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BBenenue

HepBHO-MbIIIeuHbIe 3a00JIeBaHMsI — OHA W3 HambOojee OOMMUPHBIX TPYII
HACJICJICTBCHHBIX 3a00JICBaHUI HEPBHOM CHCTEMBI, KOTOpas XapaKTEPH3yeTCs
3HAYMUTEIBLHON TeTepOreHHOCThI0. B paMkax HEpPBHO-MBIIICUHBIX 3a00JIC¢BaHUN
OJTHO M3 BEIYIINX MECT MPUHAJICKUT CITMHAITHHBIM MBITIICYHBIM aTPO(HsIM.

Ha cerogusmuuii aeHb, kak mpaBuiao, mojg TepMuHoM CMA mnoHuMaetcs
HamOoJiee pacmpocTpaHeHHas Gopma 3a00JIeBaHUs, PA3BUBAIOMIASCS BCICIACTBUE
myTanui u (wm) aenenuit B rene SMN1, pacnonokeHHOM Ha IJIMHHOM Tuiede S-i
XpOMOCOMEBI. DTa Gopma ctana obo3HavaTbcsa kak CMA 5, uinu npoxkcumaibHas
CMA, Ha ee 100 NOPUXOAUTCS TpUMEPHO 95% BceX 3aperucTpUpPOBAHHBIX
clIy4acB 3a00JICBaHUS.

Onpenesenue 3a00/1eBaHus

[IpokcuManbHas ciuHanbHas MblieuHas atpodus 59 (CMA) — 310 Tspkenoe
ayTOCOMHO-PEIECCUBHOE HEPBHO-MBIIIEYHOE 3a00JIEBaHHUE, XapaKTEPU3YIOIIeeCs
MPOTPECCUPYIOIIUMH CUMIITOMAMHU BSJIOTO Tapajdya M MBIIMIEYHOW aTtpoduu
BCJICJICTBHUE JICTCHEPAIIUU 0-MOTOHEHPOHOB MEPEIHUX POTOB CHIMHHOIO MO3Ta.

daktel 0 CMA
CMA — cenemuueckoe 3abonesanue

Jlronu w  kapnukoBble muUMIaH3e (00HOOO) SIBISAIOTCS  €IMHCTBEHHBIMU
oOjamaTenssMi JBYX KOMUW MAapallOTMYHBIX (T.€. TOMOJIOTMYHBIX T'€HOB,
00pa30BaBIINUXCS BCIEJCTBUE TMOSBICHUS KOMUW OJHOTO TeHa-MPEeAIIeCTBEHHUKA)
MHBEPTUPOBaHHBIX TreHOB SMN B cocraBe 5-i1 xpomocomsbl. ['empr SMNI
(temomepnass komusg) U SMN2 (ueHTpomepHas KOIHKA) OTJIMYAIOTCS IO
KOJUPYIOLIEH  TOCJENOBATEIbHOCTH  TOJBKO OJIHUM  HYKJIEOTHJIOM. JTa
HykieotuaHas 3ameHa 6C>T B 7-m sk30He reHa SMN2 npuBOAUT K U3MEHEHUIO
crtaiicuara PHK u otrcyrcTBHio 7-Tro sk30Ha npumepHo B 90% TpaHCKPHUIITOB
reHa SMN2. Ilo »toil nmpuumne TeH SMN2 dBisieTcs UCTOYHUKOM CHHTE3a
W3MEHEHHOW, HECTAOWJIBLHONM U OBICTpO paspyliaroimieiics u30hopmbl  Oeika
SMNA7, HecrnmocoOHOro KOMIIEHCHpPOBaTh IOCieACTBUS jAeneruii B SMNI.
KonundectBo kormmit SMN2 06paTHO MpONOpIHOHATBHO TSHXKECTH 3a00JIeBaHUSI.

CMA — aymocomHo-peyeccusHoe HacreocmeeHHoe 3a001esanue

Bbonesns pa3BuBaercs, ecinu y pederka oda rena SMN1 ¢ myranueir — no oaHomy
oT kaxjaoro poaurens. B 96% cinyuaeB HabmomaeTcss TOMO3UTOTHOE OTCYTCTBHE
9Kk30Ha 7 U 3k30Ha 8 B reHe SMNI1, peako — TOJbKO 3K30HA 7. Y OCTalbHBIX 3—
4% manueHToB HaxoAAT Apyrue Mmyraunu rena SMNI.



CMA — oono u3z Haubonee pacnpoCmMpameHHvlX 3a00ne8aHull cpedu «PeoKuUx
Oone3nei»

Yacrora Bctpeuaemoctd CMA — ot 1 Ha 6000 1o 1 Ha 10 000 HOBOPOXKAECHHBIX
0 BCEMY MUPY.

