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Pazeumue meOuyuHCKUX MEXHON02UL NPUBEAO K YBEAUMCHUIO BbIJICUBACMOCU NAUUECHMOE CO CRUHAAbHOU MbIUEHHOU ampo-
gueii (CMA). B ceoro ouepeds, ucnoavzyemvie ons aeuerus CMA npenapamol umerom biCOKYI0 CHOUMOCHb, YMO 02PAHUMU-
eaem ux docmynHocms y demeii. Imom gaxm nocmasua nepeo ecmecmeeHHOHAYMHbIM CO0OUeCME0M Hosble npobaembl. B na-
CMoAWULl MOMeHm 8e0ymcs KAUHUYecKue uccae0o8anus aghpgexmugnocmu npenapamoe oas aeverus CMA pazauurbix munos.
Kaunuueckue ghopmot 3a601e6anusi ccpynnuposamvl 8 5 NOOMUNO0E 8 3a8UCUMOCIIU O MANCECMU MEUeHUs U 8603pacma oedroma
boae3nu. CnunanvHo-molieunas ampogus 1-2o muna, uau 60ne3ub Beponuea—Iloppmana, saersemes Haubonee pacnpocmpa-
HEHHOU — Ha e€ donio npuxodumcs 0o 60% ecex cayuaes 3ab6oneeanus. [loayuenvt nepevle noAOHCUMENbHBIE PE3YAbIMAMbL KAU-
HUYeCKUX UCCAe008aHUL 08YX NOMEHYUAAbHO HOBbIX U SPhekmusHbix npenapamos — 3oneencma u Pucounsam. Hecmomps
Ha 3mo, manrodocmynnocmo aewerusi CMA coz0aém cepbEsryro MexcoucUyuniuHapryio npooaemy Ha 20Cy0apcmeeHHoM YposHe,
BKAIOHAIOULYI0 MEOUKO-COUYUANbHYIO PeabUAUMAUUIO, YMO 8ANCHO NOHUMAMb NPU NAAHUPOBAHUU MEOUYUHCKOL NOMOUU.
Knwouessie cinoBa: CMA, cnunarvhas moiuieynas ampoghus, aeenue, OUaeHOCMUKA, MeOUK0-COUUaIbHAs peaduiuma-
yus, Cnunpasa, 3oseencma, Pucounasam.
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The development of medical technologies has led to an increase in the survival of patients with spinal muscular atrophy
(SMA). In turn, these drugs have a high cost, which limits their availability for children with SMA. This fact posed new
challenges for the science community. Currently, clinical trials of the effectiveness of drugs for the treatment of various types
of spinal muscular atrophy are underway. Clinical forms of SMA are grouped into 5 subtypes depending on the severity of
the disease and the age of onset of the disease. Type 1 spinal muscular atrophy, or Werdnig- Hoffmann disease, is the most
common, accounting for 60% of all cases of the disease. The first positive results of clinical trials of two potentially new and
effective drugs — Zolgensma and Risdiplam were published recently. Despite this, the inaccessibility of treatment of spinal
muscular atrophy creates a serious interdisciplinary problem at the state level, including medical and social rehabilitation,
which is important to understand when planning medical care.
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CnunajJbHAS MbIIIEYHAS an0(l)I/IH: KpaTKasn
XapaKTepuCTUKaA HACJIEICTBEHHOM MATOJIOTUH

