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AxryanpHocTh. Ha ceromHsiimauii JIeHb WHCYJIBTHI ABJIAIOTCS OJHON W3 HamboJIee 9acThIX

naToJioruii. EkeromgHo permcrpupyercss okosio 15 MJIH. C/lydaeB MHCY/IbTa, U3 KOTOPBIX TPETh
3aKaHINBACTCS CMEPTeIbHBIM 1CX0IoM, a 70-80% BbukuBIINX craHOBATCA nHBajgugamu [1]. Ha
JIOJII0 MIIEMUYECKOTO MHCYJIbTa npuxoautea 80-85% Bcex MHCYIBTOB.
Hesb uccneoBanus. MccnenoBaTth BO3MOXKHOCTL U OCOOEHHOCTH IIPUMEHEHHS METOJIOB KJIa-
CTEPU3AINY JIJIsl TIOUCKA TeHETUIECKHUX JIOKYCOB (IPYII OJHOHYKJICOTHJIHBIX MOJUMOP(MU3MOB,
SNPs), cBsI3aHHBIX ¢ PUCKOM Pa3BUTHUsI UIIEMUIECKOrO uHCYy/IbTa. Marepuasbt. Mexosmble naH-
Hble OB 3arpy?KeHbl U3 MeXK/IyHaPOIHON 0as3bl JaHHBIX TeHOTHIoB u denorunos dbGaP [2].
[Tocsie mpeBapuTeIHLHOM 0OPAOOTKH JAHHBIX C IETBI0 KOHTPOJISA UX Ka9eCTBa, CYMMapHOe JHC-
J1o SNPs cocraBuio 883908, a mHaAuBHI0B - 5580, M3 KOTOPHIX 652 COCTABISIN KOHTPOJIbHYIO
rpyiry. MyKYuHbl 1 2KEHIITUHBI ObLIM [IPEJICTABICHBI B PABHBIX Iporopiusax. Vcxonubie reno-
TUNTYECKUE JIaHHBIE ¢ UCHOoJIb3oBaHueM mporpaMmbl Plink Obin TpancdopMupoBaHbl B MaT-
puisl HepaBHoBecust 1o cremvternio (LD), Briouatomue nonapubie 3naverns LD (r2) mex iy
Bcemu SNPs B coctase ayTocowm.

Metoapl. Kitacrepuzanus pemaer 3aj1ady pa3oueHus UCXOIHOTO HAOOpa 0ObEKTOB Ha IPYII-
bl TAKUM 00Pa30oM, YTOObI OOBEKTHI B OJHON TIpylie ObLIN MaKCUMAaJbHO CXOXKHU, a B pa3-
HBIX TPYIIIaX MaKCUMAJILHO Pa3indHbl. B HameMm uccieoBanun obbekTaMmu sBissainch SNPs,
a Mepoit ux ouzoctu - 1-r2. JIna wmacrepuzanuun SNPs npumennin agroputvbl DBSCAN u
HDBSCAN. B nonydenHbIX KaxK1biM MeTo1oM rpymmax SNPs BoccTaHOBUIN TaIlIOTHITBL U, UC-
MOJIB3Ys KpUTepuit Xu-KBaIpaT, CPABHUIN YACTOTHI UX BCTPEYAEMOCTH B KOHTPOJIBHON U TECTO-
BOi1 BbIOOpKax mpu nomorru rnporpaMMbl Plink. Crarucrudeckyio 3HAYMMOCTE PA3IUIUN yCTa-
HABJIMBAJIN 110 P-value rocjie npuMeneHus MOMpaBKu Ha MHOYKECTBEHHOCTD TecTupoBanus. SNPs
BHAYUMBIX TAILIOTUIIOB OOIIUX JIjIst 00OUX aJrOPUTMOB AHHOTHPOBAJIHU C TIOMOIIBIO TIPOTPAMMBI
snpEft. [Tosryaennbie cnimckn reHOB-KaHIAIATOB IIPOBEPUIIN Ha CBEPXIIPEICTABIEHHOCTD B Da3ax
JIAHHBIX KAHOHUYIECKUX IyTeil u rennbix ontosoruit MSigDB.

PesynbraTel. 16 njaenTndumpoBaHHbIX I€HOB OKA3aJIUCh CBEPXIIPE/ICTABIEHHBIMU B TOJICE-
MmeiicTBax A n B ramMMma-mipoToKaIepuHOB, UTO MO3BOJISIET MPEIIOI0KUTH 3HAYMMOCTD MTPOIEC-
COB a/II'e3UU KJIETOIHBIX MEeMOpaH U MEXKKJIETOUHBIX B3aUMOJIEHCTBUI B PA3BUTUN UHCYJ/IBTA.
Ocobernocts paborsr B ToMm, ato DBSCAN 1 HDBSCAN o6pazoBain Mo3andHble KiacTepbl
SNPs, korma SNPs u3 onHoro xiaacrepa He 00s13aTeIbHO SABJISIIOTCS coceTHIMI Ha reHomMe. CTo-
UT TaKyKe OTMETUTH, YTO IPeJJIOYKEeHHas KJIaCTePU3AI CHUZKAET PA3MEPHOCTD JIAHHBIX, UTO
AKTYaJIbHO JIJIsl ACCOIMATUBHBIX UCCJIE/IOBAHNI C IIPUMEHEHUEM METOI0B MAIIMHHOI'O 00y IeHUs.
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