CMA — 60ne31b MOMOHEUPOHO8

MOTOHEUPOHBI — 3TO THUIIBI HEUPOHOB (HEPBOB), Mopaxkaemblx npu CMA. Ilpu
CMA MOTOHEWpOHaM CIIMHHOTO MO3ra He XBaTaeT Oenka, Ha3biBaeMoro SMN-
oenkom. IlosTomy oHM He MOTYT (DYHKIMOHHUPOBATH HOPMAJIbHO W TMOCTEIEHHO
NOTU0AIOT, YTO BBI3BIBACT CIA00CTh M aTPO(PHIO MBIIIIII

CMA — HepBHO-MBIIIIEYHOE 3200JI€BaHUE

[TopaxkaroTcsi MbIIIBI W HepupeprudecKkas HEpPBHAs CUCTEMA, LIEHTpalbHas
HEpBHAs CUCTEMA HE IIOPAKAETCS.

Teuenue 601e3HU — npocpeccupyroujee

CuMnToMbl 3a00JICBaHUS BCE BpCMs HapacTarOT M CTAHOBATCA TAKCEICC, 4YTO
IPUBOAUT K IIOCTOAHHOMY YXYIIMICHUIO COCTOAHUA pe6eHI<a.

CMA — smo scusneyepodcarowee u HcuzHeocpanuyusaoujee 3a00aesanue

CMA YMCHBHIACT IIPOAOJIZKUTCIIBHOCTD KU3HHU U YXyAIIACT €C Ka4CCTBO,
IIPUBOOUT K TSDKEIION HMHBaJIMAN3alluH.

Knaccuduxanus 3a00/1eBaHuA

Crenenp tTspkectd CMA koneOiieTcss OoT HamOojee TSHKEJION, ¢ JICO0TOM B
MpeHaTalbHOM TIepHOoAe, 10 JIETKOH (hOpPMBI, KOTOpas MPOSIBISETCS BO B3POCIOM
Bo3pacte. KiuHuueckas kiaccu(ukaiusi OCHOBBIBA€TCS KaKk Ha BO3pacTe, B
KOTOPOM TpOSIBUJIACh 00JIe3Hb, TaK M Ha MaKCUMaJbHOM JBUTATEIILHOU
CITOCOOHOCTH TAIIMEHTA.

[Tpunsito BeAensATh 4 ocHOBHBIX TUna CMA. Kaxaplii TUIl BIUSET HA Bpems
MOSIBJICHHS TIEPBBIX CUMIITOMOB OOJIE3HHU, Ha TSKECTh ABUTATEIbHBIX HAPYIIICHUH,
Ha XapakKTep TEUECHHUS U CKOPOCTh Pa3BUTHUS OCJIOKHEHUM, HA TTPOJAOJIKUTEIILHOCTD
JKW3HU U HAa HEOOXOUMBIA 00HEM TTOMOIIM U TIOJIJICPHKKH.

Tuno CMA Bospact nebrora OxugaeMas JIBUTaTEIbHBIC HABBIKH
MIPOIOJDKUTETHHOCTh (TIpu ecTeCTBEHHOM
KU3ZHU TEUSHHUH 3a00JIEBaHMSI)
CMA 0 BHYTPUYTPOOHO o 6 mecsiieB Her
CMA I 10 6 Mecs1IeB Ho 2-x net HecnocoOHOCTH
JIepKaThb TOJIOBY,
[EPEBOPAYNBATHCS,




cuaeTh 0e3
IO JIJICPIKKH
CMA Il 6-18 mecsies 70% noxkusBaroT 10 | CnocoOHOCTh CHACTH
25 ner 0€3 oIIePIKKU
CMA Il crapiie 18 mecsiies 10-40 ner mocie CriocoOHOCTB CTOSITH
MaHudecTaru U XOIUTH 0e3
0IZICPIKKH

IV Tun CMA ManudecTtupyeT Bo B3pOCIIOM BO3pacTe.

Tun | (CMA1) (mnanenueckuii, 6one3ns Bepaunra-I'opdmana) — namboiee
HeOmaronpusTHa (Gopma. CHUMITOMBI TOSBISIOTCS B TIEPBBIC MECAIBl KU3HU U
MOCTOSIHHO TIporpeccupytoT. O4eHb OBICTPO Pa3BUBAETCS BBHIPAKEHHOE CHUKEHUE
MBIIIIEYHOTO TOHYCa (CHHJIPOM «BSUIOrO0 peOeHKa»), aTpo(usi MBI BEPXHUX U
HIKHUX KOHEYHOCTEH C IMOCJICAYIOMUM BOBJICUYCHUEM MBIIII TYJOBHUINA ¥ IIEH,
reHepaM30BaHHAs] MBIIIEYHAs THUIOTOHUS C XapaKTePHOM MO30M «JISATYIIKWY,
00e3IBIKCHHOCTD, MOJTHOE OTCYTCTBHE CYXOKHUJIBHBIX pedIeKCOB, OTpaHUUYCHUE
HOPMAaJIbHOM TIOJIBMDKHOCTH B CyCTaBax M KOHTPAKTYPHI, Aedopmaruu ckenera. B
paHHEM Bo3pacTe aTpoQusi MBI W MOJESPTUBAHUS MBI SI3bIKA. THUMWYHBIM
OpU3HAKOM  TakkKe SBISETCS ociabjeHue WM TOJHOE HMCUE3HOBEHHE
CYXOXHUJIbHBIX PE(IICKCOB.

