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[u3aiiH nccnepoBaHUa U NaLMEHTbI

OTKpbITOE NPOCNEKTUBHOE B3apocnble naumeHTbl, & 6] OueHka 3aBepLUeHa Ha UCXOAHOM YpOBHE
o6cepBaLMOHHOE UCCNejoBaHuE, \(: % Hecrnoco6Hble 2 | (B) (cKpMHUHI NpoBeAEH B TeuyeHMe
nposeAéHHoe B MeAMLMHCKOM XOAWTb, B BO3pacTe 4 Hepenb Nocne Havana neyeHus

LeHTpe BekcHepa YHuBepcuterta \ 218 net co CMA 5q 61 46 HyCUHEPCEHOM), a 3aTeM yepes 2, 6, 10
wraTta Oravo o Iln il Tunos mecnuss ) 1y 14 MecsiLeB

@ BTopuuHbie KOHeYHbIe TOUKN
W3mMeHeHus oueHku no wkanam RULM, HFMSE, SMA-FRS, oLieHKM 3axBaTa pyKOM, CUiibl CXaTus
nanbues, oueHkn CMAPR, SMUP 1 MUNE, MHHEpBUpYeMbIX JIOKTEBbIM HEPBOM, OTHOCUTENIbHO

@ MepBuuHan KoHeyHas TouKa
M3MeHeHe 3HaueHust

OXXEJ1 oTHOCUTENBHO

MCXOAHOTO YPOBHSI MCXOLHOIO YPOBHS
UcxopHble XapaKTepUuCTuku
MaumeHTbl, n 19 CpepHee (95% [1M) 3HaueHue 1 ,94
DXEN (1,3,2,58)
CMA I/ rana, % SUUEE CpepHee (95% W) 3HayeHune NIF -37'84

2/3/4 konun reHa SMN2, %

53/84,2/10,5

(-46,79, -28,89)

CpeaHss (SD) oLieHKa no wkane 11 ,2
SMA-FRS (10)
CpepfHuit (amanasoH) BospacT 39,7
Ha MOMEHT NeyeHus, I. (21,3-64,8)
CpeaHss (SD) oLieHKa no wkane 3,5
HFMSE 57)
CpefHuii BOo3pacT (auanasoH)
Ha MOMEHT MoTepy CMOCOBHOCTH 28—55,78 CpeaHss (SD) oLieHKa o Lukane 124
xoauTb npwm Il Tune, r. ( ) RULM an '5)

OCHOBHbIE CONyTCTBYIOLUWE 3a601eBaHUS BKAKOYANMU: CNOHAMOAES (N = 10), MouYeKaMeHHYIo 60eaHb (N = 5), TPOM603 ry6oKuX BeH Ha OHE NleYeHUs aHTUKoarynsiHTamm (n = 4), apTepuanbHyio runeprensuto (n = 3),

caxapHbli aua6er (n = 1), peunauBUpYHOLLYIO NHEBMOHMIO (N= 3) U peLIMANBUPYHOLLYIO MH(EKLIMIO MOYEBBIBOAALLMX NyTed (n = 2).

OLeHKa KOHEYHbIX TOYEeK 3522'5 | &b 61 Oé 61 4d'>
QyHKI.l,uﬂ AbIXaHNA MECALA I MECALEB MECALEEB MECALEB
DKEST? -0,02 -0,02 -0,02 0,02
(MepaunyHas (-0,11, 0,08) (-0,11, 0,07) (-0,11, 0,07) (-0,09, 0,12)
KOHEuHas 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
OueHka no pyHKLMOHaNbHbIM LUKaJiaM
3 -0,26 -0,58 -0,58 -0,98
SMA-FRS® (-1,28,0,77) (-1,59, 0,43) (-1,59, 0,43) (-2,1,0,13)
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
q 3 RULM? (0,24, 2,39) (0,16, 1,95) (-0,1,2) (~0,96, 1,5)
p=0,0171;n=18 H3;n=19 H3;n=19 H3;n=12




