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PE3IOME

B KnmHMuecKylo npakTuKy B Poccuy akTMBHO BHe[pAIOTCA BOCMPOV3BEAEHHbIE JIeKapCTBEHHbIE MpenapaTtbl POCCUIICKOTO MPOV3BOACTBA,
B TOM UMC/e AJiA leYeHnA CNHaabHOW MblleyHoln atpodun. B ctaTbe npeacTaBneHo onncaHne 5 KAMHNYECKMX CllyYaeB NPYIMEHEHNA BOC-
npov3BeAEHHOIO POCCMINCKOro NpenapaTa HycrHepceHa y AeTel C pasfiMyHbIMM TUMaMK1 CMIHANbHOW MbILLEYHOW aTPOdUK, KaK HaMBHBbIX, Tak
1 MOlyYaBLIUX paHee Tepanuio pedpepeHTHbIM NpernapaTom HYCMHEPCEH W NPOAOMKMBLUMX Tepaniio BOCMPOU3BeAEHHbBIM HYCMHEPCEHOM.
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HepceHa POCCUICKOro NPOV3BOACTBA BO BCEX 5 OMMCAHHBIX KIIMHUYECKUX CITyYasX.
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ABSTRACT

Currently, Russian-manufactured generic products are being actively implemented into the clinical practice in the Russian Federation, including
spinal muscular atrophy treatment. This article presents five clinical cases with various types of spinal muscular atrophy treatment with generic
Russian nusinersen, both naive and those who had previously received therapy with the reference drug nusinersen and continued therapy with
generic nusinersen. The trend in motor activity in patients during treatment, assessed by motor development scales, is presented. In all of 5
described clinical cases both the positive effect and favorable safety profile of the Russian-manufactured generic nusinersen were demonstrated.
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BBeaeHmne

CnrHanbHast MbliiedHast arpodust (CMA) oTHocuTcs
K TPYIINE PEeIKUX HACIEACTBEHHbBIX HEMPOMBIIIEUHBIX 3a-
OoJsieBaHMI, IPUUYMHON €€ pa3BUTHUS SIBISIOTCS BApUAHTHI
B reHe SMN1, KoTopble MPUBOASAT K CHWXKEHUIO CUHTE3a
Oenka BbDKMBaeMOCTM MoOTOHelpoHoB SMN. [edbunur
o6enka SMN sBisieTcs MPUYMHON NereHepaluvud U ruode-
JIM O-MOTOHEHPOHOB CIIMHHOIO MO3ra, 4To, B CBOIO OYe-
pelb, BBI3BIBAET MIPOrPECCUPYIOIIYIO aTPOGhUIO CKEJIETHBIX
MBIIII] ¥ Pa3BUTUE KU3HEYTPOXAIOIIUX OCJIOXHEHUI CO
CTOPOHBI JABIXaTeJIbHOW U CEpIeYHO-COCYAMCTON CH-
creM. Y reHa SMNI uMmeeTrcs NMpaKTAYECKNA WACHTUYHAS
MO CTPYKType Komusi — reH SMNZ2, KoTophlii BeIpadaThi-
BaeT HeOOJbIIOE KOMMYECTBO (hyHKIIMOHAIBHOIO OeJika
SMN. KonuuectBo konuit reHa SMN2 HanpsiMylo BIUSIET
Ha TspKecTh TeueHust CMA [1, 2].

B TeyeHue monroro BpeMEHM OCHOBHBIM IOJIXOIOM
K JjeyeHnto CMA OblI0 NMpUMEHEHUE CUMITOMaTUye-
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CKOI Tepalny, a TAaKKe MaJlJIMaTUBHAS ITOMOIIb, KOTOPBIE
OBLUIM HaIIpaBJICHBI Ha OOJIETYCHME COCTOSIHUS MalleHTa
n npoieHne xu3Hu [3]. Tonbko B 2016 r. B CIIIA Obln
3apeTUCTPUPOBAH IIEPBEIN B MUpPE TIpermapar MaTOreHEeTH -
yeckoit Teparmu CMA — HycHMHEpCeH, aHTHUCMBICIIOBOM
OJIMTOHYKJICOTUI, IPUMEHSEMbII MHTpaTeKaJIbHO (TOp-
rOBOoe HaMeHOBaHUe — CIMHpa3a, «Biogen Netherlands
B.V.») [4, 5]; B 2019 r. mpemapaT 3apeructTpupoBaH B Poc-
cun [6]. PedepeHTHBII HyCMHEpPCEH ITPOIEMOHCTPUPO-
BaJl yOeauTeNbHYI0 3(EMEKTUBHOCTbL U OJArONpUsITHBIN
po1Ib 0e30ITaCHOCT B KIMHHYECKMX HMCCICIOBAHM-
ax (ENDEAR, CHERISH, NURTURE, EMBRASE,
CS2/12, SHINE) y manueHTOB ¢ pa3IMIHBIMUA THITAMHA
CMA 1 pa3HBIM KOJTUYECTBOM Komuii reHa SMN2, cHukast
PUCK CMEPTHOCTH, YBEJIMINBASI BBKMBAEMOCTh 1 YJTydIIIast
KauyecTBO XXMU3HU namyeHToB [1]. Ha 2021 r. B Mupe Hacuu-
TEIBajIoch 6osee 11 000 mareHToB BceX BO3PACTHBIX KaTe-
ropuii, noiayyvaromux HycuHepceH [7]. Kpome HycuHepce-
Ha, mis tedeHnst CMA DoCTyIHBI IpenapaThbl pUCIATLIIAM
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(aBpucom, «F. Hoffmann-La Roche Ltd»), 3aperucrpupo-
BaHHbI B 2020 1. B CIIIA u B Poccuu [8, 9], m oHacem-
HOTeH abernapBoBeK (3oireHcMa, «Novartis Pharma AG»),
3apeructpupoBaHHbIii B CIIIA B2019T1., B Poccnu B 2021 1.
[10, 11]. Bce mpemnapatsl aBasioTCS 3(PHEKTUBHBIMU TTaTO-
TeHEeTUYECKUMU CPEACTBaMM JieueHUs mareHToB ¢ CMA
W BKIIOYCHBI B POCCHICKHME KIMHUYECKUE PEKOMEHIA-
1 [2]. B HacTosee BpeMsi B MUpe MMPOBOASATCS KITMHU-
YeCKHe WCCIICOOBAHUs HOBBIX JIEKAPCTBEHHBIX CPEICTB,
yTO Ha€T HameXIy Ha pacIimpeHue apceHama 3(DGheKTUB-
HBIX MeTogoB neyeHuss CMA [12].