Tun |11 (CMA2) (npomexyTouHblid, 00se3Hb [[yOoBHIIA) - SBISETCS OTHOCUTEIBHO
onaronpusatHoi ¢opmoit. [lepBbie cumnToMbl nosBisitoTcs moxke CMATL u Gonee
MeIeHHO Tiporpeccupytor. Jletn ¢ CMA2 oTcTaroT B MOTOPHOM Pa3BUTHH, IO
Mepe MpOorpecCHpoBaHUs OOJIE3HM MOXKET HAOIIOAaThCd TPEMOp MANBIICB,
pPa3BUBAIOTCS MBIIICYHBIE U CKEJETHbIE JehopMaIrii, KOHTPAKTYPhI U CKOJIMO3,
HapyIICHUs TJI0TaHUS, a TAKXKE MPOOJIEMBI C IbIXaTEeIbHONW CUCTEMOM, CBA3aHHBIE C
HapacTaHueM craboctd u atpodum MexpeOepHBIX MBI, ¢ aedopmarueit
I'PYJIHOU KJIETKHU.

Tun 111 (CMA3) (roHomeckuii, 6one3np KyrennOepra-Benanaepa) — mamboiee
omaronpusitHast u3 aerckux (popm CMA. TlanueHT crnocoOeH CaMOCTOSITEIBLHO
CTOSITh U XOIUTh, HO CO BPEMEHEM pa3BUBAETCA HapACTAIOLas MBbIIICYHAS
c1a00CTh, MOCTENEHHO MPUBOIAIIAS K MHBAIMUIU3AIMU. OCHOBHBIE CHUMIITOMBI:
ocJIa0JieHHe MPOKCUMAJIbHBIX MBI, CJIOXKHOCTH C KOMIUIEKCHBIMU MOTOPHBIMHU
HaBBIKAMH, HampuMep ToabeM 1o JecTtHuie, Oer. CuMnTOMBI Ccr1abOCTH
IJIOTATEJIbHBIX MBIIII PEIKO HAOJII0IaI0TCA B JETCKOM BO3pacTe W Pa3BUBAIOTCS
3HAQUUTENBHO I03KE, 4eM y mnanueHToB co CMAZ2. Hapymenus XeBaHuS U
IJIOTaHMs], @ TAKXKe JbIXaTelIbHbIE HApYILICHHS Yalle Pa3BUBAIOTCA BO B3POCIOM
WM TOAPOCTKOBOM BO3pacTe, Kak TMPaBWiIO, KOrja TalUEeHThl TEPSIOT
CIIOCOOHOCTh K CaAMOCTOSITEIBHOMY TEPEIBIKEHUI0. 3a00JIeBaHre TIPOTPECCUPYET
HE OYEHb OBICTPO, MPOUCXOIUT MEJICHHAS MTOTEPSI MPUOOPETEHHBIX HABBIKOB.



Tun IV (CMA4) (B3pocneiit). JlebroT 3aboneBanuss — Bo3pacte 15-50 iner,
BCTpEYaeTcs peko. Y B3pOCIHbIX 3a00JIeBaHUE MTPOTEKAET B OoJsiee OJIaronpusaTHON
dbopme, ueM y neteit. 3a0oeBaHUE pa3BUBACTCS MEIJICHHO, MPAKTUYECCKU HE BITHSSA
Ha TPOJIOJDKUTEIBHOCTD JKU3HU. MOXKET Pa3BUTHCSA TPEMOP, & TaKKE TOCTETICHHO
pa3BHUBACTCS CHUKCHHE OOIIEH MBIIIICYHOMN CHITBI.

Jpyrue ¢popmbr CMA

I'pynna CMA, pa3BuTHE KOTOPBIX HE CBSA3aHO C MyTalUeWd B 5-il XpOMOCOME,
ABIIIETCS JOBOJBHO 0OmMpHON. K TakuMm 3a00j€BaHUSM OTHOCST CIEIYIOIINE
Tsxenble opmbl CMA, IpUBOJAIINE K CMEPTH B MIIQZIEHUECKOM BO3pacTe:

1. X-cuernuieHHbI MHOXKECTBEHHBIN apTporpurio3 (X-clerieHHas MiIaJeHuecKas
CMA), 3a0oneBanue pa3BuBaeTcs BeieacTsue myranuu B reie UBAL u
XapaKTepU3yeTCs MbIILIEYHOW TMIIOTOHUEH, apediiekcuell 1 MHOKECTBEHHBIMU
BPOKJICHHBIMU KOHTPAKTypaMHu.

2. CMA c¢ pecriupaTOpHbIM AUCTPECC-CUHAPOMOM 1-To THIA WIK JUCTAJIbHAS
HacJelCTBeHHass MOTOpHas HeBponatus |V tuma — penkoe 3a0oneBaHue, KOTOPOe
XapaKTepU3yeTcs, IOMUMO AbIXaT€IbHOW HEAOCTATOYHOCTH, THHEKOMACTHEM,
BPOXKICHHBIMU TIEpEIOMaMu, TUIIEPTUAPO30M, APUTMHUSIMHA U CEHCOPHOMU
MOJIMHEBPOIIATHEH, 3a00JIeBaHNE UMEET AyTOCOMHO-PEIIECCUBHBIN THIT
HaCJICIOBaHUS M CBsI3aHO ¢ MyTanuen B rene IGHMB2.

