POMPE

NMPABUJIbHOE OKA3SAHUE NMOMOLLUUX NALUMEHTAM C BOJIE3HbLIO NMOMIME

Ona  ygosneTtBopeHna  noTpebHocTen,

KOTOopble BO3HMKalT npu 6onesuu Momne,

Heobxoauma uenas KomaHaa

cneunanuctos-meavkoB.  Kaxagpli  uneH

KOMaHabl MeankoB obnagaeT yHUKanbHbIMN

HaBblkaMy U 3HaHuAMK. OouMH 13 Bpadewn

MOXeT cTatb HecbopManbHbIM

pykoBoguTenem " KOOPAMHMPOBATb

OEVNCTBMA KONmer npu revyeHnn nauneHTa c

6onesHbto [Momne. [lockonbky 6GonesHb ¢
Momne Takas pedkasl, MHOrMe Bpaudn

HUKOr4Aa He neyYunn naumeHToB C 3TUM

HeMpoMbIleYHbIM 3aboneBaHmem. TecHoe

COTPYOQHMYECTBO C KOMaHOOW MeaWKOB /"

nomoxetr Bam wnu Bawemy pebeHky

nony4nTb He0BX0AMMOE feyeHne 1 yenyru.

N3yyeHne Bcen uHdpopmaumm o 6Gonesuum [lomne moxeT nomoyb Bam KoHTponupoBaTb
neyeHne. 3Ta Gpowtopa nomoxeT Bam HavaTb npouecc.

Bonpoc: A 3Haro o Heob6xoaumMocTu 3HaHUM 0 6one3Hu NMomne, HO € Yero Hy>XHO HavyaTb?
OTBeT: VIHTEpHET MOXeT SABUTbCS OYE€Hb XOPOLUMM WCTOYHWKOM WH(opmauuu. bonblias ee
YacTb MOCTynaeT OT rpynn naumeHToB unu poauTenen geten ¢ GonesHbio [lomne. Muoro
3HaHMN Bbl MOXeTe MnoYepnHyTb y APYrMx NauMeHTCKMX coobLecTB C HeNpOMbILLIEYHbIMN
3aboneBaHusAMKN, a TaKKe W3 TOCYAAPCTBEHHbIX MEAULUMHCKMX WCTOYHUKOB U KPYMHbIX
MeOMLMHCKUX LEHTPOB N0 BCEMY MUPY (CMIMCOK MCTOYHUKOB MOXHO HaWTU B pa3gene 6poLutopbl
«AE HANTW BOMNbLUE» Ha nocneaHen ctpanuue).

Bonpoc: Kak neuntca 6onesHb Nomne?

OTtBeT: B pasHbix cTpaHax Mupa AOCTyneH psa 3P@EKTUBHbIX METOAOB (PEepPMEHTHOM
3amectutenbHon Tepanumn (P3T), a Takke nNNAHUPYIOTCA W MPOBOAATCA KIMHUYECKME
uccneoBaHUs fneyvyeHus C MOMOLLbK FeHHOW Tepanuu. OAna nonyvyeHus OONONHUTESbHON
nHpopmaumm 06 3TUX HEenocpeacTBEHHbIX METOAax Jle4YeHUs O3HAKOMbTECb C W3OaHWEM
Pompe Connections «M3gaHue o neveHuny.

Mommmo HenocpeaCTBEHHbIX WHTEPBEHUMOHHbIX MEeTOAOB Jie4YeHUd, TaKMX Kak d3T,
nogagepXxmeawwasa TtTepanma nomoraet nauneHtam C 6onesHbto Momne COXPaHATb CUIbl U
npeagorBpallatb OCJIOKHEHUA CO 300POBbEM, KOTOpPbIE 06yCJ'IOBJ'IVIBafOTCF| cnabocTbio MbiLUL,.
I'Io,u,/:l,ep»(wsarou_l,aﬂ Tepanuna yduTbiBaeT UMHOUBUAYATIbHbIE I'IOTpe6HOCTVI KOHKpEeTHOro
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nauuneHTa. PecnmpaTopHaﬂ nogaepikKka H806XOD,VIM8 and obecneyeHus aleKBaTHOrNo AblXaHus.
<D|/|3V|0Tepan|/|;| nomMmoraeTt yBeJlinM4yYnTb aMninTyay OBWXEHNRA, obneruntb ©o0nb, YCUIMNTb
MYCKynatypy 1 YMEHbLWUTb TYronoaBm>XHOCTb. ,D,VIeTOTepaI'II/IFl nomMoraet nogaepXxXmBatb
I'IOTpe6J'IeHVIe HeO6XOD,I/IMOFO Konun4yecrtBa Kanopvu7| n nsberaTb noTepun Beca. Bce naumeHTbl C
oonesHbto [Momne crankupawTCcs C npo6neM0|7| M3MEHEHNA MEXaHUKNM CBOero Tena.
npaBVIJ'IbHaFl Tepanua ot I'IpO(beCCI/IOHaJ'IbeIX MEeONKOB B COMETAHUU C I'IOLI,D,Gp)KKOI?] n 3aboTton
OKpYyKarLWwunx no3BosinTt Bam XunTb NOMHOLEHHO.

