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1:10000 newborns, while the carrier frequency of the mutant
SMN1 gene is found in 1 in 40-50 individuals in the
population (Verhaart et al, 2017). Until recently, the disease
was considered incurable; however, the emergence of new
therapeutic approaches has significantly improved patient
prognosis.
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Xapakmepusywujeecsi npozpeccupyroueti caabocmvl U
ampoguell ckeaemHblx mblwy. OHa si8asiemcsi 00HOU U3
Haubosiee YACMbIX AYMOCOMHO-PEYecCU8HbIX HEepPB8HO-
MblWeYyHblX namosozuti ¢ wacmomou 1:6000 - 1:10000
HOBOPOMCOEHHLIX, a HOCUME/NbCMBO MYMAHMHO20 2€eHd
SMN1 ecmpewaemcsi y 1 u3 40-50 uesnosek 8 nonyasyuu
(Verhaart et al., 2017). /lo HedagHezo epemeHU 3a601€8aHUE
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CYUMA/OCL Heu3/NeyuMblM, OOHAKO hosie/leHUe HOB8bIX
Memodos mepanuu 3HAYUMEAbHO YAYYUWUAO NPOSHO3 015
nayueHmos.

Ilesib HMcCIef0BaHUA: aHAJIU3 JIMTepPaTypbl MO acneKTaM 3THOJIOTHH, NaTOreHes3a,
KJIMHUYECKUX INpOsIBJEHUM, MOoJAX0oJaM B peabWJIUTaUUM U JIeYeHUU MaALMeHTOB CO
CMIMHAJIbHOW MBILIEYHOU aTpoPuUen.

OGocHoBaHMe. [loHATHe «cnMHaJbHAasA MbllleyHas artpodusa» (CMA) saBasetcd
OOIIMPHBIM M BKJKYaeT B cebsA rpynny 3abojieBaHUM, KOTOpble XapaKTepU3YHTCS
JlereHepanerd JBUraTeJbHbIX HEUPOHOB B COMHHOM MO3re WJIU CTBOJIE TOJIOBHOTO MO3ra,
KaK IpaBHUJIO, C ayTOCOMHO-peLleCCUBHBIM THUIIOM HacJeJoBaHMA. B Hacrodlee Bpems
npo6sema CMA Bcé dyalle BBIXOJUT Ha MepBbIM IJIaH B CBfI3U C PACTYLUM YUCJIOM
NaLMEeHTOB, YTO OO'bSICHSIETCA KaK yBeJMYEHUEM YaCTOThbl POXKAEHUS JeTel-UHBaJUA0B CO
CMA, Tak U 6oJsiee TOYHOM W paHHEW JAUArHOCTHUKOW 3abosieBaHus [1]. ['eHeTuuyeckue
ocobeHHocTu CMA B MUpPOBOM JinTepaType NpeCcTaB/leHbl B 3HAYUTEJIbHOM 00bEME, OJHAKO
METO/Ibl pPaHHETr0 KJMHUYECKOrO BbISIBJIEHUS, JIeYeHUS W MeJUIMHCKOW peabuiuTaluu
JIaHHBIX MALUEHTOB JI0 CUX OP HEJJOCTATOYHO CTPYKTYPHUPOBaHbl U pacnpOCTPaHEHbI Cpein
CIEelMaINCTOB, TOTAA KaK Cpely Bpadyed CMeXHbIX CIeLMa/IbHOCTEW HepejKO HeT SCHOro
npeACTaBJIeHUS O BONPOCAaxX 3TUOJIOTUU U MaTOreHe3a, CTaHAAPTHOU KJINHUYECKOW KapTHHe
M NMOHMMaHUS CYTH pPeabUJIMTALlMOHHOTO JIeYeHUSI B COBOKYMHOCTH C OpPTONELUYECKOU
noaaepkkou. OcHoBHOM npuynHOM CMA gBisieTcs myTauus Wiad gejeyuss B reHe SMN1
(Survival Motor Neuron 1), pacnoJsioxkeHHOM Ha XpomocoMme 5q13 (Wirth, 2020). B HopMme
3TOT reH KoaupyeT 6es0k SMN, Heo6X0 UMbl /1711 BBI)KMBaHUS MOTOHelpoHOB. HejocTaTok
3Toro GeJsika MPUBOJAUT K JereHepallud MOTOHEHWPOHOB NepeJHUX POTOB CIMHHOTO MO3Tra,
YTO BbI3bIBAET MBILIEYHYIO CJab0OCThb, TMIOTOHUIO U aTpodUIo. Y yesoBeKa TaKKe UMeeTCs
ren SMN2, apastouuiica napasorom SMN1, ogHako u3-3a 0COGEHHOCTEHN CIJIAaMCHHTA OH
CUHTE3UPYET JIUIIb HeOOJIbIlIOe KOJIMUeCTBO QyHKIIMOHaNbHOTO Oesika (Darras et al., 2021).
KosnuectBo konuii SMN2 KoppesUpyeT € TSKeCTbio 3a60JieBaHUS: MAlUEHThI C OOJIbIIUM
yucaoM konui SMN2 numeroT 6oJiee sierkoe TedeHrue CMA.