3. bone3np @armo-JloHe.

JImarnocruka 3a0o0s1eBaHuUs.
JlabopaTopHasi IMarHOCTHUKA.

1. «30510TO# cTaHAAPT» - MOJICKYJISIPHOC-TEHETHIECKOE HCCIICIOBAHUE,
KOJIMYECTBEHHBIN aHAIN3 — aHanmu3 ynciia ko reHoB SMN1 u SMN2. JlarHoe
uccienoBanne npopoaurcea metonoM [P B peanpHOM BpeMeHHU WiIn
konnuectBeHHOro MLPA-ananuza. Jluarno3 moarBepkaaeTcs mpu 0OHapyKEeHUU
JIEJICIINU SK30HOB 7 WK 7-8 B TOMO3UTOTHOM COCTOSIHUU.

2. ITouck Toueunsrx mytaruii B rene SMN1 meTomomM npsiMoro aBTOMaTH4ECKOTO
ceKBeHUpOBaHUs 110 CoHTrepy MalMeHTaM C BBISIBICHHOM JeeIuei B
re€TEPO3UTOTHOM COCTOSIHUHU.

3. Onpenenenne uyncna konuil reHa SMN2 y nanueHnTa ¢ NoATBEPKICHHBIM
reHeTuueckuM auarnozoM CMA 5q asns onpeneneHus: nporHos3a TeueHus 00JIe3HU.

3. [TariueHTaM ¢ yCTaHOBJICHHBIM JIUATHO30M HEOOXOIMMO HCCIICI0BAHUE
KHCJIOTHO-OCHOBHOT'O COCTOSIHUSI U Ta30B KPOBH JIJIsI OLICHKH CTETICHU



KOMIIEHCALIUH JIbIXaTENbHBIX HAPYIIEHUN U ONIPEACIIEHUS TAKTUKHA PECITMPATOPHON
MOAIEPIKKH.

4. Onpez[eneHHe COJACPIKaHU:A TJIFOKO3bI KPOBU IJI NUCKIIFOUCHHA THITIOTTIMKCMHHU.

5. UccnenoBanue ypoHs 25-OH Butamuna /[ B KpOBU BCEM MAIUEHTaM C
YCTaHOBJIEHHBIM JrarHo3oM CMA 5q 11l HCKITFOUE€HUS] BO3MOKHBIX HAPYIICHUI
ero oOMeHa U MOCJeyIoel KOPPEKIIUH.

I/IHCprMeHTaJII)HbIe HCCJIeaJ0BaHUsA.

1. DnexTpoMuorpadus urospyaTas U AMEKTPOMUOrpanpus CTUMYJIALUOHHAS
NAlUEeHTaM C Pa3BUTHEM CUMIITOMOB IIPOKCUMAJIBHOM MBIIIEUHOM ¢1ab0CTH, C
OTCYTCTBUEM WJIM CHUKEHUEM CYXOKHIIBHBIX pediiekcoB nocie 18 mecsues
(xapaktepno st CMA III), a Takke ripu 0osiee paHHEM Pa3BUTHH ITUX
CUMIITOMOB, HO 0€3 TUIUYHBIX KIuHU4YecKux nposisiieHnid CMA 1 u Il tuna ¢
L[E€JIBI0 YCTAaHOBJICHUSA JUArHo3a.

2. MarHuTHO-pe30HaHCHas ToMOorpadys MbIIIIEYHOM CUCTEMBI MAILIUEHTAM C
IPOKCUMAJIbHOW MBIILIEYHON THITIOTOHUEN U MBIIIEYHOU CcIa00CThI0, HE UMEIOLIUM
TEHETUYECKOr0 MOATBEPKACHUS JUArHo3a, ¢ LeIblo Au(depeHnaabHon
nuarHoctTuku CMA 5q 1 [pyrux HEpBHO-MBILIEYHBIX 3a00JIEBaHU.

3. bruorncus MBITIIIBI MTAIMEHTY ¢ AaTUITUYHBIM BapUaHTOM CIIMHATBHOM MBIIIEYHON
atpocun, ecau nuario3 CMA 5q He MOATBEPK/I€H T€HETUYECKH, C LIEIIBIO
mudpepernnansHoro quarnoza CMA 5q u Ipyrux HepBHO-MBIIIEYHBIX
3a00JIeBaHU.

4. Pexomenpayercs peructpanus snekrpokapanorpammsl (OKI) Bcem nanuentTam
co CMA 5q c wactoroii 1 pa3 B roz, a Takxe nepes onepaTuBHbIM
OpPTOIEINYECKUM BMEIIATENBCTBOM JJIS1 UCKJIFOUEHUS HAPYLIEHU PUTMA CEpLA.

5. Oxokapaunorpadus (3XO-KI') naruenty ¢ ycraHoBI€HHBIM AuarHozom CMA
5q He pexe 1 pasza B rof 11 UCKITIOUEHUS WU OLICHKHU CTETICHH TSHDKECTH U
MOHUTOPHUHTA BPOXKIACHHOU UM TPUOOPETEHHOM MAaTOJIOTHH CeP/IIIa.

