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AxkTyajgabHoCcTh 1/10

®
IIpoOiema: paHHSAS AMATHOCTHKA PUCKOB IIITMO

XPOHMYECKHUX 3200/1eBAaHUHA

Heobxoaumo
onpeaenvuTb
NeHeTnuyeckune

(BpoOX>XAEeHHbIE)

cdhakTopbl

"

\\\ AHanuns KPYNHbIX
[ UIHdapkKT |
,‘M“;'Lappna:, MacCUBOB
/‘\ P, nHdopmauum
T Heo6xoanmo
onpeanenuTtb ~ -
KnuHuueckue

¢hakTopbl

Jlns onpenenenus 3Tux (pakKTOpoB XPOHUUECKUX 3a001€BaHUN HEOOXOAUMO CO3/TaHuE OOJIbIINX 0a3 TAHHBIX C TOMOIIIBIO
CIIEIMAJIbHBIX METOJIOB.
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AKTyaJabHOCTH 2/10

o
Meauko-reHeTH4YeCKHE 0a3bl JaHHBIX III I Mo

,/ 3[10p0131>1e boiabHbIE N Marpuunas uH(opmanus
IHomyasiunoHHasi BLIOOPKA
g § ‘ 00/1b1I0T0 YK CJIAa HHAUBH/I0B
‘ | -I'enorunuposanue JIHK
; = -nemorpadust
% -aQHKETbI
A

-1a00paToOpHBIE OKA3aTENN HcxonHas I/IH(I)OpMaHI/IH

| 1715 (POPMUPOBAHUS
MeEIUKO-T€EHETUUECKOU 0a3bl
I'pad rennbIx B3auMoIeicTBUIH JaHHBIX

I'padoBast undpopmanusn
-B3aMMOCBA3H MEXAY FreHaMHu HIH

OenkaMu

CoBpeMEHHBIE MEIMKO-T€HETUYECKHE 0a3bl JAHHBIX MPEACTABISAIOT COOOM rMOpUIHBIE XPAHUIUIIA, OOBEAUHAIONINAE
MaTpuyHble U TpadoBbie (hOpMaThI TAHHBIX. 3/55



AkTyajgabHoOCTh 3/10

AHHOTAUUs HHpOpPMALIMH IIiTMO

AHHOTaUMA (I/IHTepI'IpeTaLI,MFI) ABNAETCA Ba>KHbIM NPOLLECCOM MNMpu (])OpMI/IpOBaHI/IM MeaunKo-reHeTUYeCcKomn 6a3bl OaHHbIX.

AHHOTaLMA — NpoLecc NPUcBoeHns obbekTaM 6a3bl AaHHbIX CTAaHAAPTU3UPOBAHHbIX PYHKLMOHANbHbIX 3HAUEHUN,
obnagatomx cMbicnoM. Hanpumep, ecnu B CTPOKE yKasaH UAEHTUPUKATOP NauumeHTa, aHHOoTauusa 3akno4yaeTcs B
conocTaBneHnn eMy rpynnbl (KOHTPONbHOM UM TecToBon). OBbIYHO aHHOTALWSA BbINOMHAETCA BPYYHYH, OAHAKO B

auccepTaumm npeasaratoTcsa MeToabl, aBToMaTU3npyroLme aT1oT npouecc. OaHa ua TpyaHOCTen aHHOTaLUumM COCTOUT B
TOM, UTO 6a3a JaHHbIX MOXXET coaep>KaTb AEeCATKU TbICAY CTPOK.

JTansl CI)OpMMpOBaHVIFI MeanKo-reHeTU4YecKom 6a3bl OaHHbIX

NcxopoHan 1 Non6o 2 MyTauma nnum 3
MeauKo-reHeTnyeckaa — ADOP . —>  K/IMHNYECKUN — [eH
MHPopMaumA KORTPOTIBHOM TRYMMS! nokasaTtesb

aHHOTauuA aHHOTaums

1. OT160p KOHTPOMBHOW rPyNnbl 4NA NPOBeAEHNA CpaBHEHUA Mexkay 601bHbIMU 1 300POBbIMU MHOVUBUAAMMU.
2. Crtatnctmnyeckmi TeCct Mexxay KOHTPO/NIbHOM 1 TeCTOBOW rpynnaMm rno yactotamMm Mytaumm nnm
YPOBHIO KTMHUYECKWMX NOKa3aTenen.

