C U R E S M A BPOLUIOPA CEPUU «MTOMOLLDb MNP CMA»

NCTOYHUK MHOOPMALN N NOOOEPXKKW A4 NAL, CTPALAKOWMX CMUHATIBHOWN
MbILLEYHOW ATPOOUEW, N UX CEMEWN.

NMOHUMAHUE CMA

cure,

SM Make today a
breakthrough.



CMNMHATIbHAA MbILLEYHAA ATPOOUA

CnuHanbHasA mMbilieYyHas anotI)I/Iﬂ (CMA) saiBnsaetcs HacneacrBeHHbIM 3a6boneBaHnem. OHa nuwiaeT naymneHToB
¢|/|3|/|qu|(0|7| Chnbl, NOpaXaAa AgBuratesibHblie HepBbl CMUMHHOIO MOo3ra, YTo NPUBOANT K cnaboctun anO(I)I/II/I
(I/ICTOI.I.I,EHI/IIO) MbILLUL. Tn ABUraTesibHble HEPBHbIE KNETKN YNPaBAAT MblillLjaMi, KOTOPbI€ NCMOJIb3YIOTCA
npwv gbiXaHn, non3aHun, xo,qb6e, nogaepaHMm NONOXKeHUA roJsioBbl 1 Wen 1 rMmoTaHnn.

DOAKTDI:

CMA — pegkoe
paccTponcTBo,
BO3HMKaloLlee ¢
4acTOTOW OKOJO

1 cnyyas Ha Kaxpble
11 000 popos.

NpumepHo y 1 n3
50 nauneHTOB nMeeTcs
OAVIH Hepabouuin reH

CMA, n cumnTOMBI
OTCYTCTBYIOT.

CMA aBnsetcsa
ayTOCOMHO-
peueccuBHbIM
3aboneBaHnem.

Y 60nbHOro yenoBeka
nmeeTcA 2 Hepabounx
reHa CMA, no ogHoMy
OT KaXkgoro poautens.

MpuumnHon passutna CMA aBnaeTca MyTauusa reHa BbiKMBaeMoCTn
MoOTOHenpoHoB 1-ro Tuna (SMN1). Y 3g0poBoro uenoBeka 3ToT reH
nNpou3BoanT 6eNoK, KOTOPbI MMeEeT YUpe3BblYaliHO Ba’KHOEe 3HaYeHUA
Ana GYHKLUNOHNPOBaHWA HEPBOB, YNpaBnAoLWMX Mbiluyamu. bes
HEero 3T! HepPBHbIE KNETKN He MOTyT GYHKLMOHMPOBATb AO/MKHbIM
06pa3om 1 B KOHEYHOM MTOre FMOHYT, N3-3a Yero pa3BMUBaeTcA
MblLLEeYHasA cNabocTb, NprBoAALLan K MHBANIMAHOCTU U, NHOTAQ, K
cmepTu. NMpu CMA paboTaeT pe3epBHbIl FeH, KOTOPbI Ha3blBaeTcsA
reHOM BbPKMBaeMOCTU MOTOHENPOHOB 2-ro Tuna (SMN2). OH Takxke
npounseogut 6enok SMN, Ho meHee 3¢ PpeKTUBHO, Yem reH SMN1. Mpu
3TOM ABuraTtesibHaa GYyHKLNA 3aBUCUT OT MMeIOLLIerocst KoimyecTsa
Konui reHa SMN2 — yem meHbLue nmeetca Konun reHa SMN2, tem
CUbHee MbilUeYHasA c/laboCTb, HO ObIBAIOT 1 NCKITIOUYEHNS.

CMA — peaKoe pacCcTpoONCTBO, BO3HMKaLee C YaCTOTOW OKOJO

1 cnyyas Ha Kaxkgble 11 000 pogos. [pmepHo y 1 n3 50 nauneHToB
nmeeTcA oauH Hepabounn reH CMA, n cumntombl oTcyTcTBYIOT. CMA
ABNAETCA ayTOCOMHO-peL,ecCUBHbIM 3aboneBaHmem. 3To o3Havaer,
uTo y 60MIbHOTO YenoBeka nmeeTcs 2 Hepabounx reHa CMA, no
OAHOMY OT KaX<[oro pogmrtens.

Mpn CMA noparkeHbl MbiLwLbl Bcero Tena. MNpu Hanbonee
pacnpocTtpaHeHHbix Tnax CMA Horu cnabee, uem pyku. Kpome

TOro, MeeTcs cNaboCTb MbILLL, MCMOJIb3yeMbIX MPY NpuemMe NuLy,
rMOTaHUM N AbIXaHUK, YTO MOKET 3aTPYAHATb NpYem Ny n
3ameanATb Habop macchbl Tena. M3-3a cnabocTu gbixaTeNbHbIX MbILLIL,
nauyeHTy MOXeT ObITb TPYAHO KaLWATb U MY60KO AblllaTb, 0CO6EHHO
BO BpeMms cHa. M3-3a c1labocTi 1 NoBbILEHHOI yTOMIISeMOCTU

Mbiil y nny, co CMA noBbllLeH pUCcK pa3ByUTUA MHEBMOHUN 1

MOXET BO3HMNKHYTb OfiblLLIKa NPV MPOCTYAE U pecnnpaTopHbIX
HeKkumax. OfHaKo MO3T coXpaHAEeT CNOCO6HOCTb MbICINTb, a TENI0 —
CNOCOGHOCTb YYBCTBOBATb MPUKOCHOBEHNS 1 60Ib.