6. Penrrenonencuromerpust (MOSICHUYHOTO OT/IeNIa TO3BOHOYHKKA MAIIUEHTY C
nurarno3oM CMA 5q crapiie 6 net ¢ yactotoil 1 pa3 B rof AJisl UCKITIOUECHUS
OCTEOIopo3a.

7. Pentrenorpadus mo3BOHOYHHUKA, CIICIIUATIbHBIC UCCIICIOBAHUS U TIPOCKIIUHU C
u3MmepenueM yria Ko66a mammenty co CMA 5q ¢ HapylieHneM OCaHK! W/UiTn
BUJIUMBIMU JiehOpMaIdsSIMU TPYIHOM KJIETKU U TTO3BOHOYHHUKA JJISI HCKITFOUCHUS
KH(OCKOJINO03a U ONIPEASICHUS JaJbHEHIIICH OPTONEANICCKON TAKTUKHN BEICHHUS
MalKeHTa.



8. [IpuuenpHas peHTrenorpadus OpraHoB IPyAHON KJIETKU BCEM MAIIMEHTaM CO
CMA 5q kak MUHMUMYM pa3 B 2 rojia jisl UCKIIFOUEHHUS aTeJIEKTa30B.

9. [IpoBenenue kanmHOMeTpuH narmeHTam co CMA [ tuma 15 onpenesieHus
HAJIMYUS U OLICHKH TMIIOBEHTUIISIINU.

10. KoHCynpTanyu y3kux CreliuainucTOB.

Jleuenmue.
ITaToreHernyeckas Tepanus.

OCHOBOM MaTOreHEeTUYECKOM TCpaniukn € TCHCTUYCCKH IMOATBCPKIACHHBIM
AUArHo3oM — IIPHMCHCHHUC IIPpCIlapaTa HYCHHCPCCH. HpenapaT Ha OCHOBC
AHTHCMBICJIOBOI'O OJIMT'OHYKIJICOTHAd HYCHHCPCCH OBILI 34apCTUCTPHUPOBAH

Cnunpa3za (Nusinersen)

Cnunpasa — 9T0 nepBbIil B Mupe npemnapat st jiedeHuss CMA. OH yBennuuBaeT
npou3BoacTBO Oemka SMN m3 «peseppHOoro» rea SMN ¢ wucnomp3oBanueM
AHTUCMBICIIOBBIX  OJIMTOHYKJICOTUZOB.  OCTaHABIMBAET  MPOTPECCUPOBAHHE
3a00JIeBaHus1, OTMUPAHUE HEHPOHOB CIIMHHOTO MO3Ta MPEKpaIaeTcs.

Pexomennyemast posupoBka: 12 mr (5 mu) Ha onHO BBeldeHue. HaumHaroT
jedyeHue ¢ 4 HachlammMX 703. BBelneHHE OCYIIECTBISETCS HWHTPOTEKAIBHOU
OOJIFOCTHON MHBEKIUEHN B Te€UueHHE OT 1 40 3 MUHYT C UCIOJIb30BAaHUEM UTJIbI JJIS
CIMHAJIbHOW aHecTe3uu. [lepBbie Tpu 03Bl BBOIAT C MHTEpBaIoM B 14 nHeit, 4
no3a Bogutcs udepe3 30 nmHeit mocne 3eid. [lamee BBOAATCS MOAAECPKUBAIOIINEC
JO3BI 110 OJHOM KaXKIble 4 MecsIia.

[Ipenynpexnenus:

1. TpoMOoLMTONIEHUST U HaApyUIEHUE CBEPTHIBAHUS — HEOOXOAUMO NPOBOIUTH
aHaJIM3bl YPOBHS TPOMOOLMTOB M CBEPTHIBAEMOCTH 10 Hayajia JI€YEHUs, Mepen
KaXJbIM BBeJeHneM CMHpas3hbl, a TAaKKe M0 KIMHUYECKOM HEOOXOJUMOCTH.

2. HedpoTOKCHYHOCTL — HEOOXOJUMO MPOBOJUTH PA30BBIA KOJIHMUYECTBEHHBIN
aHanu3 Oeyika B MOY€ JI0 Havajia JICUCHUsI U mepes] Kaxkaou no3oi Crmapassl. Ecim
KOHIIEHTpaIusi 0eiaka B moue OyzaeTr Oosbiie 0,2 1/71, HEOOXOIUMO PACCMOTPETH
BO3MOKHOCTh TOBTOPHOT'O aHAJIM3a U TallbHEHUIIEro HaOMI0ACHUS.

