Be3onacHOCTb, NepeHOCUMOCTb U 3PP eKT nevyeHns HyCUHEepPCEeHOM
Yy B3pOC/bIX NaLMUEHTOB CO CMIMHANIbHOW MbILLEeYHON aTpodurein, HeCrnocobHbIX XOAUTb

J[n3aiiH uccnepoBaHus & McxopHble & OueHka & PesynbTaTbl OLeHKK & BbiBoAbI & Cnimcok &
M NaLyeHTbl XapaKTepuUCTUKM KOHEYHbIX ToYeK 6e30mnacHoCTu aBTOpa COKpaLLeHni

un3ailH uccnepoBaHus U NaLUEHTbI

OTKpbITOE NPOCMNEKTUBHOE Bapocnble nauneHThbl,
o6cepBaLMOHHOE UCCNEeA0BaHME, HecrnocobHble XoAuTb,

nposeféHHOe B MeAULIMHCKOM LieHTpe \ B BO3pacTe 218 net
BekcHepa YHuBepcuTteTa wrtata Orano o) co CMA 5q Il n lll TnoB

O O O O ..
14 OueHKa 3aBepLUeHa Ha MCXOAHOM YpoBHe (B) (CKpMHUHI NpoBeféH B TedeHUe 4 HefleNlb Nocsie Havyana
- NeYeHns HycMHepceHOM), a 3aTeM Yepes 2, 6, 10 1 14 mecsiLeB
MepBUYHaA KoOHeYHas TouKa BTopuyHble KOHEYHble TOYKU
M3MeHeHne 3HayeHusa N3mMeHeHns oueHku no wkanam RULM, HFMSE, SMA-FRS, ouieHku
®)XEJ1 oTHOCUTENBHO 3axBaTa PyKoW, cusibl cxxatua nanbLes, oueHkn CMAPR, SMUP n MUNE,

MCXOA4HOIo ypoBHA MHHEPBUPYEMDbIX JIOKTEBbIM HEPBOM, OTHOCUTEJSIbHO NCXOAQHOIO YPOBHA
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MUcxopHble XxapaKTepUCTUKU

MauneHTbI, n 19 CpepnHee (95% 1) sHayeHue 1,94
OXEN (1,3,2,58)
CMA 1I/1ll Tuna, % 47 / 53 CpeanHee (95% M) sHaueHme -37,84
NIF (-46,79, -28,89)
2/3/4 xonuu resa SMN2, % 5,3/84,2/10,5
CpeaHss (SD) ovieHka no 11,2
wkane SMA-FRS (10)
CpepHwii (amanasoH) Bo3pacT 39,7
Ha MOMEHT JIeYeHUs, T. (21,3-64,8) CpenHsist (SD) ovueHKa no 3,5
wkane HFMSE (5,7)
CpenHuii Bo3pacT (granasoH)
Ha MOMEHT noTepu 25,8 CpeaHss (SD) oLeHka no 12,4
cnoco6HocTu xoauTb rpu i (8-57) wkane RULM !
TUne, I. (11.5)

OCHOBHble COMyTCTBYOLME 3a60s1eBaHNS BKItOYanu: cnoHaunoges (n = 10), MoYekaMeHHyto 6one3Hb (n = 5), TPOM603 ry6oKKX BEH Ha POHE NeYeHns aHTuKoarynsHTamu (n = 4), aptepuanbHyto

runepTeHsmto (n = 3), caxapHblii AnabeT (n = 1), peLnanBMPYHOLLYHO MHEBMOHMIO (N= 3) 1 peLnanBUPYHOLLYHO MHGbEKLMIO MOYeBbIBOAALLMX NyTel (n = 2).
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OueHKa KOHEYHbIX ToYeK