CMA yacTo pa3fenaioT Ha YeTblpe TUNa B 3aBUCMMOCTY BO3pacTa, B KOTOPOM NOABUINCH CUMNTOMbI,
M BOCTUTHYTOrO YPOBHSA Pa3BUTMA KIOUYEBbIX ABUraTesibHbIX HaBblKOB. Kak npasuno, y nuy co CMA
HabnlopgaeTca nporpeccupyiollee yxyaleHue gsmratesibHon GyHKLMN C MOMEHTa NOABIEHUA CUMITOMOB.

' CMA 1-ro Tuna A CMA 2-ro Tuna @ CMA 3-ro TMna m CMA 4-ro Tuna
g 0

Bo3HuKHOBeHME: BO3HUKHOBEHME: Bo3HMKHOBEHWE: B fleTCKOM @ ¥ Bo3HMKHOBeHMe: cTaple 30 net
[0 6 MecALeB ‘ ’ 6-18 mecsLes T BO3pacTe cTaplue 12 mecAleB KnioueBble GpyHKLUMU: B HOpME
KnioueBble GpyHKLMU: Kniouesble pyHKLMM: ' KnioueBble pyHKUMM: XOOpba @ @
OTCYTCTBME CUAEHNA cupeHne, oTCyTCTBrE

X0Ab6bl

Y pasHbix nogenn CMA nposasnaetca no-pasHomy. CUMNTOMbI, BO3HMKLUME B AE€TCTBE, MOTYT UMETb PasfiINyHYto
CTerneHb TAXKECTM N NPOrpeccnpoBaTh No-pasHoMy. HekoTopbie HaBbIKM MOTYT ynyullaTbCs, B TO Bpems Kak

Apyrue — yxyawartbcA. Hekotopble naymeHTbl co CMA — 3710 B3pocible noan € IerkuMmm CMMnToMamu, KoTopble
MOryT nporpeccmMpoBaTb oUeHb MeanieHHo. B nocnegHue roabl, nocne noaBneHna npenaparos ansa neyeHna CMA
rpaHuLbl MeXAyY STUMK KnaccuduKaLuMOHHbIMM TUMAMK CTa/IN CABUraTbCA N3-3a U3MeHeHUA TeueHns 3aboneBaHnA.
3710 03HauaeT, uto npoasneHnsa CMA 6yayT 3aBuCeTb OT BPpeMeHU NOCTAaHOBKU ANarHo3a, reHeTuyeckux Gpakropos

1 OT TOro, GbINIO NI HauaTo JieueHue, B KaKne CPOKM OHO ObI10 HauaTo 1 KakoBa 6bina TakecTb cumntomoB CMA Ha
MOMEHT Hauyana ne4yeHusa. B cnyuvae paHHen ArarHoCTMKM 1 paHHEro Havarna sieueHnA OHO AaeT Nlyylume pesynbraTbl.
Momowwb npy CMA 1 mepbl No o06neryeHnio CMUMNTOMOB ONpefeNnsoTCA YPOBHEM Pa3BUTUA ABUraTenbHon GyHKLMN,
B 3aBMCMMOCTU OT KOTOPOTrO NauvieHTOB NoApPa3sAenaoT Ha HeCMaAunNX, CMAAYNX N XO[AUMX.

KNACCUOUKALIMA TUNOB CMA 10 NOABJIEHUA NMPEMNAPATOB A14 EE IEYMEHWA (2016 T)

BO3PACT HA MAKCUMATBHbIN
. KONWYECTBO 0MMUAAEMAS
MOMEHT PACNPOCTPA- | MOCTUFHYTbIN YPOBEHb .
in NoABNEHMSA HACTOTA HEHHOCTb PA3BUTUSA ABUTATENbHO Ko"S':n"erEHA "Ponon)i'((x;:ﬂbmub
CUMNTOMOB OYHKLMM
OTCYTCTBYET; CHUMEHME )
0 BHYTPUYTPOBHO <1% <1% NOABWXHOCTY INIOMA, 1 e
KOHTPAKTYPbI 1PV POXIEHIM HECKOMbKIX HEAETb
HVKOTTIA HE CATUTCA
1 < 6 MECALEB 60% 15% CAMOCTORTENLHO 123 <27er
2 6-18 MECALEB 25% 70% CAIMTCA CAMOCTOATE/TBHO 234 20-40 fiet
B XOMIbBA, BNOCEACTBUN
3 1,5-10 NET 15% 15% PETPECCHA 345 Hopma
4 > 35 IET <1% <1% MEIEHHOE YXYILIEHVE 4,5 Hopma

B ma6nuye 1 npedcmassnieHa kKnuHuveckasa knaccugpukayus CMA 0o eHedpeHuUs 2eHHOMOOUpuUyUpylowell mepanuu, ompaxarowas ceasb mexoy munom CMA, sospacmom Ha
MOMeHM NoA6JIeHUA CUMNMOMO8 U MAKCUMA/IbHbIM 00CMU2HYMbIM ypo8HeM pazsumus 0suzamesnoHoll pyHkyuu. XXupHeiM wipughmom ebi0esieHo Yauje 8ce20 cmpeyaroujeecs
Konu4yecmeo Konuti 2eHa SMN2 npu kaxoom uz munoe CMA.