TepMmuH «crinHanbHas MbliedHas atpodpusi» (CMA)
BKJIIOUAaeT TPyNIly HaCJASACTBEHHBIX 3a00JeBaHU
HEPBHOI CHCTEMBI, XapaKTepU3yeMBIX HereHepalueii
JBUTaTeJIbHbIX HEHPOHOB B CIIMHHOM MO3Te, MPErMY-
IIECTBEHHO C ayTOCOMHO-PELIECCUBHBIM TUIIOM HacJlie-
npoBaHud [1, 2]. ITo maHHBIM CTATUCTUYECKMX UCCIIEIO-
BaHuit, CMA BrIgBIsieTcs ¢ yactotoii 1 Ha 6000—10 000
KUBBIX HOBOPOXIEHHBIX [3]. [Tpnunnoit CMA gBinsger-
Csl MyTallvsl B 2 MOYTU MACHTUYHBIX KOIUsAX reHa SMN
(SMN1 vunu SMN2), KoTopble TOKaJTU30BaHbI HA JJINH-
HOM Iu1ede 5-fi xpomocoMbl (J1okyc 5ql3). ITpumepHo
B 95% cnydaeB 3a00JieBaHUE SIBJISIETCS PE3YILTATOM JIe-
JIenun Wiv MyTauuu B reHe SMN (survival motor neu-
ron 1) [4].

ems wuccrenoBaHuss — U3YYCHUE KIMHUYECKUX
MPOSIBJICHUI, TUAaTHOCTUKU W METONIOB JICUCHUS CITH-
HaJIbHOM MbIllIeYHON aTpoduu 1-ro THMA.

B pamkax moAroToBKHM ITyOJMKalIMM ObLIO IIPOBE-
JEeHO W3yYeHHWe JIMTEPATYPHBIX UCTOYHUKOB, IOCBS-
méHHbIX CMA 1-ro Tuma, B 4aCTHOCTU JTMArHOCTUKH
u JedeHUs 3abojeBaHus. McciaemoBaHMe BBIITOJTHE-
HO Ha OCHOBE OTKPHITBIX MH(POPMALIMOHHBIX JaHHBIX,
MpeACTaBIEHHBIX B ceT VIHTepHET, BKIIIOYast CTaTbU
3apyOeXXHBIX U OTEYECTBEHHBIX ABTOPOB.

Knunuueckas kapTuHa

Kmuanyeckne ¢opmer CMA  crpynmupoBaHbI
B 5 MOATUIIOB B 3aBUCHMOCTH OT TSXKECTU 3a00JeBaHUS
1 Bo3pacTa nebroTa 0osie3Hn. CMHAJIbHO-MBbIIIEYHAS
atpodus 1-ro tuma, unu 6os1e3Hb BepaHura—Todd-
MaHa, SIBJISIETCS HanboJiee pacIpoCTpaHEHHO — Ha eé
noimo puxoautcst 60% Beex cityyaeB 3abosieBaHus [5].

Heoror CMA 1-Tro TUIa NpuxoauTcs Ha IepBbIe Me-
csubl ocsie poxaeHust (ot 0 1o 6 mec). XapakTepHbIM
KJIMHUYECKUM CHUMIITOMOM 3a00JieBaHUSI SIBJSIETCS
reHepajinu30BaHHas MbIIIEYHAsl CAa0OCThb TMpeumylle-
CTBEHO C CUMMETPUYHBIM BOBJIEYEHUEM MPOKCUMATIb-
HbIX Tpyrn Mein,. Jetr co CMA 1-ro TuIia He IIpH-
00peTaloT JBUTATEbHBIX HAaBBIKOB, XapaKTEPHbIX IS
CBOEro BO3pacTa, HalpuMmep CocOOHOCTH CUIETh 0e3
noaaepxku. HecMoTpst Ha To, yTo nuadparmMa He BO-
BJIEKAETCS B MATOJOTMYECKUI TMPOILIECC, AbIXaTeJabHast
HENOCTaTOYHOCTD SIBJISIETCS OMHUM M3 TJIABHBIX OCJIOX-
Henuit CMA [3, 6]. K KIuHU4YeCcKUM IIpOsBIEHNSIM 3a-
0oJieBaHUSI OTHOCSITCS TakXke CJIaOblii KpUMK W KallleJb,
3aTPyIHEHHOE TJIOTAaHUE U BbIIEJIEHUE CIIOHBI, FacTPO-
a30(dareaibHbIN pedIoKC, AbIXaTelbHasi HeIO0CTaTOU-
HOCTb, TUIIOTOHUS, KOHTPAKTypbl CYCTaBOB, CHUXeE-
HUE/OTCYTCTBUE CYXOXUJIbHBIX pPedIeKCOB, 3arophl,
3amep:kKa Habopa Beca [6—8].

