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B Poccuu 3apeructpupoBaH nepopaibHbIM IpenapaT pUCAUIIAM AJIA JIedeHUs

CNMHAJIbHON MBILIEYHOH aTpOdUH Yy B3POCJIbIX U AeTeH C ABYyX MeCsALEB
e PucaurmiaM — nepBbli U e JUHCTBEHHBIN Npenapar A jedeHuss CMA, KoTopbIid MOXHO
IIPUHUMATh Ha JIOMy.
e YYaCTHUKH IIPOrPaMMBbl JJOPETUCTPALMOHHOTO JOCTYIIa K PUCAUILIAMY NPOJ0/DKAT MOJIy4aTh
Ipenapar 3a c4eT Cpe[iCTB KOMIIaHUHU «Polli» 10 ero BBoZja B TpaXAaHCKUN 060POT.
e B KIMHHWYeCKUX UCCIe0BAHUAX OATBEPKAEHO YaydllleHHe ABUraTelbHbIX QYHKIUHN y
NalUeHTOoB pa3HbIX Bo3pacToB co CMA 1-ro, 2-ro ¥ 3-ro THUIOB.

Mockga, 30 HOs16ps1 2020 r. — MUHUCTepPCTBO 3ApaBooxpaHeHust PO o06puiio npenapaT pucauILiam
JUJIs1 JIeueHHsl CIMHAJIbHOM MbliedHoU atpoduu (CMA) y B3pOCIbIX U AeTeH C ABYX MECSLEB.
PervcrpanoHHOe y10CTOBEpEHHE ONyOJIMKOBAHO Ha opTase ['ocyjapcTBEHHOro peecTpa
JIeKapCTBEHHBIX CpeACTB. [IpenapaT MoXKeT NOTeHLMaJbHO NOMOYb 0 4,9 ThICAY POCCUNCKUX
naureHToB co CMA pa3HoO# cTeNeHH TSKeCTH, BKawodast 1-i, 2-1, 3-i 1 4-i Tunsl [1].

Pucpauniam (ToproBoe HauMeHOBaHue IBpUCAU®) co3gaH AJis iedeHuss CMA myTeM MOBbBIILIEHUS B
opraHu3Me ypOBHs 6esiKa BBKMBAaEMOCTH JBUTaTe/IbHbIX HeWpoHOB (SMN). 3To nepBbId U
e/IUHCTBEHHBIN Npenapar A HaToreHeTu4eckor Tepanuu CMA, KOTOpbIA MOXKHO NIPUHUMATh Ha
JfoMy. OH NIpUMeHsIeTcs B XXUAKOW GopMe OZMH pa3 B CyTKH NEPOPAIbHO UJIH, PU HEOOXOUMOCTH,
yepes 30H/ JJIsl JHTEPaAJTbHOT0 MUTAHHS.

OKyaeTcs, 9YTO IepBble MAapPTUH NTpenapaTa pUCAUIIIAM MOCTYISAT B rpaXkAaHCKoe obpallieHue B
Poccuu B mae 2021 roga.

[IpumepHo 230 poccusiH GbLIM BKIKYEHBI B IJ100a/IbHYI0 MPOrpaMMy AOPETUCTPALMOHHOTO AOCTYIA
K [penapaTy PUCAMILIAM I10 }KU3HEHHBIM Noka3aHusAM. Cpeau HUX 6os1ee 70 nanueHToB co CMA 1-ro
TUna u 0koJio 160-tr co CMA 2-ro Tuna. OHM IpoA0/DKAT NOJIy4YaTh JieYeHHe 3a CYET CPEACTB
KOMIaHUH «Poli» 10 MOMEeHTa BBOJA B IPAXK/JAaHCKUIH 060pOT MepBOM NapTHUX penapara.

[louemy 3TO BaxkHO?

[To naHHbIM BstaroTBopuTeabHoro ¢pouga «Cembu CMA», Ha Havas10 HOos16ps 2020 roga B Poccun
HacyuThiBasoCch 1 048 nanuenToB co CMA, n3 Hux 823 — getu. [Ipu aTOM noTeHMa/bHOE
KOJINYECTBO GOJIbHBIX B CTPAHE MOXKET JOCTUraTh 4,9 Thicsad yesoBek [1].

