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JleyeHue 6onesHu Nomne ¢ nomouibro hepMeHmMHoU
3amecmumernbHol mepanuu (P3T) e Hacmoswee
gpemsi 0ocmyrnHo O MHO2UX MayueHmos 60 8CeM

Mupe, 4mo s659emcsi 02POMHbIM OOCMUXEHUEM.
O0Hako 8 HeKomopbiX cmpaHax e03MeweHuUe
pacxodoe ocmaemcsi  npobnemamuyHbiM.  Kak
nayueHm c¢ 6ones3Hbro [lomne, Bbl, 8eposiMHO, ~
xomume y3Hampb 6osnbuwe 06 3moul 803MOXHOCMU U O \
npeumyuiecmeax epMeHmHol 3amecmumesibHoU
mepanuu (P3T). Npexde ece2o 8axHo 3Hamb, byoem
U 8o3Mew,ambsCsi  CmMouMocmb  GhbepMeHMHoOU
3amecmumernbHol mepanuu 6 Bauwel cmpaHe.
3amem Bam HyxHO Halmu Keanughuyupog8aHHO20
gpaya, Komopbil 2omoe u ymeem jiedumb 6051e3Hb
lMomne. 3mo moxem nompebosamb 6pemMeHuU U
yeunut. OdHaKo cyujecmsyrom pecypcbl, KOomopble
mo2ym ynpocmumb riouck. locrie moeo kak Bel Hatideme gpayda, 6ydem nposedeHa oueHka, 4mobbi
ybedumsbcs, Ymo Bbl senssemeck kaHOUOamoMm Ha roslydeHue nedveHus. B amom uHgopmayuoHHOM
Mamepuasie ornucaHbl HEeKomopble Mecma, 20€ MOXHO Halmu epada, KOmopbIll Moxem
npedocmasumb Bam Oocmyn Kk hepMeHmHolU 3amecmumernbHOU mepanuu, a makxe CrucoK
meduyuHcKux obcnedosaHuli, Komopbie Moaym rnompebosamabCsi.

Bonpoc: Kak HaWTu Bpauva, KOTOpbii nNpoBedeT obcrnegoBaHue U GygeT MeHsl NeuuTb C
nomouwbio (hepMeHTHOM 3aMeCcTUTENbLHON Tepanun?

OTBerT: Mpexae YeM HayaTb NeYeHne C NOMOLLbI0 (PEPMEHTHON 3aMeCTUTENbHOW Tepanun, BaXxHO
HalTK Bpaya, roToBoro nevnTtb 6onesHb Nomne. 3To 3aBMCUT OT CcTpaHbl Bawero npoxuBaHus. B
HEKOTOPbIX CTpaHaXx CyLLEeCTBYIOT 3KCNEPTHbIE LIEHTPbI, KOTOPbIE KOHTPONMPYIOT NeYeHNe NauMeHToB
c 6onesHbto MNomne. B gpyrmx cTpaHax naumeHTbl 4OIKHbI HAUTK Takoro Bpaya B MECTHOW GoNbHULE.

YUTtobbl Hamtu cneumanucta no 6onesHn omne B Bawen cTtpaHe, xopowwum Hadanom 6yget
obpawleHne Kk KOHTakTHoMy nuuy MexayHapogHon accoumaumm 6onesnun [lomne (IPA) wunu
opraHusauum B Bawen ctpaHe. Nepengnte Ha Beb-canT https://www.worldpompe.org/

Bonpoc: lNocne Toro kak i HaMay Bpayva, KOTOPbIN COrfaceH fe4YnTb MEeHA C NOMOLUbHO
chepMeHTHOM 3amMeCcTUTENbHON Tepanum, Kakue BONpocChbl MHe creayeT 3aaath?

OTtBet: [locne TOro Kak HaWgeH Bpad, roTOBbIM NeuuTb Bac ¢ nomowplo  depmeHTHON
3aMeCTUTENbHOM Tepanun, BaXHO [0 Havana nedeHus npoBectM C HuUM Oecepny. XopoLlio
noAaroToBbTECH K 3TON Gecene. CoctaBbTe CNUCOK BCeX Bawumx BONpocoB., BKIOYasi Takne BONpoChI,
Kak npegBapuTenbHoe o6cneaoBaHWe, BO3MELLEHME pPacxodoB, annepruiyeckue  peakumm,
ANarHoCTMYecKne ncecnegoBaHnsa n peabunurauus.

