON VA XPEIOOTEI
YEVIKN avaioOngoia. MNoia BApaTta TPETTEl va akoAouBiow yia va TTpoAdBw Tuxov
OVOTTVEUCTIKA TTPOBAAHATA KOI HOAUVOEIG TWV TTVEUHOVWV;

A: Edv éva xelpoupyeio atraitei yeviky avaiodnaoia, TTPETTEl va €I00TTOINCETE €K TWV
TPOTEPWYV TNV IATPIKA OPAda OTI Ba xpelaoTeiTe eITTAEOV BorBeia yia Tnv avatrvon Kal
TOoV BAXQ PETA TNV eTTEURacn. =ekabapioTe Tola TTIAOYT) BEAETE. MepIKG dTopa pe vooo
Tou Pompe trpoTiyouv pn emmeuBaTikd agpiopd (1m.X. avatrveuoTrpag BiPAP, cuokeun
coughAssist). AA\oI TTIoTEUOUV OTI O ETTEUPRATIKOG AEPIOUOG (OTTWG N TOTTOBETNON
QVOATTVEUOTIKOU CWANVA 0TOV @ApUYYQa) €ival TTEPICOOTEPO ATTOTEAEOUATIKOG. Ta PEAN TNG
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OIKOYEVEIaG TTou Ba oag BonBrioouv Katd Tnv avappwaon Ba TpETrel va ydbouv TTwg va
XPNOIMOTIOIOUV QUTA TN OUOKEUN. 'Evag TTVEUPNOVOAOYOG PTTOPEI VO TOUG EKTTAIOEUCEI.
Etriong Ba TTp€Trel va evnUEPWOETE TNV XEIPOUPYIKA OPAdA €AV XPNOIYOTIOIEITE KATTOI
OUOKEUN WOTE va IaXEIPIOTOUV TNV avalodnoia 0ag Ye Tov KAAUTEPO duvato TpoTTro. Mia
KOAN 10€a €ival TO va QEPETE TOV AVATTIVEUCTIPA 0AG OTO VOOOKOWEIO KAl VO OUlNTACETE
ME TOV 1aTPO Kal TOV avaioBnoloAdyo oag.

E: Ti xpe1aderal va TTwW OTOUG VOONAEUTEG OXETIKA ME TN XPN O TOU o§uyovou;

A: O1 TTapoxol UYEIOVOUIKAG TTEPIBAAWNG MTTOPEI va pnv yvwpifouv OTI n xopriynon
o¢uyovou avrtevoeikvutal o€ aoBeveig pe vooo Tou Pompe TTou £X0UvV AvaTTVEUOTIKA
TpoBARpara. H aAnBeia cival 0TI PTTOpEi va gival €TTIKIVOUVO Kal TTPETTEI va XOpnyeEiTal
MOVO uTTO Tnv €TiBAEWn 10TPOU KAl PE TTPOCOXN Ot eAeyXouevo TepIBGAAov OTav
xpeladeral. OuunBeite 0TI Ta avaTveuoTIKA TTPoBAAUaTa 0Th vOoo Pompe TTpokaAouvTal
atmé JUIKA aduvayia Kal Oxl amd vOoOo TwV TIVEUPOVWY. 2TNV TTPAYMATIKOTNTA, T
TEPIOOOTEPA ATOopa hE Pompe €xouv uyigic Trveupoveg. Avti va oag PonBadsl va
QvaTTVeEUOETE TTI0 BaBId, n a@VIKn €10pof aépa MPEIWVEI TNV QUOIKA 0ag avdaykn va
avartrveuoete. To emitedo Tou CO2 oTO Qipya augaveral PE KivOUVO QVATIVEUOTIKAG
QVETTAPKEIAG. AUTO UTTOPEI va aTTOQEUXOEi ME TN XOPAYyNon BepaTtreiag agpiopyou TTou
atrokaBioTda 1 BaBid avatrvon. Na va TTpooTaTEWETE TOV €QUTO OOG O€ ETTEIYOUOEG
KATOOTAOEIG KAAO €ival va popdarte Eva 10TpIKO BpaxIoAl cuvayeppou 1 va EXeTe padi oag
YPOTITEG 0dNYyieg ATTO TOV TTVEUPNOVOAOYO 0aG. To oguydvo PTTopEi va XpnoluoTroinOci
MOVO OTO VOOOKOMEIO OTAV TTACKETE ETITTAEOV ATTO TTIVEUNOVIKN VOOO OTTWG TIVEUHOVIA 1)
yIO VO TTaPEXEI avaKOUQIOTN oTa TEAIKA 0Tadia TG véoou Pompe.

Mou Ba pabere TepIocOTEPA: AtiTE TNV EVOTNTA lNEPICOOTEPES TTANPOPOPIES

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

ACMG Work Group on Management of Pompe Disease:, Priva S. Kishnani, MD," Robert D. Steiner, MD (Chair),2 Deeksha Bali,
PhD,' Kenneth Berger, MD,® Barry J. Byrne, MD, PhD,* Laura Case, PT, DPT," John F. Crowley, JD, MBA,® Steven Downs,

MD,® R. Rodney Howell, MD,” Richard M. Kravitz, MD," Joanne Mackey, CPNA," Deborah Marsden, MBBS,® Anna Maria Martins,
MD,® David S. Millington, PhD," Marc Nicolino, MD, PhD,' Gwen O'Grady, MA," Marc C. Patterson, MD, FRACP,'! David M.
Rapoport, MD,'? Alfred Slonim, MD,'® Carolyn T. Spencer, MD,* Cynthia J. Tifft, MD, PhD,' and Michael S. Watson, PhD"®

Aurtn n dnuoaicuon éxel OXEQIATTEI yIa va TTAPEXEI YEVIKES TTANPOQOPIEC OXETIKA LIE TO
Béua mou kaAurmreral. Aiavéuetal ws dnuooia utrnpeoia amro tn Aiebvy Evwon Pompe,
karavowvrag o1l n Aigbvne Evwon Pompe dgv acxoAgital ue tnv mapoxn 1arpikwy n
aAMwyv emrayyeAuarikwy uttnpeoiwv. H iarpikn givair uia diapkws peTaBaiAouevn emoTnun.
To avBpwTTIvo opaAua Kai ol aAAayES oTnv TTPAKTIKN KaBioTouv aduvarn Thv TIoTOTToiNoN
NG akpiBeias TéTolwv  OUVOETWY UAIKwv. Armaireitar  emBeBaiwon  autwv  Twv
TANPOQOPIWY aTTO AAAES TTNYEG, EIOIKG QTTO TOV IATPO TOU A0BEVOUC.
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