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Cnunouepebemsapuas atakcusi 17-ro tuna (SCA17) — penkoe ayTOCOMHO-TOMHUHAHTHOE
HeliponereneparuBHoe 3a0osieBaHue, BbI3BaHHOE ayruinkanueil moBropoB CAG/CAA B rene
TBP wu xapakrtepusylolieecss KOMOMHalLlMe MO3KEUKOBOM arakCUM, KOTHUTHUBHBIX W
JBUTATEIbHBIX HAPYIICHUN, BKIIOYass xoper u nuctoHuto [1]. HemaBHue wuccrnemoBanus
MOKa3bIBAIOT, YTO moiuQQ-arakcuu, BkItodass SCA17, MOTYT OoTpa)kaThb HE TOJBKO IMO3THIOI0
JETeHEepalMI0 3peiblX HEHMpOHOB, HO M Ooyiee paHHUE HapylieHUs B TuddepeHIpPOBKE
HelipoHoB [2]. B 1o ke Bpewmsi, HelpoHaJdbHBIE MOJENIH, NoidydeHHbie W3 1PSC, mmpoko
ucnonb3ytorcs ans uzydeHuss SCA17 u cBsi3aHHBIX ¢ Hel monuQ-3a0oneBaHuil, OTHAKO OHU
4acTo IEMOHCTPUPYIOT FETEPOr€HHOE CO3PEBAHNE HEMPOHOB, UTO 3aTPYAHAET HHTEPIIPETALIUIO
sTHonoruu 3abonesanus [3]. 3To co3naer NOTPeOHOCTh B MHCTPYMEHTE, KOTOPBI Ha OCHOBE
TPAHCKPUIITOMHBIX JIAaHHBIX, TTO3BOJIUT UACHTU(DUIIUPOBATH XapaKkTepHbIe AU depeHnantbHbIe
MAaTTEPHBI, CBA3aHHBIE C HEUPOJETeHEPATUBHBIMU HAPYILLICHUSMH.

Jannas pabora HampaBiieHa ucclieoBaHue AUQGepeHIInaIbHON YKCIPECCHH TeHOB B
ycnoBusix, cBsizaHHbIX ¢ SCA17, Ha pa3HbIX cTanusax quddepeHInpoBKH HEUPOHOB. [aHHBIE
RNA-seq HelipOHOB 37I0pOBBIX MAI[MEHTOB U IMAIMEHTOB CO CIIMHOLIEPEOCIIIIPHOM aTakchei
17-ro Tuna ObutM B3THI U3 OTKpBITON 6a3bl naHHBIX NCBI. IIpoext PRINA1243099 coctout
u3 16 TpaHCKPUNTOMHBIX pOduUiIeH, NOTyUYEeHHBIX U3 MOJENel, co3qaHHbIX Ha ocHoBe 1PSC,
BKIt04ast 00pa3iiel ot 10 marmenToB ¢ SCA17 u 6 310poBbIX JOHOPOB [4]. AHATN3 TaHHBIX OBLT
MPOBEIEH BOCIPOM3BOAUMBIM TaWIUIaHOM Ha OCHOBe Snakemake, BkiIO4asi KOHTPOJb
KauecTBa, IceBAOBbIpaBHMBaHUE (Salmon) u anamu3 nuddepeHmanbHON dKcpeccuu
(DESeq2). buonoruueckas MHTEpIpeTaus 1 aHajan3 0e10K-0eIKOBBIX B3aUMOJIEHCTBUI ObLITU
BhIMONTHEHB! ¢ momoisio WebGestalt 1 STRING, a ananu3 nabopoB reHoB (GSEA) Obun
MCIIOJIb30BaH ISl UCCIIEIOBAHUS PETYIISIIMY T'€HOB, CBSI3aHHBIX ¢ co3peBaHueMm, mpu SCA17 no
CPaBHEHHUIO C KOHTPOJIbHOM TPyHIOi.

Pesynprarel nokaszanu, yro y nanueHToB ¢ SCA17 HabnronaeTcsi CHUKEHHUE SKCIIPECCHH
TeHOB, BOBJICYEHHBIX B TPAHCIOPT MO MHKPOTPYyOOUKaM, KIETOYHYIO OpraHU3alUIi0 U
[IAJTHAPHOE JIBI)KCHHE, YTO MOXKET CBUJETEIHCTBOBATh O CHUKCHHH CHUCTEM TMOIIEPIKAHMS
MOP(}OJIOTHH KIETOK i BHYTPUKIETOYHOTO TpaduKa. bbuTo BRISBIECHO MOBHIIIIEHUE KCIIPECCUU
GABA-epruyecknx u 00X CHHANTHYCCKHUX IMyTEH, YTO MOXKET OTPakaTh KOMIIEHCATOPHYIO
runepaktuBannio GABA-eprudeckoil nepeauyn 1 CHHaNTHYECKUX MEXAHU3MOB B KJIETKAaX.

[TomyyeHHBIE PE3yaBTATHI COTTIACYIOTCS ¢ TIpencTaBieHusiMu o narorenese SCA17, npu
KOTOPOW MOBBIIIEHUE IKCIPECCUU T'€HOB, BOBIICUEHHBIX B GABA-epruueckue myTH MOMKET
ABJISATCS KOMIIEHCATOPHOM peaklMel Mo3ra Ha JereHepalrio HEeHpPOHOB Mo3keuka [5].
CHIDKeHHE TPaHCKPUIITOMHOTO MPO(MUIS T€HOB, YYaCTBYIOMIMX B KJIETOYHOM TPAHCIOPTE U



MOJIIEPI)KAHUK KJIIETOYHOH MOP(OJIOTHH, MOXKET OOBSCHATh HEHpoaereHepaTuBHBINA A((HEKT B
HelpoHax Mo3xedka [6].
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