B anpene 2024 r. B Poccun OBIT 3aperucTpupoBaH
MEPBbIA B MUpPE BOCIPOMU3BEIEHHBIN Mpernapar HyCUHep-
ceH (BITH) (manTecenc, «I'enepuym») [13]. Perucrparmust
mpenapaTa IpoBelecHa B COOTBETCTBUU C PETYJISITOPHBIMU
tpeboBaHusiMu Poccuiickoit @enepauuu u EBpasuiicko-
ro sKoHoMHu4Yeckoro cormsa [14—16]. CormacHo pene-
Huto CoBeta EBpasuiickoil 3KOHOMWYECKON KOMUCCHUU
ot 03.11.2016 Ne 78 «O IlpaBunax perucTpalni 1 KCIep-
THU3bI JICKAPCTBEHHBIX CPEACTB IJISI MEAUITUHCKOTO TIPUME-
HeHus» ucT. 41 27.1 DenepanbHOro 3aKoHa 06 00palleHNU
JlekapcTBeHHBbIX cpeactB Ne 61 ot 12.04.2010 ripu perucr-
palMy BOCIIPOU3BEIEHHBIX JICKAPCTBEHHBIX IIPEITapaToB
He TpeOyeTcsl IMpoBeAeHME COOCTBEHHBIX KIIMHUYECKMX
HCCaen0oBaHU Mo 3G (GEKTUBHOCTA U O€30MaCHOCTH TIpe-
Imapara: He0OXOIMMO IIPEICTaBUTh 000CHOBAaHNE, YTO 3TOT
JIGKapCTBEHHBIN TIpemnapaT SIBJISICTCSI BOCIIPOU3BEIEHHBIM
1151 peepeHTHOTO MpemapaTa, a TakKe IpU HeO0XOIMMO-
CTU CBEIECHMUS O €ro OMOJIOTUYECKOM TOCTYITHOCTU U OHUO-
skBuBajieHTHOCTH [14, 15]. B coorBeTcTBMM ¢ PemeHuem
Cosera EBDK 01 03.11.2016 Ne 85 (pex. ot 15.02.2023) «O6
yrBepxaeHuun [IpaBun mpoBeneHUsT UCCAeAOBaAaHUN OUO-
SKBUBAJICHTHOCTH JIEKAPCTBEHHBIX IIperapaToB B pamMKax
EBpa3uniickoro 3SKOHOMUYIECKOTO CO03a» IS TIpeIiapaToB
B JICKAPCTBEHHOM (popMe «pacTBOp ISl ITapeHTepaibHO-
IO BBEICHUS» IPOBEICHUE HCCICIOBAaHUI OMO3KBUBA-
JICHTHOCTH HE TpeOyeTcs, eCiau YCTaHOBJIICHA WICHTUY-
HOCTh BOCIIPOM3BENEHHOTO M pehePEHTHOTO IIperapaToB
[0 KA4eCTBEHHOMY M KOJMYCCTBEHHOMY COCTaBy IEii-
CTBYIOLIIETO M BCIoMoraresibHbIX BemectB [16]. Komma-
HUEe-pa3pabOTYNKOM OBUIM MPOBEACHBI HEOOXOIUMBIE
CpaBHUTEJIbHBIC MCCICIOBaHUS  (PU3UKO-XUMHIECKUX
1 OMOJIOTMYECKMX CBOMCTB Ipernapara jaHtecenc (MHH
HYCHMHEpPCEH) ¢ pedepeHTHBIM IIperapaToM CITMHpa3a
(buoren Hupepnann3 b.B., CIIIA): monekynsapHOi Mac-
Cbl, HYKJICOTUIHOM MOCIEO0BATEIbHOCTU, MPUMECEM, OC-
MOJISUIBHOCTH, CTEPEOM3OMEPHUHU, BSI3KOCTU U OHMOJIOTH-
YeCKOM aKTUBHOCTU Ha KYJIbTYpe KJIETOK ITallieHTOB CO
CMA. Ilo pesynprataM BBIINOJHEHHBIX CPaBHUTEJIBHBIX
HCCJIEN0BaHMM Oblda J0Ka3aHa COMOCTaBMMOCTb OOOMX
MpernapaToB 10 KPUTEPHSIM, BIMSIONIMM Ha KadecTBO,
6e3omacHOCTh U 3G (GEKTUBHOCTh, YTO CBUIETEILCTBOBA-
JI0 0 OMO3KBUBAJIECHTHOCTHU MpenapaToB. [IpeacraBieHHast
KOMIIaHUEe-pa3pabOTYNKOM TpOorpaMma KCCAeHOBAHUI
BITH 6bi1a mpusHaHa Hay4HbIM LIEHTPOM SKCHEPTU3bI
CPEeNCTB MeIUIIMHCKOTO ITpuMeHeHnus M3 Poccum mocra-
TOYHOI M YOCIWTETbHON IUIST OIIEHKM 3KBUBAJICHTHOCTHU
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in vitro 6e3 MpOBeIeHUS MCCAea0BaHNUSI OMMO3KBUBAJIEHT-
HocTu in vivo [17]. Ha ocHOBaHMM 3aK/I104€HUSI KOMUCCUU
10 9KCITePTU3E JICKAPCTBEHHBIX CPENCTB, MUHUCTEPCTBOM
3npaBooxpaHeHunst Poccmiickoit ®Demepauuy rmperapar
Jlaatecenc (MHH nycunepcen, AO «I'eHepuym», Poc-
cHsl) MpU3HAH B3aMMO3aMEHSIEMbIM I10 OTHOIIIEHMIO K pe-
depentHOMYy npenapaTty CrimHpasa («Biogen Netherlands
B.V.») [18]. Bcé BhlmenepeuynciIeHHOe MO3BOJISET OXKMU-
natb oT BITH comocraBumoii ¢ pepepeHTHBIM ITpenapaTtoM
3((HEeXTUBHOCTH U TIpoPUIISt 6€30MACHOCTH.

INepBble mauMeHTH AeTCKOTO Bo3pacta co CMA mony-
yunu BITH B aBrycte 2024 ., a yepe3 1 ronm ot Havaja mpu-
MEHEHHUS B KJIMHUYECKOW IpaKTUKE IperapaT BBOIUTCS
yxe 6osee 390 meTsM IpakTUYeCKU BO Bcex pernoHax Poc-
cunm [19, 20].

Ha ceronHsmHuii 1eHb UMEETCS KIMHUYECKUI OTBIT
npumeHeHus: BITH y caepyromumx rpynmn manuyMeHTOB OET-
CKOT'0O BO3pacTa;

* netu co CMA 1-3-ro TMIIOB, a TaKKe MalueHThI,
HaxoIsIrecs Ha MPeCUMITOMATUIECKOM cTanuu 3a00J1e-
BaHUS;

* JeTM C pa3IMIHBIM KOJWYECTBOM KOIIMI TeHa
SMN2 — ot 1 10 4 BKIIIOYUTENIHHO;

*  JIeTU, HE TOJIyJaBIIre paHee MaTOTeHETHYECKOTO
JIEYEHUSI, TAK Ha3bIBaEMbI€ «HAMBHBIE» MMALEHTHI;

* JIeTH, KOTOpBIC IMOJyJaIu paHee pedepeHTHBIN
npernapar ¥ npomokuau tepanuio BITH poccuiickoro
npousBoacTsa [20].

Jlanee mipencTaBieHbl OMUCAHUS 5 KIMHUYECKUX CIIy-
yaeB ycnelurHoro npuMmeHeHusi BITH JlanteceHc y nereit
co CMA pa3nnyHBIX TUTIOB.

KnuHunyeckun cnyyan 1

Jesouka, 1 ron 1 mec. PedbeHok ot 1-if 6epeMeHHOCTH,
MpoTeKaBIIeil 0e3 OCIOXHEHUH, 1-X CpOUHBIX (PU3MO-
JIorThyeckux ponoB. Macca Tena npu poxaeHuu 2874 T,
pocTt 47 cM, olieHKa 1o mkaje Anrap 8/9 6amnos. Hacmen-
CTBEHHBI aHAMHE3 HE OTSTOIIEH.

I[lo pesyapTaTaM pacHIMPEeHHOTO HEOHATAJIbLHOTO
ckpuauHTa (PHC) BBISIBIIEHAa TOMO3UTOTHAS AEJICIUS 7-TO
9k30Ha reHa SMN1, 4 xonuu reHa SMN2. C y4étom OT-
CYTCTBMSI KJIMHMYEeCKUX TposiBaeHnii CMA Ha MOMEHT
WHULIMALIMKA Tepanru peOEHKY ObLI BBICTABJIEH AMArHO3:
CMA 5q, mpecuMnToMaTuyecKasi CTaayst 1 Ha3HA4YeHO Ta-
toreHeTmueckoe edeHue BITH (2,4 mr/min — 12 mr/5 mi
WHTpaTeKAJIbHO) 10 CTAHAAPTHOM CXeMe: Harpy304Hasi 10-
3a — no 1 ¢makoHy Ha BBegenue B 0, 14, 28, 63-it gHH,
nanee — 1o 1 ¢yakony 1 pa3 B 4 Mec TTOKU3HEHHO B CO-
OTBETCTBMU C MHCTPYKIIMEH 110 MEAULIMHCKOMY IIPUMEHE-
HUIO JIeKapCTBEHHOTO Mpemnapara [7].