CnuHasnbHas MbliieyHas atpodpus (CMA) — pezikoe TsKes0e Hac/leACTBEHHOe IPorpeccupytoliee
HepBHO-MblIIe4YHOe 3a60/1eBaHNe. OHO pa3BHUBAeTCA BCJIeACTBUEe MyTalUu Wiu otcyTcTBusA B JJHK
redHa SMN1, uz-3a yero popmupyetcs aepuuut 6enka SMN, Heo6xX0AUMOr0 /151 COXpaHEHUS
MOTOHEHUPOHOB — KPYIHBIX HEPBHBIX KJIETOK B CHMHHOM MO3re, KOHTPOJIUPYIOLUX JBUKEHNE
MbllLILL, B pesysibTaTe MblIIEI €1a6€I0T U aTPOPUPYIOTCS.

AO «Pomi-MockBa» 107045, Poccuga, r. MockBa OTZAes BHEUIHUX Tesn. +7 495 229 29 99
Tpy6Has mwiouagb, a. 2 KOMMYHMKaI UM www.roche.ru
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B 3aBucumocTH ot Tuna CMA, pusudeckas cusia yeJ0BeKa U ero CltoCOOGHOCTb XOIUTh, eCTb UJIH
JbILIATb MOTYT OBbITh 3HAUUTEJbHO YMEHbLIEHbI WU TOJIHOCThIO yTpadeHbl. [1o pa3HbIM JaHHbIM,
Kaxzb1i 40-60-11 yeslOBEK SIBJISIETCS HOCUTEIEM TeHHOW MyTaluH [2]; IpU HAIMYUW MYTaLUH y
060UX poauTesiel BEpOSITHOCTh poxkAeHUs1 pebeHka co CMA cocrasisieT 25% [3].

Pe3ysibTaThl KIMHAYECKUX UCCAEH0BaHUM

B pEFHCTpaHHOHHOﬁ 3adBKe Ha pUCAUIIIaM ObLJIU npeacraBjeHbl JdHHbI€ KINHHUYECKUX
WCCJIeJOBAaHHUH C yYacTHEM NALUEeHTOB, NPEACTaBIAIILUX pPa3/JIMYHble BO3paCcTHbIE IPYNIbI U
CTpajJlaroiiyx 3a60JieBaHUEM PA3JIMIHON CTENEHH TSKeCTH, BKJItodasg CMA 1-ro, 2-ro ¥ 3-ro TUIOB.

Tak, B uccnenoBanuu FIREFISH c yyactuem nanuenToB co CMA 1-ro Tuna B Bo3pacTe 2-7 MecCAIIEB,
CIyCTs 2 Tojia 1nocJie Havasia JiedeHus1 88% manueHTOB ObLIM )KUBbI 6€3 MOCTOTHHOW BEHTUJISIIIUU
JIETKUX. 59% ManueHTOoB, MOJy4YaBIIUX TepaneBTHYeCKYI0 /103y, JOCTUIJIU CIIOCOGHOCTH CUIETh Ge3
MOAJIEPKKHU B TeYEHHE He MeHee 5 CeKYH/J — KJII0YeBOM 3Tal pa3BUTHUSI MOTOPHON QYHKIIUH,
KOTOPBIH OGBIYHO HEe HABJII04aeTCsl IPH eCTECTBEHHOM TeyeHUH 60J1e3HU. 65% NalueHTOB MOTJIH
yAep>KUBaTh rOJIOBY B BepTUKaJbHOM NOJI0KEHUH, 29% Moryu nepeBopadynBaThbcs, U 30% Moruin
CTOSTH C o ep>xkkoil. 100% marnueHTOB COXPAaHUIM CIIOCOOHOCTD IJ10TaTh, 93% coxpaHuiu
CIOCOOGHOCTD MUTAThHCS MEPOPATbHO [4].

B uccinemoBanuu SUNFISH y neteii 1 B3pocsbix co CMA 2-ro wiu 3-ro TUIIOB B BO3pacTe oT 2 710 25
JIET, CIYCTS 2 ro/ja ocJie Havasia JiedeHHUsl HabJ110/]ajIoCh KIMHUYECKU U CTATUCTUYECKU 3HAYUMOE
yaydlleHre JBUTraTe/bHON QYHKIIMY 10 CPAaBHEHHUIO C m1ane6o [5].