I'nybokasi MblllleyHasi TUIIOTOHUSI MOXET IPOsIB-
JIATHCSI CHHIPOMOM «TPSITTMYHOM KYKJIbI» UJIU XapaKTep-
HOM «110301 JsIry1Ku». C1abocTb MeXXPEOEPHBIX MbIIIILL
MPUBOIUT K HAPYILIEHHUIO MTOABUKHOCTY TPYIHOM KJIeT-
KU, a Takke K (POPMUPOBAHUIO €€ KOJOKOJI000pa3HOM
¢dopwmel. ITo Mepe ocitabeBaHMST MBI SI3bIKA Y TJIOTKU
JIeTU TIoABEpraroTcs pucky acnupauuu. HecMoTpsi Ha
BCE BBILIENEPEYNCICHHbIE CUMIITOMbI, KOTHUTHUBHBIX
paccTpoiicTB y nauneHToB co CMA 1-ro Tvna He Ha-
omonaercs [6, 9, 10].

Expertise and rehabilitation

JdumarHocTuka

HunarHoctuka CMA 1-ro Tuma oCHOBBIBaeTCS Ha
MOJIEKYJIIPHO-TEHETUYECKOM TeCTUpoBaHMMU. B ciy-
yasix Korja MpuCcyTCTBYET OHA WJIM 0oJiee KOMU reHa
SMN 1, niu reHeTU4eCcKOoe TECTUPOBAaHUE JajI0 OTPUIIA-
TEJIbHBII Pe3yJbTaT, CJAeAYEeT BBITIOJIHUTh MOJHOE CEK-
BeHupoBaHue SMN1 ¢ 1eabio oKucKa APYrux MyTalluid.
KonnuectBo Komuii reHa SMN2 KOppenupyeT ¢ TsixKe-
CTbIO 3a00JIeBaHUS: MEHbIIEe KOJIUYECTBO KOMUIA CBSI-
3aHO C OoJiee TSDKENIBIM TeueHueM. B HacTosee Bpemst
JIOCTYIHBI TaKXe MpeHaTaJbHbIii CKDUHUHT U TECTUPO-
BaHNe Ha HOCUTEJIbCTBO MyTaluu [4, 6, 11—13].

IMamuenTtsr co CMA TpeOy1oT MeXXIUCHUILUIMHAPHO-
ro TMoAX0Ja K JICYEHUIO PEeCITMPATOPHBIX, TaCTPOIHTE-
pPOJIOTUYECKUX, OPTOTIEANYECKUX U TICUXOCOLMATbHbIX
npo6iemM. BHeapeHue cTaHAapTOB OKa3aHUSI MeEIM-
LIMHCKOU MOMOIIIM TaKUM OOJIbHBIM CUJIbHO BapbUpyeT
U 3aBUCUT OT KYJIBTYPHBIX OCOOEHHOCTEI U Collrallb-
HO-3KOHOMMYeCKUX pakTopos [14, 15]. baaromaps no-
CTIKEHUSIM B Hay4dyHOI cpepe He Tak JaBHO Obljia Omy-
O01MKoBaHA OOHOBJIEHHAsI BEepCHUs PEKOMEHIALIMI II0
nuardoctuke CMA u yxomy 3a manueHnTtamu [11, 16].