OueHKa cunbl

— 0,18 0,1 0,1 0,01
nanblies® (o, 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
N 0,2 0,43 0,13 0,11
pyKO#® (-0,21,0,61) (o, 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
AnekTpodusmonoruyeckue nokasareny GyHKLMOHUPOBAHUSA ABUraTe/IbHbIX OVHULL
2,69 3,31 5,09 16,98
SMUP: (-1,35, 6,72) (-0,6,7,23) . 18 9,01) A, 99 11,98)
H3;n=11 H3;n=12 p=0,0122;n=12 p=0,0074;,n=6
0,12 0,22 10,29 .0,32.
CMAP® (-0,14, 0,38) (-0,04, 0,47) o, 04 0,55) o, 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
@ ‘ I (-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
Pe3yanaTbl OLLEHKM 6e3onacHoCcTH
HA 'y 7 yyacTHMKOB, KOTOPbIM NPOBENN HAl'y 12 yyacTHMKOB, KOTOPbIM NPOBENU
Q nIOMGaanyIO UHBEKLUUIO LepBuKalbHyO WHDbEKUNIO®
(% Ha 46 uHbeKUui1 Bcero) (% Ha 81 uHbeKuuto BCero)
....... ....‘,._... .\ '
26% 28,2% : 30,8% 13,5% : 1,2%
ronoﬁ'ﬁlﬁ BOJIb BOHI;.EEI'IVIHE FONOBHASA 5OMb Bonb"E'EnMHE TOMIHOTA
L | 5% . L . e ' HS Taioke Bkntovanu UMM v UBAMN
\ ) 5 NALMEHTOB 6bIN FOCMIUTANN3UPOBaHbI
2,1% 4,3% 16,0% 1,2% 10 NOBOAY MHEBMOHUM
KnuHuyecku 3Ha4MMble OTKIOHEHUS
....................................... . rnokasaTenei XM3HeHHO BaXKHbIX
TOLUHOTA BOJIb B LLEE 5OJIb B LLEE FOJIOBOKPYXXEHME  dywkuui otcyreraosanu
BbIBOAbI Mo pe3ynbratam uccneaoBaHusA, NPOBEAEHHOIO B YCIOBUAX peasibHOM
aBTOpa KJTMHUYECKOM MNPaKTUKN Y B3POCIIbIX MaLMEHTOB C TSXKENbIM TeueHnem CMA,
HEeCNoCO6HbIX XOAMTb, MOKa3aHO, YTO HYCUHEPCEH XOPOLLIO NePEeHOCUTCS, U Yepes
10-14 MecsiLieB Nle4eHUss OTMeYanocb CTabubHOE AOCTUMXKEHNE KOHEYHbIX TOYEK
B OTHOLLEHUN PYHKLMM AbixaTenbHbIX Mbil (OXKEST u NIF), a Takke MbILeYHOoM
CWNbl U MbiWeYHbIX QYHKLMA. 3TN faHHble PE3KO OT/IMYAKOTCSA OT OXKMAAEMOIO
yMeHbLueHus OXXEJ], koTopoe npomucxoauT Npu eCTeCTBEHHOM TeYEHUU
3aboneBaHus’.
3HauYMMbIM pesynbTaToOM AAaHHOIO UCCneaoBaHNsA ObiNo yBeNIMYEHE aMIIUTYApl
CMAP n SMUP. OueHka no wkanam HFMSE, SMA-FRS 1 RULM B anHamuke npu
BBEZIEHWM Npenapara B pas/iMyHble 0671aCTh 3HaYMMO He pasnnyanachb.

3HaunMMble cpeiHMe W3MEHeHNs1 OTHOCUTENbHOTO UCXOAHOrO YPOBHS BblAeNeHbl MYHKTUPHOI nuHuei. *CpeaHee (95% [M) usMeHeHue OTHOCUTENbHO UCXOAHOro YpoBHS. "MUNE — amnautyga CMAP / cpegHsis amnnu-
TyAa SMUP. °LiepBukanbHas MHbEKLUA He ABSISeTCs yTBEPKAEHHBIM CNOCO60M NpUMeHeHUs1. Hfl — HexxenaTenbHoe siBneHne; CMAP — cyMMapHblit NoTeHUWan AeACTBUSA MbiLiLbl; ®XKEST — dopcupoBaHHas )U3HeHHas
éMKocTb nérkux; HFMSE — paclumpeHHasi LKana oLeHKW ABuratenbHoi hyHKLUKM 601bHULbI XamMepceMuT; MUNE — oLieHKa KonuuyecTBa ABuUraTesbHbix eAnHul; NIF — oTpuuaTtenbHoe ycunue BAoxa; H3 — HesHauMmo;
RULM — nepecMoTpeHHbI# MOAYNb OLEHKN ABUraTenbHOM hyHKUMM BEPXHUX KOHeYHocTel; SMA-FRS — 6annbHas wwkana GpyHKUMOHaNbHOW OLEHKM NpU CMHaNbHOM MbilleYHoi atpoduu; SMUP — noTeHuuan oaHoi
ABUraTenbHO# eAuHULbI; UBAM — uHbeKUMA BEpXHUX AbixaTenbHbIX NyTed; UMMM — uHbekums ModyeBbIBoAALMX NyTeid. 1. Wijngaarde C.A., et al. Orphanet J. Rare Dis. 2020; 15 (1): 88.
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