LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

NMporpeccupyrowan MbilwueyHaa auctpopua roweHHa.
NMporpeccupyrowjas MbilweyHas auctpodpua bekkepa

KnuHuyeckune pekomeHdaumv MuHsapasa Poccun - oetu - pepakumns 2026 r., ctatyc «MpumeHaeTca» Ha 04.11.2026 - MKB-10: G71.0 - Coto3
neamatpos Poccum, Accoumaumsa NpodecCcrnoHarbHbIX Y4aCTHUKOB XOCMMCHOM NOMOLLK, ACCoLMaLIMs MeANLMHCKMX FEHETUKOB

MbileyHble ancTpodumn AioweHHa 1 bekkepa — X-cLenneHHble ANCTPOOUHONATUN U3-3a NaTOrEHHbIX BAPUaHTOB
DMD; MO o6bluHO AebloTupyeT B 2-5 neT 1 6uicTpo nporpeccupyeT, MAB HauMHaeTCs No3xXe U TeYeT MArye.
MaBHOe B pekoMeHdaLmy — paHHee pacrno3HaBaHue no KOK 1 MOTOPHbBIM CUMMTOMaM, FEHETUYECKOe
noareepxaeHue, csoespeMeHHble MKC/TapreTHasa Tepanus o MyTaLmu, Kapanmo-pecnmpaTopHbI MOHUTOPUH U
NOCTOSIHHasA peabunuTaums.

naBHOe

» Anarno3 MOO/MOB noaTBepxaatoT MONEKYNAPHO-FEHETUYECKN: MaTOreHHbIV UM BEPOATHO MaTOreHHbIN BapuaHT
B DMD — KpuTEpmIt yCTaHOBNEHWS InarHo3a.

+ KOK — paHHUIM 0b6a3aTenbHbI Mapkep: npy MO TunnyHo nosbilweHue B 10-100 pa3; reHeTU4eckoe nccnenosaHne
DMD noka3aHo npwu xapakTepHbix cumntomax unu KOK >2000 Ea/n. YYP C, YOO 4-5.

- Knaccuueckue npusHaku paHHen amMbyrnaTopHOW CTaaum: NPoKCUMarnbsHasa crnabocTb, YTOMIAEMOCTb, YacTble
nageHus, TPyAHOCTM Ha NecTHULE, NpueM [oBepca, «yTUHasg» NoxoaKka, Xoapba Ha HocKax, NceBaormnepTpopus
UKp.

« MNpenHN30noH Ha3Ha4valoT nocre 3asepLueHns GOPMUPOBAHNA ABUraTENbHbIX HABBIKOB, Ha CTaaMW MNaTo Ao
yracanusa oyHkumn: 0,75 Mr/kr/cyT BHYTPb, Makcumym 30 Mr/cyT npu macce >40kr. YYP C, YOO 5.

+ AtanypeH nokasaH ambynaTopHbiM naumeHTam ¢ MO cTtaplie 2 net npn HoHceHc-BapuaHTe DMD: 40 Mr/kr/cyT
BHYTPb — 10 Mr/kr yTpoMm, 10 Mr/kr aHem, 20 Mr/kr Bedepom. YYP A, YOO 2.

- KapavoHabniofneHne obasatensHo: OKIM 1 OxoKI™ BceM naumneHTam, Aanee He pexe 1 pa3a B rof.

* VIHrméuTopel AMN® npy MO pekoMeHaytoTCa ¢ Bo3pacTa 6 NeT, paHee — Mnpu Hanu4nm nokasaHun.

» Peabunutaums He CBOANTCA K LLAASALLEMY PEXUMY: HYXHbI PErynapHan yMepeHHas akTUBHOCTb, PACTAXKM,

opTe3npoBaHue 1 NpodunaKTKa KOHTPAKTYP; Ype3MepPHbIE Harpy3ku 1 yrpaxHeHMs C BbICOKMM COMPOTUBNEHNEM
n3berator.

OunarHocTuka

1. 3anono3pute MOO/MIOB y Manbumka ¢ 3a4epXKOV MOTOPHOIO MW peYeBOro pasBuUTUS, NO3AHEN XOAbOON,
YTOMMAEMOCTbIO, YaCTbIMU MaAEHUAMM, XOObOOW Ha NanbL.ax, npueMoM Frosepca, NcesaormnepTpopuen 1kp,
nosblleHHbIMY ANTT/ACT/KOK/1AI nnn ceMenHbiM aHaMHE3O0M MO MaTepPUHCKOW NUHUN.

