LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

NMpokcuManbHas cnMHanbHas MbilleyHas aTpodua 5q

KnuHuueckune pekomeHdaumn MuHsapasa Poccuu - oetw - pepakumns 2026 r., ctatyc «MpumensaeTca» Ha 04.11.2026 - MKB-10: G12.0, G121
Bcepoccuiickoe obLecTBO HEBPOIOros, AccoLmaLIMsa MPOPECCHUOHaNbHBIX YHaCTHUKOB XOCMMCHOM NOMOLLM, ACCOLLMALMA MeNLMHCKMX
reHeTnKoB

MpokcumanbHasg CMA 5q — Tsikenoe ayTOCOMHO-peLLeCCMBHOE 3ab01eBaHne, BbiaBaHHOe MyTaumammv SMNT r
[ereHepaLmen a-MOTOHENPOHOB, C MPOrpPeCcCUpYIOLLEN CNabOoCTbIO M aTPOPUEN MbILLLL. PekoMeHaauuns
NoOCBSLLEHa PaHHEMY FeHETUYECKOMY NOATBEPXAEHMIO ANarHO3a, OLLEHKE AbIXaTeNbHbIX, FIOTATENbHbIX 1
opToneanyecknx OCNoXHEHWN, NaToreHeTUYeCKon Tepanum 1 MynsTUANCLIUNIMHAPHOMY HabNoAeHWIO.

naBHOe

» [InarHo3 noaTBepXaatoT MONEKYNAPHO-FEHETUYECKM: BbIABNAIOT Aeneumio 9K30H0B 7 v 7-8 SMN1 B obenx
KOMusx Nnbo codeTaHne feneumm B O4HOM KOMuM C MaToreHHoW TOMKOBOW MyTaLMen BO BTOPOW.

- [aToreHeTUYeCKOE NeYeHne HaUMHaKOT Kak MOXHO paHbLLe NoCne reHeTUYECKOro NOATBEPXAEHUS, BKNOYas
Cry4au, BbISIBNIEHHbIE NPU HEOHAaTaIbHOM CKPUHUHIE; PaHHAS Tepanus HanpaBneHa Ha JOCTUXEHWEe Hauny4llero
TepaneBTuyeckoro addekTa. YYP A, YOO 3.

* Yncno konum SMN2 yumTbIBatOT Npy NPOrHo3e, Ho Tin CMA ycTaHaBnvBatoT KIMHUYECKW, @ HE TOMBbKO Mo Yncny
Konmm SMN2.

+ [biIxaTenbHble HapyLeHs — OAWH U3 FNaBHbIX UCTOYHMUKOB OCMOXHEHUN 1 cMepTHOCTM Npu CMA I-I1; KOHTpOnb
AbIXaHWA, OTKALLIMBAHUA U TUNOBEHTUMALMM AOMXEH OblTb MPUOPUTETHbIM.

» BegeHue cTpoaT MynbTMONCUMNIIMHAPHO: OCHOBHOE HabnogeHne npoBOANT HEBPOOT, KHEMY NOAKMNKOYaOT
cneumanmcToB no pecnmpaTopHoM nogaoepxke, kKapamonora, oprtonena, Xmpypra, pea6V|J'IVITaLLV|l/1, NMMTaHUIO,
racTposHTEepPOnornmmn nannmMaTMBHOM MOMOLLM.

+ KoM6GUHaLLMIO NaToreHeTUYECKUX NPEeNapaToB M OAHOBPEMEHHOE NPUMEHEHME ABYX CPEACTB, BO3AENCTBYIOLMX Ha
SMNZ2, B pyTUHHOM NpaKTHKe He UCMOMb3YIOT; NEPEX0s MeXAY HYCUHEPCEHOM 1 PUCAMMIAMOM AOMYCTUM TOMbKO
N0 MeONLMHCKUM NMOKa3aHUsIM.