Ta6bnuua aganTupoBaHa Ha ocHoBe ny6nukaunn SMA Europe and TREAT-NMD (2016). Briefing Document to the Clinical Trial Readiness in Spinal Muscular Atrophy (SMA) SMA
Europe, TREAT-NMD and European Medicines Agency meeting. London: European Medicines Agency. *

*https://www.ema.europa.eu/en/documents/other/briefing-document-clinical-trial-readiness-spinal-muscular-atrophy-sma-sma-europe-treat-nmd-european_en.pdf



HECUOAYME NALUNEHTDBI/CMA 1-TO TUTIA

PaccmaTtpuBasn 3Tu pyHKLMOHANbHbIE KaTeropun, cnegyet NOMHUTb O TOM,
4yTo Npu npoBepeHun neyeHna CMA ¢pyHKUMNOHaNbHaA KaTeropus nauyneHTa
MOXXeT NU3MeHUTbCA C TeueHnem BpemeHun. K pyHKunoHanbHOM KaTeropumn
«HecnpauYne» OTHOCATCA NaleHTbl, KOTOpble He MOTyT CAaMOCTOATENIbHO
cnpeTb. Y Hecmpaumx nayneHToB TeueHna CMA Hanbonee TaXkenoe.

Y nayneHTOB U3 KaTeropum «Hecupgavyme» CMMNTOMbl BO3SHUKAIOT B paHHeM
BO3pacTe, B 6 mecsALeB UM paHblle, N Yy HUX 3a4acTyl0o MMeeTCA MeHbluee
KonnyecTBo Konum reHa SMN2.

Y naymnenTtos co CMA, KOTOpbie He MOryT cuageTb, MOryT HaGJ'IIOAaTbCH aiegyoume CMMnTomMbl:

YTomnaemocTb

CHWXKeHMe Nnm oTCyTCTBUE CNOCOBHOCTM K
YAEPKNBaHUIO rONOBbI

OrpaHuyeHne ABUXKEeHU PYK 1 HOT

Tuxwnin nnau

3aTpyaHeHue peun

MopeprusaHue a3bika (pacuukynauymn)
MNMotnuBoCTb BO BpeMA CHa

3aTpygHeHue nprema Ny n rmoTtaHus. Moxer
noAaBUTbCA UM BAOXHYTb YacTULbI NULLA WK
HanuTKa. Mocne efbl NV NUTbA MOTYT NOABNATLCA
BNa{Hble WK Cyxue Xpunbl Npy AbIXxaHUU B

ropne v rpygaHon Knetke. B aTom cnyyae B uenax
6e30MacHOCTM NaLieHTa KOPMAT Yepes 30HA

3anop

lpyaHaa KneTka manoro pasmepa

YualyeHHoe AbIXxaHUe KNBOTOM»

Cnabbin Kawenb

CnabocTtb AbixaTesibHbIX Mbiwy. CyuiecteyeT
cneyvanbHoe o6opyaoBaHuMe Ana obneryeHns
ObIXaHuWA 1 OTKaLLNBaHMA, a TakKe Ans
KOHTPONA AbIXaHusA

UcKpuBneHne no3BOHOYHMKA (CKONMMO3)
BbiBux 6egpa

Xpynkue KocTu, KOTopble MOTyT NIerko JIoMaTbCs.

HEOGXOAI/IMO onTUMN3NPOBaTb n0Tpe6neH|/|e
ButamuHa D n kanbuusa



COAYME NAUMEHTDBI/CMA 2-TO TUTIA

K ¢pyHKLUMOHaNbHOM KaTeropumn «cugaume» oTHOCATCA NaLeHTbl, CMOCOOGHbIe
cnpeTb NpAmMmo 6e3 nogaepKn. HekoTopbiMm N3 HUX MOXKeT TpeboBaTbCA
nomMoLb AnA TOro, YTo6bl NPVHATD NOJNIOXKEeHne cuasA.