2.Tpu 0CMOTpPE OLLEHUTL POCT, MaccCy, MOXOAKY, MPOKCUMarbHYIO CNaboCTb 1 FMMO-/aTPoPuK, MbILLIEYHbIN TOHYC,
CYXOXUIbHblE pedneKkchl, 06beM ABMKEHWI, KOHTPAKTYPbI, CKOMMO3, «KpblioBMaHbIe» nonatky, YCC/AO
OblXaHve.

3. MepBblt nabopaTopHbIv War — KOK BceM naumeHTam C TUNUYHbIMW CUMIMTOMaMU; B CTaLMOHape OOMNOMHUTENBHO
TecTupytoT KOK, AJTT, ACT, 110r, W®. YYP C, yOAa 5.

4. MopTteepxaaTth AMarHo3 nccrnegosaHnem DMD: cHauvana MLPA onga kpynHbiX Aeneumn/oynnukaumi, 3aTem npum
oTpuLLaTENBHOM pe3yrbTaTe — CEKBEHNPOBaHWE; anropuT™ BoigBnaeT 98% sapuanTos. YYP C, YO 4.

5. ECnV reHeTuKa COMHUTENbHA UK HEAOCTYMNHA, NPV COOTBETCTBYIOLLEN KITMHWKE BO3MOXHA BMOMNCUSA MbILLLLbI C
UMMYHOIMCTOXUMMEN Ha ancTpoduH. YYP C, YOO 5.

6. [ng ncxogHowm oLeHKM ocnoxHeHun nposoadat 3K n OxoKI™ BceM naumneHTam; ©B[] co cnupomeTpuen ¢ 5 net npu
BO3MOXHOCTW €XEerofHo 1u 2 pasa B rof No He06xoAMMOCTU; peHTreH/KT NO3BOHOYHMKE Npw CKONno3e, 6051 B
CrMHe 1nv NoTepe XOAbObI.

7. OYHKLMOHAaNbHY ONHaMKKY OTCNEXMBAKOT TECTaMK, a He Bruoxmumuen: GMWT 1-2 pa3a B rofl y amMbynaTtopHbIX
naLMeHTOoB, TECTbI Ha BpeMs He pexe 1 pasa B 6 MecsLLEeB, rOHMOMeTpus 1 pa3 B 6 MecsaLEeB.
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INeueHue

- BeaeHne 0OMKHO 6bITb MyNbTUANCLIMNIMHAPHBIM: HEBPOON, FEHETUK, Kapamonor, MyNbMOHOMNON, S3HAOKPUHOSOT,
opTones, raCTpPO3HTepPOsor, ANETONOr, NCUXMaTP/NCUXONOT, peabunuTaumMoHHas KoMaHaa v Apyrue cneumanmucTsl
no nopaxeHHbIM cuctemam. YYP C, YOO 5.

MpenHn3onoH — 6a3osad Tepanua: 0,75 Mr/kr/cyT BHYTPb Nocne GopMUpoBaHUS ABUraTENbHbIX HABbIKOB Ha
CTagmv nnato; MmakcumyM 30 Mr/cyT npu Macce > 40 kr, Tepanua gnutensHada. YYP C, YO 5.

MNpv HeENepeHOCMMOCTH NPEAHN30MOHa UCTIONB3YIOT UHTEPMUTTUPYIOLME CXeMbl: 0,75 MI/Krr Yepes AeHb, NpreM no
BbIXO[HbIM B 103€, 3KBUBANEHTHOW 7-AHeBHoM, unu 10 AHer npuem/10 AHEN nepepbiB; Npy HenepeHOCUMbIX
NO60OYHbIX 3P deKTax AO3MPOBKY CNnefyeT NOCTEeNeHHO YMeHbWUTb Ha 20-25%, a B cnydasnx, He nogaatowmxcs
KOHTPOIIO UM HENEPEHOCUMOCTM MOBOUHBIX IPPEKTOB — YMEHbLUNTL Ha 25-30% 1nn nepenTn Ha
MHTEPMUTTUPYIOLLYIO Tepanuio. YYP C, YOO 5.