Kak ymomunHamoch paHee, IpUYMHON 3aboseBa-
HUs SIBJISIIOTCA AeJelMM WIM MyTaluu TeHa, KOAupy-
IOLLIETO OEJIOK BBDKMBAHUS TBUTATEIbHBIX HEHPOHOB 1
(SMNI). Y denoBeka MMeeTCsl TapajJOrMyHasi KOIMSI
reHa SMNI1 — SMNZ2: s1oT reH otmin4yaetcst oT SMN1
HECKOJIbKUMM HYKJICOTUIAMU, OAUH U3 KOTOPBIX OC-
JIaGNsSieT CalT CIUlaiicuHra JJis 3K30Ha 7, 4TO HNPUBO-
JUT K JeJelUu 3K30Ha 7 M CUHTE3y YKOPOYEHHOTO,
ObicTpo merpagupytomiero 6enka [17]. Just cBsI3bIBa-
HUsI ¢ OMpeNeS€HHOM MOoCAeA0BaTEIbHOCTbIO B UHTPO-
He 7 rena SMN1 u nByx npe-MPHK, BkiTtoueHmns1 3K30-
Ha 7 B TPAHCKPUIIT U YCUJICHUS MpoAyKuuu 6eaka SMN
Ob11 paspaboraH mpenapaT HycuHepceH (CrmHpasa),
noysiHocThio 2'-MOE-MomnduiupoBaHHBI OJIUTOHY-
kiaeotun [18, 19].

Jleyenue u IIPOTHO3

CnHpasza — 9To TepBblil B MUpe Mpenapat IJis Jie-
yeHuss CMA. Ilpenapar yBeIMYMBaeT IIPOM3BOACTBO
oenka SMN u3 «pesepBHOro» reHa SMNZ2 ¢ ucnonb-
30BaHUEM AHTHCMBICIOBBIX OJUTOHYKJIeOTHnoB. [lpu
PeryJIsipHOU Tepalnuyu HYCMHEPCEH TMPUOCTaHABIMBaeT
pa3Bute CMA 1 CTaOMJIM3UPYET COCTOSIHUE O0JIBHOTO.
YeM paHbllle MalMeHT HaUMHaeT MPUEM mpernapara, TeM
0os1ee O1aronpUsSITHBIM MOXET OBITh ITporHo3 [20, 21].

CrnirHpasa BBIITyCKaeTcs B 103UpoBKe 12 MT Ha 5 M
IUTST MHTPaTeKaJbHOTO BBEACHUs (HETIOCPEACTBEHHO
B CIIMHHOMO3TOBYIO XXUAKOCTb) U OM0OPEH 17151 BCeX BO3-
pactoB u TunoB CMA 0e3 KaKux-JI1M00 OrpaHUYeHUI.
CyluecTByeT pa3HuUla MEXAY €ro BBEJAEHUEM B TEPBbIii
rof MPUMEHEHUS 1 TTOC/IeAyIoNIre Toabl. B mepBbIii rox
HEOOXOIUMO CcAeNaTh 6 MHBEKIWIA: 3 TO3bI ¢ 14-THEB-
HBIM uHTepBajioM, 1 mo3y crycts 30 nHeil u ganee —
1 pa3 B 4 Mec. BnocieacTBum Iipenapar HY>KHO OyaeT
MIPUMEHSTDH ITOCTOSTHHO B TeUEHME BCEil XKU3HM KaXKIble
4 mec [21]. B 2019 r. npenapat ObL1 o(bULIUATBHO 3ape-
ructpupoBaH B Poccun. B anpene 2020 r. mogaHa 3as1B-
Ka 0 BKJIIOUeHUU HycuHepceHa (CriuHpasa) B mepedyeHb
KM3HEHHO HEOOXOMMMBIX W BaKHEWIMX JIEKapCTBEH-
HBIX penapaToB [21].
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Tadbnuna 1
IIpenapaTbl, MCTIOJIb3yeMbl€ /s JIeYeHH A CIIMHAJIbHOM MbIIIeYHOi aTpodun
Perucrpauust FDA Lena 3a
HasBanue nipemapara Kommnanus (CIIIA) Pernctpanus 8 Poccun HbBeKITIO, $ KpatHocTh
Criunpasa (Nusinersen) Biogen 12.2016 16.04.2019 125000 O MHBEKLMIL B NEpBLIi rox,
naee 1o 3 UHHEKUMU B TOJL
3onrencma (AVXS-101) Novartis 05.2019 i“g:ﬁyfgg’; 2020 2215000 1 mHbekims
Pucnurminam (RG7916) Roche Ha perucTpanuio p patl Her nannbix  HeT nndopmanm

B HOs1Ope 2019 1.