OunarHocTuka

1. 3anono3puTb CMA npu NPoKCUMarnbHOM CUMMETPUYHOM CNaboCTy, MbILLEYHOW FMMIOTOHMK, OTCYTCTBUU MOTOPHOIO
Pa3BUTUS, aCUMKYNALMAX A3blKa, TPEMOPE NasbLEB, HaPYLIEHUAX MMOTaHWUA U ObIXaHWS.

2. BbinonHWTL KONMWMYeCcTBeHHOe nccnenoBaHune ymcna konunm SMN1 1 SMN2 B kposu meTooM lNLP B peanbHOM
BPEeMEeHM Unu KonuuectTseHHoro MLPA; obHapyXeHue OBYCTOPOHHEN Aeneumnm 3k30H0B 7 nin 7-8 SMN1
noaTeepxgaeT avarHo3. YYP B, YO 2.

3. Ecnu BbisiBNeHa geneumns Tonbko B 0gHOM konmvm SMN1, MpoBecTr NpsaMoe aBTOMaTU4YeCckoe CeKBEHMPOBaHME Mo
CaHrepy ans noncka To4KoBOM MyTaLmm Bo BTopou konuun. YYP C, YOO 2.

4. He nckmoyats CMA TOMbKO M3-3a OTCYTCTBUSA AeNeLmn 3K30HOB 7 Ui 7-8: Npu KPOBHOPOACTBEHHOM Bpake faxe
npv AByx 1 6onee konmax SMN1 06543aTeNbHO MCKaTb TOUKOBbIE MyTaLLMK METOAOM CEKBEHUPOBAHNS.

5.ocne NoOATBEPXAEHMS AnarHo3a yCTaHoBUTL TUN CMA KMHUYeCKu; umcno konu SMN2 ncnons3oBaTh Ans
NPOrHo3a, HO He A1 CaMOCTOATENbHOIO OrNpeaeneHnsa T1na.

6. OLEeHUTb UCXOLHbIE OCNOXHEHWA: MACCy 1 POCT, XeBaHWe 1 rMoTaHune, AblxaHue 1 3hOEeKTUBHOCTb KaLLINg,
MO3BOHOYHWK M CYCTaBbl, ABUrATENbHYIO GYHKLMIO MO peNeBaHTHbIM LUKanam; BbinonHuTL 3K, a npu
yCTaHOBNEHHOM AnarHo3e — OxoKI™ He pexe oaHoro pa3sa B roa. YYP B ana OKT, YOO 3; YYP C ana OxoKT, YOO 4.

INNeueHue

» HaumHaTb naToreHeTnyYeckyto Tepanmio Kak MOXHO paHblLLE MOCcne MONEKYNAPHO-FEHETUYECKOr O NOATBEPXAEHNS.
Bbibop MexXay HYyCUHEPCEHOM, PUCOMMIIAMOM 1 OHaCEMHOreHOM abenapBOBEKOM [ieNaeT nevallni Bpay-HeBponor
C y4eTOoM vmcna Kornmm SMN2, pyHKUMOHaNbHOro CTaTyca naumeHTa, nyTy BBEAEHUS, KPaTHOCTH NMpUemMa 1 AaHHbIX
dapMaKkoaKoHOMUYeCKux nccnenosaHun. YYP A, YOO 3.

» HycuHepceH NpUMEHSIIOT Npu reHeTu4eckun noareepxaeHHorn CMA: npu KMMHWYECKOM Tune | — nNpu AByx v 6ornee
Kormsax SMN2, npu Tunax l1-Ill — He3aBMCUMO OT YyKa3aHHOr O YMCna KOMWI; ero BBOASAT MHTpaTekansHo. YYP A, YOI
2 gna Tvnos I-Il.
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« Pucavnnam npuMeHsIIoT Npu KNMMHWYeckux Tunax I-ll, a Takxke Ha AOKIMHWUYECKOW CTaamm No yKas3aHHbIM B
pekoMeHaaLmMn BapuaHTam uncna konu SMN2; nyTb BBeLeHna — nepopanbHbi. YYP A, YOO 2 ang tvnos lI-Il; YYP
C, YOO 4 ong Tvna | u QOKNUHUYECKOW CTaaun.

