LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

5g-accouumMpoBaHHas CNMHanbHas MbilweyHasa aTpogpus

KnuHnyeckue pekoMeHaaumy MrHaapasa Poccum - B3pocrnble - peaakums 2024 1, ctaTyc «MpumMeHaeTca» Ha 04.11.2026 - MKB-10: G12.0,
G121 - Hekommepyeckoe MapTHepCTBO "HaLwmoHanbHoOe 06LWeCTBO Mo U3y4eHWo 601e3HK1 MNapkKMHCOHa 1 PacCTPOWCTB ABMXEHUI',
Accoumaums NpoPeCcCHoHasbHbIX YHaCTHUKOB XOCTIMCHOW MOMOLLK, ObLLepoccuinckasn obLecTBeHHas opraHm3aums "Coto3
peabunutonoros Poccun”

5Qg-accoumMnpoBaHHas CrivHanbHasa MbllleyHas aTpoPus — HaCneaCTBEHHOE 8y TOCOMHO-PeLEeCCUBHOE
3aboneBaHue, BbI3BaHHOE NaToreHHbIMY BapnaHTamu B 06enx konmsax reHa SMN1 v npusoastuee K
nporpeccupytoLLen rméeny MOTOHENPOHOB, MblLLEYHOM aTPOduK 1 CNabocTn. PekoMeHaaLMsa OxXBaTblBaeT
NOATBEPXOEHWE OMarHo3a, paHHee NaToreHeTUYeCKoe eveHne, KOHTPOSIb AbIXaTeNbHbIX, HYy TPUTUBHbBIX U
opToneanyecknx OCMoOXHEHUN, a Takxe MyNbTUANCLMNIMHAPHOE HabnioaeHue.

naBHOe

« CMA 5q pa3BunBaeTCs Npu NaToreHHbIX BapnaHTax B o6enx konmax SMNT1; npumepHo B 95% crnyyaes BbIABNAETCA
rOMO3UroTHas fAeneumst 3k30HOB 7 nnu 7-8. Yncno konum SMN2 CBsI3aHO C TSXECTbio GeHoTMNa 1 NPOrHO30M, HO
TN CMA ycTaHaBnMBatoT MO KMMHUYECKOW KapTUHE, a He TONbKO No SMN2.

[na npakTyky yoobHO OLeHNBaTb QYHKLIMOHaNbHbBIM CTaTyC: HECNOCOBHbIE CMOETL COOTBETCTBYIOT
npenMyLLecTseHHo TunamM 0-1, CNOCOBHbIE CUAETL — TUMY 2, CNOCOBHbIE XOAUTb — TUNaMm 3-4.

Mpwv nogo3peHun Ha CMA obazaTenibHO MONeKynApHO-reHeTuyeckoe nccnegosaHe SMN1. Pogutenam,
napTHEpaMm 1 61M3KUM POACTBEHHWKAM MaumMeHTa JOCTYNHO TECTUPOBaHKE NaTOreHHbIX BapuaHToB B SMN1 anq
OLIeHKM penpodyKTMBHOIO p1cka (ans poautenei u naptHépos: YYP B, YOO 2).

[bixaTenbHyo QyHKLMIO OLLeHMBAIOT NPOPUIaKTUYECKM: NMMKOBOW CKOPOCTM KaLuns MeHee 270 n/MuH
COOTBETCTBYET CHUXEHUIO 3DPEKTUBHOCTU KaLwns, MeHee 160 1/MUH — ero HeadOeKTUBHOCTU U BbICOKOMY PUCKY
NHdeKUM abIxaTenbHbIX MyTen. Mpun SpO2 Hke 909% HyXHbl HEOTNTOXHbIE MEPbI.

MaToreHeTUYeCKyIO Tepanuio HaUNHAIOT Kak MOXHO paHbLLie Y BCEX NaLMeHTOB C reHeTUYeCcKu NoATBEePXOEHHON
CMA — He3aBMCKMO OT BO3pacTa [ebioTa, TeKYLLEero Bo3pacTa U MCXOAHOro GpyHKLoHarnbHoro ctatyca (YYP C,
YO 5). OnHoBpeMeHHoe NpUMeHeH1e ABYX NpenapaToB, U3MEHSIIOLMX crnancuHr SMN2, He nokasaHo.

