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Hecmotpst Ha 10O uTO runeprpoduueckas kapauomuonarust (I'KMII) sBnsercs oqaum u3 Hanbosee
pacrpoCTpaHEHHBIX CEPACYHO-COCYANCTRIX 3a0oyieBaHUi, mpodieMa pa3paboTKH d(PPEKTUBHBIX
METOOB €r0 Tepaluu TaK U OCTaeTcs HepeuleHHOW. lIpuMeHeHue KIETOYHBIX TEXHOJIOTHH —
MOJTyYEHNE KapIUOMEOIIMNTOB B pPE3yNbTaTe HaIlpaBICHHOH An(p(PEpeHINPOBKH HHIYIIUPOBAHHBIX
TUTFOPUTIOTEHTHBIX CTBONIOBBIX KieTok (MIICK) dvenoBeka — OTKpBUIO HOBBIE BO3MOXKHOCTH ISt
BBISICHEHHUSI MOJIEKYJISIPHBIX NaTOT€HETHYECKUX MEXaHMU3MOB, Jexamux B ocHoBe ' KMII, u noucka
MUIIEHEN JIJIs1 Tepanuu.

Hapsiny ¢ xmerognbiMu TexHOMorusmMu, mpu m3ydernun ['KMII Bce Gonee aKTHBHO HCIONB3YIOTCS
METOJIbI PEAAKTUPOBAHUS HYKICOTHAHBIX TTOCIEA0BATENLHOCTEH, B ocobeHHOCTH cuctema CRISPR/
Cas9. CoBMecTHOE IPUMEHEHHUE JIBYX TEXHOJIOTUH M03BOJIsAET nonyyars uzorenusle auHun UIICK,
KOTOpBIE Pa3NyYalOTCsd HAJIMIMEM W/HIN OTCYTCTBUEM OIHOTO T'€HETHYECKOTO BapHaHTa, YTO JaeT
BO3MOXHOCTB PeLIaTh HEJIbIH psa HaydHbIX 3a/1a4: CO3/1aBaTh HOBBIE KJIETOUHBIE MOJIEIH IS U3yYESHUS
I'KMII u «310p0BbIe» N30T€HHBIE KOHTPOJIM, @ TAKXKE BBIACHATH IaTOT€HETUUECKUI BKJIAJ] BADUAHTOB
C HESACHBIM KJIMHUYECKUM 3HaueHueM B pa3sutue ' KMIL

ITomumo 0030pHOI yacTH, B JOKIane OyayT MpPEACTaBICHBI JAHHBIC aBTOPOB MO HCIIOIb30BaHUIO
texnonoruit UTICK u CRISPR/Cas9 st onieHkH maToreHeTrHueckoro Bkiaaa B pazsutre ' KMIT aByx
BapUAHTOB C HESICHBIM KIIMHUYIECKUM 3HaueHueM: p.M6591 B rene MYH7 np.N515del B rene MYBPC3.
Bruto mokazaHo, 9To HATMYKE JaHHBIX TEHETHYECKAX BAPHAHTOB (KaK MAUCHT-CIICIM(DUIHBIX, TaK U
BHECeHHBIX ¢ omotpio cucrembl CRISPR/Cas9) npuBonuio k yBenMueHHIO pa3mMepa 1 HapyIIeHUI0
SHEPIreTHIECKOTO MeTabOoM3Ma KapIHOMHUOIITOB IO CPAaBHEHUIO ¢ M30T€HHBIM KOHTponem. Kpome
Toro, BapuaHt p.M6591 B rene MYH7 Takxe BbI3bIBaJl U3MEHEHUs B INaTTEPHE HKCIPECCUM psiaa
PEryJasSTOPHBIX M CAapKOMEpPHBIX I'€HOB M YBEJIMYEHHE YPOBHS HOHOB KalbliMs Ha CTaguM IOKOS
KapJUOMHUOLUTOB. OTH pe3ylbTaTbl CBUJETEIbCTBYIOT B II0JIb3y IATOI€HHOCTU MCCIIELYyEMBIX
BapHAHTOB.

Qunancuposanue: ccnenosanue noaaepxano oromxetHsiM npoekroM M ul CO PAH FWNR-2022-
0015 u PoccuiickuM HaydHBIM (oHIOM, Ne 22-15-00271.
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