Ha HeambynaTopHow ctagmu 'KC npoaonxatoT, 06bIYHO CHUXas NpedHU30noH Ao 0,3 Mr/Kr/cyT; pe3koe
npepbIBaHNE Tepanuu He PeKOMEeHOYETCS, CHUXEHMe 003bl NPOBOAAT Ha 20-25% kaxable 2 Hefenu A0 OTMEHbI.
YYPC,yOOs.

IMpw OCTPOW HaANOYEYHNKOBOW HEOCTAaTOUHOCTHM Nocne pe3kor oTMeHb! I'KC BBOAAT MMAPOKOPTU3OH B/M: 0 2 NeT

— 50 wmr, ctapwe 2 net — 100 Mr; cTpecc-a03bl 50-100 Mr/M2/cyT MOryT NoTpeboBaTLCS Npu npueme donee 12 mr/
M2 npefHu3onoHa B cyTkn. YYP C, YOO 5.

TapreTHaa Tepanus: atanypeH npy HoHceHc-BapraHTe DMD y aMbynaTopHbIX NaLMeHToB cTaplle 2 net — 40 mr/
Kr/cyT; BunTonapceH — npu myTtauum DMD, koppekTrpyemon nponyckoM 53 ak3oHa. [Ans oboux YYP A, YOO 2.

KapavonpodunaxkTtuka npy MOO: MHrMeuTOpbl AT € 6 NeT He3aBUCUMO OT HapyLleHun — kantonpwun 0,5-0,75 mr/
Kr/cyT B 2-3 npvema npu Macce o 25 Kr nnv nepuHoonpun 2-4 Mr/cyT oQHOKpaTHO npu Macce >25 kr; npy MAB —
npu nameHeHnsx IKIM/OxoKT.

PecnupaTtopHasa nogaepxka no noporam: npu ®XKES <60% — cneunanbHble CPeACTBa, BKToYas MeLlok AMBY v
nHcydpnaTop-acnupatop; npy PXEST <509, MNOCBbIA <270 1/MUH UM MaKCUMaibHOM SKCMMPaTOPHOM AaBNeHUn
<60 cM H20 — cpepcTtBa oTKawnvBaHus; HouHas BiPAP/autoCPAP npu HouHou runoBeHTunAummn n ®XEN <50%,
catypaumn O2 npu NpobyxaeHun < 95% mnnn pCO2 >45 MM PT. CT.

Korpa HanpaBuTb M Kak Ha6nopgaTb

« [TNaHoBas rocnuTanu3aumsa nokasaHa ong aMbdepeHumanbHON AnarHOCTUKM M OKOHYaTENbHOIrO AnarHo3a,
noabdopa pexuimalno3abl F'KC, nogéopa naToreHeTUYeCcKon Tepanum, XMpypruyeckon KoppekLMmn cKonmo3a/cTonsl/
axunnoBa CyXOXWUINS, IeHEHNs OCTeonopo3a, YCTaHOBKM raCTPOCTOMBbI.

MnaHoOBO rOCMUTaNU3MPYOT NPU COCTOSHUSAX, TPEBYIOLLMX aKTUBHOMO NIEUYEHMS U KPYrOCYTOYHOMO HabnioAeHWs:
HapacTatoLLas abixaTenbHas HeJOCTaTOUYHOCTb, HapYLLEHWS pUTMa cepaLa, HEOBXOANMOCTb
BbICOKOTEXHOMOMMYHOMO NIeUeHust/ peabunmnTaLLmm nnm obenefoBaHms, HEBO3MOXHOIO aMBynaTopHO.

OKCTpeHHas rocnuTanM3auus HyxHa npy nepenomax, CUHAPOME XUPOBOW 3MGONMK NOCNE ManoTPaBMaTUYHbIX
nepenoMoB AMMHHbBIX KOCTEN, HaANOYEeUYHNKOBOM HEAOCTAaTOUYHOCTH Y NaumeHTa Ha 'KC Ha GoHe nnxopaaku,
PBOTbI, CTPECCA MK ONepaLmu.