BeneHune 0OMKHO 6biTb MyNbTUANCUMNIMHAPHBIM: HEBPOMOT, FEHETUK, MYSIbMOHOSON UM aHEeCTE3MOoMor -
peaHMMaTosnor, opTonea, KapaAMoor, raCTPOIHTEPOSIOT, AMETONOr, CNeLmanmcT No peabunmuTaLmm u
NannMaTUBHOM NMOMOLLM; APYTMX CNELMANMCTOB NOAKIIOYAIOT MO KIMHUYECKUM NpoBreMam.

OunarHocTuka

1. CobpaTb aHaMHe3: YTOUYHUTb BO3PacCT W TEMMN HapacTaHWa CNnaboCcTw, TPYAHOCTU BCTaBaHWS U NoAbEMa No
NeCcTHULE, NafeHns, HapyLweHue Xoabbbl, AblXxaHWe BO CHe, 3QOEKTUBHOCTD Kallig v aucdaruio. [1na B3poCnoro
nebtoTa TUNMYHO MeNeHHOe NporpeccHpoBaHne bonee 5 neT ¢ NpenMyLeCcTBEHHbLIM MOpaxeHnem
NMPOKCUMaINbHbIX MbILLILL HOT.

2.T1poBeCTN HEBPONOrNYECKnin N GU3NKanbHbIM OCMOTP: OLLEHUTH CUMMETPUYHYIO MPOKCUMAIbHYIO CNaboCTb U
FMNOTOHMIO, aTPOPUK, TMYBOoKMe pednekchl, acumKynALMmM, NOCTyparbHbIA TPEMOP, KOHTPAKTYPbI, AedopmaLinm
NMO3BOHOYHWKA, AbIXaHWe, rMOTaHWe U HYTPUTUBHBIV CTaTYC. Y B3POC/bIX OCMOTP NPOBOAAT Kaxable 6 MeCsLEeB nnu
yaLle npu HeobxoammocTu (YYP C, YOO 5).

3. BbINOAHWUTL KONWMYECTBEHHOE nccnenoBaHue yncna konum SMN1 1 SMN2 B kposu MeTooM lMNLLP B peanbHOM
BpemeHm nnv MLPA. [lnarHo3 noaTeepxaaeT roMo3MroTHas Aeneums ak3oHoB 7 unmn 7-8 SMN1 (YYP C, YOO 4).

4. Ecnu BbiSiBNEHa TONbKO ofHa konus SMNT, BbINOMHUTL MOMCK OAHOHYKNEOTUAHOMO NaTOrEHHOr0 BapnaHTa BO
BTOPOW KOMUW MPSIMbIM aBTOMAaTUUYECKUM CEKBEHUPOBaHKEM N0 CaHrepy; 06HapyXeHWe Takoro BapuaHTa
noatsepxnaet CMA (YYPC, YO 4).

5.Tocne noaTeepxaeHna CMA onpefenutb unmcno konun SMN2 ans nporHo3a, Ho He UCMosb30BaTh ero Ans
CaMOCTOATENbHOrO OnpeaeneHms knmHudeckoro tina (YYP C, YOO 4). AKTUBHOCTb KOK He NpUMEHATL Kak
AMarHOCTUYECKUI KpUTepui uckmodeHns CMA (YYP C, YOO 4).

6. Mpu aTNMUYHOM GeHOTUMNE UK OTCYTCTBUU FEHETUYECKOIO NOATBEPXAEHNS NPOBECTU UrONbYaTYIO U
CTUMYNAUMOHHYIO SMIT/SHMTI; nccnefoBaHne He [OMKHO 3a4epPXMBaTh FEHETUYECKOe TeCcTupoBaHne. MPT MblLLL
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MCMNONb3YIOT ANa AnddepeHLmanbHON AMarHOCTUKM MPK MPOKCUMAbHOM MMMIOTOHUK U CNabocTu 6e3
reHeTuyeckoro noateepxaeHus (YYP B, YOO 2 1 YYP B, YO 3 COOTBETCTBEHHO).