Y naumneHToB co CMA, KoTopble cnoco6Hbl cnpeTb 6e3
NOCTOPOHHE NOMOLL, HO HE MOTYT XO4UTb, MOTYT TaKXKe
HabnoaaTbca cnepyoWme CMMNTOMbI:

e  YTomnaemocTtb

e OrpaHuyeHune ABUKEHNIN PYK N HOT

e [logeprnBaHue a3biKa (pacumkynaymn)

e [loTnnBOCTb BO BpeMA CHa

e TpyaHo cbepaTb AOCTAaTOYHOE KOMIMUYECTBO NULLM Af1A NOAAepKaHuA
Maccbl Tena n obecneyvyeHua pocta. B sTom cnyyae MoxKeT BO3HUKHYTb
Heo6XoAMMOCTb B KOPMJIEHUM Yepes 30H (BPEMEHHO WM MOCTOAHHO)

e 3anop

° pr,qHaﬂ KJ1IETKa MeHblUero pasmepa

e 3aTpygHeHue oTKalnBaHUA, 0CO6EHHO Npu NpocTyae,
13-3a NOBbILLEHHON YTOMIAEMOCTU U cJlabocTn

e CnabocTtb AbixaTenbHbIX Mbiwy. CyuiecTByeT cneumanbHoe
o6opynoBaHuMe Ana ob6neryeHUs gblXxaHnA U OTKaLUMBaHUS,
a TaKXe AN1A KOHTPOA AblXaHuA

¢ lcKkpuBneHne N03BOHOYHMKA (CKONNO3)

e BbiBUX 6egpa

e Xpynkue KoCTu, KOTOpble MOTyT Nerko nomartbca. Heo6xoanmo
ONTUMU3NPOBaTb NoTpebneHme BuTammnHa D n Kanbuus

¢ lcnonb3oBaHne NHBANIMAHON KONMACKN, MOTOPU30BaHHOW MK
C PYYHbIM MPUBOAOM



XOOAYNE NMAUMERTDBI/CMA 3-TO TUMA

MauymneHToB co CMA, KoTopble CMOCOOHDbI CTOATb U XO4UTb, CAMOCTOATE/IbHO
NN C NOCTOPOHHEN MOMOLLbIO, Ha3bIBaKOT «KXOA4AYNMUNY.

Y nayMeHToB, CNOCO6GHbIX XO4UTb, MOTYT
HabnlogaTbca cnegytowme CMUMNTOMbI:

YTomnsaemocTtb

3aTpyaHeHusa npu xoabbe, 6ere 1 nogbeme Nno CTyrneHbKam.
HekoTopbie nauueHTbl BNOCAEACTBUM YTPAUNBaOT
CNOCOBGHOCTb K CAMOCTOATENIbHOW X0oAb6e, B TO BpeMs Kak
y OPYrrX OHa MOXEeT COXPAHATLCA, KaK Npu NpriMeHeHn
npenapartoB s neyeHna CMA, Tak n 6e3 Hux

NcKkpuBneHne no3BoOHOYHMKA (CKONMNO3)

CnabocTb AbixaTeNbHbIX MbiLIL, BO BPeMs OCTPbIX
3aboneBaHuUn NV NPY NPOBEAEHUMN aHECTe3NN.
Mpwn JocTKeHNN B3pOCnoro Bo3pacTa cnaboctb
AbIXaTeNbHbIX MbILLL, MOXET YCUNTbCA

OpoXxb n nogeprusaHue (Tpemop) nanbues,
KNCTEN PYK U APYrnX MblLLL}

bonb B CyCTaBax U Mbiliyax U CUMNATOMDbI
nx nepeHanpAaKeHnA

XpynKme KOCTWU, KOTOPbl€ MOTyT NIerko JioMmaTbCA.
OI'ITI/IMI/I3aL|I/IF| I'IOTpEﬁﬂeHI/IFI BUTaMnHa D n KanbuunAa
MOXKeT NOMOYb YKpenuTb KOCTN



CMA, BO3SH/KLLAA BO B3POCJIOM
BO3PACTE/CMA 4-TO TUTA

9710 naymneHTbl co CMA, y KOTOpbIX CMMNTOMbI BO3SHUK/AN B BO3pacTe cTapLue
18 neT. Yawe Bcero cumnTombl NOABAAIOTCA NO3Xe 35-neTHero Bo3pacra.
Mpu 3TOM HapyLeHNA CO CTOPOHbI AbIXaHNA, KOCTHO-MbILLIEYHOWN CUCTEMDbI

N NUTaHNA 06bIYHO ObIBaOT Nerkummn. iBuratenbHas cnabocrTb 06bIYHO
nporpeccupyeTt measieHHee.

Y naymenToB co CMA, BO3HUMKLUEN BO
B3pPOC/IOM BO3pacTe, MOryT Habnrogatbca
cnepylouwme CMUMNTOMbI:

e YTomnaemocTb

e [lpoxaHue nnu nogepruBaHuve (Tpemop) nanbLes,
KMUCTeN PYK Wi gpyrux Mbili

* Bonb 11 HenpuUATHbIe OLYLLEeHUA B MbILLLAX

e [loBblweHue XpynkocTtu KocTen, KOTOpbl€ MOryT
Jlerko iIomaTbcCA. 0I'ITI/IMI/I3aLI,I/Iﬂ n0Tpe6neva
BUTaMuHa D n KaJibLUnA TaKXe MOXXeT MOMOYb
YKpenuTb KOCTU




ONATHOCTUKA

CMA moxeT 6bITb ANAarHOCTUPOBaHa TakKMMuU cnocobamu:

° HPEHaTaHbHOE reHeTn4yecKoe TeCTmpoBaHmne

®  CKPUHWUHT HOBOPOXAEHHbIX

PaHHAA guarHocTuKa AaeT BO3MOXKHOCTb PaHO HauaTb
neuveHune. bnarogapsa NoBbILIEHUNIO JOCTYMHOCTU
npeHaTasibHOro reHeTUYEeCKOro TeCTUPOBaHNA BCE

B 60/blIEeM Ynciie criyyaeB 3ab0sieBaHE MOXKET

6bITb AMAarHOCTUPOBAHO A0 POXKAEHMS.