3. [lpucBoeHMe reHoB MyTaumam 1 BuomMapkepam, BbiIIBIEHHbIM B X0 CTaTUCTUUYECKOro TecTa.
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AxTyajabHoCcTh 4/10
AnHoTanuga uHpopmauuu. Ilpumepnl

[MTpnMepbl aHHOTUPOBaAHMA MHPOPMaLUN

NcxopoHad 1 Non6o 2 MyTtauunsa nnum 3
MegunKo-reHeTnyeckaa ——> ADOP . —  KAMHUYECKUN —> [eH
KOHTPO/IbHOM rpynnbl
NMHPopMaumA nokasaTesnb
aHHoTaumA aHHoTaumA
@)
MaTpnyHaa nHpopmMauma Fen,
J %05 910%0:3% 00051 ['pymnna \o > o
@)
NumuBua, |KourponbHas 0O
NupuBua, |TecroBas © o ©
© TI'en oTHOCHTCS K 3aG0NeBAHMIO
HHI[I/IBHI[?, KOHTpOHI‘)HaH O o I'en He oTHOCHTCA K 3a00JIEBAHUIO

VITMIO

(padoBaa nHupopmauunsa
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AKTyajabHoOCTh 5/10

MeToabl KiIacTepu3anuu IIiTMo

AHHOTaI_II/IH MOJKET OBITH BBIIIOJIHEHA MCTOAAMH KIIACTCPU3ALINH.

AKTYyaJbHA pa3paboTKa U yAy4IIEHUE TOYHOCTH METOA0B BEPOSITHOCTHOM KJIaCTePHU3alMHu Il aHHOTUPOBAHUS
MaTpUYHOM U rpadoBoil HHGOPMAITUH B MEAUKO-T'E€HETHUECKUX 0a3ax JaHHBIX.

Buabsl METONOB KacTepU3alluu

4/\»

I[I/ICKPCTHEUI KJ1aCTCpusanus BepOHTHOCTHaH Ki1aCTCpu3anus

BepimmHbl 0qHO3HAYHO paACIIPEACIICHBI 110 KJIacTEpaM: Kask10i BEpIIIIHE COOTBETCTRYET PACTIPEICIICHIIE
KaKkJad BEPILIMHA HPUHATICKUT TOJBKO OHOMY BEPOSATHOCTEN MPUHAJICKHOCTH K KIacTepam
KJIaCTEPY 6/55



AKTYaJbHOCTBH 6/10 .
TpedoBanus K MeTOAAM KjacTepU3aALHU IZITIVIO

1. MacmrabupyeMoctsb — 3 pekTuBHas padboTa ¢ 00IBITUMH 00beMaMU JTAaHHBIX.
2. Hanuuue BeposSTHOCTHOM OIIEHKH — HAJWYHUE BEPOITHOCTHOM MHTEPIPETAIIMU MOJYYECHHBIX PE3yIbTaTOB.

3. YCTOMYMBOCTH K IYMHBIM JaHHBIM — KOPPEKTHAasd padoTa Npu HAJIMYMKA BHIOPOCOB M aHOMAJIbHBIX HAOMIO/ICHUN B
pEaJIbHBIX JaHHBIX.

4. BO3MOXHOCTh MHTETPALIMHU allpUOPHBIX 3HAHUH — BO3MOXKHOCTh YUHUTBIBATh AKCIIEPTHYIO MH(POPMAIIUIO U BHEIITHUE
HUCTOYHUKH 3HAHUMH.
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AkTyajgabHOCTH 7/10

@
HegocTaTku cyliecTBYOIIMX METOI0B KJIACTePH3alNu |I|TMO

Mopxoabl MacwTtabupyemocTtb BeposaTHOoCTHasa YcToMumMBOCTb K WWyMy | BO3MOXKHOCTb MHTErpauum
oLLeHKa anpuopHbIX 3HaHNU

k-means’ Oa Hert Hert Het

DBSCAN?2 Da HeTt Da HeTt

MmeTton MoHTe-Kapno no cxeme
MapKoBckux uenen (MLMK)
(Markov Chain Monte Carlo -
MCMC)3

YacTtnyHo (HavanbHoe
Oa [a [a pacnpegeneHue BepoATHOCTEN
Ha BepLUMHAaX)

[Noaxon HaocHOBE NOMCKa
nogrpada MakcMManbHOro Beca
(Maximum Weight Connected
Subgraph - MWCS)4

[a Het Hert HeTt

MeTopg rpadoBomn Knactepmsaumm
019 COBMECTHOro aHanu3a
pe3ynbTaTtoB reHOTUNMMPOBaAHUA U Oa HeTt HeTt HeTt
3KCMpeccumn reHoB (anccepraums
AnekcaHgpa Jlo6oabi)°

MacQueen J. Some methods for classification and analysis of multivariate observations / In Proceedings of the fifth Berkeley symposium on
mathematical statistics and probability. 1967. V. 1. N 14. P. 281-297.

