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O/THOHYKJIEOTHIHBIE 3aMEHBI B KOJIMPYIONINX yIACTKAX N€HOB SIBJISIIOTCST PACIIPOCTPAHEHHOMN
[PUYUHON MHOIMX HAC/IeJCTBEHHBIX 3abosieBanuil [1]. B ciaydae cnmHaIbHON MBIIIEIHON aTpO-
dbun (CMA) 3amena ¢.840 C>T B 7 sk3one rera SMN 2 npuBoanuT K HAPYIIEHUIO CILIAICHHTA,
U BBIPE3AHUIO JAHHOTO 9K30HA u3 Gosbineir vactu (1m0 90%) rpanckpunrtos [2]. Koppeknus
ciaiicunra myrtem obparnoit 3amenbl T—C sBjIseTCs MEPCIEKTUBHBIM TOJIXOIOM JIJIsT Pa3pa-
OOTKM METOJIOB JICUEHUS JTAHHOTO 3200/ 1€BaAHUSI.

esbio paboTHI ABJISIETCS CO3JIAHIE MOJIEKYISIPHO-TEHETUIECKIX WHCTPYMEHTOB Ha OCHOBE
cucrembl CRISPR/Cas9 s koppeknun 3amennr ¢.840 C>T B 7 sk3one rena SMN2 u ux
TecTUpoBaHUe Ha JuHUKA (hubpPOOIACTOB, MOTYUEeHHBIX OT maruenTa co CMA.

Ha ocnoBanuu 6nonudopMaTuvieckoro anaan3a ObLI0 BEIOPAHO TPHU TOTEHITUAIBHBIX MUIITe-
o (T1-3) s cucremer CRISPR/Cas9. DddexTuBHOCTS BHECEHUST JBYIENOYETHBIX Pa3phl-
BOB KaxKJI0il m3 Tpex cucreMm B pubpobracTsl marmenta co CMA 6bl1a mpoaHa/Jm3npoBaHa, ¢
oMOIIbIo Iporpammuoro obecredenus: TIDE. Ilokazano, uro HauMeHbIIee KOJINIECTBO MHCEP-
it / meeruit (10,1 4 2,1%) wabmonaercs npu padore cucrembl T1, manbosbinee (17,9 + 3,7%)
- ipu pabore cucrembr T2. Cucrema T3 nokaszasa npomexyrodHoe 3HadeHue 3 HEeKTUBHOCTH
- 12,1 £ 1,9%. Ilpu ananuse HenesneBbix 3(HMEKTOB ¢ HOMOIIBIO MPOIPAMMHOIO 06ECIIeYeHNUsT
COSMID 6bL10 TTOKa3aHO, YTO HAMMEHBIIEe KOJIUYIECTBO IMOTEHIMAJILHBIX HEIEJEeBBIX CAiATOB
nmeer nporocteiicep T1, naubosbinee - T3. OgHako HamboJIee BEPOSITHBIE CANTHI HEIeIeBOi
AKTUBHOCTHU HAXOJISATCH B HEKOJUPYIONUX yYacTKax reHoB. TakuM obpas3oM, M0 pe3ysabTaTam
aHajn3a IeJIeBOIl M HEIEeIeBOil aKTUBHOCTHU s JaJibHeliieit paboThl 110 KOPPEKINH 3aMeHbI
¢.840 C>T B 7 sx30He rena SMN2 Oblia BoiOpana cucrema 12. TakxKe ObLIH CKOHCTPYHUPO-
BaHbI pa3/IMIHbIE BAPUAHTHI JIOHOPHBIX ILIA3MU/], HECYIIEe B CBOEM COCTaBe IMMOMUMO yIACTKOB
FOMOJIOTUHU CEJIEKITMOHHYIO KacceTy. VX adekTuBHOCTD OyIeT M3ydeHa B IMOCIEYIONINX IKC-
MEPUMEHTAX.

UccnemoBanue BBIIOJIHEHO B HHCTUTYTE XUMUYECKON OnoJsioruu u pyHIaMeHTaIbHON Me -
mabl CO PAH npun nogepxke rpanta PH® Ne 17-75-10041.
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