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OT100p OMOMapKepOB 3JI0KaYeCTBEHHBIX HOBOOOPa30BAHMIA IOJI0BHOTO MO3ra M
310pPOBBIX NALMEHTOB HA 0cHOBe npoduiei MmukpoPHK B niiasmMe KpoBu 1o JaHHBIM
CEKBCHHMPOBAHMS HOBOI'0 NMNOKOJICHUS] H MAIIMHHOTO 00y4YeHHsl
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BBenenune

I'muoGnactoma sBnsieTcss Hanbosee pacnpOCTPAaHEHHOM M arpecCHBHOM NMEpPBUYHOMN
OMyXOJbI0O KAk TOJIOBHOTO Mo3ra, W MoxeT cocrtaBiatb or 40% mo 50% ot Bcex
HOBOOOpa30BaHWH IEHTPabHON HEepBHOW cucTeMbl [1]. Ilpu aTOM, MearaHa BBDKHBAaEMOCTH
NanueHToB okoio 15 MecsaueB [2]. Taxke CylIeCTBEHHOE paclpOCTpAaHEHHE HMEIOT U
MeTacTasbl TOJOBHOIO MO3ra, 3((GEeKTUBHOCTh TE€PANUU KOTOPHIX B 3HAYMTEIBHOH CTENEHH
OTIPEJIEINIACTCS CIIOCOOHOCTHIO HA/IEKHO Pa3IHyaTh ATH KIIACChI Oy XOJEH.

TpanunuoHHsle MeTOAbl JMArHOCTUKHM UM IPOTHO3UPOBAHMS, OCHOBaHHbIE Ha
KJIIMHAYeCKOM ocMoTpe, MPT wiaM rucTonornyeckoM HCCIENOBAHUM, 3a4acTyH) MOTYT
3aBUCETh OT 4YEJIOBEYECKOro (hakTopa, CBA3aHbl C PUCKOM H3-32 HMHBAa3MBHOCTH U
OTPaHUYEHHOW JOCTYITHOCTH, a TakXke TpeOyloT BpeMEHHBIX 3arpar. PasBuTue MeTonoB
MOJIEKYJIIPHOM TE€HeTHKH yIIyOWIoO IOHMMaHHE I[aToreHe3a NIMOOJIAacTOM, OJHAKO B
KJIMHUYECKON MPAaKTUKE TMO-TIPEKHEMY €CTh TOTPEOHOCTh B TIOHMCKE U OTOOpE HOBBIX
OMOMapKepoB JJIsl PaHHEH IUAarHOCTMKH, B TOM YHMCIIE JUIs CO3JaHMsI CTaHIapTU3UPOBAHHBIX
JIMAarHOCTUYECKHX TaHeNel, KoTopblie OynyT 3¢ dextuBHO auddepeHunpoBaTh OmyXoiH.

B xauecTBe mNOAOOHBIX OHMOMAapKepOB NEPCHEKTHBHO M3YYEHHE LHUPKYJIUPYIOIIHUX
MuUkpoPHK — koporkux Hexomupyromux PHK, koTopsle SBISAIOTCS peryisTopaMy I€HHOU
JKCIPECCUM Yepe3 IMpe- M MOCTTPAHCKPUIIMOHHYI AaKTUBHOCTh [3] M COXpaHAIOT
CTaOMIBHOCTh B  OMOXHJIKOCTAX, BCJEICTBHE 4YEro OTKPBHIBAIOT MEPCHEKTHBHI IS
MaJIOMHBAa3UBHOM TUarHOCTUKH.

OcHoBHAasl YaCTh

[Ipodunu muxpoPHK sBnstorcs BbICOKOpa3MEpHBIMU JaHHBIMU, KOTOPBIE MOTYT
COJIepXKaTh THICSYM TMPU3HAKOB IMPH OTHOCUTEIHLHO HEOONBIINX KIMHHUYECKHX BBIOOpKaX,
MO3TOMY BaXK€H IMPaBWJIbHBIN BHIOOP aJIrOpUTMOB 0TOOpa Haubonee 3HauuMMbIX MHUKpOPHK,
MO3BOJIIONIMX OTIAMYATh 3JI0KAUYECTBEHHbIE HOBOOOpPA30BaHMS TOJOBHOTO MO3Ta MEXIy
c000¥ 1 310pOBBIMU 00pa3IamH.