Ester M., Kriegel H.P., Sander J., Xu X. A Density-Based Algorithm for Discovering Clusters in Large Spatial Databases with Noise // In Proceedings of
the Second International Conference on Knowledge Discovery and Data Mining (KDD-96). AAAI Press. 1996. P. 226-231.

Alexeev N., Isomurodov J., Sukhov V., et al. Markov chain Monte Carlo for active module identification problem // BMC Bioinformatics. 2020. V. 21.
Article number: 261.

Dittrich M.T., Klau G.W., Rosenwald A., Dandekar T., Miiller T. Identifying functional modules in protein-protein interaction networks: an integrated
exact approach // Bioinformatics. 2008. V. 24. P. 223-231.

Jlo6oma A.A. Metox rpadoBoi KJIaCcTepU3alliy JJIsi COBMECTHOTO aHAJIN3a JaHHBIX TeHOTUITMPOBAHUS U SKCIIPECCHH TeHOB J{uccepraius Ha COMCKaHUe
YUEHOM CTeNeHu KanauaaTa Texunyeckux Hayk / Jloboga A.A. Yausepcuter U'TMO. 2022.

8/55



AKTyaJibHOCTSH 8/10 o
IleJab U 32244 JUCCEPTALMOHHON PadOThI IIlTMO

IIoBBIlIIEHHE KayeCcTBa KJIACTEpHU3allMH B 3aJja4aX MaTPUYHOIo U rpa)oBOro aHajanu3a
Pa3HOPOJHBIX 0a3 JAHHBIX 3a CUET UCITOIb30BaHUS AIPUOPHBIX 3HAHUN, YTO MO3BOJIUT B
TaOJIMIEe, TPUBEICHHON Ha MPEAbIAYIIEM Claiae BO BCEX CTOJOIax OTBETUTH “‘Jla”.

321,[[&‘11/1, peIacMbIC B JTUCCCPTALINU

— 0030p COBPEMEHHBIX METOJIOB BEPOSITHOCTHOM KJIACTEPU3AIMU MaTPUYHBIX M Tpad)OBBIX JAaHHBIX, a TAKKE
CTaTUCTUYECKUX METOJIOB, MPUMEHSIEMBIX JII Pa3paOOTKM MEIMKO-TEHETMYECKUX 0a3 JaHHBIX C
pa3HOPOIHOM MH(MOpPMAaIIUEH;

— pa3paboTKa BEPOSTHOCTHOIO METOAa MaTPUYHOM KJIacTepH3alldd Ha OCHOBE allpUOPHOTO pacHpeacsICHUs
MPU3HAKOB JJI1 (POPMHUPOBAHUS HECMEILIEHHOTO Ha0Oopa JIaHHBIX;

— pa3paboTKa BEPOSATHOCTHOTO METOJia Ipad)OBOM KIacTepu3aluu Ha 0CHOBE MeToJIoB MoHnTe-Kapiio nmo cxeme
MApPKOBCKHUX IIENEd M allpUOPHON MHQOpMAIMK, UTHTETPUPYEMOM C MOMOIIBI0O MAITUHHOTO OOY4YEHUS,
TSl BBISIBJICHHSI KJIACTEPOB, 00JTaIat0IIMX 1IEJICBBIMUA MPU3HAKAMMU;

— anpoOalys U BHEIPEHUE Pe3yJIbTaTOB MCCJIEI0BAHMS Ha OCHOBE METOJMKH, MCIOIBL3YIOMIEH MPEIJIOKEHHbBIC
BEPOSITHOCTHBIE METOABI I Yy4Y€TAa aNmpUOPHBIX 3HAHWUM C [EJIbK0 MOBBIIICHUS KadyecTBa
KJIaCTepU3aIuu P aHaIu3e 0a3 JaHHBIX ¢ Pa3HOPOITHOM MHMOpPMAIUCH.

9/55



AxTyajabHoCcTh 9/10

HOJIO)KEHI/IH, BbIHOCHUMBLIC HA 3allIUTY

1.