Bsenenune nepBoii Harpy3ouyHoii mo3bl BITH peGEH-
KY BBIIIOJIHEHO B Bo3pacTe 6 Mec. Ha ceromHsiHuii 1eHb
pebGEHKY TIpOBENeHO 5 BBemeHWUil: 4 Harpy304HbIE IO3bI
u 1 nmompepxwuBatomasi. [lepeHOCUMOCTh Tepanuu ymaoB-
JICTBOPUTEIbHASI, HEXeIaTeIbHBIX SBJICHUII HE 3aperu-
cTprpoBaHO. TeMITBI MOTOPHOTO M IICMXOPEYEBOIO pas-
BUTHUS TIOJTHOCTBIO COOTBETCTBYIOT BO3PAcCTHBIM HOpMaM
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no xkputepusiMm BO3: peOEHOK AEpXXUT TOJIOBY C 2 MecC,
CHINT ¢ 8§ MeC, CAMOCTOSITEIbHO XOIMUT ¢ 1 roma, TIpouns-
HOCHT OTHENbHBIE ciIoBa ¢ 1 roma. HeBposnornueckmii cra-
TYC COOTBETCTBYET CTaTyCy 310poBoro pedbénka. OleHka
nBurareabHoi aktuBHOCTH Mo Imkaie CHOP-INTEND
K 4 Mec Xu3HU coctaBwia 64 6auta, K 1 romy mo mkaie
HINE-2 — 26 6anos.

JaHHBIN KIMHWYECKUI CIy4ail JeMOHCTpUPYET OJa-
TOTNIPUSTHBIN Tpoduiab Oe3onacHoctH Tepanuu BITH
y HauMBHOro mamueHTta ¢ guarHozom CMA 5q, mpecum-
nroMaTtudeckas cragus. [lmaHupyeTcs mpoaoLKeHUe Te-
panuu ¢ OLEHKON MWHAMUWKU IBUTATCIIBHON aKTUBHOCTHU
MauMeHTa Tepel KaXIbIM BBEACHUEM JIEKAPCTBEHHOIO
npemnapara.

KnuHunueckuin cnyyai 2

Manpuuk, 7 Mec. PeGeHOK oT 6-if GEpeMEHHOCTH,
C OTATOIIEHHBIM aKYIIEPCKO-TUHEKOJOTMYECKUM aHa-
MHE30M, IMpoTeKaBlleii Ha (poHe XPOHUYECKOW HUKO-
TUHOBOI 3aBUCUMOCTH, aHeMuM. Poapl 6-€, CpouHbIe,
camocTosTenbHble. Macca Tena mpu poxaeHuu 2880 T,
pocT 49 cM, orieHKa mo mkajie Arrap 9/10 6amnos. ITo pe-
gynbratamM PHC ycraHoBneHa nenenus 7-ro 3K30Ha reHa
SMN]1 B TOMO3UTOTHOM COCTOSIHMHU, 2 Konuu reHa SMN2.
B nepuHatasibHOM mnepuoae y peb€HKa 1Mo pesyjbTraram
JJabOpPaTOPHOTO M MHCTPYMEHTAJIBHOTO OOCIIeIOBaHUI
BBISIBJICHBI TUIEPOWIMPYOMHEMUsI, OTKPBHITOC OBAJIbHOE
OKHO, ITMaroHaJIbHas1 TpabeKysa ITOJOCTH JIEBOTO KEeIy-
JOYKa, HOCUTEJIbCTBO 30JI0TUCTOTO CTADMIOKOKKA, a TaK-
K€ TUIOKCUYECKNE M3MEHEHMSI B TIEPUBEHTPUKYISIPHBIX
oTAenax Ha HelipocoHorpadum.

Manudecrauust KanHudeckoi kaptuHiel CMA oTMme-
yajach B Bo3pacte 20 mHei xXu3Hu. B HeBpomornueckom
craryce ompeneasuch muddy3Has MbIedHass TUIIOTO-
HUsI, MBIIIIEYHAs C1a00CTh, HU3Kas ABUTATeIbHASI aKTHUB-
HOCTB, OTCYTCTBHE CYXOXMJIBHBIX peieKcoB. byaboapHbIX
HapylieHni, nucdaruy He BeIsIBIeHO. OLleHKA TBUTATE b~
Hoit aktTuBHOCTH 110 1IKasie CHOP-INTEND — 9 6atoB.
Ha ocHOBaHMM KJIMHUYECKOI KAPTUHBI U PE3YJIBTATOB MO-
JIEKYISIPHO-TEHETUUECKOTO 00CIenoBaHUs pebEHKY ObLIT
BBICTaB/IeH nuarHo3: CMA 5q 1-ro tumna.

B Bo3pacTe 1 Mec peGEHKY MHMLIMMPOBAHA MaTOreHe-
tuueckas tepanust BITH no cranpaptHoii cxeme [7].

B Bo3spacte 2 Mec peOGEHOK TepeHEC OCTPhIii OPOHXUT
C Pa3BUTUEM YMEPEHHO BBIPAXXCHHOM HbIXaTEJIbHOU He-
JIOCTAaTOYHOCTH, oclioxkHuBIIMi TeyueHne CMA. C 3 mec
KU3HM TIOCTIE TeJeMEIMIIMHCKONM KOHCY/IbTaluu ¢ deme-
paJIbHBIM LIEHTPOM PEOEHKY IPOBOASITCS KOMIUIEKCHAsI pe-
CIIMpaTopHasl MOAIEePXKKA C MCIIOJIb30BAaHUEM HEMHBA3HMB-
Hoit MBJI u anmapara mist MexaHudeckoi mHeyb s/
aKkccybdsIum, eXeaHeBHAs IbIXaTeJbHAS TMMHACTHUKA
memkoMm AmOy. IIpoBeneHo oOyyeHrue MaMbl TEXHUKE HC-
MO0JIb30BaHUS 1 00pabOTKM IMPUOOPOB, HA3HAUEH KOHTPOJIb
CO CTOPOHBI MEAUIIMHCKUX PAOOTHUKOB IT0 MECTY XKHUTEIIb-
CTBa U BbIE3AHOI CIIy>KObl NaJUTMATUBHOM MTOMOLLIU.

K Bospacty 7 Mec BeimonHeHo 5 BBeneHuit BITH: 4 Ha-
rpy304Hble 1036l M 1 mommepxkuBarwias. Ha done maro-
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TEHETUYECKOU Tepannyd U KOMIUIEKCHOM pecnupaToOpHOM
MOAIEePXKKU OTMEYAeTCsl CTAOUIM3aLUsI COCTOSTHUS peOEH-
Kka. [lepeHOCHMMOCTh Teparnmuu yOOBJICTBOPUTEIbHASI, HE-
JKeJIaTeIbHBIX SIBIICHUI He 3apeTUCTPUPOBAHO.

B HeBposlormyeckoMm cTaryce OTMeueHa BBIpaXkKeHHasI
MOJIOKUTENbHASl JWUHAMUKA B BUIE YBEJIWYECHUS] ABUIa-
TEJbHOM aKTUBHOCTU: PEOEHOK yIepKMBAeT TOJIOBY IIpHU
BEPTUKAIU3ALMM, BBIMOJHSIET MOBOPOTHI ¢ 60OKa Ha OOK,
CaMOCTOSITEJIBHO YAEPKUBACT OYTBLIOYKY C MOJIOYHOM
CMECBIO, TSHETCS M 3aXBaTbIBaeT WIPYIIKH, COBEpIIACT
aKTHUBHBIC NBVKEHUS HIDKHUMM KOHEYHOCTSIMH 0e3 OT-
pbiBa oT noBepxHocTu. CoxpaHsoTca auddy3Hass MbI-
IIeYHAasl TUIIOTOHMSI, MBIIICYHAsI CJIa00CTb, TPEMOP KH-
creil pyk. BynbpbapHble GyHKUMM He HapylIeHbI, 00bEM
IMUTaHMS TTIOJTHOCTHIO yeBanBaeT. [lcuxorpenpeueBoe pas-
BUTHE COOTBETCTBYET BO3PACTHOI HOPME: aKTUBHO TYJIUT,
JIeTrieYyeT, CMEeETCs, y3HA€T mMaMmy U Tamy, MHTepecyeTcs
He3HakKoMbIMM mipeamMeTramu. OneHka mo mkaine CHOP-
INTEND — 35 6asutoB, +26 6aljioB B AMHaAMUKE 3a 6 Mec
JICYCHMUSI.

