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Bonesns Ilapkuncona (BII) mpeacraBiser co6oil MyneTH(akTOpHOE HEHpoAEreHepaTuBHOE
3a0oieBaHMe, B MATOTeHE3¢ KOTOPOTO yYacTBYIOT KaK T€HETHYECKUE, TaK M DK30TCHHBIC (DaKTOPEI.
[Tarorenes Oome3HM CBsi3aH C MOTeped AO(paMUHEPTHYECKUX HEHPOHOB B YEPHOH cyOCTaHIMU
TOIOBHOTO MO3ra. B rubenn HEHpOHOB 3a1eiiCTBOBaHBI MHOTHE MEXaHHU3MBI, CPEOH KOTOPHIX
HelipoBocTaneHne, IUCQYHKINS MHUTOXOHAPHH, OKUCIUTENbHBINH cTpecc. BBIIBICHO HECKOIBKO
TEHOB, MyTaIllH B KOTOPBIX MOTYT OBITH CBSI3aHBI ¢ pa3BuTHEM 3a0oieBanust: SNCA, TeHBI ceMelcTBa
PARK (nampumep, LRRK2, PARK2, PINKI), GBAI. CymecTByIOT TaKXe IOJUTCHHBIC MOICIH
pa3BUTHS 3a00JIEBaHMs, KOTOPBIE MpeAroiarafot, 9to bII MoxeT OBITH CIeICTBHEM KOMIUIEKCHOTO
B3aUMOJICHCTBUSI MHOXKECTBA TEHETHUECKUX (DaKTOPOB, T. €. COBOKYITHOCTh HECKOJIBKHUX U3MCHEHUH B
TEHETHYCCKOM MaTepHaje MOKET YBEIHMUNBATH BEPOSITHOCTE Pa3BUTHS TAHHOTO 32a00JICBaHS.

B Hameit pabote npoBeaeH aHAIM3 JAHHBIX 3K30MHOTO CEKBEHMPOBAaHHUS 32 MAIMEHTOB C PAaHHUM
HaganoM bIl m/wmm umerommx ciydam 3a0o0JeBaHHs B CeMEWHOM aHaMHe3e. Beumn oToOpaHBI
TEHETUYECKHE BapUaHTHI, OKA3bIBAIOIINE 3HAYMMOE BIMSHHE HA CTPYKTYpy OCIKOBOW MOJEKYIHI,
KOAMpYeMOW JaHHBIM TeHoM, Mo amroputmy [IO Genomenal. IlpoBemeHo KapTHpoBaHHE
OTOOpaHHBIX TEHETHMUYECKHX BApPMAHTOB HA CHUTHAJbHBIC ITyTH, NPEJCTABICHHBIE B 0a3e JaHHBIX
KEGG. B 06ospUIMHCTBE MCCIEIOBAaHHBIX SK30MOB MAllMEHTOB BBISABICHBI 3HAYMMBbIE HW3MEHEHMS
MOCJIEI0BATEIIFHOCTEH T'€HOB, 3a/IeHiCTBOBAHHBIX B PHEPreTHUECKOM MeTaboim3Me kineTok. Oxoio
20 % manueHToB C paHHUM HadajoM Tak)Ke UMEIOT n3MeHeHust B rene CASPY. 3anadeii nanpbHeHmmx
UCCIICIOBAaHUHN SIBISETCS SKCICPHUMEHTAIBHOE MOATBEP)KIACHUE BKIIAAA BBISIBICHHBIX TCHETHUCCKUX
BapHUaHTOB B DHEPTETUUCCKUI METaOOIM3M HEHPOHOB C TIOMOIIBIO KIETOUYHBIX MOJETel Ha OCHOBE
UIICK ¢ npuMeHEeHHEeM METO/I0B TEHOMHOT'O PEaKTUPOBAHUSI.

Qunancuposanue: Vccnenosanue mnoanepxano rpantom PH® No 23-15-00224 (https://rscf.ru/en/
project/23-15-00224/).
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