BeposiTHOCTHBIM MeTO KJacTepu3anuu 1Js GOpMHPOBAHMA HAOOPA JAHHBIX, UCITOIb3YIOIIUN
CUHTYJISIPHOE Pa3JI0KEHUE MATpUL], OTIIMYAKOIUUCA TEM, YTO € LEJbI0 CHUKEHUS BEPOATHOCTH
JIOKHOTIOJIOKUTEIbHBIX PE3yJbTATOB IMPH CPABHEHMM JBYX HAO0OpPOB [JaHHBIX, B HEM
NPUMEHSIIOTCS paccTosHue MaxanaHoOuca U anpuopHOE pacipeiesCHUE MPU3HAKOB.
BepossTHOCTHBIA MeTOn TrpagoBOM KJIACTEPHU3ANUU, UCTIONB3YIOIIMUN Meton Monte-Kapno mno
CXEM€ MApKOBCKHUX [ENed, OTIUYAIMMUCA TEM, YTO € UeJbI IMOBBIMICHUS TOYHOCTH
KJIACTEpU3allUM, B HEM MWCIIONB3YETCS ampuopHass HWHGOpMAalUs, YYUThIBAEMas C IOMOIIBIO
MAaIIUHHOTO OOYYEHHSI, U HECKOJIBKO HICTOUHUKOB allPUOPHBIX 3HAHUM.

MeToauka aHaIM3a JAaHHBIX B Pa3HOPOAHBIX 0a3aX, OCHOBAHHAsA HAa CPAaBHUTECIBHOM aHAJIU3E U
nocieAyomen rpagoBoi KIacTepHU3alMh €ro pe3yJbTaTOB, OTIMYAIOMIAACS TEM, YTO € HeJbI0
MOBBIMICHUSA KAYECTBA KJIACTEPHU3AIHUU, OHA BKIIFOYACT MPENJIO0KEHHBIE BEPOATHOCTHBIE METOJbI
MaTpUYHOM U rpadoBoii KiacTepr3aliH.

Hay4dHo#1 HOBH3HOM 00/1a/1a0T TIEPBbIC JIBA MOJIOKEHMS, a TPEThE — UMEET BAXKHOE
MIPAKTUYECKOE 3HAYCHUE.

/ITMIO
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AxtyagasHocTb 10/10 .
CooTrBeTCcTBHE MACIIOPTY CHIENUAIBHOCTH 2.3.8 IIITMO

TpuHaguarbld NYHKT NOAacnopra cnemuajabHocTH: «Paspadorka M npUMeHeHHe
METOJ0B pPACIIO3HABaHUS 00pa30B, KJACTEPHOI0 aHAJM3Aa, HEUPO-CETEBBIX M HEUYETKHX
TEXHOJIOTUM, PEHIAOIMUX TPaBUI, MATKAX BBIYUCICHHWM TMPA aHAJIW3E€ PA3ZHOPOIHOM
MH(pOpMalIMK B 0a3ax JaHHBIX).

[IpemioxkeH BEepPOATHOCTHBIM MeETOJ MATPUYHON KJACTEPU3ALMHA C aAlPUOPHBIM
paclpeleiCHUeM  MPU3HAKOB,  COKPAIAKONIAN  CUCTEMATUYECKUE  CMEIICHUS  IIPpU
(OpMHUPOBAHUM KOHTPOJIbHBIX BHIOOPOK.

Pa3zpaboTaH BepOSATHOCTHBIA MeToa rpadoBoil KJaCcTEpU3alMM C HCIOIb30BaHUEM
MeTosIoB  MoHTte-Kapio mno cxemMe MapKOBCKHMX Ieed W MAaIlMHHOrO OOyYeHHUS.
Pa3zpaboTaHHbIe METOABI ObLIM MPHMEHEHBI aBTOPOM, B TOM YHMCJIE K pa3paOOTaHHOM B XOJE
AUCCEPTAIMOHHOIO HCCICAOBAaHMS MEIMKO-TEHETHUECKOM 0Oa3e JaHHbIX Poccuiickoi
nonysiuuu (MI'BJI-P), n noka3anu 0ojee BBICOKOE Kau€CTBO KJIACTEpU3ALUM B CPABHEHUH C
aHaJIOTaMHU.