B 2018 r. pepepanbHOE NpaBUTENBCTBO

CLUA Bkntounno CMA B peKOMeHA0BaHHbIN
YHUOULMPOBAHHDbIN CKPUHMHIOBbIA Habop (RUSP), 1. e.
B CNXCOK 13 35 KntoueBbix 3ab6oneBaHunin, Ha KOTopble
B CLUA pekomeHayeTcA NPpOBOANTb CKPUHUHT BCEX
HOBOPOXAEHHbIX. KaXkabin wraTt camocToATeNnbHO
onpepenser, Kakue 3aboneBaHua 6yayT BKIIOYEHDI

B NporpaMmmy CKpUHMHra HOBOpOXaeHHbIX. Mpn
NoJlyYeHNU NOJNIOXKNTENbHOIO pe3ysbTaTa CKPUHUHra
HoBopoxAeHHoro Ha CMA npoBoAnTCA reHeTU4YecKoe
TecTupoBaHue. CKPUHUHI HOBOPOXKAEHHbIX Ha

CMA nosBonsaeT paHO HayaTb JieueHue, ewe fo
noasaeHna cumntTomoB. OfHaKo BaXXHO OTMETUTb,

yTO C YactoTtom Ao 5% y naumeHtos co CMA 310
3a6o0s1eBaHMe He BbIABNAETCA NPV NPOBeAeHnN
CKpPVHWHIa HOBOpOXAeHHbIX. [pn nogo3peHnn Ha
CMA, ecnn TectnpoBaHune Ha SMN1 nokasano Hannune
OZHOI KOMWM 3TOrO reHa, Bpay MOXeT Ha3HaunTb
cekBeHupoBaHue reHa CMA anAa yTouHeHnA guarHosa.

e Ha ocHOBaHUM KNMHNYECKON KapTI/IHbI/CI/IMﬂTOMOB
cnoaiegywwmm nogreepxxgeHnem metoaom
reHeTn4yeckKoro teCtmpoBaHuA

Ecnu ckpyHUHT HoBOopoXKAeHHOro Ha CMA He
NpoBOAWICA UK Aan oTpuuaTtenbHbin pesynbtat, CMA
ANarHOCTUPYIOT Ha OCHOBaHNN UMEIOLLNXCA CUMMTOMOB
1 MbiLeyHol cnaboctr. CMA MOXKHO 3anofo3puTb

NPV HAINYMKY MbILLEYHbIIA CNIAaboCTU, 3afePKKM B
[Pa3BUTN KIOYEBbIX ABUraTe/IbHbIX HABbIKOB UK
yTpaTbl OCTUTHYTbIX KNHOUEBbIX ABUraTeNIbHbIX
HaBbIKOB. Y feTel TaKnmu npusHakamm ABnseTca
pa3BUTME KNIOYEBbIX ABUraTeNIbHbIX HABbIKOB, TaKMX KakK
CNoco6HOCTb YAepKUBaTb rOJIoBY, NepeBopavnBaThCs,
CaMOCTOATENIbHO CUAETb, CTOATb 1 XOAUTb, NO3Xe, Yem
oXuganocb. Y nogpoctkoB 1 B3pocsibix CMA moxxet
6bITb 3aMoA03peHa B cllyyae yxyALweHWs ABuraTtesibHol
$yHKUMN. MNocne TwaTeNnbHOro N3yyeHNsa MeguLMHCKOro
aHamHe3a 1 npoBeAeHUA ¢pusnkanbHoro obcnegoBaHNA
Bpauy cyiegyeT Ha3HauUTb reHeTU4eckoe TeCTUpoBaHme
o6pasua KpoBu Ha CMA; Kpome TOro, NaLyeHT MOXeT
6bITb HanpaBneH K CNeLyanucTy No HelpPOMbILIEYHbIM
3aboneBaHNAM.

B HekoTopbIx cnyyaax CMA TpyAaHO AnarHOCTUPOBATb,
0co6eHHo ee nerkue ¢popmbl. CMA MOXKET UMUTUPOBaTb
ApYruie HeBPONOrmyeckne paccTporcTBa C NOXOXKNUMU
cMMnTOMaMu.



