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CrunasbHast Mbiiedras arpodust (CMA) — BTOpoe 10 pacnpocTpaHeHHOCTH ayTOCOMHO-
perieccuBHOE 3abo0seBanue ¢ 4actoroit Berpedaemoctu 1 Ha 10000 :KUBOPOK IEHHBIX, BEI3BAHHOE
MyTaiusaMu B rene SMNI1. 3abo/ieBanne XapakKTepu3yeTcs IIPOrPECCUBHOMN JiereHepaleil Heii-
POHOB IIepEeIHUX POr'OB CIUHHOI'O MO3Ta, COLPOBOXKJIAIOIICICA HPOIrPECCUPYIONIECl MBIIICYHON!
cnaboctbio. OHnM U3 KII0YeBbiX MeTooB JiedeHus CMA sBisiercss KOPpeKIus CILIaiicCuHTa
rera SMN2 ¢ ucnonbzoBarneM antucmbicaoBbix PHK-ommronykieornios (ACO), criocobeTsy-
IOMUX BKIOYeHno 7 3k30Ha B npe-MPHK SMN2. Oanako mHTpareKaabHOE BBEICHUE TAKIX
IperapaToB UMeeT orpaHudYeHus. AJIbTepHATUBOM sABjsieTca HeBupycHas gocraBka ACO, 1mos-
BOJISIIOIIAS TTepeiTH K NHQPY3UOHHOMY BBEJICHUIO.

esib paboThl — OIEHKA UCIIOJIHL30BAHNE TPONHBIX TOINIEKTPOTUTHBIX KoMItekcoB ACO ¢
MENTHIaMU, OOTaThIMA aMUHOKHCJIOTAME C TIOJISIPHBIMI MOHOTEHHBIMU PaINKAJIAMHI, JIJIsT KOP-
peknun ciutaiicunra SMN2.

B kadecTBe HOCHTEJEHl MCIIONL30BAN TENTH/HbIE CUCTeMbI |1] u orpunaresbHo 3apszkeH-
HOE IeNTH/IHOE TOKPbITHE, MoauduinpoBanuoe mukandeckum tenrugom iRGD [2]. Tpancdex-
A0 TIPOBOIMIIN Ha KyabType ¢hudbpodbaactos marmenTos ¢ CMA II Tuna. YcmemHocTs Tepannn
KJIETOK OIEHWBAJIM 110 M3MEHEHUIO JOJIM MOJIHOPa3MepHbIX TpaHckpuntoB FL-SMN wmeromom
nostykosmdectsenuoit duryopectientroit OT-TIIP [3]. TokcnaHOCTH KOMIIIEKCOB OIEHUBAJIH C
IIOMOIIBIO PE3a3yPUHOBOIO TECTA.

YeraHoBIEHO craTucTHYecKu 3HaunMoe yBejandenne o FL-SMN nocie nocrasku ACO B
kjeTouHyo Mojiesib CMA. ToKCHIHOCTH KOMILJIEKCOB HE MPEBBIIIAa KOHTPOJIBHBIX 3HAUCHUI.

Paspaborannbie TpoiiHbIE TOJNIIEKTPOTUTHBIE KOMILIEKCHI JEeMOHCTPUPYIOT MEPCIeKTUB-
HOCTB JIJIsI JIOCTaBKH ciiiaiicuar-Koppektupytonmx ACO B (pu3nooragecknx yCaoBusiX.
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