11/55



®
IlepBoe noJio:xkenne, BbIHOCMMOe Ha 3amurty 1/10 I/ITIMO

BepoSATHOCTHBIN METO KJIACTEePpU3aluu 11 (GOPpMUPOBAHUA HA0OPA JAHHBIX,
UCHONB3YIOLIUN CUHTYJIIPHOE PA3JIOKEHUE MAaTPULL, OTIIMYAIOIUICS TEM, YTO € HEJIbI0
CHIKEHUS BEPOATHOCTH JIOKHOIOJI0KUTEJILHBIX Pe3yJIbTAaTOB IIPH CPABHEHHUH JIBYX
HA00pPOB JTAHHBIX, B HEM NPUMEHSIIOTCS paccTossHMEe MaxaiaHoOrca U anpruopHOE
pacrpeaencHue Npu3HaKkoB.
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IlepBoe 1noJi0’)KeHrE, BRBIHOCUMOE Ha 3amury 2/10

IlocTaHoBka 3agaun lIiTMo

3amaua

[Ipeanonoxum, UMeETCsl ABa HAOOpa JaHHBIX — TECTOBBIA U KOHTPOJIbHBIM. B TecToBOM Habope coOpaHa uHdopmars o
NalyeHTax, y KOTOPbIX HaONIOAAeTcs ONpeAeiaEHHOE 3a00JieBaHUE WM OCOObIM (DEeHOTUI, a B KOHTPOJBHOM Habope
JTaHHBIC OOJIBIION MOMYJISIMH JIFoAeik 0e3 TaHHOro AuarHo3a. Bo3HHUKaeT 3aga4a HAalTH B OOLIMPHOM KOHTPOJIHLHOM Habope

NOATPYIINYy, KOTOpass OyJIeT MaKCMMallbHO IOX0Ka Ha TECTOBYIO TpYyNIy IO KJIIOUEBBIM (PakTopam, 4TOObI M30€KATh
CUCTEMATUYECKUX UCKAKECHUM MPU CPABHUTEIIBHOM aHAIU3E.

Amnanoru: meron onmxarimero cocenal, DBSCAN?

[IpoToTumn: meTos OMXKaiIero cocena

HenocTtarku mnpoToTHIIA: OTCYTCTBYeT BEpPOSTHOCTHAs OIICHKA, HE YYWTHIBACTCS alpHOPHOE IMPEANOJI0KEHHUE O
pacnpe/ieICeHUU IPU3HAKOB B TECTOBOM HAa0Ope JaHHBIX

1. Ikotun A. M., Ezugwu A. E., Abualigah L., Abuhaija B. and Heming J. K-means clustering algorithms: a
comprehensive review, variants analysis, and advances in the era of big data // Inf. Sci. 2023. V. 622. P. 178-210.
2. Jianwei L1, Anna Zheng, Wei Guo, Nairwita Bandyopadhyay, Yanji Zhang & Qianfeng Wang Urban flood risk

assessment based on DBSCAN and K-means clustering algorithm // Geomatics, Natural Hazards and Risk. 2023. V. 14.
N. 1. Article Number: 2250527. 13/55



[IepBoe mosiokeHNEe, BEIHOCUMOE Ha 3amuTy 3/10

IlpensiaraemMbId MeTO/ IIiTMo

MeTon COCTOUT U3 ABYX 3TAIlOB:

1. CHM>XKeHUE pa3MEepPHOCTH TECTOBOTO M KOHTPOJILHOTO HAOOPOB TaHHBIX.

2. BeposITHOCTHAS KIAaCTEPU3ALUS B TPOCTPAHCTBE MIPU3HAKOB IJIABHBIX KOMIIOHEHT.
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[IepBoe moiokeHNEe, BEIHOCUMOE Ha 3amuTy 4/10 o
CHUKEeHUE Pa3sMEPHOCTH TeCTOBOI0 U KOHTPOJIbHOI0 HA00pOB JaHHBIX (1/2) III I Mo

[Tycts A; u A, — maTpuibl npusHakoB; dim(A ;) = n;xm, dim(A,) = n,Xm, IJie m — YUCJIO Pa3IUYHBIX XapAKTEPUCTHUK (HapUMED,

BO3PACT, MOJI, pa3IMUHbIC JJA0OpaTopHbIC TTOKA3aTeNH, COlIMaIbHbIE (PAKTOPHI), N; — YUCJIO YYAaCTHUKOB B TECTOBOM IpyIIIe, n, — B
KOHTPOJIbHOM.

1.1. B TecroBom Habope A; € RM™*M ppupcisiorcs cpeiHue 3HAYEHUS [0 KaXKIOMY CTONONY. DTH CPEIHHE 3HAYEHHS 3areM

BBIUMTAIOTCA M3 00eMx Marpui A; u A, € RP"2*™  yro oOecneyMBaer BHIPABHUBAHUE BBIOOPOK IO CPEIHEMY 3HAUECHHUIO
MPU3HAKOB U YCTPaHsIET MI00ATbHbIC IMHEHHbIE CMEIICHUSI.