Yero oxkuagaTb nocne NnoCTaHOBKU ANarHosa

Y pasHbix nogeint CMA nposaBnseTca no-pasHomy. O6 STom BaXKHO MOMHUTb NPUY PacCMOTPEHUMN PassINnUHbIX
acrneKToB OKa3aHusA nomowu. [lBa naymMeHTa HUKOrAa He 6yayT abConOTHO ofgHaKkoBbiMU. M1aH neyeHnA u
OKa3aHuA NOMOLLM AOMKEH COOTBETCTBOBATb MHANBUAYaNbHbIM MOTPEO6HOCTAM NaLneHTa. D TO MOXKET O6bITb
JOCTUIHYTO B CNeLnan3npoBaHHbI LLEHTPaX, B KOTOPbIX €CTb Jievalyuii nepcoHan pasnuyHoro npoduns.

Tak»ke BaXKHO NOMHUTb, UTo CMA He BnuseT Ha CNoco6HOCTb MbIC/IUTb, YYBCTBOBATb 1 yuuTbca. [ostomy
naumeHTbl co CMA nmeloT HopMasnbHble KOTHUTUBHbIE cnoco6HocTU. CneyeT NOOLWPATb 3aHATUA NaLMeHTa Kak
MO>KHO 6O/bLINM KONMYEeCTBOM BUAOB AEATENIbHOCTU B COOTBETCTBUM C €ro BO3PacTOM M YPOBHEM Pa3BUTUA,

aganTtnposaB ux npu HGO6XO]J,I/IMOCTI/I.

BapuaHTbl neyeHnA

WccnepoBatenn usyyalot ABa nogxopa K neveHuo CMA.
MepBbit noaxopa K neyeHuto nedyeHna CMA HanpaBsneH
Ha yCTpaHeHne OCHOBHO NPuUHbI 3aboneBaHus
nyTem BO34eNCTBUA Ha FeH N YBeNMYEeHNA KONnyecTsa
6enka BbKMBaeMOCT/ MOTOHelpoHoB (SMN) B
opraHusme. 3TOT NoAXoA Ha3blBalOT KOCHOBAHHbIM

Ha SMN» unun «ycunusatowwmm BbipaboTKy SMN».

Ha gaHHbIN MOMEHT CyLecTBYIOT creaylowme
ycunusatouwme Bbipa6orky SMN npenapatbi
Ana nedyeHuns SMN, ogo6peHHble YnpaBneHviem
No KOHTPOJIO KayecTBa NULLEeBbIX NPOAYKTOB

n nekapcrBeHHbix cpencts CLUA (FDA):

e JBpucau (pucamnnam) — 3T0 HU3KOMONEKYNAPHbDIN
npenapar ans exxegHeBHOro nepopanbHOro
npuema nnvn BBeAeHNA Yepes racTpoCcToMMYECKyio
TPYO6KY, KOTOPbI YCUNBaET BblpaboTKy
nonHopasmepHoro 6enka SMN reHom SMN2.

e CnunHpasa (HycMHepCeH) — 3TO MHbEKLMOHHbIN
npenapar, Bo3gencTeyowmin Ha reH SMN2,
B pe3ynbTaTe Yero OH HauMHaeT BbipabaTbiBaTb
6onbluee KONMYECTBO NOJIHOPa3MepHoro 6eska.

e 3onreHcma (oHaceMHoreH abenapBoBeK-
Kcalnom) — 3To npenapaT reHHoN Tepanuu,
KOTOpbI 06ecneunBaeT 3ameLueHne GyHKLmK
OTCYTCTBYIOLLErO UM MyTUPOBaBLLEro reHa
SMN1 He3aBUCMMOI KOMMIEMEHTaPHOIN
nocnepoBartenbHocTbio AHK.

O6Lwen 0c06eHHOCTbIO BCEX BUAOB IeYeHUs,
HanpaBNeHHbIX Ha ycuneHue BbipaboTku SMN,
ABNAETCA TO, UTO UX pe3ynbTaT Jiyuylle Npu paHHem
Hauyane neyeHus.

B 6yayLLem moryT noABUTbCA TakKe 1 npenapatbl

APYrviX TUMNOB, KOTOPble cefiyac HaXoAATCA Ha CTaaumn
KINMHNYECKNX NCCNefoBaHNA NNK Aaxke Ha elle 6onee
jpaHHKMX 3Tanax pa3paboTkn. HegoctaTtok 6enka
BbDKNBAeMOCTV MOTOHEIPOHOB NPVIBOANT TaKKe 1 K
NopakeHuIo TaKkKe 1 pAfa [PYrmx cMcTem, CUrHanbHbIX
nyTel v NPOLEeCCOB B OPraHN3mMe, M0o3TOMy BTOPOI NOAX0x
K neueHuto CMA 3akntoyaetca B NPAMOM BO3[eCTBUN Ha
3TN CUCTEMbI, CUTHaJIbHbIE NYTU 1 NPOLIecchbl. ITOT NoAxon
YacTo Ha3bIBalOT «He 3aTparusatowmm SMN». Mpumepom
TaKoro nojxopa ABNAETCA NPMMEHEHE Npenaparos,
YBENNUNBAIOLLMX MbILLEYHYHO CVITY 11 YIYYLLIAIOLLX
dyHKUMIO ABMraTeNIbHbIX HENPOHOB.