JlaHHBIM KTIMHUYECKUI clTydaid AEMOHCTPUPYET MO0~
KUTEJIbHYIO IMHAMUKY MOTOPHOIO pa3BUTHSI uepe3 6 Mec
Ha ¢doHe matoreHeTnueckoit Teparnmuu BITH y manmenTa
¢ tmartHo3oM CMA 5q 1-ro tuna u 2 konusiMu reHa SMN2.
OTMEUYEeHO OTCYTCTBME HEXeIaTeIbHBIX SIBICHUI 1 XOPO-
asi IEPpeHOCUMOCTD Tepanuu. [lnaHupyercs: mpomosrKe-
HHE Teparuu ¢ OIIEHKOW TUHAMUKM JBUTATEIbHOM aKTHUB-
HOCTH TTallMeHTa TIepe KaXIbIM BBEICHUEM JIEKAPCTBEH-
HOTO Ipenapara.

KnuHunyeckunin cnyvain 3

Manpuuk, 6 jget. Pe6éHoK ot 1-if OepeMeHHOCTH, 1-X
CPOYHBIX, CaMOIIPOM3BOJILHBIX POHOB Ha 39-ii Hemene.
Macca tena npu poxneraun 2950 r, poct 55 cMm.

PanHuit HeoHaTanbHBIN epuofd 6e3 rmaTogoruu. Tem-
Bl MOTOPHOTO U ITICHXOIIPEIPEeYeBOrO Pa3BUTUS B 1-M
MTOJIYTOIVM XKM3HU COOTBETCTBOBAJIM BO3PACTHBIM HOP-
MaM: TOJIOBY aepxXai ¢ 4 mec, cumen ¢ 6—7 Mec; BO 2-M
MMOJIYTOIMK OTMEYajach TEMITOBasl 3aJep:KKa MOTOPHOTO
pa3BUTHUS: HaYasl BcTaBaTh y ornopkl ¢ 10—11 Mec, XonuThb
y oropsI ¢ 1 roma 3 Mec. CaMOCTOSITeIbHO HAKOT 1A HE XO-
nun. B Bo3pacte 1 roga 3 Mec riepeHEC poTaBUPYCHYIO MH-
ekmio, Tocae KOTOPOil OTMEUasICs perpecc ABUraTe/Ib-
HBIX HAaBBIKOB: PEOEHOK MepecTall XOMUTh BIOJb OIOPHI.
MasnpuyrK ObUT HEOMHOKPATHO KOHCYJIBTUPOBAH HEBPOJIO-
TOM, IIPOXOAMJI KYPCHI PeadIMTAIIUN — TTOJIOXKUTEIIBHOTO
s deKxTa He OTMEUYAJIOCh.

B Bo3pacTe 3 et B CBSI3U C AABHEWIIIMM PErpeccom
B MOTOPHOM Pa3BUTHUH OBLI 3aI0I03PEH HACIEACTBEHHBIIN
XapakTep ABUTATEIBHBIX HapYIICHW: ITPY UCCICA0BAaHNN
JHK meTrogom mMaccoBoro napajuiejibHOro CeKBEHMpOBa-
Hus HoBoro nokoneHust (NGS-manenb «HepBHO-MbIIIeu-
Hble 3a00JIeBaHUsI») NMArHo3 Bepu(pUUMPOBAH He ObII.
B manpHeiiemM, mipu uccienoBaHum reHa SMN meTonom
MLPABbIsiBieHo O Kommii 7-rosk3oHareHa SM N [y 3konuu
reHa SMN2. Ha ocHOBaHUM MOJIEKYJISIPHO-TEHETUYECKOTO
HCCIeN0BaHUs ycTaHOBNIeH nuarHo3: CMA 5q 2-ro Tumna.

Clinical cases
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Ha MoMeHT MHMLMaLMM Tepalmuu B HEBPOJIOTUICCKOM
cTaTyce OTMeJanch nud¢y3Hass MbIIIedHas] TUTIOTOHUS,
CHUKEHME MBIIIIEYHOM CHIIBI 10 3 0a/UTOB B KOHEYHOCTSIX,
OTCYTCTBUE CYXOXXWJIBHBIX pe(hJICKCOB, BRIPAXKECHHBIC TBH-
rateJbHbIe HapylIeHuss. Maab4uK MOT YIep>KUBaTh TOJIOBY
JIéXa Ha XUBOTE IIPY OITOPE Ha IPENIUIeybs, IepeBOpaM -
BaThCSl CO CIIMHBI HAa KUBOT U 0OPATHO, CAMOCTOSITEIIbHO
CamuThCS M CUACTH, IIPEUMYIIIECTBEHHO C OIIOPOM Ha py-
KU1, TIPY BEPTUKAIN3AIMK OTI0pa HA HIDKHIE KOHEYHOCTH
OTCYTCTBOBAJIa, CAMOCTOSITeIbHOE BCTaBaHUE U TIEPEIBU-
JKEeHUEe ObUIM HEeBO3MOXHBI. OTMeuannch (hacUKYIISIIN
s3bika. [IcuxopeyeBoe pa3BuTue peOEHKA COOTBETCTBOBA-
JIO BO3PACTHOM HOPME.

[MaToreHeTnueckass Tepanust pedepeHTHBIM IIpera-
paToM HycHMHepceH HadaTa B Bo3pacte 4 neT. PebéHok
moJiyuun 4 Harpy3o4HBIX M 3 TMOIACPXKUBAIOIINX JTO3bI
Ipernapara B COOTBETCTBUM ¢ MHCTPYKIIMEH IO MEIUITMH-
ckoMy npuMeHeHuio [7]. Jlanee MajabuMKy ObLjla IIpoO-
noizkeHa tepanust BITH. B Hacrosiiee Bpemsi peGEHOK
nostyuun 2 noxaepxkuBaromue 1o3s BITH. Beenenue pe-
¢epenTHoro HycuHepceHa n BITH nmepeHocunoch yaoB-
JICTBOPUTEILHO, HEXeJIaTeJIbHBIX BBEICHUI HE 3aperu-
CTPUMPOBAHO. 3a BpeMsI IMPUMEHEHUS ITaTOreHETUIESCKOM
Tepanuy KOHCTaTHPOBaHA BbIPAXKCHHAS ITOJIOXUTEIbHAS
IWHAMHWKa B MOTOPHOM Pa3BUTHH: MOSIBUIOCH PEITUTIPOK-
HOE TOJI3aHKUE, MATbUMK MOXKET BCTaBaTh HA «BBICOKHE KO-
JICHW», CTOSITh ¥ OTIOPBI HEIIPOAOIKUTEIbHOE Bpems. OT-
MEUaeTCss HapacTaHWE MBIIIIEYHOTO TOHYCA W MBIIICUHOM
CHJIBI, TIPEUMYIIIECTBEHHO B BEPXHUX KOHETHOCTSIX.

OleHKa OBUTATENbHON aKTMBHOCTM Ha (hOHE IaTo-
reHetTuyeckoii Tepanuu BITH ocraBamach cra®buiabHOIL:
no mkaje HFMSE — 32 6amna (o v mocie BBeAeHUS 2 O~
nepxwuBaromnx 1o3 BITH), mo mkane RULM — 24 6anna
(+2 6anmna Ha dhone mpumeHeHust BITH).