Bonpoc: KTo siBnsieTca knovyeBor hurypon B KoMaHae Bpaver cneumanmuctoB?

OTtBeT: TpebytoTca camble pasHoobpasHble MeaUUMHCKME HaBblKM AS1S TOro, YToObl OTBEYaTb
Hy)kgam naumeHToB ¢ GonesHbio [Nomne. Momumo Baluero nevawiero Bpaya 1 cneumanucta
nepBoi  MeOMUMHCKOM MOMOLUM, CNWCOK HWXKe npeacTaBnseT Bcex Heobxoanmbix
cneumanuctoB. KoMaHaa cneunanucToB AomkHa ObiTb MHOPMUPOBaHA O MOOLIX BO3MOXHbIX
N3MEHEHNSIX B COCTOSIHUM 340POBbS U MOObIX HOBLIX BO3HMKLIMX cUMNTOMax. Y6eamTtech, Y4To
Kaxkabl YneH KoMaHabl MEAMKOB 3HAET O NIeYEHUN, KOTOPOE NPOBOAAT APYrne YneHbl KoMaHAabI.
Ecnu Bawemy pebeHky noctaBneH avarHo3 6onesHu MNomne, BaXHO NOCTOSIHHO CrieauTb 3a ero
CMMNTOMaMM U peakuuel Ha NeyYeHue M nomoratb MyTEM MPOBEAEHUs MOAAEPKMBaOLLEN
Tepanuu.

JNlevawwmn Bpau- | Bpauy, koTopbii ob6ecnevmBaeT NepBbIN KOHTAKT C NauMeHTOM
TepaneBT: | eLle A0 NOCTAaHOBKU AMarHo3a npobnem co 340pOBbLEM.
[MponsBoauT ganbHenwee nevyeHne MeguLMHCKMX COCTOSIHUM
naumeHTa, He orpaHN4YnBasaCb NPUYNHOW, CUCTEMOWN OpPraHoB
UM anarHo3oM. Takxke 3aHMMaeTca MeanUMHCKUMU
npobnemamu, He cBsi3aHHbIMU ¢ 6onesHbio MNomne.
MeguaTtp: | Bpay, koTopbIn cneunanuavpyeTcs Ha MeanUUHCKOM NMOMOLLN
OeTaM.
MeanuunHckuin | U3yyaet 60nes3Hn n paccTponcTea, KOTopble 3Ha4YanbHO
reHeTUK: | UMEeKT HacneACTBEHHYIO Npupoay.
Hesporor: | CneumanbHO 06y4YeHHbI Bpad, KOTOPbLIN cneunanmanpyeTcs
Ha OMarHoCTUKe U fevyeHun pacCTponcTs HEPBHOM CUCTEMBI. Y
HUM OTHOCATCA 3aboneBaHNA rofloBHOMO U CMMHHOMO MO3ra,
HEepPBOB N MblILLL,.
Kapguonor: | Bpay, cneunanuct B obnactu dyHKUUKN, pacCTPOUCTB 1
neveHus cepgua.
[MynbmoHonor unn | 3To HanpasneHne MeanUmMHbl, KOTOPOoe CoOCPeaoTOYEHO Ha
cneumnanucTt no | AUCyHKUUKM abixaTerlbHOM CUCTEMBI. 3aHMaeTCH
pecnupaTopHbIM | pecrnmpaTopHbIMK Npobnemamm, 06ycnoBneHHbIMU MbILLEYHOM
Bonpocam: | cnabocTbto.
["acTpoaHTeporor: | Bpay, KOTOpbIv cneunanmn3npyeTca Ha AMarHoCTUKE U JieYeHumn