1.2. K marpune A, npumeHnsercs cuHryaspuoe pasiaoxenue!: A, = UXZ VT rge U € R™M*™ — marpunma IeBHIX CHHIYJISPHBIX
BEKTOPOB, X — AMArOHAJbHAs MATPHUIA CHHTYIAPHBIX uucen, V € R™M_ marpuma npaBbIX CHHIYISPHBEIX BEKTOPOB. M3
maTpuilbl U BbeIOMparoTcs nepBble k CTONOIOB, COOTBETCTBYIOMIMX HAMOOJBIIUM CUHTYISApHBIM uuciaaM. [lonydeHHass marpuia

Ue R™M>XK onipeensier mpoeKIMio B HOAIPOCTPAHCTBO HANOOIbIICH AHCICPCHIL.

1.3. IIpoekunu AO6OI/IXAHa6Op0B JaHHBIX BBIYUCIISIOTCS cienyromuMm oopazoM: A= UA, u A,= UA,, coorBercTBeHHO. Kaxkas cTpoka

MaTpulibl A; U A, Temeph MpeACTaBIseT HAOMIOJEHWE B HOBOM IPOCTPAHCTBE MPH3HAKOB pasMepHocTu k obOmem s obewmx
BBIOOPOK. DTO 00ECIeunBaeT COMOCTaBUMOCTh 000X HAOOPOB JaHHBIX.

1. Brunton S.L., Kutz J.N. Singular Value Decomposition (SVD) // Data-Driven Science and Engineering:

Machine Learning, Dynamical Systems, and Control. Cambridge: Cambridge University Press. 2019. P. 3—46.
15/55



[IepBo€ mo0kKEeHNE, BEIHOCUMOE Ha 3amuTy S5/10

CHIKeHMe pa3MepPHOCTH TECTOBOI0 M KOHTPOJbHOIO HA00POB JaHHBIX (2/2)

VITMIO

TecToBbIii HA0OP JAHHBIX @

denoTHNbI

ITokazarens,

[Tokazarenb,

HuauBu,

10

20

WunuBuI,

0

1

NumuBu,

0,2

0,9

CuHryasipHoe pasjioKeHHe
_

PC2

PC2

JAByMepHasi npoeKIus
TeCTOBOT0 HA00Opa JaHHBIX
B IIPOCTPAHCTBO

INIABHBIX KOMIIOHEHT

PC1

13

JIBymepHasi npoeKkuus
KOHTPOJIBLHOI0 Had0pa JaHHbIX
B IPOCTPAHCTBO

IJIABHBIX KOMIIOHEHT
TECTOBOr0 HA0Opa JaHHBIX

PC1 — nepBas rimaBHast KOMIIOHEHTA
PC2 — BTOpas riaBHasi KOMIIOHEHTA

1.1. Berunranune CpeTHUX 3HAYEHUN U3 TECTOBOTO
HaOoOpa TaHHBIX.

1.2. CuHrynsipHOE pa3iokKeHne TeCTOBOro Habopa JaHHBIX.
1.3. [Ipoekuuu T€CTOBOTO U KOHTPOJBHOTO HA0OPOB

HAHHBIX B ITPOCTPAHCTBO I'TABHBIX KOMIIOHCHT.
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[IepBoe mosioxkeHue, BEBIHOCUMOE Ha 3amury 6/10
BeposiTHOCTHaA KJacTepu3anus B MPOCTPAHCTBE NPU3HAKOB [NIABHBIX KOMIIOHEHT (1/2) III I MO

2.1. OueHka anpUOPHOIO pacnpeaejeHus NPU3HAKOB B TeCTOBOM BbIOOPKe. Ilocie mpoeKiuu Ha MPOCTPAHCTBO
TTIABHBIX KOMIIOHEHT A |, KOMIIOHEHTBI TECTOBOM BBIOOPKH DPAcCMAaTpPUBAIOTCA KAk  pealM3alys  CIIydaifHOil
BECJIMYMHBI, TNOMYUHAIOMICHCS MHOTOMEPHOMY HOpMaJdbHOMY pacopenencHuro. OIEeHUBAIOTCA  BEKTOP
MaTE€MaTUYEeCKUX OXHUIAHUU | € RK u KOBapHalMOHHAasg Marpula 2 € RKXK | sanaromue arpuopHoOe
pacrpeeneHne npu3Hakos: A; ~ N(, X).