Knaccudpukanus. CnivHasbHas MblllleyHass aTpodusd y AeTel BIepBble Obla ONMcaHa B
1891 roay TI'Bumo Bepguurom (G. Werdnig). OH npeacTaBus  ONKCaHUE
naToMop@oJIOTUYECKUX U3MEHEHUN Pas/IMYHbIX I'PYNN Mbllll, neprudepruiecKux HEPBOB U
CIMHHOI'0 MO03ra, OTMETUB CUMMETPUYHYI aTPodUI0 KJIETOK NepeHUX POroB CHHUHHOIO
Mo3ra U nepefHux kopewkoB. B 1892 r. MoranH XodpmaH 060CHOBa/ HO30JIOTMYECKYIO
CaMOCTOSATEJIbHOCThb 3a60JieBaHus. B nanbHeiieM Bepauur u Xodpman (1893) gokasanu, uto
3ab0JieBaHME CONMPOBOXK/AAETCS JieTeHepalell KJIeTOK NepeJHUX POTOB CIMHHOrO Mo3ra. B
1956 r. 3. Kyrenbbepr u JI. BesaHzep BblJeJUIA HOBYI HO30JIOTUYECKYID (opMy
CIMHAJbHOW MbILIEYHOU aTpoduH, KOTOpasi XapaKTepusyeTcs 6oJiee MO3JHUM HavyaJloM U
OTHOCHUTEJIbHO JJ0OpOKauYeCTBEHHBIM TeYEHUEM 0 CPAaBHEHUIO C ONMCcaHHOW BepgHurom u
XodpmaHoMm. CMA 06b14HO BbI3BaHa MyTaluel B reHe SMN1, KoTOpbIii B HOpMe NPOU3BOJUT
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SMN, 4TO NPpUBOAUT K IOTEpe MOTOPHBIX HEHPOHOB.

o=
6esiok SMN. M3-3a MyTanuu resa y jwogeil ¢ CMA npou3BoAUTCS MeHblllee KOJIMYeCTBO OesKa
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B 3aBUCHMMOCTH OT BO3pacCTa Ha4aJia 3a00J/ieBaHHSI 1 MaKCHUMaJIbHOT'O AOCTUTHYTOI'O

ABUTAaTEJ/JIbHOTO HaBblKa BbIAEJIAKOT Y€TbhIPp€ OCHOBHBIX THIIA CMA:

B [BuratensHble Yucno
0 edko opon eNbHO 5 -
Tun CMA BoapacT nebiota NpoAOMKUTENBHOCTD oyt Konuit SMN2
HU3HKW
CMA 0 BHyTpUyTpOGHO Lo 6 mecaues Her 1
HecnocoBHocTb
[epware ronoey,
CMA | [o 6 mecaues Mo 2-x net nepeBopa4nBaThCA, 2
cuaeTb bea
NoAAEpPHKA
70% powwmearT oo 25 CnocoBHOCTb CUAETH
CMA I 6-18 mecAuee et 63 noaepHHM 3
CMA I
10-40 neT nocne CnocoBHOCTL CTOATL
Crapwe 18 mecaues MaHM(eCTaMM W X0aWTh 3-4
u 6e3 NoAAEpPKKM
CMA IV B noppocTtkoeom . “iil'{ ﬂgiag:ﬁﬁginm CnocoBHOCTb K
MoamHMit TH WA B3POCNOM |E|) o gﬂH{HTeanucm CAMOCTOATENBHOMY 4
SA BO3pacTe POA T nepeaguHeHno

KosnmuectBo konui SMN2 nmauuentoB ¢ CMA Bapweupyerca ot 1 go 6, mpu 3TOM
HabJito/jlaeTCsl 06paTHasA 3aBUCUMOCTb Mexxay TUlioM CMA u kosindyecTBOM Koy SMN2.

