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[lepBuyHast pecHUYKa ABJSIETCA KIIOUEBOI CEHCOPHON OPraHe/ IO KJIeTKH, aKTUBHO yJacT-
BYIOIIIEl B CUTHAJIMHTE, B TOM YHCJIE B KJIETKAX I'OJIOBHOTO MO3ra. DKCIIAHCHS B aCCOIUUPO-
BaHHOM ¢ pecuuukoii rene TTBK 2, konupyioiem KuHazy TyOyauHoB u Tay-Oenkos TTBK2,
MPUBOJIUT K PA3BUTHUIO TAKOTO HEMPOJIET€HEPATUBHOIO 3200/ IeBAHN, KAK CIIMHOIEPeOe/ IIpHAd
arakcust 11 Tuma (SCA11). Ognako cymecrytor Tunbl SCA, pasBuBaoIiuecs B pe3ysbrare
9KCITAHCUH B T'eHaX, HANPSMYIO He CBA3AHHBIX C IMEPBUYHON pecHmukoil. Hampumep, B ciydae
SCA17 myranust BosauKaeT B rene T BP, KogupyroiieM TpaHckpuinorublii (hakrop TBP. IIpu
9TOM PEe3y/IbTAaThl aHAIN3a TPAHCKPUITOMA MO3TOBBIX opraHomoB narmerTta ¢ SCA17 mpo-
JIEMOHCTPUPOBAJIN CHUZKEHHBIN yPOBEHb YKCIIPECCUU IIE€JIOTO CeTa T'€HOB, aCCOIMMPOBAHHBIX C
nepBuaHoOil pecamakoii. [Ipu SCA17 mopaxkaiorcst HEIPOHBI MO3KEUKa, KOPBI TOJIOBHOTO MO3Ta,
cpeqero mosra. [loaToMy MO3roBBIE OPraHOWIbI, TOJYYEHHBIE M3 KJIETOK HMAITMEHTOB, MOTYT
OBITH PabOYeil MOJIE/IBIO JJIsd aHAJII3a CTPYKTYPHBIX H3MEHEHUN TIEPBUTHON PECHUYKU B HEHPO-
Hax, acconunpoBaHubix ¢ SCA17.

Henpio gannoit paboThl ObLIO moOJIydeHre Mo3roBbix opraHongoB u3 WIICK mammenTos c
crimHoIepedeIAPHOI aTakcueil 17 Tuna u nocjaeayrorniee n3ydeHue CTpyKTypbl IEPBUYHON pec-
HUYKM B KjaerKax naruenTos ¢ SCA17.

Bbumi mosrydeHbl OpraHoWIbl CPETHET0 MO3ra M3 HeHPOHAJIBHBIX IMPON€HUTOPHBIX KJIETOK,
nuddepentmposannbix n3 UIICK nByx marumenToB, 3/10pOBOil HOCUTETBHUIIBI MyTAIIUA U TPEX
3710poBBIX JT0HOPOB. Ilomo6panbl mpaiimepsr K renam DYNC2H1 u TRAF 8IP 1, npojeMoH-
CTPUPOBABIIUM CHUYKEHHYIO SKCIIPECCUIO TI0 JIAHHBIM aHaJ m3a Tpanckpunroma. [Iposejiena oren-
ka skcipeccut DYNC2H 1 u TRAF 3 1P 1 ¢ nomompbio kosmmaectsennoit OT-T11IP, B pesysibrare
Yero BBISBJIEH JOCTATOYHO BBICOKHIT I JajIbHEiIero anaan3a yposenb sKkcpeccuu. Orpabo-
TaHa METOJIUKA MPOOOIIOATOTOBKY U TOJIyYeHbI 00pa3IIbl /IS JIeKTPOHHO-MIKPOCKOIINIECKOTO
aHaJn3a OPraHoOUJIOB. YJILTPATOHKHE CPE3bl, U3rOTOBJIEHHBIE U3 3TUX 00PA3IOB, POAHAII3N-
POBaHBI METOJIOM TPAHCMHUCCHOHHON 3JIEKTPOHHOM MUKpocKonuu. Ha rmosrydennbIx mpenaparax
BBIABJIEHBI IIEPBUYHBIE PECHUYKU U OIKMCAHA UX CTPYKTypa. V3 BbICAXKEHHBIX OPraHOUJIOB I10-
JrydeHbl 2D-KyabTyphl 1 MPOBEIEHO UX NMMYHOITUTOXUMUYECKOe OKPAITIBAHNE TSl BBISBICHIS
NePBUYHBIX pecHnuek. [loryuennble maHHble OyAyT MpeJiCcTaBIeHbl Ha KOHMEPEHINH.

Takum 0Opazom, OpraHou/Ibl CPEIHErO MO3ra, MOy YeHHbIe U3 KJIETOK MAIIMEHTOB, OOJIbHBIX
SCA17, aBstioTcs IEPCHEKTUBHON MOJEIIBIO JIJIsl U3y IeHusT MOPMOIOru IEPBUTHON PECHUIKI

mpu SCA17.