i?A www.worldpompe.org

Asryct 2005 r. Kog 002
MNepeBoa ¢ aHrIMNCKOro A3blka — Pea. oT utoHs 2022




B pompe

MpaBunbHOe okazaHue NOMoOLM NauueHTam ¢ bonesHbro Momne

pPacCTPONCTB XeNyao4YHO-KULLEYHON CUCTEeMbl. 3aHMMaeTCs
pelieHmemM npobnem, cBA3aHHbIX C pacCTPOMNCTBaMM
NULLIEBAPEHNSA N NMUTAHUS.

Optonen;:

Cneuunanuct no nevyeHno n Koppekuumn HapyLueHnin onopHo-
asuratenbHon cuctemMol. OpTones feYnT CKomno3s
(HenpaBUNbHbIN N3rMG NO3BOHOYHUKA), KOHTPAKTYPbI
(MblLLeYHas pUrngHoCTb), a Takke apyrue npobnembl CycTaBoB
NITM KOCTEN, CBA3aHHbIE C MblLLEYHOWN CNaboCThbHO.

Cneuymanuct no

PaboTaeT COBMECTHO C NyfbMOHOSIOFOM A4S NIeYeHust

pecnMpaTopHON | NAUNEHTOB C 3aTPYAHEHHbIM AbixaHueM. OHU ynpaBnsoT
Tepanuu: | 00opyAOBaHMEM, TaKMM Kak annapatbl UCKYCCTBEHHOMO
OblXaHNS 1 UCKYCCTBEHHOW BEHTUNSLMM NErKMX
Onetonor: | O6ecneumBaeT xopoLlee COCTOSIHNE 340POBbSA NyTEM

Ha3Ha4YeHUsa ageKkBaTHON OMETbI C TepaneBTUYECKUM YKITOHOM
npv nevyeHmmn 3aboneBaHus.

KoHcynbTaHT no
BOMPOCaM reHeTUKN:

B3anmopgencreyeT ¢ naumeHTaMm n CEMbAMU C reHEeTUYECKMN
3aboneBaHNAMM N TEMU, Y KOFO PUCK Pa3BUTUS TaKNX
3aboneBaHun BbICOK. KOHCYynbTUpoOBaHMe no Bonpocam
reHeTVKM HanpaBfeHo Ha NpefoCcTaBneHme nayneHTam u
YyrneHam nx cemen nHopmauumn ob nx COCTOAHUN, pUcKax ans
Oyaywmnx 6epeMeHHOCTEN N MeToaax fevyeHusl, YTo NO3BONNUT
UM NPUHUMATb MHPOPMUPOBAHHbIE PELLEHUS.

MNcuxonor:

CneuunanucTt, nony4YmBLLMA NPOdeCcCnoHarbHy NOAroTOBKY U
HaBbIKM OJ19 NpoBeAeHNs ncuxoTepanum, NCUXosTIormyecknx
TEeCTOB U uccregosaHunin. NMomoraeTt nauneHTam cnpasnsaTbCS
CO CTpaxamu 1 6ecnoKoncTBamm, a Takke NpakTMYeCKnmm
TPYOHOCTAMM.

CoumnanbHbIn
pabOTHUK:

Mcnonb3yeT coumanbHble 1 NoBeAeHYecKkue Hayku ars
yOOBNeTBOpPEHMS NOTPeBHOCTEN KNMEHTOB, BKMNtOYas
PMHaHCOBbIE, CEMENHbIE acneKkTbl U pecypchbl.

dusnotepanesT:

MomoraeT nMuam ¢ orpaHn4MBaOLLMMM 0EECNOCOOHOCTb
cocTosiHusimu, obecneyvmBas ycryru, cnocobecTyomne
BOCCTAHOBINEHNIO (PYHKLNW, YIy4YLLEHNIO NOABMXXHOCTH,
obneryeHnto 60K, a Takke NpegoTBpaLLaoLLNE NN
OrpaHMYMBaIoLLME NOCTOSAHHbIE (PU3NYECKNE OrPaAHNYEHNS.
OHu BOCCTaHaBNMBAKOT, NOAAEPXKMBAIOT U CMNOCOOCTBYIOT
obLemy hr3nM4eckoMy COCTOSIHVIO U 30POBbI0 NALMEHTA.