&% &6 I &
2 6 10 14
MECAUA MECALEB MECALUEB MECAUEB
CDYHKLI,VISI AblIXaHUsA
DXEST? -0,02 -0,02 -0,02 0,02
(MepBuuHan (-0,11, 0,08) (0,11, 0,07) (0,11, 0,07) (-0,09, 0,12)
KOHEeYHas TouKa) H3;n=17 H3:n=19 H3:n=17 H3;n=12
-7,46 -5,74 -5,06 -9,14
@ NIF® (-17,88, 2,96) (-15,97, 4,49) (-15,47, 5,34) (20,83, 2,55)
H3;n=17 H3;n=18 H3;n=17 H3;n=12
OLlEHKa no d)YHKUMOHaanbIM wKajiam
\ -0,26 -0,58 -0,58 -0,98
g SMA-FRS? (=1,28,0,77) (=1,59,0,43) (=1,59,0,43) (-2,1,0,13) 132
H3;n=18 H3;n=19 H3;n=19 H3;n=14
0,77 . 0,74 0,32 0,11
HFMSE® (0,29, 1,83) (-0,3,1,78) (-0,73, 1,36) (-1,11,1,32)
H3;n=18 H3;n=19 H3;n=19 H3;n=12
1,31 0,89 0,95 0,27
@% RULM® (0,24, 2,39) (-0,16, 1,95) (-0,1,2) (-0,96, 1,5)
p=00171,n=18 H3;n=19 H3;n=19 H3;n=12
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& OueHKa & PesynbTaTbl OLEHKU & BbiBoAbI & Cnimcok &
KOHEYHbIX TOUEeK 6e30mnacHoCTu aBTOpa COKpaLLeHni

[13aiH uccnegoBaHus & McxogHble
M NauneHTbl XapaKTepuUCTUKM

OueHKa KOHEYHbIX ToYeK

) ) ) )
2 6 10 14
MECAUA MECALEB MECALUEB MECAUEB
OueHkKa cunbl
CxaTune é....0;1 8 0;1 0,1 0,01
nanbLes® (0,07, 0,29) (-0,01, 0,21) (-0,005, 0,21) (-0,11,0,14)
p=0,0019;,n=18 H3;n=19 H3;n=19 H3;n=12
DYKOW® (-0,21, 0,61) (0,03, 0,84) (-0,28, 0,54) (-0,36, 0,57)
H3;n=18 p=0,0377;n=19 H3;n=19 H3;n=12
3neKTp0C|)M3VIOJ10rW-IECKMe rnokKa3saTtesinun d)YHKLIMOHVIpOBaHVIﬂ ABUratesibHbIX eguHNL,
SMUP? (-1,35, 6,72) (-0,6, 7,23) (1,18,9,01) (1,99, 11,98 2132
H3;n=11 H3;n=12 p=00122;n=12 p=00074,n=6
0,12 0,22 0,29 . 0,32
CMAP® (-0,14, 0,38) (-0,04, 0,47) (0,04, 0,55) (0,03, 0,61
H3;n=18 H3;n=19 p=0,0238,n=19 p=0,0308,n=13
-1,25 -1,17 0,08 -1,25
a,b
ﬂ MUNE®* (-4,13,1,62) (-3,95,1,62) (-2,7,2,87) (-4,81,2,31)
H3;n=11 H3;n=12 H3;n=12 H3;n=6
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[13aiH uccnegoBaHus & McxogHble & OueHka
M NauneHTbl XapaKTepUCTUKM KOHEYHbIX ToYeK

& PesynbraTtbl OLLeHKKN & BbiBoAbI & Cnimcok &
6e3onacHoCTH aBTopa COKpaLleHui

Pe3ynbraTbl OLLleHKN 6e30nacHOCTH

HA'y 7 yyacTHMKOB, KOTOpPbIM NpoBenu
NoM6anbHYO0 UHBEKLUUIO
(% Ha 46 UHBEKLNIA BCETO)

26% \ 28,29

%o .° %o .°
oooooooooooo

rOJIOBHAA BOJ1b BOJ1b B CMMINMHE

% .® %o .°
oooooooooooo

TOLLUHOTA BOJ1b B LUEE

HA y 12 yyacTHUKOB, KOTOPbIM MPOBESN
LepBUKasbHYI UHBEKLUIO®
(% Ha 81 MHbEKUUIO BCEro)

o* .
oooooo
oooooooooooooooo

TOLUHOTA

HA Takxe Bkatoyanu UMMM n UBAMN

5 naumeHToB 6b1u
rocnuTanusMpoBaHbl Mo NoBoAYy
NMHEBMOHUM

KSIMHWYeCKM 3HauYMMble OTKJIOHEHUS
rokasaTesiell XM3HEHHO BaXXHbIX
(yHKLMI OTCYTCTBOBAM

.
%o o® Se .
.............