» OHaceMHoreH abenapBoBeK BBOASAT OAHOKPATHO NaumeHTaMm C buannenbHon myTtaumen SMN1 ¢ npeasapuTenbHbiM
TecTupoBaHueM aHTuTen K AAVO. 3a 24 yaca 0o 1 nocne MHPY3nUmM Ha3HauatoT NPEAHN30NOH BHYTPb 1 MI/Kr/CyT nnu
3KBMBANEHTHbIV MIOKOKOPTUKOMA; Nocre MHOY3un KoHTponupytoT AT, ACT, 6unnpybuH, TPOMBOLUTBI M TPOMOHWH
| He MeHee 3 Mecaues. YYPC, YO 4.

« [py cMMATOMaxX AUCOYHKLMM AbIXaTeNbHbIX MblLWLL UCNONb3yoT HVIBJT ¢ ABYXYPOBHEBbLIM NONOXUTENbHLIM
HaBneHveM BiPAP BMeCTe C ouuLLeHNeM AbIXaTerNbHbIX NyTeN; Npu AHeBHOW runepkanHum HBJ 6e3ycnoBHO
Heobxoamma. H/BJ1 ¢ nocTosHHbIM AasneHnemM CiPAP npu aTon cutyaummn He pekomeHayetcd. YYP C, YOO 5.

* [1py HE3OOEKTUBHOM KaLLe NMPUMEHSIOT MEXaHWUYECKUN MHCYDONATOP-acnvpaTop, PyYHbIE KOMMPECCUM rpyaHON
KNeTKM MW NOCTYpPanbHbIM APeHax 1 oTCcacbiBaHWe cekpeTa. J1Iexaunm naumeHTam 1 cuasyumm naumeHTam ¢
ObIXaTeNbHbIMW HapyLLUEHNAMM MOKa3aHO OTCacblBaHWE CEKpPeTa U3 BEPXHUX AblxaTenbHbix nyTen. YYP C, YOO 5.

« Mpu ancdarnm pekoMeHOyeTca UAMEHEHNE KOHCUCTEHLLMM MULLX B NONb3Y NONYTBEPAOW; TAXENbIM NauneHTaM co
CMA 5@ ¢ HapyLLEeHVAMM FNOTaHWA PEKOMEHOYETCH KOPMIeHWe Yepes HadoracTpanbHbI 30H4 AN NPOGUNaKTUKN
acnupaummn 1 obecriedeHns ageksatHoro nutaHnd. YYP A, YO 3.

» Peabunutaumio NpoBOAAT perynapHO 1 AO3MPOBAHHO: nevebHas Gu3kynbTypa, pacTsaxka, No3ULIMOHUPOBaHKE,
OpTE3MPOBaHNE N MEXaHOTEPanus HanpPaBneHbl Ha COXPaHEHWE ABMXEHWUI U NPODUNAKTUKY KOHTPaKTYP.
MUHWUManbHas YacToTa PacTsXkM — 3-5 pa3 B Heento AN nexaunx n 5-7 pa3 B Hefento Ans CUAAYNX NaLMeHTOB.

Korpa HanpaBuTb M Kak Ha6nopaTb

- [MnaHoBas rocnuTanu3aLmsa nokasaHa scem naumeHTam co CMA 5q oamH pa3 B rof 4Nns OLLEHKM OBUraTeNbHON
OYHKLUMW, ObIXaTerbHbIX, KOCTHO-CYCTaBHbIX Y FaCTPO3HTEPONOMMYECKNX OCNOXHEHWUI U MPOBEeaeHNS
peabunuTaumm.

+ [Inq BBeAEHWS HyCMHEPCEHa, NpeaonepaLmnoHHOro o6cnejoBaHUs Nepe OpToneanyecknM BMeLLaTENbCTBOM,
racTPOCTOMUM UMW MNIAHOBOW TPaxXeoCTOMUMN TPEBYETCsI NNaHoBas rocnuTann3aLms.