dapMakoKUHETHKA: MHTpaTekaibHOe BBeAcHHEe CHUHpa3bl B CIIMHHOMO3TOBYIO
xuakoctb (CMIXK) mno3BonsieT Hy3uHEpceHy pacmpocTtpansatees u3z CMIK B
HaMEUYeHHble TKaHW IeHTpanbHOM HepBHOM cucrembl (LJHC). Tlocne
MHTPATEKaJIbHOTO BBEACHUSA OCTAaTOYHbIE KOHIIEHTpAIMM Hy3MHEpCEHa B IUIa3Me
OBUTH OTHOCUTEITFHO HU3KUMH 110 CPABHEHHIO C OCTATOYHBIMU KOHIIEHTPALMSIMU B
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CMJ)K. MeauanHple  3HA4Y€HUST BPEMEHHM  JOCTHIXKEHHS ~ MAaKCHMAJIbHOMN
KOHIICHTpAIlMX TIpenapaTta B miasMe coctaBisui ot 1,7 no 6,0 gacoB. Cpennsis
KOHLIEHTpalusl Mpenapata B IUasMe W wiomans mnox kpusod (AUC)
YBEIIMYUBAINCH MPUMEPHO NPOMOPLUUOHAIBHO J103aM BIUIOTh OO J03bI 12 Mr.
CpenHuil KOHEUYHBIN MEpUOJ| TMONYBBIBEJAEHUS olleHuBaeTcss B 135-177 nueil B
CMX u ot 63 no 87 nueit B muiazme. OCHOBHOM MyTh BBIBEJECHUS HY3MHEPCEHA U
€ro MeTa0OJIMTOB C YKOPOUCHHBIMHU 1IEMIOYKaMU — BhIBeZIeHHE ¢ Mouoil. Yepes 24
yaca B Moue 0OHapyKUBaIOCh TOJIbKO 0,5% BBEEHHOM 103bI.

JlexapcTBeHHBIN TIpenapar JjIsl JIeUYeHUs CHMHAIBHOU MblieuHor atpoduu (CMA)
BkiatoueH B mepedeHb JKBHJIII (OkuM3HEHHO HEOOXOAMMBIX U BaKHEHIIUN
JexapcTBeHHbIX mpenapatoB) ¢ 2021 roga. CooTBETCTBYIOIIEE PaCHOPSKEHUE
noanucano [IpaBurensctBoM PO 23 Hos16ps 2020 3a Homepom 3073-p.

Pucaumiaam.

26 Hosi06pst 2020 roga Pucauruiam Okl 3apeructpupoBaH u oj100peH B Poccuu
1st edyeHust CMA y B3pOCIbIX U AETEN C IByX MECSALIEB.

Pucnunnam (OBpucnu) — mnpemnapat ana jedeHuss CMA, paspaOoTaHHBIN
kommanueit  Roshe, sBisercs MoaudukaTop CrulaiicmHra  (TEHETHYECKOW
monupukammeit) rera SMN2, yBennYMBAIOUIMM 3KCHPECCHUIO TMOJHOPA3MEPHBIX
(YHKIIMOHATIBHBIX OEJKOB. IIpumensiercs [IEPOpaBHO, MUHYET
reMaTo3HIepainuecKkuii 0apbep M CUCTEMHO BO3JIEMCTBYET HAa LEHTPAIbHYIO U
nepudepudeckyro HepBHYK cuctemy. llpemapar mnpumeHsieTcsl €XeIHEBHO,
BHYTpPb, pEKOMEHIyeMas J103a JJisi feTeil Maccor Oosbie 20 Kr — 5 MT' B CYyTKH,
menee 20 kr — 0,2-0,25 Mr/kr.

3oJIreHcma.

3oJreHcMa — mpenapar reHHol Tepanuu s Jiedenuss CMA ¢ myranusamu B
oboux amensix. B CIIA npenapaT o100peH y NalieHTOB B BO3pacTe A0 JIBYX JIET.
[IpencraBmnsier coboit HopMmanbHyt0 kKomuio TeHa SMNI, BCTpOeHHYI0 B T€HOM
CIEUATBHOTO BUpyca (aIeHOACCOIMMPOBaHHbIH BUpyc 9 ceporuma, AAV9I).
BBoaurcs BHyTpuBeHHO onuH pa3. JJHK Bupyca npaktuyecku He BCTpauBaeTcs B
r€HOM KJIETKHM, 4 HaXOJUTCA B SIAPE B BHUJAE OTACIbHON MOJEKyJbl. B KieTkax
HAYWHAET MPOU3BOAUTHCA HOPMANIbHBIX Oerok SMNI1, yTo OmaronpusiTHO BIUSET
Ha JieueHue OOJIC3HH.

B cepenune nrona 2020 roga komnanusa «HoBaptuc» nogana B MuHHUCTEPCTBO
3apaBooxpaneHuss PO nocke Ha peructpanuio K nmpuMeHeHHr0 B Poccum cBoero
npernapara reHHON Teparui OHACEMHOTEeH 00emnapBOBEK (TOProBOe HAMMEHOBAHHUE
— 3oareHcMa), TpeAHA3HAUYEHHOTO IS JICUCHUs] CIUHAJIBLHONW MBIIIICYHOM
atpopun (CMA). Ilmanupyembie TIOKa3aHUSI K TNPUMEHEHHIO Tperapara


http://static.government.ru/media/files/XSa8p7I5b5HKbAYd2xmfvVzBsosxagSe.pdf
https://f-sma.ru/all-sma/lechenie/zolgensma-registr-russia/
https://f-sma.ru/all-sma/lechenie/zolgensma-registr-russia/

COOTBETCTBYIOT €BpoOIelckuM. B ciydae omoOpenust 3oireHcmMa CTaHeT MEepPBBIM
IIpenapaToM reHHOM Teparuu, 3aperucTpupoBaHHbIM B Poccun.