OBCYXKOEHUE MNMPOBJIEM

OueHb BaXXHO TECHO
COTpYAHNYaTb C MeAULIHCKUM NepCcoHasnom.
WHorpa Bam moxeT 6bITb HenpocTo o6cyKaaTb
BOMPOCbHI, CBA3aHHbIe C OKa3aHNEeM NOMOLL
npu CMA, neyeHnem v ero BO3MOXXHbIMI
pesynbratamu. Ho 310 oAnH N3 cnoco60B y3HaTb
0 CMA Kak MOXHO 60”blue, 4UTO6bl UMETb
BO3MOXKHOCTb NPUHNMaTb Hauyyllvie peLieHuns.
3apaBaliTe BONpOCbl MeAVLIMHCKOMY nepcoHany
1 o6cyrKpaiiTe C HUM CBOU OMaceHus.
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KJMKOYEBbBIE OBJTACTU NCCJTEQOBAH CMA

ba3soBble Hay4Hble nccienqoBaHnAa

BbasoBble HayuHble NccnefoBaHNA HanpaBieHbl Ha U3yyeHne
6a30BbIX 6/I0KOB, U3 KOTOPbIX MOCTPOEHbI KVBbI€ OPraHN3Mbl,
TaKNX KaK MOJeKY/Jlbl, 6eNKn, KNeTKN U reHbl. X yacTto Ha3biBaloT
«1abopaTOPHbIMU» U «OBLUNMIU» NCCTIeAOBAHUAMU, OHY
npoBoAATcA B nabopatopuu, rae ncciefoBaTenv NpoBepAoT
pasnunyHble ngen, YToobbl Nyywe nsyumntb CMA.

ba3soBble nccnegoBaHusa ABNAIOTCA NepPBbIM 3Tarnom

B pa3paboTKe NpenapaToB AJis JiIeUeHUA N n3NeveHus
CMA. B 6a30BbIx nccnegoBaTeNibCKUX NPOeKTax usy4vatoT
6ronornyecKyo oCHoBy 1 NpuumnHbl pa3Butua CMA, yTo6bi
onpenenntb Hanbonee spdeKTUBHbIE CTPaTErnm paspadboTKu
npenapatoB. ba3oBble HayuHble nccnegoBaHUA gatoT
OTBETbl Ha KPUTNYECKMN BaXKHble BOMPOCbl OTHOCUTENIbHO
6uonornyeckomn ocHosbl CMA, Hanpumep, Ha BONpoC,

YTO NPOUNCXOLUT B opraHu3me naymeHTta co CMA. 3to

AaeT uccnepoBaTteNiim MHOIO NOACKa30K, YKa3blBalowwmx
HanpasneHVe AasbHeNLWNX NCcnefoBaHun.

UccnepoBaHMA NO OTKPbLITUIO
HOBbIX NpenapaTtoB —
npuknagHble nccnegoBaHnA

WccnepoBaHuA No OTKPbITYIO HOBBIX NPenapaToB, TakKe
Ha3bliBaeMble NPUKNaAHbIMU NCCNIeAO0BaHNAMN, ABAAIOTCA
BTOPbIM 3Tanom B npouecce pa3paboTku npenaparos.

B nccnepoBaHMAX MO OTKPbITUIO HOBbIX MpenapaTos

yueHble Npeo6pas3yloT ceMeHa ufaeil, OTKPbITbIX Ha MePBOM
3Tane, TO eCTb B Xxofe 6a30BbiX NCCNEA0BAaHUN, B rOTOBbIE K
NprYIMEHEHMI0 NPenapaTbl, KOTOPble MOTYT 6bITb NOABEPTIHYTbI
MCMNbITaHUAM Ha TPeTbeM 3Tare, TO eCTb B XOAe KNNHNYECKNX
nccnefoBaHUi. OTOT NPOLIECC BKAOYAET NpoBefeHne paga
ncnbiTaHUiA Ha 6e3onacHoOCTb 1 3¢ HEKTUBHOCTb, TPeOyeMbIxX
FDA nepep Hauanom nccnegoBaHum ¢ yyactuem niogen. Nx
pe3ynbTaTbl BHOCATCA B 3asBJIEHNE Ha PErncTpaLio HOBOro
nccnegyemMoro npenapara, nocsie nogayuv KotToporo MoryT
6bITb HauaTbl KNMHUYECKNE NCCNef0BaHNA C yYacTUeM ogen.
C60op 3TUX AaHHbIX MOXKET ObITb ANNTENbHbIM N CJTIOXKHbIM
npoueccom. Yacto cnyyatotca Heyaauu, 1 6biBaeT TPYAHO
npepyragatb, Kakve npenaparbl OKaXKyTCs yCneLwWwHbIMMU.