QproTepanesT:

Momoraet opraHm3oBaTtb y4acTne nauneHTa B noBcegHEBHOM
XusHegestenbHocTn. OHM OOCTUraloT 3TOro pe3ynbTaTta,
noouip4ad NIOAEN K BbINONHEHWIO 3aau, KOTOpbIE ynydlwakT nx
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CNoCcOBHOCTb y4acTBOBaTh B ONpeAeneHHON AeATENbHOCTMY,
nmbo MeHaAs camy cpefy, 4To cnocobeTByeT X GonbLuen
BOBJI€YEHHOCTH.

MeawnunHckaa cectpa: | OkasbiBaeT NOMOLLb 340POBbIM WS BOMbHBIM B 3aHATUAX
AEATENbHOCTbLIO, CNOCOOCTBYIOLLEN YITYULLEHUIO NN
BOCCTAHOBEHMIO 300POBbS, KOTOPOM OHU MOrnK Obl
3aHMMaTbcs 6e3 NOCTOPOHHEN NOMOLLM, ecrin Bbl y HUX BbIno
AOCTaTOYHO CWM, BOMW UK 3HAHWUA, MPUTOM 3aHMMATbCS 3TUM
Tak, YToObl YenoBeK Kak MOXHO BbiCcTpee npuobpeTtan
HE3aBMCUMOCTb.

Bonpoc: Kak MHe HanTu LUeHTP, KOTOPbIN UMeeT ONbIT peLueHUsi BOMPOCOB, CBA3aHHbIX C
6onesHblo NMomne?

OTBeT: MoHMMaHue Gonesnn Momne ynydwaeTca Gnarogapsa psay MeAUMUMHCKUX LIEHTPOB MO
BCEMY MMpY, Creunanuanpyllmxca Ha nedeHun Gonesnwn [lomne. KnuHukn nm
peabunMTaumMoHHbIe LEHTPbI, B KOTOPbIX fleyaT aHanornyHble HeEMpOMbILLEYHbIe 3aboneBaHus
unu pegkue reHetmdeckne 6onesHu, ToXe MOryT OKasbiBaTb Cneunann3vpoBaHHY MOMOLLb
noasam ¢ bonesHbto Momne.

B CLUA, EBpone m Ha ApyrMx KOHTMHEHTaX TaKKe WMMEETCA MHOro Crneumanm3npoBaHHbIX
LEeHTpOB Anst ntogen ¢ 6onesHbto [NomMne 1 HEMPOMBbILLIEYHBIMU 3a60NeBaHUSIMM.

Bonpoc: Kak MOXXHO BoBne4Yb ceMbio?