B uccnegoBanuu JEWELFISH c yuactuem nayuentoB co CMA B Bo3pacTe oT 6 MecsneB fo 60 Jer,
paHee MOJIyYaBIIMX IATOTeHETHYECKOE JiedeHHe, IPUMEHEHNE PUCAUILIaMa TPHUBEJIO K ObICTPOMY U
yCTONYMBOMY MOBBIILIEHHIO YPOBHS B opranusme 6esika SMN [5].

B KJIMHUYECKHUX UCCIeIOBAaHUAX He ObLI0 3adHUKCHUPOBAHO HU OJHOTO C/Iy4as IpeKpalleHusl TepaluH,
CBSI3aHHOTO C NpenapaToM pucaumiaM. Hanbosiee yacTbIMU HeXKelaTeJAbHbIMU SIBJIEHUSIMU TPU
no3aHeM Hadajsie CMA, a Takxke npu CMA c 1e610ToM B MJ1aieH4eCKOM BO3pacTe ObLIU Juapes U Chlllb.
OHH paspeliajuchb HECMOTPS Ha MPO/0JKatolleecs JedyeHue.

Craryc perucrpanyu B MUpe

Kpome Poccuy, B HacToslee BpeMs penapaT pUcAyIlaM paspelleH K npuMeHeHuI0 B CIIA,
bpasuauy, Yuay, YkpauHe, I0:xHoit Kopee u 'py3un. 3asBKY Ha perucTpanyio HaxoAsTCA Ha
paccMOTpEeHUU PeryasiTOpHbIX opraHoB EBporneiickoro coto3a, lBeinapuy, Anonuu, Kurtas, U3paunsa
u eule 15 ctpaH Mupa.

3asBKa Ha perucTpaluio puc/unaaMa 6bljia nojaHa B MUHUCTepCTBO 3paBooxpaHeHns PO B mapTe
2020 ropa, mocJie 4yero npemnapar MoJy4usa cTaTyc opaHHOro JieKkapcTBa.

[uTatsl
Osabra 'epmaneHko, fupekTop biarorBopuTtenbHoro ¢ponza «Cembu CMA»: «HecMoTpst Ha
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peructpayuio B aBrycte 2019 roga B Poccun nepsoro npenapara AJig gedeHuss CMA, noka Mbl
OTMeYaeM CJIOKHOCTH € obecrieyeHHeM G0JIbHBIX JIEKAPCTBEHHOH Tepanueld. MHOrue naydeHThl Bce
ellle He M0JIy4alOT Heo6XoAUMoro JiedeHus. O06peHre pUCcAMIIIaMa, Kak [penapara
MaTOreHeTUYeCKOM Tepanuy, CMOXKET CTaTh ellle OJHUM I1aroM K JJOCTYITHOMY JIeYeHHUIO U CO34acT
yCJI0BUS JJis1 60Jiee IUPOKOro NpuMeHeHHUs 3P PeKTHUBHBIX JIeKapCTBEHHBIX CPECTB Y NALlUEHTOB,
KOTOpbIE B HUX HYXKJAIOTCA».

Exatepuna ®ajieeBa, MeIULIMHCKUIN JUPEKTOP KOMIAHUU «Porix»: «BosbIuHCTBO Jirofeit co CMA B
Poccuy noka He mOJIy4aloT HEOOX0JUMOT0 TAaTOreHeTUYECKOro iedeHusl. Mbl Ha/ileeMcsl, 4TO
PUCAUILIAM C €ro 6JIaroNpUATHBIM KIMHUYECKUM PO UIeM U MepopalbHbIM PEXKUMOM IPUMeEHEHHU S
MPUHECET 3HAYMMYI0 I10JIb3Y MHOTHM M3 TeX, KTO YXUBET C 3TUM TsKeJIbIM HEPBHO-MbIIIEYHbIM
3abosieBaHueM. Harlra koMnaHus nmpeJnpruHYMaeT BCe HEOOX0JUMble YCUIHS U PaboTaeT CO BCEMU
3aMHTEPECOBAHHBIMU CTOPOHAMH, YTOOBI BCE MAIIMEHTHI, HE3aBUCHMO OT Bo3pacTa ¥ Tuna CMA,
CMOTJIM MOJIYYUTh HEOOXOAUMOE JIEeHEHHEX.

