ITpodeccop CPY 0 reHOMHOM peJaKTHPOBAHHUH

PyxoBoguTenb HayuHo-00pa3oBaTeIbHOTO IIEHTPA
TeHOMHBIX MCclieioBaHui CUOMPCKOTO
(benmepanbHOr0 YHUBEPCUTETA, Ipodeccop
leTTHreHCKOTO yHUBepCcUTeTa (I'epManus) u
Texacckoro yauepcuteta A&M (CIIA), Bemymui
Hay4HbIA COTpyAHUK UHCTUTYTA 0011el TeHETUKHU
uMenu H. Y. Basunosa PAH KoHcTaHTHH
KpyTtoBckui nmpokoMmmenTupoBan PUA «HoBocTu»
MPOLIECC TEHOMHOT'0 PeaKTHUPOBaHUS B CBI3U C
TosIBUBIIIENCS MyOnuKalmen B xKypHane Nature.

HamomHuM, cTaThsl pacCKa3biBaeT 00 yCIEITHOM ucnpaBienuu mytauuu B [JTHK yenmoBeyeckoro 3apopbiiia
Py IoMo1 reHoMHOT0 pefakTopa CRISPR/Cas9. Bo3M0XHOCTb yCTpaHeHUS OIIUO0K B TEHOME MOXKET
MIOJIOKUTH KOHEI] 6MOJIOTUYECKOM 9BOJIIONNY, KOTOPas IPEACTaBIIsIeT coO00M reHeTUYEeCKU HacllemyeMoe
“3MEHEeHMe OpraHu3Ma B ITPoliecce afalTaluy K OKpyXKalolel cpefie.

«B3simb, Kk npumepy, makyw 60se3Hb, Kak (peHUAKemoHypus, — Hac.i1eodcmeeHHoe
3abo0e8aHue, c853aHHOE C HapyweHuem Memaboau3mMa aMuHOKUC/A0m, Komopoe npusodum K
HAKonAeHui (peHUAa1aHUHA U e20 mokcu4yeckux npodykmoa. 3gecmHo, umo ama 60.1e3Hb
npueooum K msAxice€0My NOPA*CeHUI0 ,eHMPAaabHOU Hep8HOU cucmeMbl U HapyweHUusAM
yMcmeeHHo020 pa3zsumus. Tak aom, (peHUAKemoHypusa — 3mo 00HO U3 HeMHO2UX
HacsaedcmeeHHbIX 3a601e8aHUll, NPUYUHA KOMOPO20 8 Mymal,uu 8ce20 00HO20 2eHd, d UH020d
u eQuHcmeeHH020 Hyk1eomuda 8 Hém (2eH PAH — Phenylalanine hydroxylase).

PaHvwe sma mymauvus seasasace semanvHol. I[IpucnocobieHHocms ocobetl, poouswuxcs ¢
(peHuskemoHypuetl, 6blaa pasHa Hy10, OHU 00bIYHO No2ubaau 8 08yX-, MpPEXaemHeM
go3pacme. Ho nockobKy cetiyac npuyuHa amot 60s1e3Hu U38ecmHa, mo OHaA /n1e2K0o
Koppekmupyemcs ¢ NOMOW,b0 Cnelyud/bHol duemsl, KOmopas o2paHuyusaem nocmynjaeHue
(eHunasaHuHa. 9mo — Koppekmuposka ¢pakmopa cpedvl. Ho pazgsumue 2eHemuku now.1o
eweé danvwe! Tenepb yuéHble MO2ym 3aMeHUMb MYMAHMHbIU d1/1eb (BAPUAHM 2eHA) Ha
HemymaHmHblll 8 2eHe PAH Ha camol paHHell cmaduu pa3gumusi IMOPUOHA.

B cayuae 3abosesaHuss CmuseHa XoKuHaa ace 0080/1bHO Npocmo. [[ymar, 4¥mo vepes
HEeCKO0/bKO em Mbl Hayuyumcs aeyums 6okoeoll amuompoguueckutl ckaepos (BAC, ALS),
u3secmuulll makdce Kak 6os1e3Hb JIy ['epuea.

Kak u mHozue HelipoOezeHepamugHble 3aboseaarus, BAC onpedeasemcs no HAKON/JAeHU
aHomanvHuix benkos 8 mosee. Ha 10-20 % BAC 2eHemuuecku 06yc/108/€H U C8A3AH C
MymauusMu 8 HeKOMopblx 2eHax. A ecau peyb UOEm 06 0OHOM UAU HECKOAbKUX 2eHaX —
3Hauum, ,cnaceHue” yoce 6.,1u3ko. Hacko/nvKo s 3HAI0, HUKAKUX KOppeaauul mexcoy
UHMe11eKmyaabHbiMu cnocobHocmamu u 6os1e3Hbvio JIy I'epuea Hem. Ho ecau oOHU 8cé-maku
ecmvb, xome10Cb 6bl cnpocums y camo2o XoKuHeaa: 20moe au oH 6bia 6bl nodcepmeosams ceoell
2eHUA/NbHOCMbIO, YMOoObl X00UMb, U2Pambv 8 MAY, N1ABAMb 8 OKeaHe, — HCUMb KaK 8ce
obbluHble 1100u?», — oTMeTHNI KoHCcTaHTHH KpyTOBCKHM.
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