JlaHHBIM KTIMHUYECKUN clTydail AEMOHCTPUPYET MO0~
XKUTEJbHBINA 3(h¢EKT IedeHnsT HyCUHEpCEeHOM y peOEHKa
co CMA 2-ro tumna. I1pu npogoKeHUM MaToreHeThYe-
ckoit tepanuu BITH oTMeuaercsi manbHeliliee yBeadue-
HHE IBUTATEIbHOM aKTMBHOCTH TTAallMEHTa, YTO OTPaXKeHO
B OIICHKAX I10 IITKaJIaM MOTOPHOTO pa3Butusi. OTCyTCTBUE
HEXeJaTeIbHBIX SIBICHMI W XOpoIlas IepeHOCUMOCTH
BBEIACHUIA MMOATBEPXKIAIOT OJIaTrONPUSTHBIN TTpodUIb 6e3-
onacHoctu BITH. IlnaHupyeTcs npomoykeHue Tepanuu
BITH c oueHkoii nMHAaMWKMW ABUTATEbHOW AKTUBHOCTU
Tepe KaxKIbIM BBEACHUEM JIEKapCTBEHHOTO TIperapara.

KnuHunuyeckunm cnyvan 4

Manbuuk, 12 ner. Pe6€Hok or 1-ii GepeMeHHOCTH,
npoTekaslieil ¢ yrpo3oit nipepsiBadus Bo 11 u 111 Tpume-
cTpax. Poabl B Cpok, MyTEM MJIAHOBOTO KecapeBa CEYEHUSI.
Macca tena nipu poxaeHuu 3850 r, pocT 53 cM, olieHKa
1o 1mkaye Amrap 7/8 0ayos.

Temnbl NICMXOMOTOPHOro pa3BUTUS Ha 1-M romy
XKV3HU COOTBETCTBOBaNIM Bo3pacTHoli HopMme. C 4 jet
POOUTENN CTald OTMedYaThb OOIIYI0 IBUTATEIbLHYIO HE-
JIOBKOCTb, 4YacThle crioTbikaHud. Ilocne oGcneqoBaHus
IO MECTY XUTeJIbcTBa peOEHKY ObLI IMOCTaBJIEeH aMa-

Clinical cases

KnuHnuyeckne cnyyan

THO3 Heaud@epeHUMPOBAHHOTO HEPBHO-MBIIIEYHOTO
3a0o0jieBaHUs. BnepBbie MOJIEKYJISIPHO-TeHETUYECKOE
obcjiefoBaHue MpPOBEAEHO B BO3pacTe 7 JIET: TOMO3U-
TOTHOM Ieneuuu B 7-M dK30He reHa SMNI He 3ape-
TUCTPUPOBAHO, NAJIBHEUINIUI IOWCK HE MNPOBOIMIICH.
C 7 no 11 et pebeHoK HabIOHANCS Yy Bpada IO MECTY
KUTEJIbCTBA, B JABHUTATEJIbHONM cdepe OoTMeUancs Mem-
JICHHBI perpecc MOTOPHBIX HAaBBIKOB: HapacTajia MbI-
IIeYyHasl cIaboCTh, YXyIIIalach IMOXOAKa, YCUINBAIACh
IBUTATEJIbHASI HEJIOBKOCTh. B Bo3pacte 11 yieT mpu 1mo-
BTOPHOM OOpallleHUM K TeHETUKY peOEHKY peKOMEeH-
IOBaH ToucK Komuii B rene SMN I u SMNZ2: BoisiBIIC-
Ha 1 xonus B 7-M 5K30HE U 2 KONUU B §-M 3K30HE reHa
SMN1, 5 xkonuii 7-ro 3k30Ha 4 4 KOIMUU 8-ro 3K30Ha re-
Ha SMN2. CekBeHupoBaHue reHa SMN 1 BEISIBUIIO TATO-
TeHHBII BapMaHT HYKJICOTUIHON MOCIEIOBATEIBHOCTHU
SMNI (ENST00000380707.4):c.815>G p.(Tyr272Cys)
B 6-M 3K30He reHa SMNI B reMU3UTOTHOM COCTOSIHUU
(Ha mpyroil ajieau BBISBICHA MPOTSKEHHAS OEICIINs).
Takum o6pa3zoM, Ha OCHOBAHUM KJIIMHUUYECKOI KAPTUHBI
¥ MOJIEKYJISIPHO-TEeHETUYECKOTO MCCIeI0BaHMUSI TMAarHO3
CMA 3-10 THNa ObLI MOATBEPXKIEH.

IMocne Bepudukamuu quarHosa peOEHKY Obljla MHU-
nuupoBaHa Tepanusi BITH B cooTBeTCTBUM C MHCTPYKLIMEH
110 MEAULIMHCKOMY ITIPUMEHEHUIO JIEKApCTBEHHOTO IIperia-
pata [7]. B HacTosi11iee BpeMsi ITallueHTY BbIITOJHEHO 5 BBe-
IEeHUI IIpeTnapaTa: ITOJTHOCTHIO BBEICHBI HATPy30UHasT 103a
u 1 noanepxuparoiias. BeeneHve npenapata NepeHOCUT
YIOBJIETBOPUTEILHO, HEXEIATSIbHBIX SIBICHUNM Ha (hoHE
BBEICHUI MperiapaTa He BBISIBJICHO.

B HeBposornueckoM craTyce Iepe HadyajaoM Teparuu
B IBUTATeIbLHOU chepe OTMEYaIUCh CHIDKCHUE MBIIIEU-
HOI CUJIbI B IIPOKCUMAJIBbHBIX OTHEIaX HIDKHUX W BEpX-
HUX KOHEYHOCTEH 10 5 0a/UIOB, MBIIIEYHAsT TUIIOTOHUS,
OTCYTCTBHME CYXOXWJIBHBIX PedIIEKCOB, TPEMOpP IAJIbIIEB
PYK, BBIpaXXeHHBIC HAPYIIICHMS TIOXOIKN, MUOTIaTUIECKIUE
MPUEMBI TIPU TIepEeMEHE MOJIOXKEHMS TeJla B IIPOCTPAHCTBE.
OrneHka nBuraTeIbHOM akTuBHOCTH 110 kajge HFMSE na
crapre tepanuu BITH — 53 u3 66 6amnos. Ha done Te-
paInmy OTMeYaeTcsl CTabMIN3aIus COCTOSTHUSI, OTCYTCTBUE
IaJbHEMIEero mporpeccupoBaHus 3a0ojeBaHus. OlieHKa
no mkane HFMSE nocne 5 BBenenuit BITH — 54 6ainna.

OnucaHHbBII KIMHUYECKUI Caydail JIeMOHCTPUPY-
eT cTabmibHOe cocTossHue TanmeHTa co CMA 3-ro Turma
M CJIOXKHOM MyTanueii B reHe SMN I Ha (hoHe BBeneHUS MOJI-
HOW HArpy304HOil M ogHOM noaaepxuBawlueit o3 BITH.
OTCyTCTBHE HEXeJIATeIbHBIX SIBJICHUI W XOPOIIIasi IepeHo-
CHMOCTD BBEIICHUI ITO3BOJISTIOT TOBOPUTH O OJIATOTIPUSITHOM
npoduiie 6e30nmacHOCTH Npemnapara. [TmaHnupyercs mpomos-
xkeHue Tepanuu BITH ¢ olieHKo# nMHAMKMKU ABUTATEIbHOMU
akTUBHOCTU nauueHTa co CMA mepes KaskabIM MOCIenyI0-
LM BBEJIEHHEM JICKapCTBEHHOTO TIperapara.