Kiunuyeckue uccienoBanus pucauiiaMa

Pucauniam usy4yaeTcs B paMKax OGLUIMPHOM MPOrpaMMbl KIMHUYECKUX UCCIeJ0BaHUM. B HUX
y4acTBYIOT nanueHThl co CMA oT 2 MecsneB A0 60 JsieT ¢ pa3JIM4YHbIMU CUMIITOMaMU U YPOBHEM
JIBUraTeJbHbIX QYHKIMH, HATPUMED, CO CKOJIM030M WU KOHTPAKTypaMH CyCTaBOB, @ TAKXKE Te, KTO
paHee MoJiydas naToreHeTHU4eCcKoe JiedeHue 1o noBogy CMA. Bcero B nporpaMMe NpuHSAIN UIN
NPUHUMAIOT yyacTue 6osiee 450 mamueHTOB.

e FIREFISH (NCT02913482) — OoTKpBITOE KIMHHUYECKOE UCCIEL0BAHME, COCTOSIIEE U3 [IBYX
4yacTeH, Mo oneHKe 6e30MacHOCTH, IEPEHOCUMOCTH, 3GPEKTUBHOCTU U PapMAKOKHHETUKH U
dbapMakoAMHAMHKH Y ALIMEHTOB B Bo3pacTe 2-7 MecaneB co CMA 1-ro Tumna. B nmepBoi yactu
MCCJIeJOBaHHUS OLleHMBaJIN HECKOJIBKO J03MPOBOK PUCAUIIIAMA U ONIpeAeTUan
TepaneBTHUYeCKY0 A03y 0,2 Mr/Kr JiJisl BTOPOX 4acTH.

e SUNFISH (NCT02908685) — MHOTOLIEHTPOBOE IJI1ale60-KOHTPOJUPYEMOe KINHUYECKOE
uccaeZj0BaHue, COCTOSIIIME U3 IBYX YACTEMH, 10 OLlEHKe MO0 OIleHKe 6e30MacHOCTH,
epeHoCUMOCTH, 3¢ PEeKTUBHOCTH U GapMaKOKUHETHKU U papMaKOJUHAMHUKH y MAIlUEHTOB
co CMA 2-ro uiu 3-ro THUIIOB B BO3pacTe OT 2 J10 25 JIeT ¢ pa3HOU CTeNeHbI0 TIXKeCTU
3ab0JieBaHUs.

e JEWELFISH (NCT03032172) — OTKpBITOE HUCCJIe/JOBAaHUE IO OL[EHKE I10 OL[eHKe
6e30MacHOCTH, NIEPEHOCUMOCTH, 3G PeKTUBHOCTH, GapMaKOKUHETHUKHU U papMaKOJUHAMUKH Y
nanueHTOB co CMA B Bo3pacTe oT 6 MecaLeB 10 60 sieT, paHee M0Jy4YaBIIUX
3apervcTpUpoOBaHHOE WM UCCIelyeMoe TaToreHeTH4ecKoe JedyeHrue. Habop y4acTHUKOB
YCCJ/IeIOBaHMS 3aBEPILIEH, BCETO B UCC/IeJOBAaHHE PAaHAOMU3UPOBaHo 174 manyeHTa.

e RAINBOWFISH (NCT03779334) — OTKpbITOE HECPAaBHUTEJNbHOE MHOTOLIEHTPOBOE
vccieIoBaHueE M0 olleHKe 3P PeKTUBHOCTH, 6€30MacHOCTH, GapMaKOKUHETUKH U
dbapMaKoIMHAMUKHY pUCAUILIaMa y MiaZieHneB (~n=25) B Bo3pacTe OT POXK/ieHHs /10 IeCTH
HeJlesib (TIpY epBOM BBeJIeHUH Mpemnapara) ¢ Auario3om CMA, ycTaHOBJIEHHBIM 10
pe3yJibTaTaM reHETUYECKOT0 TECTA, Y KOTOPBIX IOKA OTCYTCTBYIOT CUMITOMBI 3a60/1€BaHUS.
B HacTosi1ee BpeMs IpoJ0/KaeTcs HA60p YYaCTHUKOB MCC/Ie/I0BAHUS.