BOJ1b B LUEE FOJIOBOKPYXXEHUE
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BbiBOAbI aBTOpa

Mo pe3ynbTaTam uccnefoBaHusi, MPOBELEHHOMO B YCIOBUAX peasibHOMN KIIMHUYECKOWN NMPaKTUKK

Yy B3POC/bIX NALMEHTOB C TAXENbIM TedeHneM CMA, HeCroCO6HbIX XOAUTb, MOKa3aHo, YTo
HYCMHEpPCeH XOpoLLo nepeHocutcs, 1 yepes 10—-14 MmecsiLeB /ie4eHUss OTMeYanocb cTabunbHoe
LOOCTMXKEHME KOHEYHbIX TOYEK B OTHOLLIEHUU YHKLUUK AbixaTenbHbix Mblwy (PXXEST n NIF), a Takke
MbILLIEYHOW CUbl N MbILLEYHbIX QPYHKLMWNA.

OTn AaHHble pe3KOo OT/INYaLOTCA OT OXnpaemMoro ymeHblueHus OXXEJT, koTopoe nponcxoaut
Npu ecTeCTBEHHOM TeyeHnn 3aboneBaHus’.

3HaYMMbIM pe3ynibTaToOM AaHHOro nccreaoBaHus 6bino yeenmyeHne amnantyabsl CMAP 1 SMUP.

OueHka no wkanaMm HFMSE, SMA-FRS 1 RULM B anHamMuKe npu BBeAeHUN npenaparta B pas/inyHble
06/1aCTM 3HAYNMMO He pasnnyanach.
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CnUCOK COKpaLLLeHUi

W)

Elsheikh B., et al. Front Neurol. 2021; 12: 650532.
3HauyMMble cpegHMe UBMEHEHUSA OTHOCUTENIbHOIO MCXOA4HOIO YPOBHSA BblAeNeHbl MyHKTUPHOM JIMHUEN.

aCpegaHee (95% [AN) n3amMeHeHne OTHOCUTENbHO UCXOAHOMO YPOBHS.
®PMUNE — amnnutyga CMAP / cpeaHsis amnnutyga SMUP.
°LlepBuKanbHas UHbEKLUS HE ABNSETCA YTBEPXKAEHHBIM CNOCO60M NMPUMEHEHMUS.

HA — HexenatenbHoe siBneHne; CMAP — cymMMmapHbIi noTeHunan aencteus mMbliwubl; OXXEJT — popcmnpoBaHHas
YXM3HEHHasA EMKOCTb NErkmx; HFMSE — paclumMpeHHas wKana oueHKn gBuratenibHom GyHKLUUK 601bHULbI XaMMEPCMUT;
MUNE — oueHka KonmyecTBa gBuratenbHbix eanHu, NIF — otpuuartenbHoe ycunue sgoxa; H3 — HesHaumMmo; RULM —
NepecMOTPEHHbIN MOAYNb OLEHKM ABUraTesibHOM (QYHKUMM BEPXHUX KOHeyHocTen; SMA-FRS — 6annbHas wkana
dYHKLUNOHANbHOM OLLEHKMN NPU CANHANbHON MbllleyHon aTpodumn; SMUP — noTeHuman ogHOM ABUrateibHOM e ANHULbI;
MBAIM — nHdekuna BepxHUX abixatenbHblx nyTen; UMM — nHbekuma Mo4eBbIBOAALLMX NyTEN.

1. Wijngaarde C.A,, et al. Orphanet J. Rare Dis. 2020; 15 (1): 88.
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