7. Tocne ycTaHOBMEHWS AMarHO3a OLLeHMBATD AblXxaTeNbHble 06bEMbI M MOTOKM, a Takke NPOBOANTb HOYHOM
UYPECKOXHbIN MOHUTOPUHI MapLyanbHOro AaBneHWs KUCIOPOAa MW KapAMOPECTMPATOPHbBIN MOHUTOPWHT 1S
BbISIBNEHUS [bIXaTENbHbIX HAPYLLIEHWIA.

INNeueHue

» HauaTb naToreHeTnYecKyto Tepanmio Kak MOXHO paHblue. HycuHepceH BBOAAT MHTPaTEKanbHO, pucamniam
NPUYHUMAaLOT BHYTPb; 06a npenapaTa nokasaHbl npn CMA BCcex TUNoB 6e3 orpaHuyeHrs no Bo3pacTy AebtoTa nnm
Tekylemy Bo3pacTty. OHaceMHOreH abenapBOBEK BBOAAT BHYTPUBEHHO OAHOKPATHO Npu brannensHon MyTauum
SMNT1 1 knnHMyeckom Tune 1 nmbo npu uannensHon Mytauur SMNT 1 He 6onee yem 3 konmax SMN2; macca Tena
bonee 21Kr orpaHVYMBaET ero NpUMeHeH1e, NO3TOMY B3POCSIbIM OH He MOAXOAMT.

HyCuHepCeH Ha3HaualoT NaLMeHTam C reHeTUIeckKu NoATBePXAEHHOM CMA 1 KnuHUYeckumm nposieneHusamm (YYP
A, YOO 2). Mpu crnoxHomn aedopmMaLiyimn No3BOHOYHMKA MOMBaNbHYIO MyHKLMIO MPOBOAAT MO KOHTponeM Y3W,
peHTreHorpadum nnu HM3koao3Hom KT; npu BblpaxeHHbIX AedopMaLLaX HY>XHbl KOHCYIbTaLUU HEMPOXMPYPra u,
eCnv MNaH1pyeTCs aHecTeans, aHecTeaunonora-peanHnmaronora (YYPC, YOO 4).

PUCaMnNam NprMeHsIoT B3POCIbIM C KITMHUYECKUMM MPOABNEHUAMM FreHeTUYeCku noaTeepxaéHHon CMA (YYP A,
YA 2). XeHLWwmHaM HyxHa BbICOKOIDHEKTVBHAS KOHTPALLENLLUS BO BPEMS NTeUeHNs v MUHMYM T MecsL, nocne
nocnenHen 4o3bl, My>X4YnMHaM — BO BPEMS TeYEHUA U MUHUMYM 4 MecsiLLa Nocne Heg; rpyaHOe BCKapMIMBaHWE Ha
(OHe NneyveHns MaTepu He NPOBOASAT.

Mpy AUCHYHKUMM ObIXaTernbHOW MyCKynaTypbl npumMeHsATb H/BJ1 ¢ ABYXYPOBHEBbLIM NOMNOXUTENbHBIM AaBEHNEM
(BiPAP), noa6vpas napaMeTpbl Mo razoobMeHy, paboTe AblxaTenbHbIX MbiliLL v nepeHocumocTtu (YYP C, YOO 5).
CPAP npu runoseHTUNALMN He pekomeHayetcs (YYP B, YOI 3); kncnopof 6e3 A0MNONHUTENBHON BEHTUASLLUM NPK
OCTPbIX COCTOAHUAX HE MOKa3aH.

MpY He3MOEKTUBHOM KaLUse UCMOMNb30BaTh MEXaHNYECKUN MHCYDNATOP-aCnnpaTop B COMETAHWUM C PYYHbBIMA
KOMMPECCUAMU FPYAHOM KIETKM UM MOCTYParbHbIM APEHaXeM 1 3NeKTPUYECKUM acnmpaTopomM; naumneHTa u
yXaxmBaloLLMx 06yyaloT 3TuM MeToaam (YYP B, YO 3).