«Pom» B HeBpOJIOTHH
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HeBposiorusa — oAHO U3 NIPUOPUTETHBIX HAllpaBJIeHUN HAYYHBIX UCCaef0BaHUN «Pom». Komnanua
WCIIOJIb3yeT NMoCJeJHUE LJOCTHXKEHNUA HayKHU [JI CO3LaHUSA METOLOB JIedeHUs, KOTOpble MOI'yT
MOBBICUTb Ka4eCTBO *KU3HU JIIOJleH C TSKeJIbIMU U XpOHUYECKMMU 3a60/1eBaHUSIMU. «Poll» BeeT
pa3paboTKy Gosiee AeCATH NEPCHEKTUBHBIX IPeNapaToB [Jis Je4eHHs] HEBPOJIOTrHYeCKUX
3a60J1eBaHUM, B TOM YHMCJIe PACCESTHHOTO CKJIEP03a, ONTUKOHEBPOMUEINTA, 60/1e3HU A/bLreiiMmepa,
6oJie3HU ['eHTUHITOHA, 60s1e3HU [lapkuHCOHA, MUoAUCTpodUH Jl0llieHHa U ayTU3Ma.

Komnanug «Por»

«Pom» (Basesns, llIBelijapusi) — ryo6asbHasi MTHHOBALlMOHHAsS! KOMIIAaHHUS B 06J1acTH ¢papMareBTUKU
Y JMarHOCTUKH, KOTOPasi UCHOJb3yeT NepeLOBYI0 HAyKy, YTOObI YJIYULIMTh KU3HU Jitoei. B 2019
roly MHBECTUIIMY KOMIIAHUH B UCCJIeI0BAaHUSA U pa3paboTKu cocTaBuiau 11,7 muip/ BeHIapCcKUX
¢dpaHkoB. «Po1» SABJsIETCS OAHUM M3 KPYIHENIINX pa3paboTIYMKOB U MPOU3BOAUTEEH
O6MOTEXHOJOTUUECKHUX JIEKAPCTBEHHbIX IPENapaToB /i JIe4eHHs] OHKOJIOTUYECKUX, ay TOUMMYHHBIX,
MHQ)EKLMOHHBIX U HEBPOJIOTHUYECKUX 3a60yieBaHUl. KoMIaHUs TakKe SIB/sIeTCS OAHUM W3 JIUJEPOB B
06J1aCTU AWArHOCTUKHY N Vitro i TUCTOJIOTUYECKOHN JUAarHOCTUKHU OHKOJIOTHYECKUX 3a60/1eBaHUH, a
TaK)Xe MMOHEPOM B 006J1aCTH CAMOKOHTPOJIS caxapHoro Auabera. 06 benHeHUe dapMaleBTUIECKOT 0
Y IMarHOCTUYECKOT 0 Mo/ pa3/iesieHuH Mo3BoJiseT «Polr» 6bITh OAHUM U3 JTUJIEPOB B 06J1aCTH
nepCcoHaIu3upoBaHHOM MeAuLMHbL. AO «Pou-MockBa» npejcraBisieT B Poccun dapManeBTHYecKoe
noJjpas/esieHue KoMnaHuu. Pa6oTas co BceMU 3aMHTepecOBaHHBIMU CTOPOHAMMU, MbI CTPEMUMCS
YJAYYIIUTD AOCTYI POCCUNCKUX NALMeHTOB K UHHOBALIMOHHBIM TEXHOJIOTUAM B JIeYeHUHU
3a60JieBaHMM. 27 IpenapaToB KOMIaHUU BXoJAT B nepeyeHb XKHBJIIL. «Poii» BHOCHUT [J0ITOCPOYHBIN
BKJI3/| B Pa3BUTHeE MeJAULMHBI, HAyKH, 0011eCTBEHHOT 0 3/IpaBOOXpaHeHUs U papMaleBTHIeCKOU
npoMbllIeHHOCTH B Poccum. [logpo6Hee Ha www.roche.ru.

Bce TOBAPHbIE€ 3HAKH, UCII0JIb3yeMble UJIU YIIOMAHYTbIE B 3TOM COO6H.L€HI/II/I, 3allUIEeHbl 3aKOHOM.
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