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Cpenu Hac/Ie/ICTBEHHBIX HEHpO/IereHepaTUBHBIX 3a00/I€BaHUI YeJI0BEKA MOXKHO BBIJIEIUTH
rpyiny 3abosieBaHuil, BHI3BAHHBIX SKCIIAHCHEN TOJUITI0OTAMIHOBBIX y9IacTKOB (pQ) B Geskax.
Cpe/in BO3MOXKHBIX IPUIUH, BELYIIUX K HEHPOJIETeHEPAIINH, BBIJIC/ISIOT: U3MeHeHne KoHdopMa-
1uu O6eJika ¢ yJJInHEeHHBIM P() TPaKTOM; ero “HenpaBuibHas cOOPKa, MPUBOSAIast K 00pazoBa-
HUIO TOKCHYIHBIX arPeraToB; HapyIieHne padoThl (paKTOPOB TPAHCKPUIIITIY [IPU B3AUMOICHCTBUAN
¢ MyTaHTHBIM O€JTKOM; 00pa30BaHMe TOKCHIHBIX (hparMeHTOB, CoJepKamnx p( yIaCTKH; a Tak-
JKe pasimdHble KoMOuHarmu 3tux MexanusMoB (1). K sromy kiaccy 3abosieBaHmil OTHOCHTCSI
crimHoIepebesuIsipHas arakcus epsoro tuna (SCA-1) - ayTocoMHO-IOMUHAHTHOE HefpojiereHe-
paruBHOe 3abosieBanue, Bbi3BanHOe Kcrancueit CAG nosropos B rene ATXNI, pacmoioxken-
HOM Ha 6 XpomMocoMme M KojaupymoiieMm Oemok ataxin-1 . Dot 6eyok cBasbiBaercss ¢ MPHK n
ydgacTByeT B ee Metabosm3Me. Tszxects 3aboseBanus 3apucut oT jmHbl CAG yuacrka. [Ipu
SCA-1 mabmoaercst rubestb KieTok Ilypkuabe u erpaiamus oJIMBO-MO3KeIKOBBIX myTeit. Ha
KJIMHIIECKOM yPOBHE HAOJIIOIAIOTCH aTaKCUsd, OPTATBLMOILIETHA U THPAMUJIHOE PACCTPORCTBO
(3).

B ¢Bs13u ¢ orpanutenHoil J0CTYTHOCTBIO JIJIsd M3y UeHUs] HePBHOI TKAHU Ye/I0BEKA, UCIIOJIB30-
BaHUE XKUBOTHBIX MOJIE/IEN U KJIETOUHBIX KYIBTYD SBJISIETCS €IMHCTBEHHBIM CIIOCODOM U3YIeHUsT
pasBUTHs HEHPOJIereHepaTuBHBIX 3abo/eBaHuil. OTKPBITHE TEXHOJIOTUNA NeHETUIECKOTO PEIpo-
IPAMMHUPOBAHUS COMATUYIECKUX KJIETOK JIAJI0 BO3MOXKHOCTH TOJIYy9aTh WH/IYTUPOBAHHDIE TLTIO-
puniorentbie cTBoJoBbe KieTku (UTICK), koropbie 06/1a/1a10T HeOrpaHUIeHHbIM TIpoJndepa-
TUBHBIM TIOTEHITHAIOM U CIIOCOOHBI UM DEPEHITMPOBATLCSA B JIFOOBIE TUIBI KJIETOK B3POCIOrO
opraausmMa (2).

3 6uonraTtoB KOKU JIBYX MarueHToK ¢ myTtanueir B reHe ATXN I ObLin 1MOy9deHbl Kyilb-
Typbl pubdpobracToB Koxku. 3 Kaxk10#t KyJabTypbl (puOPOOIACTOB IIyTEM JOCTaBKH B KJIETKY
rpanckpunimonubix dgaxkropos OCT4, SOX2, KLF4, C-MYC upu nomoru JeHTUBUPYCHBIX
BekTOpoB ObLn 1oty densb! uann UTICK. [lmopunorentaocts nostyaenubix gunuit UTICK Obi-
J1a TIOJTBEPIK/IEHA B COOTBETCTBUU C MEXK/IyHAPOIHBIMEU CTAHIAPTAMU METOIOM MMMYHOXIMU-
YeCKOl OKpacK! KJIOHOB Ha MapKepbl ITIOPUIOTEHTHOIO COCTOSHUS, TECTOM Ha (hOPMUPOBa-
HUEM SMODPHUOWIHBIX TeJIell, COJIEPKAIINX KJIETKHA TPEX 3apOJIbIIeBbiX JuCTKOB. Metomom OT-
[ITIP mokazano naymuane MPHK dakropoB, He0OOXOMMMBIX IS TOJEPKAHUA ILJIIOPUITOTEHT-
HocTu. Amiudukarmeii co crenuduuecKuMy MpaiMepaMu K HOJUTIIOTAMIHOBOMY YIaCTKY
reda ATXNI1 651710 TOATBEP:KIEHO HAININE U30BITOTHBIX ITIOBTOPOB B OJHOM 13 ajuieseil. Tak-
ke ObLT mpoBejieH Kapuorunudecknit ananu3 jguauit UTICK, moxreepausimuit mx HOpMAaJIbHBIIH
kapuorun (46XX). IToayuenunie u oxapakrepusoBannbie juaun UIICK, wecyue myranuio B
rere ATXN 1, BuocsegacTBun Oy/IyT TIPUMEHEHBI JIJTsT TIOJTy YeHUsT MOJICTbHBIX KYJIBTYD HEPOHOB
I U3yYeHnsl MexaHu3MoB rarorenesa SCA-1.

Uctounuku u aureparypa



Kongepernuusa «/lomonocos 2017»

1) Adegbuyiro A et al. Proteins containing expanded polyglutamine tracts and
neurodegenerative disease. // Biochemistry. 2017. in press.

2) Takahashi K., Yamanaka S. Induction of pluripotent stem cells from mouse embryonic
and adult fibroblast cultures by defined factors. // Cell. 2006. Vol. 126, Ne 4. P. 663-676.

3) OMIM.org: http://omim.org/entry /164400


http://omim.org/entry/164400