BoT Heckomnbko npnMepoB BOMPOCOB, KOTOPbIE peKkoMeHAYyeTCA 3aAaThb. B 3aBucumocTn oT CTpaHbl
Bawero npoXunBaHNA, HEKOTOPbIE BOMPOCHI MOTyT ObITb ana Bac bonee aKTyalribHbIMU, YEM pYyrue:
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e Jleunte nu Bbl Takke gpyrux naumeHToB ¢ 6onesHbto Nomne?

e O6waeTecb nu Bbl ¢ gpyrumu cneynanuctammn, MMELLMMN ONbIT fiedeHns 6onesHn Nomne n
O3T?

KakoB Balu onbIT BBeAeHUs MHGY3MOHHbIX NpenapaToB?

e Bbl rotoBbl NogaepXaTtb MEHS B BONPOCaXx, CBA3aHHbLIX CO CTpaxoBaHUEM?

e HyXHO N MHe NpoxoauTb Kakue-nmbo guarHocTuyeckne obcnenoBaHMs MM aHanu3bl 40
Hayarna UHMQY3MOHHOro nevyeHnsa?

e B kakve gHM 1 B Kakoe Bpems MOXHO ByaeT nony4vatb nevyeHune?

Ckonbko BpemeHn bygeT 3aHMMaTtb UHAY31a?

e [pge Gynet npoBOAMTBLCA MHAY3NA — B Bnvkarnwen 6onbHULE, MHPY3MOHHOM LIEHTPE UK Ha
aomy?

e Kuyemy MHe cnefyeT rotToBUTbLCS B A€Hb UHY3nn?

e [loTpebyeTca nn MHE MMNNAHTMPYEMBIN KaTeTep NN MHe KaxXabln pa3 6yayT CTaBUTb HOBYHO
KanenbHUUy?

e UYto genatb, ecnu y MeHs BO3HWKHET annepruyeckas peakumsa?

e Yto pgenatb, korga Bel 6yaete B otnycke? Y Bac ecTb Bpay, koTopbin Bac 3ameHaeT?

e [locne Hauyana neyeHnsas MHe MOryT noTpeboBaTbCA HanpaBneHus K Opyrum Bpadam,
Hanpumep, cneuuanucrtam no peabunutauuun, domsmotepanesTam unu noronegam. Moxete
nun Bbl NOMOYb MHE C 3TUMK HanpaBneHNAMN?

e Bbl rotoBbl perynsapHo KOHTPONMPOBaTb MOE COCTOSAHME?

NMOUCK JIEHALLEIO BPAYA

Bonpoc: Yto MHe HyXHO caenaTtb, npexae 4YeM A CMoOry nonydatb ¢epMeHTHyIo
3aMeCcTUTENbHYI0 Tepanuio?

OtBeT: Nepen Ha4anom epMeHTHOM 3aMeCTUTENBHOM Tepanum HeoOXoaMMo NOATBEPANTL AMarHo3
6onesHn NMomne. OT0 03Ha4vaeT, YTo OyaeT cocTaBneHO MeANLMHCKOE 3aKmtoyeHne 06 akTMBHOCTM Y
Bac depmeHTa n/vnn nposegeH aHanu3 Ha myTtauuio [JHK. Baw Bpay Takke MOXeT HasHauuTb
AOMONMHUTENbHbIE UCCNEAOBaHUA Neped Hayanom fnedyeHus. ST uccnegoBaHUa MOryT BKMoYaTb
obcnepoBaHue cepgua (4nNs M3AMEpPEeHUsa 4acTOTbl U pUTMa CepAeYHbIX COKpaLLEeHUn, a Takke Ans
BM3yanu3auMm SMNeKTPUYECKON aKTMBHOCTU CepaedHOM MbILIEYHOW TKaHW), HEBPOSornyeckune
obcnenoBaHua (Ana namepeHns cunbl 1 PyHKLMM Fpynn Mbilll), nccrieqoBaHme OyHKUUKM nerknx (ans
pernctpaummM Konmyectsa M CKOPOCTW BO3AyXxa, KOTOPbIM Bbl BObIXxaeTe M BblblxaeTe B TeyeHue
onpegeneHHbIX NepMoaoB BPEMEHM), aHaNU3bl KPOBU (ANA U3MEPEHUSA YPOBHS 3NEKTPOSINTOB, XXMUPOB,
GenkoB n epmeHTOoB y Bac B KpoBu), TECT Ha GepeMEHHOCTb UMM MpPOBEPKA OCTPOThbl Criyxa.
PesynbTaThbl 3TMX aHanM3oB rnpegocTaBaT Bawemy Bpayy ncxogHoele AaHHble. 1o Mepe npoBeaeHus
neyeHns aTn ncenenoBaHs MoryT GbiTb NOBTOPEHbI ANsi ONpeAeneHnst YpoBHS Nnporpecca.