Mpw oucdarnm U3MeHUTb KOHCUCTEHLLMIO MULLM B NMOMb3Yy NOMYTBEPAOW, MCNOMb30BaThL 60Nee rycrbie XuaKoCTw,
xeneobpasHble NpoayKThl U xunakue mope (YYP B, YO 3). Mpw HapyLieHWW FNoTaHWs 00 YCTaHOBKU raCTPOCTOMbI
NMPUMEHSAIOT Ha30racTparbHbI 30HL; €CNW 30HAOBOE NUTaHKe TpebyeTcd bonee 4 Hefernb, pacCMaTpPUBatoT
racTPOCTOMY.

Peabunutaumio nogdupatoT no GyHKLMOHaNbHOMY CTaTyCy, y4MTbiBasd yCTanoCTb U pacnpeaensis puandeckyto
HarpysKy 4acTbiMK, HO HEMPOAOMKUTENbHbIMM NepuoJamm. MrHUMarbHasd YacToTa PaCTAXKM 1 YBENUYEHUA
O6bEMa ABMXEHMI COCTaBNAET 3-5 pa3 B HEeEN0 y Nexadnx naumeHToB 1 5-7 pa3 B Heento y CUAAUMX.

Xvpypruyeckyo KOppekLmio MO3BOHOUHKKa paccMaTpmBatoT Npw yrie Kot6a 60nbLuon KpUBK3HBI He MeHee 50° 1
nporpeccupoBaHnn He MeHee 10° B rof; pelleHme Takke YUUTHIBAET AbIXxaTeNbHy0 GYHKUMIO, rMnepkmdos,
nedbopMaLmio pébep, HakMoH Tasa v BNuaH1e aedopmaunmn Ha MobunbHocTs (YYP C, YOO 4).

Korpa HanpaBuTb U Kak HabnoaaTb

« [NaHOBO rocnNUTanMaMpoBaTh BO B3POC0E HEBPOOrMUYECKOe OTAENEHME, ECNM aMBynaToOPHO HEBO3MOXHO
NoSIHOLLEeHHO 06CneaoBaTh NaUMEHTa, OLEHWUTb OCMOXHEHMWS UMM NPOBECTM peabunnTaLmio; Takxe — ans
MHTpaTeKanbHOro BBEEHWS HYCUHEPCEHa 1 MOArOTOBKM K OPTOMNeAMYECKO onepaumi.

* B xvipyprudeckoe oTaeneHve HanpaensioT Anst yCTaHOBKW FaCTPOCTOMbI MW TPAXeOCTOMbI.

+ OKCTpeHHast roCnuUTanu3aLms HyxHa Npu TAXENOM TeUYeHUK OCTPOM MHDEKUMK, raCTPOIHTepUTa C
06e3BOXMBaHNEM, HENPEABUOEHHbIX NepenoMax v pyrnx OCTPbIX COCTOSAHUAX C YY4ETOM ocobeHHoCcTen CMA.

« [pK XM3HEYrpoXatoLwen MMNOBEHTUNALMM 1 aNHO3, TPEBYIOLLMX PeaHNMAaLIMOHHbBIX MEPOMPUATUI, NaLMeHTa
rOCnUTanu3npytoT B MEANLIMHCKYIO OPraHn3aumio C OTAENEHNEM UMM BNTOKOM peaHUMaLIMM U MUHTEHCUBHOM
Tepanuu 1 KpyrnocyTOUYHbIM HabMIOAEHNEM.