OnHuM M3 pelieHui YMEHBIICHUS! Pa3sMEPHOCTH MPOCTPAHCTBA MPHU3HAKOB SBIISACTCS
00BbeAMHEHNE CTAaTUCTUYECKOTO aHanu3a quddepennnanbaoi sxcnpeccun MUkpoPHK mexy
TpynrnaMu ¢ MallMHHBIM OOYYEHHEM JJIsl YMEHBIICHHUS OUOIIOTMYECKOTO ITyMa, BHISBICHHUS
NaTTepHOB JKCIIPECCUH OromapkepoB u MOCTPOEHUS MYJIBTUKIIACCOBBIX
Mozenei-knaccudukaTopoB. Mcmonb30BaHHe OTKPHITBIX JaHHBIX CEKBEHHUPOBAHHS HOBOTO
MTOKOJICHUSI OOYCJIOBIIGHO TE€M, YTO JaHHBIC coaepkar Oonee momHbi npoduns MmukpoPHK B
ommune ot KIILP, rme amanazon nerekrupyembix MUKpoPHK orpanuden BbIOpaHHBIMU
npaniMepamu.

B nanHoii paboTe ObUI IMPOBENEH aHAJIHM3 CHIPHIX JAHHBIX CEKBEHHPOBAHHS HOBOTO
nokosieHuss 167 o0pa3uoB I1a3Mbl KPOBM MNAIMEHTOB pPa3HBIX JAMATHOCTHMYECKHX TPy



(3mopoBbie  00pasmbl, Meracraza mimobmactombl (GBM) m Mmeracrta3za TOIOBHOTO MO3ra
(MBM)) u3 otkpeitoit 6a3br nanHeix GEO NCBI B Bume fastq c¢aiinos. [Iposenena
npenoOpaboTka CHIPBIX JAHHBIX B BHJE YAAJEHHsS aJaNTepHBIX MOCIEI0BATEIbHOCTEH,
¢unbTpanMM  YTEHWH 1O KadecTBy M JUIMHE. 3areM ObUla [OJlydeHa Marpuia
npezacrasieHHocTd MUKpoPHK mo Bcem oOpasuam ¢ ucnonb3oBaHueM HMHCTpyMeHTa Mirge3.
JuddepennnanpHas sKCIpeccust paccuuThiBasiiach ¢ nomoinsio nakera DESeq2. Ha ocHoBe
JAHHBIX JKcmpeccur oraenbHbIX MUKpoPHK  Obu1  mpousBenen otbop Hambosee
CTaTUCTUYECKN 3HAYMMBIX MPU3HAKOB, MOCie 4yero Obuin oOyuyeHbl Mojenu Ha ocHoBe RF,
XGBoost, LASSO, KNN u SVM.

BriBoabI

ITo pesynbpraTam oTOOpa MO CTATUCTUICCKUM KpUTEPHsIM |lo ngC| >2 wu padj <0.05,

6but0 BBIAETCHO 39 OmomapkepoB. Ha mx ocHoBe Obutu 00y4eHbI HECKOJIBKO MoJeneil ams
OLICHKM MX INPUMEHHMOCTH K 3ajaye KiacCH(HKAIMK HOBOOOpPAa30BaHUN T'OJIOBHOTO MO3Ta.
Hawnyunmii o6muit pesynsrar mo BceMm rpynnaM nokasanu SVM u KNN, torma kak RF,
XGBoost u LASSO oxa3zanuch Oosiee 4yBCTBUTENbHBI K MEHEE MPEICTaBICHHBIM Kjaccam
GBM u MBM, 115 KOTOpBIX MOKa3bIBaJIM MEHBIIYIO TOUHOCTH MPEACKA3aHUs, B TO BpeMs KaKk
TOYHOCTb KJIacCU(PUKAIMKM 3A0POBBIX MAIlMEHTOB OCTaBajach BBICOKOH. DTO MOXET ObITh
CBSI3aHO C MEHbIIUM pa3mepoM BbIOOpok GBM u MBM, a Takxke co CXOXUM HpoduiieMm
skcnipeccnn MUKpoPHK. ITomumo 310T0, OLICHMBANOCH NepecedeHne 3HauuMbix MUKpOPHK
Ui Kjaccu(UKaMu B Kaxaou u3 monenei. [lanpHeilmuil aHanu3 3HaYMMOCTH IPU3HAKOB
nokaszai, yto 26 u3 39 nepBoHadanbHO 0TOOpaHHBIX MUKpOPHK mmenu Bkian xors Obl B
OJITHOM MOJEH.

Bricokas o01miasi TOUHOCTh IMpEACKa3aHU U MepecedeHrue NMPU3HAKOB MOATBEPKIAACT
BO3MOXXHOCTb IpuMeHeHHs 26 MukpoPHK B numarHocTHuyeckux maHensix Kak OMOMapKepoB
JUTSL pa3fiesieHrs 00pas3IioB C HOBOOOPA30BaHUSIMU TOJIOBHOTO MO3Ta U 37I0POBBIX 00pa3IloB.
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