MNHTEepecHO OTMETUTB, YTO YKca0 Konui reHa SMN2 He Bcerja nMeeT 4eTKYI0 CBSA3b C
KJAMHUYecKUM ¢eHoTUNIOM CMA, T.e. ecTh cyllecTByH elle MoAuduLUpYOOIHEe GaKTOpHI,

KOTOpbI€ OKAa3bIBAKOT BJIUAHHE HA Ae6I-OT Y TedyeHUe 3a60/1eBaHUs

. Konuuectso konuii rena SMN2
Konuyecteo konuin
reHa SMN2

CMA 1-ro Tuna CMA 2-ro Tuna** CMA 3/4-ro Tunoe***

1 96% 4% 0%
2 79% 16% 5%
3 15% 54% 31%
SofEEEE 1% 11% 88%

B npueseHHOUN TabJivle MPOCAEKUBAETCs 0011asl TEHAEHIMSI O TOM, YTO YeM GOJiblile
KoJIMYecTBO konud reHa SMN2, Tem MeHblie TskecTb CMA. BMecTe ¢ TeM, B MeHbIIEM

NpOLeHTe CJy4yaeB BO3HUKAKOT UCKIKYeHUs. Hanpumep, 2 konuu resa SMN 2 y nauueHTOB

co CMA 3/4-ro TumnoB BcTpeyatoTcs B 5% ciyvaeB, uid B 1% ciaydaeB y nanueHToB co CMA 1-

ro Tuna obHapy»eHo 4 v 6os1ee konuii reHa SMN2.

JAuarHoctuka. /luarHoctuka CMA oOCHOBBIBaeTCA Ha MOJIEKYJISPHO-TEHETUYECKOM

TEeCTUPOBAHMM, BBIABJAKLIEM Jeseluio wiad Mmytauuto B SMNI1. B ciydyae aTumudHoro
TeYyeHHUs1 MOTYT UCI0JIb30BaThCs AONOJHUTENbHbIE MeTO/ bl (Coret & Aveledo, 2020):
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e JnexkTpomuorpadus (IMI) - BbIBASET NPU3HAKU XPOHHUYECKOW HEHpPOTeHHOM
atpodum.

e buoncua mbimy (pefKo NpUMeHSETCS) — MOKa3blBaeT XapaKTepHble M3MeHeHUd,
CBfI3aHHBIE C JleHepBaLUe.

e AHasnn3 konuii SMN2 - BaxkeH /1/11 IPOTrHO3UPOBAHUS TSXKeCTU 3ab0J1eBaHuUS.

CoBpeMeHHble MeTOAbl JiedeHUsA. PaHee Tepanus CMA O6bl1a HCK/IIOYUTESBHO
CUMIITOMaTUYECKOW, OJIHAKO B NOCJeJHHUE ToJbl MOSABUJINCh UHHOBALMOHHbIE Npenaparhl,
M3MeHUBIIKMe NporHo3 3aboseBanud (Finkel et al., 2017; Mendell et al., 2017):

1. Hycunepcen (Spinraza) - aHTHUCMBICJIOBOM OJINTOHYKJIEOTH/, yBeJWYHUBAIOIIUN
cuHTe3 6esika SMN 3a cueT Mmogudukauuu cracuHra SMNZ2. BBoguTcsi MHTpaTeKalbHO,
TpebyeT N0KM3HEHHOT0 NPUMEHEHHS.

2. 3oareHcMa (onasemnogene abeparvovec) - TreHHasl Tepanus, M03BOJSOLAA
JlOCTaBUTh QYyHKLIMOHANbHYI Konuio SMN1 ¢ nmoMoubio aleHoaccolMMpOBaHHOTO BUpyca
AAV9. OpHOKpaTHOe BHYTPUBEHHOE BBeJIeHHE CIIOCOOHO OCTAaHOBUTH NpPOrpecCHpoBaHUe
60J1e3HH.

3. Pucgunnam (Evrysdi) - nepopasibHbI npenapaT, CTUMYJUPYIOLUNA 3KCHPECCUIO
SMNZ2. [Io3BoJ/IsieT NOBBICUTb YPOBEHb QPYHKIIMOHAIBHOTO 6esika SMN B HEpBHBIX KJI€TKaX.

[ToMmuMo crienuduveckor Tepanuy, BaXKHYI0 pOJib UTPaeT CUMITOMAaTH4YEeCKOE JIeYeHUE,
BKJIIOUalollee GU3UOTEPAINUIO, PECHIUPATOPHYIO0 MOALEPHKKY, HYTPUTUBHYIO KOPPEKLHUIO U
OpTONEeANYECKYI0 NOMOLb.

3akuw4deHnue. CiMHa/lbHas MblllleyHast aTPOPHUsa OCTAeTCS CEPbe3HbIM reHeTHYeCKUM
3abo/sieBaHMeM, OJHAaKO OJjlarofjapsi COBpeMEHHbIM MeTOJaM Tepaluu MpOrHo3 JJs
NallMeHTOB 3HAYUTEJbHO YJy4liuicd. Pa3BuTHe TeHHOW WU MOJIEKYJISIPHOU MeAULIUHBI
OTKpbIBAaeT HOBbIE MEPCHEKTHUBBI /JI51 IOJIHOTO U3JIe4YeHUs JaHHOT0 3a60/1eBaHMUSL.
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