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Bymnnésusrtit stmaepmonns (BY) — rpymia KIMHIYeCKH reTeporeHHbIX TeHOIEePMATO30B, Xa-
PaAKTEPU3YIOMKUXCA 00pa30BaHUEM BOJIJIBIPpE W 9PO3Uil HA KOXKe IPU HE3HAYUTE/IbHBIX MeXa-
Hu4decknx TpaBMax. Hambostee pacupoctpanentoit popmoit B saBisgercs mpoctoit OyJ1I1E3HbIIM
stuugepmosns (IIBD). 3aboseBanne HacseyeTcst ay TOCOMHO-IOMUHAHTHO, B OOJIBITHHCTBE CJIy-
qaeB (75%) obyciaosieno myrarmsivu B reHax keparuna b (K5) (ren krth) u keparuna 14 (krt14)
[1]. 911 mpomezkyTOUHBIE (DUTAMEHTBI SKCIIPECCUPYIOTCs B 6a3aJIbHBIX KEPATHHOIUTAX B GOpPME
ouctmpabHoro rerepoaumepa. HempaBuibHo (osiinpoBaHible MyTaHTHBIE (POPMBI KepaTUHA
C TIOBBINEHHON 9acTOTON 00pa3yioT 100y /IspHBIE arperaThl B KyJIbTypax KJIETOK, HOJIYIeHHBIX
u3 nanuenToB ¢ [IBY. Cosmanne momenun 3abosieBaHust — BarkHas 3ajada JijId U3yUeHUsT Me-
XaHU3MOB HapyIIeHnit (hU3MOJIOTUN KEPATUHOIUTOB, accormupoBanubix ¢ [IB9, a rakxke s
pa3pabOTKN METO/I0B T€HOTEPAIINN JIJIsI TTAINEHTOB.

Hespro mamnOit paboThl siBIsieTcst pa3paborka mojenn [I1BD wa kymprype kimerok HaCa'T, ¢
noMoIpio cucreMbl pegakruposanus reaoma CRISPR /Cas9.

Ob6acTh pelakTUpOBaHus ObLIa BbIOPaHa B COOTBETCTBUU C JAHHBIMU, ITOKA3bIBAIOIINMH,
110 2B jnomen B sx30me 7 krth yacto nHecer myTaruu, npuBojsdiiue K arperamun K5 y manueHToB
¢ IIBD |2]. C nomorpio seKTponopaniui ObLIa MPOBeIeHA BpeMeHHas TPaHCQEKIHsT KJIETOK
BekTOpoM, Kogupytomum Cas9, n BekTopoM, koaupytorum rugoByio PHK. 13 momyaennoit B
pe3yJsibTare pPeJaKTUPOBaHUs OUOJIMOTEKU KJIOHOB OBLIU BbIJICJCHBI JUHUNA WHIUBHULYaIbHBIX
kJ10HOB. [lociie cekBenupoBanus [P amimudunupoBantoii 0b6acTu pelaKTHPOBAHUSA ObLI
naeHTUGUIMPOBaHa JUHAA, Hecylnas uHeepiuio 19 H.11. B 9k30He 7. JlaHHBIH KJIOH OBLI OXa-
paKTepPU30BaH C IOMOIIBI0 uMMyHOImToXuMudeckoro (VX)) anausa moBbIIeHHON arperarueii
K5.

Ha Bropowm stare pemaktupopanns Cas9 Oblja HampaBjeHa Ha HadaJo 9K30Ha 1 krth s
HOKayTa MYTAaHTHOH aJjijiejid B MOJYyYeHHOM KJIOHE. B OJHOM U3 MOJIyYEeHHBIX AHAJIOTUIHBIM
00pa30oM KJIOHOB ObL1a OOHAPYKEeHa MHCEPIUs BO BTOPOM KOJIOHE OT HavaJjia PAMKU CIUTHIBAHUA,
MPUBOJIAIIAST K PAHHEMY IOSBJICHUIO CTOI-KOJIOHA. JKcripeccusi K5 Oblia He obHapyzKeHa B
JaHHOM KJIoHe ¢ nomoripio UIIX anaanza.

DTOT KJIOH MPEJICTABISET MOJeIb pejikoii pereccusroit dopmbr [1BD [3] u moxker GbITH
HCIIOJIb30BaH KaK MUIIEHDb I pa3pabOTKu T'eHHOi Tepalmu. Kpome Toro, sBjssach HeHOTH-
[AYEeCKUM HOKayTOM IO TeHy KrtH, oH OyjeT MCIOJIb30BaThCAd B KadeCTBE MHCTPYMEHTA JIJIsd
U3YYEeHUs] IKCIIPECCUU PA3IMIHBIX MyTaHTHBIX (opm krtd myrem TpancdekIunm reHeTuIecKnx
KOHCTPYKIINH, KOTUPYIONINX HX.
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