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bonesns Ilapkuncona (bII) — omHO U3 caMbIX OBICTPO pPacHpPOCTPAHSIOLIMXCS
HelpoJiereHepaTuBHBIX 3a00J€BaHUNA. DTO BBI3BIBAET POCT COLMAIBHON 00ECIOKOEHHOCTH, a
TaKKe MPECTABIIICT CePhe3HYI0 KIMHIYECKyto mpodiemy [1]. B 2019 roxy BII Obuta BTOpsiM
[0 PacIpoCTPaHEHHOCTH HEWpOAereHepaTUBHbBIM 3a0ojieBaHMEM, 3aTparuBas oOosee 8.5
MUJJIMOHOB YEJIOBEK, IPEUMYLIECTBEHHO B pa3BUThIX cTpaHax [2]. BII sBasercs
HEBPOJIOTHYECKUM PACCTPOMCTBOM, KOTOPOE XapaKTepU3yeTcsi MOTOPHOM TUCOyHKIUEH,
BO3HMKAOIEH B cileACTBUE THOenu a0(paMHUHEPrUYeCKUX HEHpOHOB B KOMIIAKTHOW 4acTu
4yepHO# cyOcrannuu [3].

Jlannas paboTa HanpaBieHa Ha ucciiefoBanue AuddepeHnnanbHOM IKCIPecCy FeHOB B
Mozenax O0osne3Hu [lapkuHcoHA Ha pa3HbIX cTagusax AU(PepeHIupoBKH HEHPOHOB. [laHHBIE
RNA-seq HEMpOHOB KOHTPOJIBHBIX JOHOPOB U JOHOPOB ¢ Oose3HbI0 [lapkrHCOHA ObUIN B3ATHI
u3 6a3el NCBI [4]. IIpoekt PRINA1243099 coctouT u3 34 TpaHCKpUIITOMHBIX MPOQHUIEH,
noiy4eHHbIx U3 iPSC noHopos, Bkitodas 22 o0pasiia oT naueHToB ¢ 6one3Hbto [lapkuHcoHa,
accoruupoBanHoii ¢ mytanusmu B LRRP2 u Parkin renax, u 12 3m0poBbIX allueHTOB. AHAJIN3
TPAHCKPUITOMHBIX JaHHBIX OBUI BBIMOJIHEH MPH MOMOIIM MPOTrPAMMHOIO OOECIEeUEeHUs C
OTKPBITBIM HCXOJIHBIM KOJIOB, OOBEAMHEHHBIX B €IWHBIA CaMOIMCHBIN TaWIIaiiH Ha
Snakemake. KoHTposip kadecTBa M TPUMMHUHI ObUIM BBINOJIHEHBI Ipu momomu fastp,
JaNbHEUIIUI OACYET TPAaHCKPUIITOB ObLT MPpOBEEH Npu oMoy Salmon. dyHKIMOHAIbHAS
uHTepnpeTanus 1updepeHIaIbHO SKCIPECCUPOBAHHBIX TEHOB ITPOBE/IEHA C UCTIOJIb30BaHHEM
WebGestalt u STRING, a Takxe BbIIIOJIHEH aHaIN3 oboraiieHus reHHbIx Habopos (GSEA) s
BBISIBJICHHSI OMOJIOTHUECKUX ITyTeH, KOTOpbIE CONNIACOBAHHO U3MEHSIOT aKTUBHOCTh B HEHPOHaX
JIOHOPOB ¢ 60se3HbI0 [JapkuHCOHA IO CPaBHEHUIO C KOHTPOJIEM.

B obeux reHernyeckux MNOATpynmax Obula BbISBIEHA KOHBEPIeHTHAs CHUTHATypa
HKCIPECCHUU T€HOB, KOTOpas YKa3bIBaeT Ha CIBUT OT IMPOrpaMMbl pa3BUTHUS U Mposindepanuu K
porpaMMe pa3BUTHUS (PyHKIIMOHANA 3peJIbIX HEHPOHOB, HAIPUMEpP, CHHANITUYECKOH MepeaadH.
Oco0eHHO SpKO 3TOT CABUT BhIpakeH B HelpoHax ¢ mytauueid LRRK2. [TapannensHo ¢ 3tumM,
y HedpoHoB npu bIl Habmonanoce CHIKEHHE SKCIPECCHH TeHOB U3 IPOrpamm,
MOJICPKUBAIOIIMX POCT AKCOHOB M CTPYKTYPHOE pa3BUTHE. DTO MOKET OTPa)KaTh TEHICHIUIO
HEHPOHOB K OoJiee paHHEH CrieluaIu3aluy.

JanpHelmas mpoBepka TpedyeT GyHKIIMOHATHFHOW 1 MOP(HOIOTHYECKONW BaTUIAINH.
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