KnuHunyeckunin cnyyain 5

JeBouka, 5 Mec. PebEéHOK OT 2-i1 6epeMEeHHOCTH, TIPO-
TeKaBlleit (pM3MOJOTUIHO, 1-X CPOUHBIX poJaoB. Macca Te-
na nipu poxaeHuu 4100 r, pocT 55 cM, olleHKa MO IIKajie
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KnuHunuyeckne cnyyan

Arrap 7/8 6amioB. CocTOSTHIE TIOCIIe POKICHUS TSKENIOe,
00yCJIOBJIECHHOE CUHAPOMOM YIHETEHHUS, peanu3anueit
BHYTpUYTpoOHOI mHpekuuu. C poxXaeHUS OTMedaroTcs
muddy3Has TUIIOTOHUS, TUTIOpedIeKCHusl, pe3Koe CHU-
JKEHUEe NBUTATeNIbHOI akKTWBHOCTU. Ilo pesyibpratam
PHC BbIsIBIEHA TOMO3UTOTHAS IEJeLUsT 7-TO 3K30HA Te-
Ha SMN1, 2 xonuu reHa SMN2. C y4€ToM KIMHUYECKOM
CUMIITOMATUKHU BBICTaBJieH nuarHo3: CMA 5q 1-ro tuma.
IpoBenena TteneMenuuuHcKas KoHcyiapTaunss ¢ DOIrAY
«HMML 3m0poBest aereit» MunsnpaBa Poccum, no pe-
3yJibTaTaM KOTOpPOI ObL1 pa3peliéH K MHAWBUAYATbHOMY
MPUMEHEHUIO 1 BBO3Y 3apETUCTPUPOBAHHBIN Ha TEPPUTO-
pum Poccuu jiekapcTBeHHBIN ITperapaTt pacTBOP ISl BHY-
TPUBEHHON MH(Y3MU OHACEMHOTEH abenapBoBeK. OMHAKO
COCTOsIHME peOEHKa B CTallMOHApe IO MECTY XXUTEeIbCTBA
MPOTPECCUBHO YXYIIIAJIOCh 32 CUET Pa3BUTHS IbIXaTeIb-
HOM HEJOCTATOYHOCTHU M OYIbOApHBIX HApYyLIeHU. AeK-
BaTHas pPECIMPATOpHAs TONACPXKAa HE IPOBOIMUIIACH.
ITpu mocTymieHnu B heaepagbHBII HEHTP 10 TSKECTH CO-
CTOSTHUSI IeBOYKA ObLJIa TOCIIMTAIM3MPOBaHa B OTACICHUE
peaHMMaIi ¥ MHTCHCUBHOW Teparnuu, Ha4aTo MCITOJIb-
30BaHUe HenHBa3uBHOU M BJI, MexaHMYeCKOro OTKaIIu-
BaTelisI, YCTAaHOBJICH Ha3oracTpaJbHbIA 30HA. KinHMKa
JBIXaTeJIbHOM HeJOCTATOYHOCTU Ha (DOHE pecriupaToOpHO
noagepXKu y peOEHKa HapacTajaa, oTMeyajlach OTpulia-
TeJbHAsI TMHAMMKA 110 PeHTIeHOTpaduu OpraHOB IPYTHOM
KJIETKH, T10 Ta3aM KPOBU COXPAHSIICS CYOKOMITCHCHPOBaH-
HBI pecMpaTOPHBIA alla03, UTO MOTPEOOBAJIO ITepeBoaa
Ha MBJI. B HeBpoiornyeckoM cratryce oTMevaanuch Iud-
¢y3Hass MBIIIIEYHAs] TUTIOTOHMS, apedIeKCHsl, CHIDKCHUE
MBILIEYHOM CUJIBI B KOHEYHOCTSIX 10 1 Gasia, onpenesns-
JINCh TOJIBKO €AVMHWYHBIC IBYDKCHUS MayblieB pyK. OleH-
ka o mkage CHOP-INTEND Ha MOMEHT MOCTYIJICHUS
cocraBwiIa 9 6aios.

Bruto mpoBeneHo KOMIUIEKCHOE 00CIefOBaHME, 10 Pe-
3yJIbTaTaM KOTOPOTO C YYETOM TSKECTU COCTOSTHUST peOEH-
Ka, HAIMYMS OBbIXaTeJIbHOI HEZOCTAaTOYHOCTU M 3aBUCH-

mocTtu ot MBJI, nHdekImoHHOro cratyca KOHCUJIMYMOM
CIICIIUAJIUCTOB IIPUHSTO PEIICHNE O HEBO3MOXHOCTHU ITPO-
BeICHUS JIeYCHMS TIperapaToM OHACEMHOTeH abermapBo-
BEK, COIIPOBOXIAIOIIETOCS MPUEMOM MMMYHOCYIIPECUB-
HOM Tepaluvu, U He3aMEIIUTEIbHOW WHUIMAALWKA MAaTo-
reHetuyeckoit Tepanuu BITH. IlepeHocumocTs Tepanuu
ynosnerBoputeabHasi. [locne BBeneHus: 1-it no3sl BITH
I10 XXU3HEHHBIM ITOKA3aHUSIM C IIeJIbI0 O0ECITIeYeHHS aneK-
BaTHOI'O PEeCIIMPaTOPHOro yxola peOEHKY ObLIO BBIMOJ-
HEHO OIlepaTHMBHOE JICUCHUE: TPaXeOCTOMUSI, (PyHIOILIH-
kanus mo Hucceny u ractpoctomust no Kagepy. Ha ¢one
MIPOBEICHUST Harpy304YHOIO Meproaa, KOMIUIEKCHOTO Jie-
YeHMsI, afeKBAaTHOTO PECIIMPATOPHOIO yXOIa COCTOSTHUE
MIEBOYKN CTAOWIM3UPOBAIOCH, OTMEUYAIach IOJIOXUTEIb-
Hasl IMHAMUWKa B IBUTATEJIbHOM chepe B BUAC YBEIMICHUS
00bEéMa aKTUBHBIX IBMKEHUI B BEPXHUX KOHEUHOCTSIX.
OnucaHHBI KIMHUYECKUI CIy4dail JeMOHCTpUPYET
crabmimsanuio coctossHus nauvenra co CMA 1-ro tuna
Ha ¢doHe BBeaeHus Harpy3ouHbix no3 BITH. He 3adux-
CHPOBAHO IMOOOYHBIX SIBJICHUI IPY BBEICHUHM TIpeIrapara.
ITponomxena repanust BITH ¢ oueHkoii iMHAMUKY 1BUTa-
TEeJIbHOM aKTUBHOCTU TaneHTa co CMA Tiepen KaxKabIM
ITOCICAYIOIINM BBEACHUEM JIEKAPCTBEHHOTO TIpeIrapara.

3aknuyeHne

OmnucaHHbIe KIMHUYECKKUE cinyyau mpuMeHeHus BITH
y MAllMeHTOB C Pa3HBIMU TUIIAMHM M TSIKECTHIO TEUCHMS
CMA, u3 pasHbix pernoHoB P® mo3BossIioT caenarh Bbl-
BOI 00 YCITCIITHOM BHEIPESHUHN JICKAPCTBEHHOTO IIperapara
B PYTUHHYIO KIIMHUYECKYIO IPakTUKYy. [lossBieHue B apce-
Hajie poccuiickux Bpaueit BITH npencrasinsier coboit Bax-
HBII 1Iar B 00eCIeYeHUM IOCTYITHOCTU 3(PPEKTUBHOTO
neuenust CMA mis naumenToB B Poccun. g ¢gopmupo-
BaHUsI UTOTOBOTO 3aKioyeHus 00 addexkruBHoct BITH
y MalUMeHTOB JeTCKoro Bo3pacta co CMA HeoOxomnma
00s13aTeNIbHAs OLICHKA I10 IITKaJIaM JBUTATeIbHOTO pa3BU-
THSI B XO[IE JICUCHUSI.