TPOU3BOIUTENIEM
Ha I kB-12020 1.

[ToMuMO HycuMHepceHa, KJIMHUYECKHUE HCClieaoBa-
HUS TIPOXOIAT HOBBIE IIpernapaThl KoMmimaHuii Novartis
n Roche — 3oareHcMa u PucnumiaMm, He 3aperucTpu-
poBaHHBle Ha Tepputopun Poccuiickoit Penepanuu,
rmogadya MOKYMEHTOB Ha KOTOpBIE 3alTaHMpOBaHa Ha
2020 r. B HacTosmuiit MOMeHT 30JIreHCMa 3aperucTpy-
poBaHa B YIIpaBJIeHNUH IT0 CAHUTAPHOMY HaI30py 3a Ka-
YeCTBOM THINEBBIX TPOAYKTOB M MeaukameHToB CIIIA
(Food and Drug Administration, FDA). Tepanestuue-
CKU1 Kypc JaHHOTO Tpernapara COCTOUT U3 OJHON UHD-
€KLY, BBOOAUMOIM BHYTpUBEHHO (Tada. 1) [21, 22].

[IpencraBneHHBIC TIpenapaThl UMEIOT pa3HBIE MeXa-
HU3MBI JEHCTBUS: B OTJIMYME OT HYyCUHEPCEeHa MperapaT
3osreHcMa co3IaH Ha OCHOBE alleHOACCOIIMMPOBAHHO-
ro BUPYCHOTO BEKTOpa, KOTOPBIN JOCTaBJsIET MOJHO-
CThIO (PYHKIIMOHAJIBHYIO Komuio reHa SMN B opraHuzm
yesIoBeKa, 3a CUET Yero He TpeOyeTcsl TOBTOPHOTO BBeE-
neHus. Pucnoumam MomuduUIUpyeT CIUTAaMCHMHT TeHa
SMN2, yBeauuuBasi B3KCIPECCHUIO TMOJHOPa3MEPHBIX
(byHKIIMOHANBHBIX OeNKOB (Taba. 2) [21, 22].

3aKiouenue

Hoporocrosiiiiee 1 TeM caMbIM MaJIOAOCTYITHOE Jie-
yeHHue 00JabHBIX CMA — clioXXHas colliajabHasi, MeIu-
LIWHCKasl ¥ ToCylIapcTBeHHas Tpobiema. be3 neueHms
MalMeHThl MOCTENEHHO TEPSIIOT CIIOCOOHOCTh XOIMTD,
YIIPaBIISITh TEJIOM, CAMOCTOSITEJIbHO CUIETh, ITUTAThCS,

[JIOTaTh U, HAKOHEI, Ablarh. KoBapHOCTh 3a00s1€Ba-
HUS 3aKJII0YAETCsl U B TOM, YTO OHO MOXET MaHUdecTu-
poBaTh B pa3MYHOM BO3pacCTe, Yallle BCEro B JETCKOM
(mo 2 nert, uro xapaktepHo 11t CMA 1-ro u 2-ro tu-
noB). IIpu CMA 3-ro Tuma xapakTepHble IpOSIBJICHNS,
TaKkMe Kak 3ajepXkKa MOTOPHOTO pPa3BUTUS U HAOOp
Beca, cJ1abblii Kalleib, TPEMOP PYK, KOHTPAKTYpPhI, CKO-
JIN03 U iehopMalliU TPYIHOU KIETKU, MOTYT Pa3BUThCS
B Bospacte ctapure 18 mec; CMA 4-ro tuma nposiBiisi-
eTcsl B IOIPOCTKOBOM U B3pOCJIOM BO3pacTe ¢ Iporpec-
CUpYIOLLEH TMPOKCUMAJIbHON MbIIIEUHON CJ1ab0OCThIO,
CHUXKEHUEM CYXOXWIbHBIX pedieKcoB, hacliuKyIsim-
ssmu. [locnenHue nBa Tuna CMA MO3BOJSIIOT MTPOXUTD
JIECITUNETUS C PA3IUYHON CTENeHbIO MPOSIBICHUN
MblllIeyHO aTpoduu. Takum OOJbHBIM HeoOXomuma
Kak Toanepxka MmyTéM 3hGheKTUBHON JIeKapCcTBEHHOM
Tepanuu, TaKk U B BUJI€ MEAUKO-COLIMAIbHON peaduin-
TallMu, YTO BaXHO MOHMMAaTh MpPH MJIAHUPOBAHUU Me-
IULIUHCKOW MTOMOIIIN.