OKCTPEHHO rOCNUTaNU3NPYIOT NPW TAXENOW MHEBMOHMM, acnnpaumm, AbixaTenbHOM HEAOCTAaTOUYHOCTHN 2-3
CTeneHun, COCTOAHUAX AN UHTEHCUBHOW Tepanuu, a TakxXe Npu kapanTe, cepaeyHom HeLOCTaTOUYHOCTU UK
apuUTMUK.

Mepen No6bIM XVPYPruyeckM BMELATENBCTBOM HYXHbl KOHCYNbTaLLMK MYyNbMOHOMOra 1 KapAvonora/neTckoro
Kapanonora; CYKcaMeTOHMM NPOTMBOMNOKa3aH, npeano4vtTnTesibHa ToTallbHad BHYyTPUBEHHAA aHECTE3NA. YYPC,
yonos.

YacTble BOnpochl

Korpay pe6eHka c nogo3peHneM Ha MO Hy>(HO Ha3Ha4aTb reHeTu4Yeckoe nccnegosaHve DMD?

Mpwv cumntomax MOO/MAB nnu gaxe 6e3 cumntomos, ecnn KOK >2000 Ea/n. CHavana vy T KpynHble geneuum/
aynnvkaumm MmetooM MLPA, 3aTeM Npu oTpULLaTENBHOM pe3ynbTaTe BbINOMHAT CEKBEHMPOBAHME.

MoxkHo nu ucknounts MO, ecnu reHeTMYeCKoe nccnefoBaHve He NOATBEPAMIO AnarHo3?
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HeT. B TeKCTe yKa3aHo, UTo reHeT1ka NoATBEePXAaeT, HO HE UCKITIoYaeT 3ab0oneBaHne; Npu XxapakTepHOM KNnHUKe,
COMHUTENbHbIX Pe3ynbTaTax v UCKITIOYEHUN OPYTUX HEPBHO-MbILLEUHbIX 601e3HEen BO3MOXHa BUOMNCUA MblLLLLbI C
UMMYHOTMCTOXUMUEN OUCTPODUHA.

Korpa HaunHaTb npegHu3onoH npu MAO?

MNocne 3aBepLueHns GOPMMPOBaHNSA ABUrATENbHbIX HABLIKOB, HO [0 Ha4ana ux yracaHus — Ha ctaguu nnaTo.
TunnuHasa no3a npeaHunsonona 0,75 Mr/kr/cyT BHYTpb, MakcuMyM 30 Mr/cyT npu Macce bonee 40 kr.

Kakne noporn Ucnonb3yrT And Hadvana pecnwpaTopHoﬁ noMowm?

Mpu OXENT =60% ncrnonb3yloT cneLmanbHble CPeacTBa, BKToYas MeLok AMEY U MHCYPPIATOP-acnmpaTop; npu
OXEJT =50%, MOCBbIA <270 N/MUH UMW MaKCUMaNbsHOM 3KCNMPaTOPHOM AaBnerHun <60 cM H20 ncnonb3yoT MeToabl
obneryeHus oTkawnmsaHusa. HouHas BiPAP/autoCPAP nokasaHa npu HouHow runoseHTunsaumm n ®KEN <50%,
catypauumn O2 npu NpobyxaeHun < 95% mnnn pCO2 >45 MM PT. CT.

Kak uyacto Ha6bnonaTtb cepaue npyu MOA/MOB?
Kapavonor/aetckuit Kapavonor — rnpu nocTaHoBKe AnarHo3a u aanee He pexe 1pasa B rof. OKI 1 OxoKI™ Takxe

NPOBOASAT PErynapHo He pexe 1 pa3sa B rof; npu HeobxoanmocTn OxoKI™ 3ameHsaoT MPT cepfua, a XonTep HasHavatoT
no nokasaHWsaM 1 BCEM NaumeHTaM cTaplie 17 neT.

BbIXMMKa caenaHa no TekCTy pekoMeHAaLmnm U He 3aMeHseT ero. MonHbIN opuLIManbHbIN TEKCT, KanbKyNaTopk! 1 COKpaLLéHHas Bepcus:
https://lukonaceyeHoBa.pd/cr/773-progressiruyushchaya-myshechnaya-distrofiya-dyushenna. OpuumansHbI UICTOYHMK: https://
cr.minzdrav.gov.ru/preview-cr/773_2
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