JUTEPATYPA (nn5,7,9,11cm. REFERENCES)

1. AptembeBa C.b., Kysenkona JI.M., Unbuna E.C., Kypcakosa 10.A.,
Konmnaxuu JI.M., Canero E.O. u 1p. D¢ dekTuBHOCT 1 6e30MacHOCTb
pernapara HyCUHEpCEeH B paMKaX ITPOrpaMMbl PACIIUPEHHOTO T0CTyTa
B Poccun. Hepsro-moiuweunsie 6oaeznu. 2020; 10(3): 35—41. https://doi.
org/10.17650/2222-8721-2020-10-3-35-41 https://elibrary.ru/ouhjuq

2. KaumHuuyeckue pekoMeHaanuu «IIpokcumanbHasi CliMHaIbHAsT Mbl-
mevHas arpodus 5q, netu»; 2023. Available at: https://cr.minzdrav.
gov.ru/schema/780_1

3. TlyTb OT TeopuM K MPaKTHKE AUATHOCTUKU U JICUCHHS MAIlIEHTOB
CO CMUHAJBHOI MBIIIEYHOM aTpodueit. Pycckuil acypHanr demckoil
Hegpoaoeuu. 2024; 19(2): 80—8. https://doi.org/10.17650/2073-
8803-2024-19-2-80-88

4. Tlpecc-penu3 KoMmnaHuu Biogen. Available at: https://investors.bio-
gen.com/news-releases/news-release-details/us-fda-approves-bio-
gens-spinrazatm-nusinersen-first-treatment

6. OOmas xapaKTepuCTHMKa JeKapCcTBeHHOro mpemnaparta CrmHpasa
JITT-Ne(005833)-(PT-RU); 2024. Available at: https://lk.regmed.ru/
Register/EAEU_SmPC

8. OOwmast xapakTepuCTHKa JIEKapCTBEHHOIo Mpernapara DBpUCIU
JITI-Ne(008925)-(PT'-RU); 2025. Available at: https://lk.regmed.
ru/Register/EAEU_SmPC

110

10. OOwmas xapakTepucTUKa JIEKapCTBEHHOTO Mperapara 3ojreHcMma
JITI-Ne(001462)-(PT'-RU); 2022. Available at: https://lk.regmed.ru/
Register/EAEU_SmPC

12. Komapona E.A., KoroB A.C. [latoreHeTnyeckas Tepanusi y nereit
CO CMMHATbHOM MBIIIEYHOM aTpodueit. Pycckuii meOuyurckuil ncyp-
nan. 2025; (4): 26-30. https://doi.org/10.32364/2225-2282-2025-4-5
https://elibrary.ru/diezhm

13. OOwmast xapakTepucTHKa JIeKapCTBEHHOro mpenapaTta JlaHTeceHC
JITTI-Ne(005199)-(PI'-RU); 2024. Available at: https://lk.regmed.ru/
Register/EAEU_SmPC

14. @enepanbHblii 3aKOH 00 OOpaIlleHUM JIEKAPCTBEHHBIX CPEICTB
Ne 61; 2010.

15. Pemenue Cosera EBpasuiickoit 5KOHOMUYECKOM KoMuccun Ne 78
«O TNpaBuyax perucTpalviy U SKCIEePTU3bI IEKAPCTBEHHBIX CPENICTB
UTSE MEIUIIMHCKOTO MTpUMeHeHus»; 2016.

16. Pemennie CoBera EBpasuiickoil s5KoHOMUYECKOM KoMuccuu Ne 85
«O6 yrBepxneHuun [lpaBusl mpoBeneHuUs! UCCIeNOBaHUIT OMOIKBU-
BaJICHTHOCTH JIEKapPCTBEHHBIX MpenapaTtoB B paMkax EBpasuiickoro
3KOHOMUYECKOTO coi03a»; 2016.

17. DxcneptHbii otyer DPI'BY «HayuHblif ILEHTp 3KCHEPTU3BI
CPEICTB MEIUIIMHCKOTO MpUuMeHeHus:» M3 Poccuu mo olieHKe

Clinical cases

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(2): 105-112



HEBPOJIOTMYECKWIA XYPHAJT umenn J1.0. BALANIAHA. 2025; 6(2): 105-112
https://doi.org/10.17816/2686-8997-2025-6-2-105-112

KnuHnuyeckne cnyyan

6e3ormacHOCTH, 3(MGEKTUBHOCTH M KavyecTBa JIEKAPCTBEHHOIO minzdrav.ru/Forum//Files/243339/%D0%9F%D0%B5%D1%
npenapata JlanteceHc®. CoOCTBeHHbIE AaHHBIE KOoMIaHUU «AO 80%D0%B5%D1%87%D0%B5%D0%BD%D1%8C_(%D0%B-
Tenepuym». C%D0%B0%D1%80%D1%82_2025).xls

18. Cormacuo cr. 27.1 ®3 Ne 61 u OmyGIMKOBAHHOMY CITUCKY 19. Ha ocHoBaHuu naHHBIX 6a3bl cOOpa M aHATUTUKU TaHHBIX U3 C
B3alIMO3aMeHsIeMbIX MpernapaTtoB Ha caiite ['ocymapcTBeHHOTO M/IJITI o nBUKeHUM 1 OCTAaTKaX JIeKapCTBEHHBIX MpernapatoB Xmark
peecTpa JieKapCTBeHHBIX cpeacTB. Available at: http://grls.ros- Analytics

REFERENCES

1.  Artemieva S.B., Kuzenkova L.M., Ilyina E.S., Kursakova Yu.A., 11.  FDA approves innovative gene therapy to treat pediatric patients with
Kolpakchi L.M., Sapego E.Yu., et al. The efficacy and safe- spinal muscular atrophy, a rare disease and leading genetic cause of
ty of Nusinersen within the expanded access program in Rus- infant mortality. Available at: https://fda.gov/news-events/press-an-
sia. Nervno-myshechnye bolezni. 2020; 10(3): 35—41. https://doi. nouncements/fda-approves-innovative-gene-therapy-treat-pediat-
org/10.17650/2222-8721-2020-10-3-35-41 https://elibrary.ru/ouh- ric-patients-spinal-muscular-atrophy-rare-disease
juq (in Russian) 12.  Komarova E.A., Kotov A.S. Pathogenetic therapy in children with

2. Clinical Guidelines: 5q Proximal Spinal Muscular Atrophy, Chil- spinal muscular atrophy. Russkii Meditsinskii Zhurnal. 2025; (4): 26-
dren; 2023. Available at: https://cr.minzdrav.gov.ru/schema,/780 1 30. https://doi.org/10.32364/2225-2282-2025-4-5 https://elibrary.
(in Russian) ru/diezhm (in Russian)

3. The path from theory to practice in the diagnosis and treatment 13.  General characteristics of the medicinal product Lantesens LP-No.
of patients with spinal muscular atrophy. Russkii zhurnal detskoi (005199)-(RG-RU); 2024. Available at: https://Ik.regmed.ru/Regis-
nevrologii. 2024; 19(2): 80—8. https://doi.org/10.17650/2073-8803- ter/EAEU_SmPC (in Russian)
2024-19-2-80-88 (in Russian) 14. Federal Law on the Circulation of Medicines No. 61; 2010. (in

4. Biogen’s press release. Available at: https://investors.biogen.com/ Russian)
news-releases/news-release-details/us-fda-approves-biogens- 15. Decision of the Council of the Eurasian Economic Commission
spinrazatm-nusinersen-first-treatment (in Russian) No. 78 «On the Rules for Registration and examination of medicines

5. Highlights of prescribing information: Spinraza (nusinersen) for medical use»; 2016. (in Russian)
injection, for intrathecal use. Available at: https://www.accessdata. 16. Decision of the Council of the Eurasian Economic Commission
fda.gov/drugsatfda_docs/label/2016/2095311bl.pdf No. 85 «On approval of the Rules for conducting Bioequivalence

6.  General characteristics of the medicinal product Spinraza LP-No. studies of medicines within the framework of the Eurasian Economic
(005833)-(RG-RU); 2024. Available at: https://lk.regmed.ru/Regis- Union»; 2016. (in Russian)
ter/EAEU_SmPC (in Russian) 17. Expert report of the Federal State Budgetary Institution «Scientific

7. New Data at Cure SMA 2021 Highlight the Long-Term Efficacy of Center for Expertise of Medical Devices» of the Ministry of Health
SPINRAZA® (nusinersen) and Biogen’s Commitment to Innova- of the Russian Federation on the assessment of safety, efficacy and
tion in SMA Therapy. Available at: https://investors.biogen.com/ quality of the medicinal product Lantesens®. Own data of JSC
news-releases/news-release-details/new-data-cure-sma-2021-high- Generium. (in Russian)
light-long-term-efficacy-spinrazar nata obpamenust 15.06.2025 18. According to art. 27.1 of Federal Law No. 61 and the published list of