Kongpauxm unmepecos. ABTOpbl 3asBISIIOT 00 OTCYT-
CTBUU KOH(JIMKTa UHTEPECOB.

Dunancuposanue. ViccnenoBanne He MMEJIO CIIOH-
COPCKOI TTOANEPKKU.

Yuacmue asmopos. Bce aBTOpbl BHECIU CYLIECTBEH-
HBI# BKJal B MPOBeIeHUE UCCIeI0BaHUS U TTIOATOTOBKY
CTaTbM, MPOUIU U OAOOpUIU (PUHATIBHYIO BEPCHUIO JI0
MyOIUKALN.

Ta6numa 2

Mexanu3m aeiicTBus, 3(pheKTHBHOCTb H MOO0UHBbIE (P eKThI NpenapaTos

HaspaHue mpemnapata MexaHU3M AeACTBHS

Db hEeKTUBHOCTD | IMoGounble 3hheKThI

VBeMunBaeT MpOU3BOACTBO OejTKa
SMN u3 «pe3epBHOro» rena SMN2
C UCIIOJIb30BaHNEM aHTHCMBICIIOBBIX
OJIMTOHYKJICOTHIOB

Cnunpasa (Nusinersen)

['eHHas Tepanusi: Ha OCHOBE
a/IeH0aCcCOLMMPOBAHHOTO BUPYCHOTO

3onreHcMma (AVXS-101) BekTopa 1OCTaBIISIET TOJHOCTBIO
(yHKUMOHATBHYIO KOnUio reHa SMN
B OpraHu3M pebeHKa

Monauduxkarop criaiicMHra reHa
SMN2, yBe TMIUBAIONINIA KCITPECCUIO
MOJIHOPAa3MePHBIX DYHKIIMOHATBHBIX
0esnKoB

Pucouriam (RG7916)

41% MnaneHIEeB, BKIIOUEHHBIX

B MccileioBaHue U roydaBiiyx CriHpasy,
JIOCTUTJIM HOPMATUBHBIX BEX MOTOPHOTO
pa3BUTHS Ha 3TAIE MIECTUMECIIHOTO
IIPOMEXYTOYHOTO aHAIn3a

l'onoBHast 60716, pBOTa,
00JIb B CITMHE

¥V 36 nauueHToB, BKIIOUEHHBIX PBota, nosblllieHUE

B MICCTIeOBaHMe, ObITY 3a(pUKCUPOBaHB  aMUHOTpaHC(hepas,
3HAYMTEJbHBIC YIYUIICHUS IToKa3aTeJied  TPOMOOLUTOICHHS,
MOTOPHOTO Pa3BUTHSI, B YaCTHOCTH HapyIeHue (pyHKIIii
KOHTPOJIb ITOJOXEHUS TOJIOBBI MEYEHHU 0 TSKEIOTO
U CIIOCOOHOCTh CUIIETh 0€3 TTOMIEPKKU TOPaXKEHUSI

Y 90% nereit Ha 182-i1 neHb npuéma
OTMEeYaIuCh AaHTUTPABUTALIMOHHbIE
IBIKEHUS, CIIOCOOHOCTD IEPKATh
rOJIOBY, TIEPeBOPAYMBATHCS, CUICTh

OTCyTCTBYIOT

O,
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