» OKCTPEHHO rOCIUTaNMU3NPYIOT NP TAXENOM TEYEHUN OCTPbIX MHDEKLLMI U OPYTrvX OCTPLIX 3a60oneBaHui,
HenpeaBWAEHHBIX NepenoMax, a Takxke npu runoBeHTUNALMU 1 anHO3, TPEOYIOWMX peaHNMaLIMOHHON MOMOLLN.

* [TaLMEHTOB C XM3HeyrpoXaloLLMMK AblXaTeNbHbIMW HAPYLLEHUSMM HANPaBNAoT B CTaLMOHaP C OTAENeHNEM
aHeCTe3nonornm-peaHmMaLLmm U 611o0KoM peaHMaLmm U UHTEHCUBHOW Tepanmy 1 KPYrnocy TOUYHbIM
HabntoOeHMEM.

« [py TAXENOM NCKPUBEHWM NO3BOHOYHMKa C YoM Ko66a He MeHee 50° nnu nporpeccrpoBaHn He MeHee 10° B
rOfA pacCMaTpmUBalOT BO3MOXHOCTb XMPYPruyecKoro BMeLaTenbCTBa; AeTAM MNaLle 4 NeT onepauuio cnenyet
OTNOXMUTb.

YacTble BOnpochl

MoxHo nu noctaBuTb TN CMA TonbKO No uncny konum SMN2?

HeT. Yncno konuin SMN2 cnonb3yroT 4515 NPOrHo3a, a KNMHUYECKUA TUM YCTaHaBNMBAOT KIMHUYECKH, 8 He TOMbKO Mo
ymcny Koru SMN2.

YT0 penaTb, ecnv o6Hapy>xxeHa ToNbKo oaHa konus SMN1?

Hy>HO BbINOMHUTL CcekBeHnpoBaHe SMN1no CaHrepy A1 nomcka TOYKOBOW MyTaLLMm1 BO BTOPOW KOMUK.
Ob6HapyXeHne naToreHHon MyTaumn nogreepxnaet CMA.

Korpa HaunMHaTb NaToreHeTMYeckyto Tepanuio?

Kak MOXHO paHblUe Nnocre MonekynsapHO-reHeTUYeCKOro NogTBEPXAEHMS, B TOM YUCTIE NPU BbISIBNEHWM 3a60N1eBaHNS
npwv HeoHaTanbHOM ckpuHuHre. YYP A, YOO 3.

MOXHO Nu coveTaTb HYCUHEPCEH W pUCAMMIIAM UMW Ha3HavyaTb UX NOCNe reHo3aMecTUTEeNbHOM Tepanuun?

B pyTWHHOWM NpaKTmke KOMOMHUPOBAHHYIO TEpPanuio He MPUMEHSIIOT, MOCKOIbKY A0Ka3aTeNbCTB ee 3PPEKTUBHOCTH U

6e30MacHOCTN HeJOCTaTOYHO. [Nepexoa Mexay HYCUHEPCEHOM M PUCAMMIAMOM AOMYCTUM TOMbKO MO MEANLLUHCKIM
NOKa3aHUsM.

Korpa HyxHa HUBJ/1 npn CMA?
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HWBJ1 BiPAP nokasaHa npu cMMAToOMax OMCHYHKLMM AbIXxaTENbHOM MYCKYyNaTypbl 1 OCO6EHHO HEOHX0AMMa NpU
[OHEeBHOW riunepkanHuy. Ee coueTaloT ¢ METOAaMU OUULLIEHUSA ObIXaTeNbHbIX NyTewn.

BbuMKa cienaHa no TekCTy peKOMEeHAALIMM 1 He 3aMeHSIET ero. MoMHbIN OPULIManbHbIV TEKCT, KanbKyNATOPbl M COKPaLLEHHas Bepcus:

https://iukonaceyeHoBa.pd/cr/593-proksimalnaya-spinalnaya-myshechnaya-atrofiya-5q. OduumanbHbii UCTOUHKK: https://
cr.minzdrav.gov.ru/preview-cr/593_4
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