MockonbKy (hepMeHTHasi 3aMecTUTenbHasi Tepanusi NPOBOAMTCS BHYTPMBEHHO (B KPOBOTOK), Bal
Bpad, BEPOSiTHO, OCMOTpUT Bac, 4ToGbl onpeaenvTb kayecTBo AocTyna k Bawwvm seHam. Ecnu goctyn
K BEHam 3aTpyaHeH unu ecnu Bbl 6outech BBeaeHus urn, Baw Bpay MoXeT npennoxuTs Bam
UMMNaHTUPYEeMbIV KaTeTep (MNK aHanorMyHoe yCTpoucTBO). MIMnnaHTupyemblit kateTep (Unu nopT-
kaTeTep) — 9TO YCTPOWCTBO, KOTOpOE YCTaHaBnMBaeTcsl B obnacTb rpyaHOW KheTku nopg
NOBEPXHOCTbIO KOXW C WUCMOSIb30BaHMEM MECTHON unu obliei aHecTe3uun. NpenMmyLLecTBO 3TOro
yCTPOWCTBa 3akntoyaeTcss B TOM, YTO OHO oGecneumBaeT yaoGHbIN AocTyn Kk BeHam. HegoctaTtkom
ABnsieTcs 6onee BbICOKUIA PUCK MHAPEKLIMIA MO CPpaBHEHUIO C BBEAEHWEM Yepes kanenbHuly. Baww Bpay
AomkeH obcyanTb ¢ Bamuy aTOT BapmaHT 4o TOro, Kak 6yayT npeanpuHsATbl Kakne-nnbo AencTBusS.
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Bonpoc: KTo ewe mMoxeT MeHs1 HabnogaTb, KpOMe Moero rievailero Bpava?

OTBeT: [locne noctaHoOBKM AnarHo3a 6onesHu MNomne BaXXHO Nofy4aTb MHOronpogunbHY NOMOLLb,
TO eCTb MeAWLUMHCKYID NMOMOLLb OT rpymnnbl CleunannucToB, HanpuMmep, reHeTuka, neguartpa unu
crneynanucta no HepBHO-MbIWEYHbIM 3aboneBaHnsiM, KOTOPbIA KOHTponupyeT Baw nporpecc wu
HanpaensaeT K pasfiMyHbiIM MEAULMHCKMM cneumanucrtam, nedawum crneundunyeckme CUMMNTOMbI:
dusnoTepaneBTy, noroneny, AMeTonory 1 nynsmoHosory. KnUHUUUCTbI U CMeXHble MeauLUHCKue
cneumanucTbl Takke MOryT NPOBOAUTL MNOAAEPKUBAIOLLYIO Tepanuio. YneHbl 3TOM MHOronpogubHON
rpynnbl NOCTOSIHHO B3aMMOAENCTBYIOT ApYr € APYrOM Ha NPOTSXXeHUN Bcero nedeHnd. [ns nonyyeHus
6onee nogpobHon nHdopmauumn 0 MHoronpogunbHOM neyveHnn cm. 6powtopy Pompe Connections
«lMonyyeHue Hadnexawezo nevyeHus npu bonesHu Nommney.

NMOUCK JIEHALLEIO BPAYA

HarHasa nybnukayusi npedHa3HavyeHa Ons rnipedocmasnieHus obwel uHgopmayuu rno paccMmampusaemol
mewme. OHa pacripocmpaHsiemcs kak obwiedocmyrnHoe becrinamHoe u3zdaHue MexdyHapodHol Accoyuayuu
6onesHu Nomne ¢ noHumaHuem mozo, 4ymo MexdyHapoOHas Accoyuayusi 6one3Hu lNomne He 3aHumaemcs
oKazaHueM MeOQUUUHCKUX unu Opyeaux npogeccuoHarnsHbix yciye. MeduyuHa — amo obsiacmeb HayKu, Komopasi
MOCMOSIHHO U3MeHsiemcs. Yerioseqeckuli ¢hakmop U U3MEHEHUsT 8 Mpakmuke Oenarm He803MOXHbIM
noomeepxx0eHUe MOYHOCMU Makux C/I0XHbIX Mamepuarsnos. Tpebyemcs nodmeepx0eHue amol UHghopmayuu
u3 Opyaux UCMOYHUKO8, npedrnoymumesibHoO om Baweeo epaya. [MlomMHume, 4mo 3ghgheKkmueHOCMb
gepmeHmHoU 3amecmumesibHOU mepanuu y pasHbix odel omau4yaemcs.
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