OtBeT: [Npn3HaBasi, YTO «CeEMbsi» ABMSETCA KOHCTAHTOM B >KM3HM MaUMEHTOB, HEOOXOAMMO,
4yTOObI NNaH neyYeHns BbipabaTbiBancsa CeEMben BO B3aMMOOEWCTBMM C NevalliMm BpayoM WUIu
MEANLNHCKUM pPabOoTHMKOM, MpM 3TOM B LEHTPE 3TOro nraHa AOoSmkHbl ObiTb MOTPeOHOCTN,
onpeaeneHHble CeEMbeNn U MeQUUMHCKMMN paboTHMKaMK, 4ENCTBYIOLNMUN KaK eanHasi KomaHaa.
CeMbsM © nMauUMEHTbl OOIDKHbI  MOCTPOUTb MAPTHEPCKME OTHOLLUEHMSI C  KOMaHOOoMW
npodeccnoHanoB Ha BCEX YPOBHSIX OKa3aHus MeOMLMHCKOW nomMowu, 4tobbl obecneuntb
paBHOE y4acTue B MNOCTaAHOBKe LUenen neyeHus. Heobxogumo yaoBneTBOpsATb MHOrve
noTpebHOCTN, KOTOpble MOrYT BKMNOYaTb pasfyvyeHMe C OCHOBHbIMW YfieHaMu CeMbW W3-3a
rocnuTanusaumm Unu fievyeHns, pacxoibl Ha TPaAHCNOPTUPOBKY NN NPOXMBAHUE, BbIHYXXAEHHbIE
nporynel Ha paboTe, cneunanbHoe obopyaoBaHue, BKNOYaKLLEE KONACKM NS nepeasukeHus,
nomMowb Mo  OOMY, PperynspHble MeguuuHCKMe npouenypbl U npodeccuoHarnbHas
nepenoarotoeka. Heobxoamm nocCToOsiHHLIM OBMeH WHopmauuen o Tepanuu, feYeHun W
MH(POPMAaLIMOHHBIX pecypcax Mexay BpadoM U YneHamu cembu/MaumeHToOM B LOCTYMHON U
pacrnonarawowen d¢opMe C Yy4eTOM OTHOLWEHWR, CcrnoXmeBlumMxca B Bawen cembe.
CBoOeBpeMEHHbIE HanpaBneHus B OOLECTBEHHbIE YYpexXOeHus, coumanbHble CiyXObl unu K
ApyrMm  coumanbHbiM - paboTHMKaM, a Takke 3anpocbl O npefocTaBneHun ObITOBOrO
obcnyxnBaHua — 3TO Heobxogumas MNOAAEPXKKA, KOTOPYH MOXHO 3anpawuvBatb Yy nvua,
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KOOPAMHMPYOLWEro yxod 3a nauMeHToM. Cembsi M BCe MOCTaBLUMKM YCRYr [OOMKHbl Ha
perynsipHo’i OocHoBe OGHOBMATb MfaH Tepanun U PerucTpupoBaTtb Mporpecc nauueHTta. JTo
NO3BONMUT MaKCUMarnbHO MNPaBWUbHO CKOOPAVHMPOBATL MOAAEPXKKY, COCPEAOTOMEHHYI Ha
NoTpeBHOCTSAX CEMbM, CO3[aB NapTHEPCTBO B cdhepe NeYeHns u yxoaa.

Bonpoc: NMomMMmMO MeAULMHCKOro KOHCYNbTUPOBAHMWA, , KyAa A MoOry obpatutbca AnA
pelleHNA BO3HMKLINX NPaKTU4YeCKMX npobnem?

OTtBeT: OpraHusaumm nogaepXkM naumeHToB ¢ GonesHbto MNMomne — 310 GecueHHbIN pecypc
anst Bac n Bawen cembu. Bo MHOrmMx ctpaHax ecTb HauMOHanbHbIE OpraHM3aunn noaaepkkm
(cnMcok no cTpaHaMm MOXHO HaWTW Ha cTpaHuue dunmanos MexayHapogHon Accouunauun
6onesnn [Nomne). OHM MOryT oOkasaTb MNOAAEPXKKY MO LUMPOKOMY CMEKTPY BOMPOCOB, OT
3MOUMOHaNbHON Noaaepkkn 4o obpasoBaTeNbHbIX PECYPCOB.

B 3aBucumocTu ot Toro, rae Bol xunBeTe, MOryT ObITb 4OCTYMHbI YCIYr, NOMOratoLmne nony4mTb
AOCTYN K TakKMM pecypcaM, Kak: rpynmnbl, KOTOopble NOMoryT Bam pewmntbs omHaHCOBbIE BOMPOCHI,
obyyat obpalweHnsm B MNpaBUTENbCTBEHHbIE CTPYKTYpbl 3a (MHAHCOBOW W counanbHON
NMOMOLLbIO, COCTaBUTb NnaH obpasoBaHus Bawero pebeHka, oBycTpontb cucteMy goMallHewn
nomoLM, NOMOryT y3HaTb Bawwm 3akoHHble npaBa, pewuTb BOMPOCbI CTPaxoOBaHUA W
TpyAoycTponcTBa. Bawm MecTHble opraHusaumm nogaepXku naumeHToB ¢ 6onesHbto [omne,
KOMaHaa MeankoB M Apyrne NCTOMHUKM MOTYT NOMOoYb Bam cBA3aTbCsa C 9TMMM rpynnamu.
MHoruve Takke coobLiatoT, YTO NOAAEPXKKA MEXAY POAUTENAMM U MEXAY NaLMeHTaMmn aBnseTcs
OOHUM U3 Hanbonee LEeHHbIX NpefocTaBnsAemMblx pecypcoB. Kpome Toro, Heo6xoanmo npuHATb
BO BHUMaHWe noaaepxky ans 6patees n cectep, 6abylwiek n geayLllek u Apyrnx YrieHoB CEMbU.
OpraHunsaumm NoadepKKM MauueHTOB MOryT MOMOYb B 9TOM, a TakKe MOMOryT CBsi3aTbCA C
Apyrmmun naumeHtamm ¢ 6onesHbio Nomne yepes counanbHble CETU, TakMe Kak rpynnbl 6onesHn
Momne B Facebook.