CumnroMaTuuyeckas MEANKAMEHTO3Has1 TEpanusi.

1. HpI/IeM KaJlbllys TJIIOKOHAaTa U KOJ'IeKaJ'H)LII/I(l)CPOJIa, CCJIN BBIABJICHBI IIPU3HAKU
OCTCOIICHHUH HWJIM HH3Kad KOHLCHTpAINA BHTAMHUHA DB KpOBH, IJIXI KOPPCKIINHU
CHIDKCHHS IJIOTHOCTHA KOCTHOM TKaHU.

2. Ilpuem OucdochonatoB BceM mnanmeHtram co CMA 5q eciu BbIsBICHBI
MPU3HAKA OCTEONCHUU WJIM 4YacThle TMEpPEIOMbl JJIsi KOPPEKIMU CHIKCHUS
MJIOTHOCTH KOCTHOM TKaHH.

4. Tlpwmem mnpemapaToB WHTHOMTOPOB TMPOTOHHOTO HAcoca A JICUCHUS
racTpo33odaraibHoro pedirokca (OMenpa3on u 330MeNpas3oi1) BCEM IMaIMEHTaM CO
CMA 59 B COOTBETCTBMM C BO3PAaCTHBIMU IIOKa3aHUSMH, €CIIA BBISBICHBI
MIPU3HAKH COOTBETCTBYIOIINX 3a00JI€BaHUIA.

5. IlpuMeHeHrne OpPOHXOIUIIATUPYIOLIETO CPEACTBa KOMOWHHUPOBAHHOTO (0Oeral2-
aJlpeHOMUMETUK CEJIEKTUBHBI + M-XOJIMHOOJOKAaTOp) M HeOyraiizepHO
tepanuu nangueHtaMm co CMA 5q mpu BbIsBIEHMM OpoHXocHasma JUJisl €ro
JIMKBUJIALIMH.

6. YV nmammmentoB co CMA [ n yacto 6oneromux nanueHToB Apyrux tunos CMA c
oyaraMu XpOHHUYECKOW HMH(PEKIHH pAaHEe HadyaJllo AaHTUOMOTHKOTEPANHH IpPH
MH(EKIMOHHBIX 3a00JIEBAHUSIX UMEET IPUHIUITUATIBHOE 3HAUCHHE.

PecniupaTtopHas moaaepxka.

OueHka U MOJJEpKKa pecupaTOpHON (PYHKIIMU JTOJKHBI UMETh HaWBBICIIUN
npuopuTeT B BeldeHMH naunumeHta co CMA 5q. B mocnennee BpeMs NPUHIMIT
JIeYeHUs JIerouHbix nposiieHnii CMA 5q U3MEHHIICS OT PEaKTUBHOIO MOJXO0Ja,
MPEAYCMATPUBAIOLIETO HAYAIO MEPOIPHUATHN MO OYHMCTKE IBIXATEIbHBIX IyTEH U
UX BEHTWISLMHU TOJIBKO MPH HAJIWYUM SIBHBIX MMOKa3aHUW, HA MPO(PHUIAKTUYECKUI
NOJIXOJ C BHEAPEHHUEM OJTUX METOJOB Tepanuu Ha OoJee paHHUX JTamnax
3a0oneBanus. [lnaH jedeOHBIX MEPONPUSATUN ONpenenseTcs CHEeHaIUCTOM 10
pPECIIUpAaTOPHOM TEpaluKv, OPUEHTUPOBAHHBIE B BOIIPOCAX HEPBHO-MBILICYHBIX
3a00JIeBaHU.

KitoueBbiMu mipo0OsieMaMu, CBS3aHHBIMH C JBIXaTEIHHOM CUCTEMOU Yy JAETel co
CMA, sBisAIOTCA CIEQYIOLIUE:

¢ HApPpYIMCHUC OTKAILIMBAHUSA, IPUBOAANICES K HGI[OCT&TO‘-IHOﬁ O4YHUCTKC
HM)XHHNX ABbIXaTCIIbHBIX HYTeﬁ OT CCKpCTa,
¢ THUIIOBCHTWIALIMA BO BpEM:A CHA,
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® HEIOPa3BUTHE IPYJHOM KIIETKH U JIETKHUX;
® [IOBTOpPHBIE UH(EKIINH, KOTOPbIE YCHIIMBAIOT MBIIIEYHYIO CIa00CTb.

OCHOBHBIMHM TYTSIMH PELICHUS 3THUX 3a/a4 SIBISIOTCS OYUCTKA ABIXaTEIIbHBIX
nmyTel U HeMHBa3uBHas BeHTU M Jierkux (HUBJI).