KnnHnyeckne nccnepoBaHmnna

KnuHnueckoe nccnegoBaHne — 3To ncciiefoBaHue ¢ yyactuem niogei, Kotopble ABNAITCA fo6poBonbLamu.
WccnepoBaTtenb HenocpeACcTBEHHO B3aMMOAENCTBYET C yYaCTHMKaMM BO BpeMsA NpoBeAeHNA NccefoBaHnA.
KnuHnueckune nccnegoBaHus 6b1BaloT HabnogaTenbHbIMY U MHTEPBEHLMOHHbIMU. HabniogaTenbHble
KNMHNYeCKNe NCcCciefoBaHMA Hanpas/eHbl Ha U3yyeHue 3a6oneBaHnA UK PacCcTPOCTBa y NaLNEHTOB,
KOTOpble He NOoMy4aloT IeuyeHuns, YTOObI SlyyLue MOHATb, YTO NPOUCXOAUT NPU faHHOM 3aboneBaHUMN.
MNHTepBeHLMOHHbIE NCcCefoBaHNA HanpaB/eHbl Ha NCNbITaHME HOBbIX NMpenapaToB 1 METOAO0B JlIeYeHNA.

B HMX TaK»Ke MOTyT NCMbITbIBaTbCA HOBblE CNOCO6bI NPYIMEHEHUA NpenapaToB Ui MeTOAOB JlIeYeHuns,
KoTopble yxe 6binv ogobpeHbl ANA nevyeHna apyrux 3abonesaHuii (Hanpumep, NCNonb3oBaHMe NpenapaTos
B APYroi KoMOUHaLUM nnu npu apyrux 3abonesaHnsx). ITOT NPOLECC MOXKET ObiTb ANINTENbHbIM 1 CJIOXKHbIM.
B cpegHem, TonbKo 10% npenapaTtoB, NPOXOAALMNX KNNHNYECKNE NCCiefoBaHnA, B pe3ynbTraTte noayyatoT
opob6peHune FDA. Ta yHMKanbHas 3agava TpebyeT npoaymMaHHON cTpaTernu.

3TU PA3JIUYHDBIE TUMbI UCCNIEAOBAHWIA NPECIEAYIOT OQHY

U TY XKE LEJIb — NMOMOYb NAUMNEHTAM, CTPAOAKOLLNM CMA.
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CURE SMA

Cure SMA — 3To HeKOMMepUecKas opraHn3aLuma 1 KpynHenwas mexgyHapoHas ceTb, KoTopas
ob6beanHAET yCUnuA cemeit, Bpaven-KANHNLUCTOB 1 YYeHbIX-ncciiefoBaTteseil, Hanpas/ieHHble Ha
yckopeHue nccnegoaHuin CMA, nogaep»Ky nayeHToB 1 N, OCYLUeCTBIAIOWNX YX0A 3a HAMMN,
1 pacnpocTpaHeHune 3HaHu o CMA cpeau o6wecTBEHHOCTY U NPOodEeCCMOHANIbHBIX CO06LLECTB.

Cure SMA sBnsAeTcAa pecypcom, NpeaocTaBnsAloWmnm 6ecnpucTpacTHyto noaaepKKy. Mbl rotoBbl nomoratb Bcem
nauymeHTam co CMA 1 nx 6nnsKum, He NPoOABUras Kakne-nmbo KOHKPETHbIe peLueHns v BapuaHTbl. MauyeHTbl
1 NNLQ, OCYLLIeCTBAAIOLLME YXOZ 32 HUMM, MPUHMMAIOT PasfinyHble pelleHns B 3aBMCMMOCTI OT TOro, YTO flyylle
NoAXOAUT B X CUTYaLIUN, U PYKOBOZACTBYIOTCA CBOMMU JINYHBbIMU Y6exkaeHuAMN. PoguTenn n gpyrmne Ba)kHble
usneHbl ceMbl JOJKHbI GbITb CMOCO6GHbI 06CYKAaTh CBOM UYBCTBA, CBA3aHHbIE C 3TUMMW TeMaMu, U 3aAaBaTb
Bonpocbi no nosogy CMA nevaiemy nepcoHany. [logo6Hble peLleHna He criegyeT NPUHUMATb C XOAY, KaXKabli
BapuaHT JoKeH ObITb TLATeNbHO 06lyMaH 1 B3BeLueH. Bce BapraHTbl, CBA3aHHbIE C OKa3aHviemM NomoLLu

npu CMA, AaBnATCA 0O4eHb JINYHBbIMU U JOJKHbI OTPaXaTb JIYHbIe LIEHHOCTY, a TaKXKe Hannyywmnm ob6pasom

COOTBETCTBOBAaTb nOTpeﬁHOCTﬂM Kaxaoro otaesibHoOro nauueHTa n nmy, ocylecTtBnAalowmnx yxoa 3a HUM.

NMomHMTe, UTO MeauUMNHCKNN nepcoHan n Cure SMA Bceraa rotoBbl NOMOYb
Bam. YT06bI y3HaTb 60MblLUE, 03HAKOMbTECH C APYrMMI NMEIOLLMMUNCSA
6powopamu ns cepum «Momowb npu CMA»:

e OCHOBHbIe cBeaeHuA e KOCTHO-MbILWLEeYHaA cucrema

O AbIXaHUN
e OcHOBbI NUTaHNA

C BapI/IaHTbI OKa3saHuA nomMmoLin

¢ [eHeTnyeckue ocHoBbl CMA
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