2.2. ®OopMYIHPOBKA BEPOSITHOCTHOTO KPHTEPHS MPUHALTEKHOCTH. I KaXI0ro o6bekTa X € A, BHIYHCIICTCS
pacctosinne MaxaanoOuca! kak Mepa mpapAoIoA00Hs €ro MPUHAMJICIKHOCTH K PACIPECIICHHI0  TECTOBOM

BBIOOpKH: Dy (X) = \/ (x —w)"Z7(x — w). Takum 00pazoM, KakAblii 00BEKT U3 KOHTPOJIBHOM BHIOOPKH IOIyYacT
KOJINYECTBEHHYIO OIIEHKY CTETIEHU MPUHAIJIEKHOCTH K allpUOPHOMY PACTIPEICTICHHUIO.

2.3. BolgeseHue BePOSITHOCTHOIO KjacTepa. B oTiuuune oT JeTepMUHUPOBAHHOIO OTHECEHUS OOBEKTOB K KJIacTepaMm,
HCIIONB3YEeTCS BEPOSITHOCTHBIA KPUTEPU: OOBEKT BKIIOYACTCS B KiIacTep S,, ecid 3HadeHue Dy (x) He
IPEBBIIIACT MOPOT, COOTBETCTBYIONIUMN 95 %-KBaHTUITIO pacnpeAesieHUsl XU-KBajpaT ¢ k cTeneHsMu cBoOOAbI. ITO
COOTBETCTBYET BKJIIOUCHHUIO B JIOBEPHUTEIbHYIO 007acTh ypoBHA (.95 mIsi MHOTOMEPHOTO HOPMaJbHOTO
pacrpenenernst. Takum o6pasom, knactep S, S A, hopMupyercs kak S,= {X € A, | Dy (UTx) < X12<,1—a}°

1. Ghosh A., Ghosh A K., SahaRay R., Sarkar S. Classification using global and local Mahalanobis distances // Journal of
Multivariate Analysis. 2025. V. 207. Article number: 105417. 17/55



IlepBoe nojiokeHne, BRBIHOCUMOE Ha 3amuty 7/10
BeposiTHOCTHas KJacTepu3alus B IPOCTPAHCTBE MPU3HAKOB INIABHBIX KOMIIOHEHT (2/2) III I MO

Bobiunciienue cpegHuX 3HAYEHUH U

- BrbigeseHre BepOSTHOCTHOIO KJacTepa
KOBAPHAIIMOHHOA MaTPHUIbI (I)OpMyﬂHPOBKa @ P P

nepBbIX kK KOMMOHEeHT BEPOSATHOCTHOIO
. KpUTEpHs
NPUHANIEKHOCTH
o Lo I
O I OF; i
= =
PC1 PC1

PC1 — nepBas rimaBHast KOMIIOHEHTA
PC2 — BTOpas miaBHasi KOMIIOHEHTA
2.1. Ouenka anpuoOpHOTO pacnpeieIeHUs IPU3HAKOB B TECTOBOM BhIOOPKE.
2.2. ®opMyJIUpPOBKA BEPOATHOCTHOTO KPUTEPHUS TPUHAIJIEKHOCTH.
2.3. BelziesieHre BEpOATHOCTHOTO KIIACTEPA.
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IlepBoe nojoxkeHue, BRBIHOCUMOE Ha 3amury 8/10
JKCIEePMMEHTAJIbHAA BAJUAALMS METOAA

KoHTposIbHAS ¥ TECTOBAS TPYIIIIBI CUMYJIUPYIOTCS U3

OOHOI'0O HOpMAJIbHOI'O PaCIIpCACIICHUA

A MeTton Gnmkaiiiero cocena
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PCA1

A. Meton Onmxaiiiero coceia oroupaet
3a/IaHHOE YUCJIO KOHTPOJIBHBIX 00Pa3IoB,
B TO BpeMs KaK IpeajiaracMblii METO/T
0TOMpaeT BCce KOHTPOJIbHBIE 0Opa3Ibl

U3 pacmupeesieHus, COOTBETCTBYIOIIETO
TECTOBOM BBIOOPKE.