B oToeneHve nannuaTMBHOW MOMOLLUM HANPaBAsoT MPK BbIpaxXeHHOM 601K, He KOHTPOMpyeMor ambynaTopHo,
TAXKENbBIX CUMNTOMAX, TPEBYIOLLMX CTaLMOHAPHOMO NeYeHWs, HEOBXOAMMOCTH NOJA0OPaTL CXEMY AN NPOAOMKEHNS
Tepanuu [OMa WK BbINOMHUTL BMeLWaTENbCTBa, HEBO3MOXHbIE aMBynaTopHO.
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YacTble BOonpochl

Kak nogreepauntb AnarHo3 CMA 5q?

MepBbIt MeTOL — KONMMYeCcTBeHHOoe UccnenosaHue konui SMN1 1 SMN2 metonom MLP B peanbHOM BpeMeHn nnm
MLPA. [InarHo3 noaTsepxaaeT roMO3UroTHasa Aeneums ak3oHoB 7 unu 7-8 SMNT; npu ogHow kKornmn SMNT1
OOMNOMHUTENBHO ULLYT NATOreHHbIV BapyaHT BO BTOPOW KOMWUM METOAOM CEKBEHNPOBaHUSA Mo CaHrepy.

MoxHo nu onpeaenuTb T1n CMA no uncny konuin SMN2?
HeT. KonunHocTb SMN2 noMoraeT oLeHMBaTb MPOrHo3: 60/bLLIee YMCIO KOMuM 06bl4HO CBA3aHO C 60/1ee MArKUM

HEeHOTUMNOM, HO KITMHUYECKUA TUM YCTaHaBMBaKOT MO TEYEHUIO 60ne3Hn, oBUraTenbHON CDYHKLI.VIM N NaHHbIM
reHeTn4eCKoro nccnegoBaHus.

KOMy M KOorga Ha3Ha4varoT naToreHeTn4yeckyro Tepanmo?

E& HaumHaloT Kak MOXHO paHblle y BCEX MaUMEHTOB C FreHeTUYeCKMN NoOATBEPXAEHHOM CMA, He3aBMCKMMO OT BO3pacTa

N MCXOOHOrO GYHKLMOHAaNLHOro ctatyca. HycuHepceH v pyucamnnam npumeHsaoT npu CMA BCcex TUMoB;
OOHOBPEMEHHO [iBa Mnpenapara, U3MeHsALWMX cnnancuHr SMN2, He NCnonb3yoT.

Kakas pecnvpaTtopHas nogaepxka npegnoytutenbHa npyu CMA?
Mpwy AnCOYHKUMM ObIXaTeNnbHOM MyCKynaTypbl npeanodTutensHa HABJ ¢ ABYXYypOBHEBbLIM NOMOXUTENbHbLIM

nasneHneM BiPAP B coyeTaHmnu C 0O4UMCTKOW ObixaTeNbHbIX nyTen. CPAP npu rymnoBEHTUNSALMM HE pEKOMEeHAYeTCs, a
Kncnopo 6e3 4ONONHUTENbHOM BEHTUNALLMM NMPU OCTPbIX COCTOAHUAX HE NMOKa3aH.

Korpa nauneHTa co CMA Hy>XHO CPOYHO rocnuTanMsnpoBaTb?
Mpwu TAXENOW OCTPON MHPEKLLMM, 0BE3BOXMBAHWMW, HEMPEABMAOEHHOM NepesioMe Unm OpyromM OCTPOM COCTOSAHUM,

npoTekaroLweM Taxeno ¢ y4étom CMA. INpu Xn3HeyrpoxaroLen rmMnoBeHTUNALMN 1 anHo3 TpebyeTcd
rocnuTanM3aums B OpraH13aumio C peaHnMaLmen 1 KpyrinocyToUHbIM HabMioAEHNEM.

BbIxumka coenaHa no TEKCTY peKOMeHOaLnnN N He 3aMeHAET ero. MonHbIn Oq)l/ILLl/IaﬂbeIl;l TEKCT, KalnbKynATOPbI A COKpaLLLéHHaﬂ Bepcua:

https://lukonaceyeHoBa.pd/cr/780-5g-associirovannaya-spinalnaya-myshechnaya-atrofiya. OpuumanbHbin UICTOUHKK: https://
cr.minzdrav.gov.ru/preview-cr/780_1
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