OcHOBHBIC IMPUHOUIIBI OUNINCHUA AbIXAaTCIbHBIX HYTGﬁ:

1. Pyuynble u MexaHHWYECKHE BCIIOMOTaTeIbHbIE CpPEJCTBA BOCCTAHOBJICHHS
KaIlieBol (DyHKIMM PEKOMEHIOBAHBI JIJIsI €KETHEBHOTO HMCIOIL30BaHMS y Oojee
TSDKEJIBIX TMalMeHTOB. JIWIa, OCYIIECTBISIONIME YXOJ 3a IMallMeHTOM, TOJIKHBI
OBITh OOYYEHBI MOJB30BATHCS ATUMU CPEACTBAMU;

2. Jluma, OCYIICCTBIISIFOIIIME YXOJ 3a MAIMEHTOM, JOJDKHBI TaKXKe BIIAJCTh
TEXHUKOHN yIaJieHUs JISTOYHOTO CEKPETa, BKIIIOUAs MMOCTYPATbHBIN ApEeHaX, U OBITh
HHOOPMHUPOBAHBI O METOMAX KHUHE3MOTEPANHMH TPYAHOW KICTKH (APECHUPYIOIIHMA
Maccax);

3. ]_—[aHHBIe OKCUMCTPHHN ABJIAIOTCA IIOKA3aTCICM 3(1)(1)€KTI/IBHOCTI/I TCpaIinu.
Otcochl MOI'yT OBITH MOJIC3HBI M YAAJICHHUA CCKPCTa IIOCJIC TOI'O0, KaK OKa3adaHa
IIOMOIIIb B OTKAallJIMBaAHHH.

4. PexoMeHnyeTcs OTCAaChblBaHME CJIM3M W3 POTOIVIOTKM, HOCA W BEPXHHX
JBIXaTEJIbHBIX IyTEH U UCIOJb30BaHUE MEXaHUYECKOTO UHCY(IATOpa-aCIUPaTOPa
nexayuM nanueHtam co CMA 5q u cugguum mamuentaM co CMA 5q c¢
pECIUpPATOPHBIMU HAPYLIEHUSAMH I TPO(HUIAKTUKN JIETOUYHBIX OCJIOKHEHUH WU
TUTOBEHTHIISILIVH.

Pexomennyercs HEUHBA3UBHAas BEHTUJISIUS c JIBYXYPOBHEBBIM
nosioxkuTenbHbIM  naBienueMm (BiPAP) Bcem mamumentam co CMA 5q ¢
CUMIITOMAMHU JTUCPYHKIUM AbIXaTEIbHOW MYCKYJaTypbl [Js MOpO(HIaKTUKU
TUNOTPOPUU  TPYAHOW  KIETKH, OOJIeTYEHHS OJBIIKH W  OOprOBI  C
runoBeHTHIANMeH. Pemenne 00 wucnons3oBanuun  HUWBJI  npuHumaetcs
WHIUBUIYAIbHO B KaXXJIOM KOHKpETHOM ciy4yae. OHa 0e3yclIOBHO HeoO0Xoauma
IIPY HAJIUYUM TUIIEpKallHUM B JOHEBHOe Bpems. Hounas HUWBJI ymensbmaer
CUMIITOMBI HapYIIEHHOT'O JhIXaHHWS BO BPEMsI CHA W YJIydlllaeT KaueCTBO KU3HHU.
HUBJI nomkHa KOMOMHUPOBATHCS C TEXHUKOW OYMCTKH JBIXATEIbHBIX MYyTEH.

3akiroueHue.

Takum ob6pazom, muarHo3 CMA — TspKenwslid yaap Ui TAIMeHTa U €ro
onu3kux. [1oaToMy BCsi ceMbsi Hy)AaeTcsi B UHOOPMAIMOHHOMN, MICUXOJIOTMYECKOM
u conuanbHou momontu. s OGombHOoro CMA odYeHb BakHa elie ObIcTpas
JIMarHOCTHKAa 3a00JeBaHUsI M CBOEBPEMEHHOE M KAaueCTBEHHOE MEIUIIMHCKOE
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COMPOBOXKJICHUE CO CTOPOHBI MYIbTUIIPO(PECCHOHATTEHON KOMaH/IbI CTICTIHAIICTOB.
CnenoBaHue MEXIyHApOJHBIM MPUHIIMIIAM W TpaBUJIaM BEJEHUsS MallUeHTa CO
CMA 1noMOXKeT 3HAUUTENbHO MOBBICUTH KAU4E€CTBO U MPOJIOKUTEIBHOCTH €T0
KU3HU.

B Poccun cymectByer OnarorBoputenbHbii  ¢oHn «Cembu CMA» -
€IUHCTBEHHAsl OPTaHU3alMs B CTPAHE, CIICIUATN3UPYIOIIAACS HA IOMOIIU CEMbSIM,
CTOJKHYBIIUMCS ~CO  CIHUHAJIBHON  MbIieuHONM  aTtpoduent.  OxasbIBaeTcs
OJlaroTBOpUTEIbHAS, UHPOPMALIMOHHAS, TICUXOJIOTHYECKasi MOJJEPKKa, a TakKe
MPOBOJUTCS KOHCYJIbTAIMS CIEIUATNCTOB M0 BOIIPOcaM 3a00J€BaHUS U METOJaM
paboThI C MallMEHTAMH.
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