Poccuiickuin negnatpudecknin xypHan. 2022; 25(6)

388 https://doi.org/10.46563/1560-9561-2022-25-6-381-450

«CTYOEHUKNHCKWME YTEHNA» (MOCKBA, 2 IEKABPA 2022 r.)

KITMHUYECKUE U MONEKYNAPHO-
FrEHETUMECKUE OCOBEHHOCTM CNYYASA
CMUHATNIbHON MbILLEYHOW ATPO®UN
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"HaumoHanbHbIi MEAVMLMHCKUIA UCCreaoBaTeNbCKUA LEHTP
300poBbs getent MuHsgpasa Poccuun, Mocksa;

MepBbli MOCKOBCKMI rocyAapCTBEHHbIV MEAULIMHCKIIA
yHuepcuteT M. V.M. CeyeHoBa MunsgpaBa Poccuu
(CeyeHoBckumn YHusepcutet), Mocksa

Knroyesnie criosa: 0emu, criuHanbHasi Mblle4YHasi ampoghusi,
OuaeHocmuka

Axmyanornocms. CruHanbHast Mblednas arpodus (CMA) —
9TO TPyMIIA PEIKUX ayTOCOMHO-PELIECCHBHBIX HACNIECTBEHHBIX 3200-
JIeBaHMH, BO3HUKAIOIINX B pe3ynbrare aedekroB B rene SMNI, npu
KOTOPBIX NPOHMCXOJUT ITOBPEXICHUE MOTOPHBIX HEHPOHOB CIIMHHO-
ro mo3ra. JIo 95% ciygaes CMA BbI3BaHO fAenenueil 7 5K30Ha reHa
SMN1, nacnenyeMo OT 300pOBbIX poxuteneil-Hocureneil. Mckmtoue-
HHEM SIBIISIOTCS TOIBKO 2% OONBHBIX JeTeH, KOTOPhIe POXKIAIOTCS B
CeMbSIX, TJIe HOCUTEIIEM MYTALUU SBJISETCS TOIBKO OJUH POJHUTEID,
a BTOPOH MyTaHTHBIN ajutesib y peOEHKa BOHUKACT CIIOPAINIECKH.
B nannoit paboTe MpruBeIeHO KIMHUYIECKOE U MOJIEKYIISIPHO-TEHETH-
YeCKOe ONUCAHUE TAaKOTO CIIydast.

Onucanmue KJIMHUYeckoro ciayuasi. Jlesouka H. B Bo3pacre
1 rox 7 mMec HOCTyIUIa B OT/IE/ICHUE TICMXOHEBPOJIOTHH U IICHX0CO-
MaTH4YECKOIl ITaTOJIOTHH ¢ TOJI03PEHHEM Ha JeTeHepaTUBHEIE 00Je3-
HU HEpBHOMU cucTeMsbl. [IpeHaTanbHbIi aHaMHe3 HE OBbLT OTATOLIEH.
PanHee ICMXOMOTOPHOE Pa3BUTHE MPOTEKAIO B COOTBETCTBHH C BO3-
pacTHBIME HOpMaMH. MaTh cTajla 0TMeuarh y CBOETo peOEHKa Hapy-
LIICHNE TIOXO/KY O THITYy YTUHOU U YacThle aJieHus B Bo3pacTe 1 rox
6 mec. Ilpu ocMOTpe B OT/IENICHUH BBISBICHBI TPOKCUMANbHAS MBI-
IIeuHas craboCTh, OTCYTCTBUE CYXOKMIIBHBIX PE(IEKCOB B HIKHUX
KOHEYHOCTSIX, TpuéMbI ['oBepca mpu noxbeme ¢ nona. [Ipu nposere-
HuM sMekrpoHeripomuorpadun (OHMI') BbIsIBICHBI IPU3HAKH, yKa-
3bIBAIOLIME HA [IOPAKCHUE MOTOHEHPOHOB clMHHOrO Mo3ra. Ha oc-
HOBaHMU XKaJ00, aHaMHe3a, KIMHNIECKO KapTHHBI U PEe3yIbTaTOB
OHMI 6sut0 3amono3peno nannune CMA. BonpHas Obuta Hampas-
JIeHa B Ta0OpaTOPUIO MEIUINHCKOI TeHOMUKH JUIsl TIPOBEICHHS MO-
JIEKyIAPHO-TEeHETHYECKOTO HCClIeI0BaHUs. MEeToIoM MyJbTUILIEKC-
HOU aMIUIHHUKAIMN TUTHpoBaHHBIX Ipod (MLPA) y GonbHO# OblH
BBIIBJICHBI TOMO3HUTOTHAS JAENEIHs 9K30HA 7 U TeTepO3UTOTHAS Je-
nenus 3k30Ha 8 reHa SMN/. IIpoBenéH ceMelHbli cerperaliuoHHbINH
aHann3. Y oTIa NpoOaH/Ia BEISIBICHA TETEPO3UTOTHAS JETIEIHS K30~
Ha 7 reHa SMN1, Toraa Kak y MaTepy He ObUTI0 0OHAPYKEHO H3MEHe-
HU# B yKcie konui reHa SMN1. 310 O3BOJINIO MPEANOI0KUTE, YTO
nenenyst reHa SMNI y mpobaHaa Ha BTOPOH XpOMOCOME BO3HHUKIIA
criopaaunyecku. [Tnan nedenus nanuentoB ¢ CMA MOXeET BapbHpO-
BaTh B 3aBUCHMOCTH OT KOITMHHOCTH TeHa SMN2 — 9acTU4HOTO To-
monora SMNI. I'en SMN2 criocoGeH B MajoM KOJTMYECTBE TPOTYIIH-
poBarh GyHKIMOHAIBHBIN 6etok SMN u 103TOMy ueM OOJIbIIe KO
reHa SMN2, TeMm nerde MO>XeT IpoTeKars 3aboneBanue. Y mpobanna
OBLTH BBISIBIICHBI 1Be Koruu reHa SMN2. [1o cOBOKYITHOCTH TaHHBIX
o0cneoBaHuiA 1 CEeMEHHOro aHanu3a O0JIBHOM OBIT BBICTABIICH ANA-
rao3 CMA, tun 3, Ha3HaYeHB! PeaOMIINTAIIMOHHBIE MEPOIIPHUSTHS 1
JTHOTIATOTeHEeTHYECKas TepaIisl JICKApCTBEHHBIM IIPErapaToM OHa-
cemHoreH abenapBoBek (Zolgensma, 3ojireHcMa), KOTOPbIH SIBISIET-
s IEPBBIM JIEKapCTBECHHBIM CPEJICTBOM AJIs reHHOU Tepanuu CMA.

3axarouenue. Jleuerne CMA npenoctasiseT GyHKINOHATBHYIO
xonuio rena SMN Uit OCTAaHOBKH IPOTPECCHPOBAaHHs 3a00JICBaHHS
MMOCPEICTBOM yCTOHUNBOM akcnpeccnn O6enka SMN. dyHKunoHab-
Hast konust reHa SMN BBOIUTCS ¢ IOMOIIBIO a/IEHOACCOIIMUPOBAHHO-

ro Bupyca (AAV) ceporumna 9 — AAV9, KoTopblii ciocobeH Ipeoso-
JIeBaTh TeMaTodHIe(haTnIecKiii 6apbep U MPOHUKATh B KIETKH MalH-
eHTa. [Ipenapar BBOAUTCS OJHOKPATHO KaK BHYTPHBEHHAS MH(Y3Us
MPOAOIDKUTENHHOCTBIO 60 MUH.