Bonpoc: MHe kaxeTcsi, YTo s 3Hat0 Gonblie o 6one3Hu Momne, Yem HeKoTopble U3
cneuunanucToB 34paBOOXpPaHEHUsl, KOTopble fleyat Mmoero pe6eHka. Kak MHe noctynutb?

OTBeT: MHOrve cneunanucTbl Mo yxoay U nauueHTbl C peakummn 3aboneBaHnsaMU (TakMMmy Kak
6onesHb omne) 4YyBCTBYHOT, YTO €OUHCTBEHHLIM CPeACTBOM Afsi MONyYeHuUsi NpaBUIbHOTO
neyveHnst SABMSIETCA BCECTOPOHHee u3yvyeHne 6onesHn. 3HaHus [OelCTBUMTENbHO BecbMa
nonesHbl, koraa Bbl KOHTaKTMpyeTe CO MHOMMMW crneuuanictTamy 3apaBooXpaHeHusi. Bam
HY)XKHO BHUMaTENbHO CreanTb 3a TeM, KTO YeM 3aHSAT. ITo NomoxeT n3bexatb owmnbok. MiHoraa
OyaoyT TakMe MOMEHTbl, korga npuaeTtcss obydyaTb neguaTpa, CEMenHoro Bpaya, Bpava-
peaHMMaTorora, KOTopblii He BNnageeT 4OCTaTOYHbIMU 3HaHUSIMK 0 B6onesHu Momne. [ymaiite o
CBOMX 3HaHMSIX, KaKk O HaBblke, KOTOpPbIM Bbl OOMKHbI MOAENUTLCS CO  chneuvanucTamm
3apaBooxpaHeHusi. Ecnv y Bac ecTb COMHEHWs1, HMKOrga He CTEeCHSIMTeCb BbiCKa3aTb CBOHO
TOYKY 3pEHMsi UM 3a4aTb BOMPOC O TOM, NOYEMY npeanpuHMMaeTcs TO UK UHOEe OEeWCTBUE.
MNMoMHMTE, YTO HU Y KOro HeT Bonblue OTBETCTBEHHOCTM 3a Bac unv Bawero pebeHka, yem y Bac
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caMux.

Fne HantT pononHutenbHyk uHgopmauuto: Cm. pasgen «bonee nogpobGHas
MHopMaLUna»

3Oma 6pouwiropa paspabomaHa ¢ uernbro npedocmasrieHus obwel uHgopmayuu, Kacaroujelcs
bonesHu [lomne u ecel conymcmeyruweld memamuku. OHa pacrpocmpaHsemcs Kak
obwedocmyrnHoe becrinamHoe usfaHue MexdyHapodHou Accoyuayuu 6onesHu [llomrne, ¢
rnoHumaHuem moeo, Ymo MexdyHapodHas Accoyuayusi 6onesHu lNomne He cmasum rieped
cobol yernb rnoomeHsimb MeOUUUHCKUe U Opyaue rpogeccuoHasbHble criyxbbl. MeduyuHa
MocmosiHHO usmeHsiemcesi briazodaps npozpeccy Hayku. Henosedeckue owubKu U UBMEHEHUS 8
npakmuke Oesniarm HEeB803MOXHbIM MaKCUuMasibHO MOYHOEe U3MoXeHuUe OaHHbIX. Tpebyemcs
nodmeepxxOeHue npedcmassieHHolU  30ecb  UHopmayuu U3  Opyaux  UCMOYHUKOS,
npednoymumersibHO om Bawezo spaya.
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