8.  General characteristics of the medicinal product Avrisdi LP-No. interchangeable drugsonthe website ofthe State Registerof Medicines.
(008925)-(RG-RU); 2025. Available at: https://Ik.regmed.ru/Regis- Available at: http://grls.rosminzdrav.ru/Forum//Files/243339/%D0
ter/EAEU_SmPC (in Russian) %9F%D0%B5%D1%80%D0%B5%D1%87%D0%B5%D0%BD

9.  FDA Approves Oral Treatment for Spinal Muscular Atrophy. Avail- %D1%8C_(%D0%BC%D0%B0%D1%80%D1%82_2025).xls (in
able at: https://fda.gov/news-events/press-announcements/fda-ap- Russian)
proves-oral-treatment-spinal-muscular-atrophy 19. Based on data from the Xmark Analytics pharmaceutical data

10.  General characteristics of the medicinal product Zolgensma LP-No. collection and analysis system on movement and balances of
(001462)-(RG-RU); 2022. Available at: https://Ik.regmed.ru/Regis- medicinal products. Available at: https://app.analytics.xmark.pro/
ter/EAEU_SmPC (in Russian) login (accessed 15.06.2025) (In Russian)

CBepieHnA 06 aBTOpax

KyseHkoBa Jllogmuna MuxainoBHa, JOKTOP Mef. HayKk, npodeccop, HayanbHUK LleHTpa AEeTCKOM NCMXOHEBPONOrMU 1 Helipopeabunutaumu,
Bpay-HeBponor O®rAY «<HMUL| 3gopoBba feteli» Munsgpasa Poccnm, 119991, MockBa, Poccuns; KnuHMYeckuin MHCTUTYT JeTCKOro 340poBbA UMe-
HU H.®. Ounatoea O®rAOY BO «Mepebiin MTMY nm. .M. CeyeHoBa» MuH3gpasa Poccumn (CeueHoBckuin YHusepcuteT), 119435, Mocksa, Poccus,
https://orcid.org/0000-0002-9562-3774

YBakuHa EBreHuns BnagumunpoBHa, KaHA. Mefl. HayK, Bpay-HeBPOJIOr, 3aB. OTAEIeHNEM NCUXOHEBPONOrMU N HenpopeabunnTauuy, 3am. aUpeKTopa
no HayuyHom pabote OrAY «<HMULL 3gopoBba aetein» MuHsgpasa Poccun, 119991, MockBa, Poccus, https://orcid.org/0000-0002-8381-8793

Cepeb6peHHNKOBa dneoHopa bopuncoBHa, Bpau-HeBposor I6Y3 MK «K[KB», 614066, MNepmb, Poccus, https://orcid.org/0009-0002-6922-2210

KapnoBuu EkaTtepuHa WnbuHMYHa, JOKTOP MeA. HayK, npodeccop, 3aB. oTaeneHremM Helipodr3nonornm otaena NHCTPYMEHTaIbHO-AUarHoCcTnye-
cKux meTofoB uccnepoanus Y3 HO «HOOKB», 603136, HuxHuin HoBropog, Poccus, https://orcid.org/0000-0003-4809-298X

Camodan TaTbsiHa AHApPeeBHa, Bpay-HeBPOJIOr, Bpay GU3nyeckomn n peabnnmtaLuoHHON MeauLMHbI, 3aB. HEBPOJIOTMYeCcKuM otaeneHnem MBY3 HO
«HOJKB», 603136, HuxHuin Hosropog, Poccus, https://orcid.org/0009-0009-2281-2601

JlanoukuH Oner JIOHrMHOBIY, KaHA. MeA. HayK, 3aM. AUPEKTOPa, 3aB. Kadbeapoi Grsnyeckon, peabunmtauroHHOM N MHTErPaTUBHON MeanLUMHbI IBY3
MO «HWKW getctBa MuH3gpaBa MockoBcKol obnactu», 141009, Mbituiym, Poccus; BuLe-npe3ngeHT HaunoHanbHoM accoumaumm 4ETCKMX HEBPO-
noros, MockBa, Poccus, https://orcid.org/0009-0001-7242-6073

CMmupHoBa AneKkcaHapa AHaTonbeBHA, KaHA. mMefl. HayK, 3aB. 2-M NMcuMxoHeBponornyecknm otaenexnvem NbY3 MO «HUKWU petctBa MuH3ppasa
MockoBsckow obnactu», 141009, Mbituwm, Poccms, https://orcid.org/0009-0001-0035-7021

lToneHko AHHa AHaToNbeBHa, Bpay-HEBPOJIOr BbICLIEN KaTeropuu, 3aB. oTaeneHmemM ncuxoHesponorum KbY3 «Antaickuin KpaeBom KNUHUYECKNIA
LieHTp OXpaHbl MaTepUHCTBa U feTcTBa», 656019, bapHayn, Poccus, https://orcid.org/0000-0002-7626-6783

Clinical cases 111

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(2): 105-112


https://orcid.org/0000-0002-9562-3774
https://orcid.org/0000-0002-8381-8793
https://orcid.org/0009-0002-6922-2210
https://orcid.org/0000-0003-4809-298X
https://orcid.org/0009-0009-2281-2601
https://orcid.org/0009-0001-7242-6073
https://orcid.org/0009-0001-0035-7021
https://orcid.org/0000-0002-7626-6783

HEBPONOTMYECKUI XKYPHAJT umenn J1.0. BAOANAHA. 2025; 6(2): 105-112
https://doi.org/10.46563/2686-8997-2025-6-2-105-112

KnuHunuyeckne cnyyan

Information about the authors

Lyudmila M. Kuzenkova, DSc (Medicine), Professor, Head, Center for Child Neuropsychiatry and Neurorehabilitation, neurologist, National Medical
Research Center for Children’s Health, Moscow, 119991, Russian Federation; N.F. Filatov Clinical Institute of Children’s Health, I.M. Sechenov First
Moscow State Medical University (Sechenov University), Moscow, 119435, Russian Federation, https://orcid.org/0000-0002-9562-3774

Eugeniya V. Uvakina, PhD (Medicine), Head, Department of neuropsychiatry and neurorehabilitation, neurologist, National Medical Research Center
for Children’s Health, Moscow, 119991, Russian Federation, https://orcid.org/0000-0002-8381-8793

Eleonora B. Serebrennikova, neurologist, Regional Children’s Clinical Hospital, Perm, 614066, Russian Federation, https://orcid.org/0009-0002-6922-2210

Ekaterina I. Karpovich, DSc (Medicine), professor, Head, Department of neurophysiology, Department of instrumental and diagnostic research methods,
Nizhny Novgorod Regional Children’s Clinical Hospital, Nizhny Novgorod, 603136, Russian Federation, https://orcid.org/0000-0003-4809-298X

Tatyana A. Samofal, neurologist, physician of physical and rehabilitation medicine, Head, Neurological department, Nizhny Novgorod Regional
Children’s Clinical Hospital, Nizhny Novgorod, 603136, Russian Federation, https://orcid.org/0009-0009-2281-2601

Oleg L. Lapotchkin, PhD, Deputy Director, Head, Department of physical, rehabilitation and integrative medicine, Research Clinical Institute of
Childhood, Mytishchi, 141009, Russian Federation, Vice President of the National Association of Child Neurologists, Moscow, 141009, Russian
Federation, https://orcid.org/0009-0001-7242-6073

Aleksandra A. Smirnova, PhD (Medicine), Head, 2™ Psychoneurological department, Research Clinical Institute of Childhood, Mytishchi, 141009,
Russian Federation, https://orcid.org/0009-0001-0035-7021

Anna A. Golenko, neurologist, Head, Department of psychoneurology, Altai Regional Clinical Center for Maternal and Child Health, Barnaul, 656019,
Russian Federation, https://orcid.org/0000-0002-7626-6783

Clinical cases
L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(2): 105-112

112



https://orcid.org/0000-0002-9562-3774
https://orcid.org/0000-0002-8381-8793
https://orcid.org/0009-0002-6922-2210
https://orcid.org/0000-0003-4809-298X
https://orcid.org/0009-0009-2281-2601
https://orcid.org/0009-0001-7242-6073
https://orcid.org/0009-0001-0035-7021