[Ipeunaraemslii METOJ

VITMIO

KoHTpoJibHAsS ¥ TECTOBAS TPYHITBI CUMYIUPYIOTCS U3

Pa3HBIX HOPMAaJIbHBIX PACIpPEICIICHUN

B MeTon dnuxaimero cocena

15

® Tecropas BeIOOpKa
® OroOpaHHasi KOHTPOJIbHAs BEIOOPKA
® OcranbHasi KOHTPOJIbHAs BbIOOpKa

PC1 — nepBas riaBHast KOMIIOHEHTA
PC2 — Bropas rmaBHasi KOMIIOHEHTA

[Ipennaraemerii MeTo/

15
J10>KHOMOMOXXUTENbHbIe KOHTPO/bHbIE 06Pa3Libl,
He OTHOCALLMECA K pacrnpeneneHnto TECTOBOM

10

-

-
™

L]
.
L] ” *
L L]

-5 # -

0 10 20
PC1

b. Meton 6nmxaliiiero cocejia oroupact
J0KHO-TIOJIOKUTEIIbHBIE KOHTPOJIbHBIC
o0Opa3sIibl U3 paclpeesieHus,

HE COOTBETCTBYIOIIETO TECTOBOMY
pacIpeacieHuIo, B TO BpeMs Kak
MPEUIOKEHHBIN METOJT He OTOHUpaeT

TaKle KOHTPOJIbHbIE 00pa3LbI.
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IIpakTHYeckoe NpUMeHeHHe MeToAa IIiTMO

Siege Survivors (Fo)
Famine exposure

HccnenoBanre NOTOMKOB skuTesieit 0yiokaaHoro JIeHnHrpaaa

@ @ @ Tecrosan rpynna Kmuauueckoe ucciieqoBaHue:

A S b v pe oAy B [ recrossn pyres 1T _ i 6 i
oo nysonngh dvmrpaim | = 2 T T — . TecToBas rpynmna (>kenTasl) — HOTOMKH XUTesel 6mokaaHoro JleHuHrpaaa c
% o] ' 2 . P D*,5;":;23;,‘;"3;:n";';if:ﬁpa"m 0co0bIM TaTTepHOM NUuTaHus (PucyHok A).
- ) 1 ) NPeanoeHHLIM MeTOA0M
% 100 5 A 44 041 [] rerymaroman sopes 2. KontponbHas rpynmna (cepas), nojgoOpaHHas 6e3 mpeioKeHHOr0 MeToja
T % 0 goa (oTMyanachk OT TECTOBOW TPYIIIBI MO pachpenesieHuto (GakTOpOB MUTAHMSA)
z o U
: g £ (Pucynok A)
Y ER PR E o2 3. KontponpHas rpymnmna (3ei1eHasi) — BBIOOpPKa M3 MOMYJSIMUA C TIOMOIIBIO
@ (v (v
1 . h MPEIJIOKEHHOTO MeTo/a (CX0Xasi C TECTOBOM TpYINOW MO pacupenesieH o
E 13‘; ; - ' g 041 ¢dakropoB nutanus) (Pucynok b).
: ° 4. TlpenioxkeHHbII MeTOd MO3BOJIMJ TMOATBEPAUTH OTCYTCTBHE JIOKHO-
501
, : L ) : : ~ TOJOKHUTEJIbHBIX Pe3yJbTATOB B CPABHUTEJbHOM aHA/IN3e PadoOThI MOYEK
?, -a -2 -1 0 1 2 —4 ) 0 2 - -
@ s ¢ PC1 (22.6% 0GBACHeEHOI Ancn.) PC2 Mek1y MOTOMKAMHU KuTeseil 00kaxHoro JIeHMHrpaga m KOHTPOJIbHOM
W @ o O ¢ .
BRI SRS &Qe MOy HEeH.
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<o% 2% MeTon mo3BoJsSeT MO00paTh KOHTPOJIBHBIN HA0Op JAaHHBIX ¢ MHUHMMH3AIMEH CHCTEMATHYCCKUX OTIIMYMN 10 KITFOUEBHIM MPU3HAKaM OTHOCHTEIHLHO
TECTOBOTO Habopa NaHHbIX. [Ipy cpaBHEHMHM STUX HAOOPOB JAHHBIX PE3YJIBTUPYIONMIAS CTATUCTHUECKas 3HAYUMOCTh (p-3HAa4YeHUE) SBIseTCs Oosee

JIOCTOBEPHOI. 20/55



[IepBoe nosioxkeHue, BBIHOCHMOE Ha 3amurty 10/10
BBIBOBI 110 IEPBOMY I0JI0KEHHI0, BBIHOCMMOMY HA 3aII[UTY lIITMO

1. Ilpeanaraemblii METOA MO3BONSET MOAOOpPAaTh KOHTPOJbHBIM HAOOp JAHHBIX C MHHHUMHU3ALHMEH CHUCTEMaTHYECKHX
OTJIMYMI 10 BRIOPAHHBIM MPH3HAKaM OTHOCHUTEIIFHO TECTOBOIO HA0Opa JaHHBIX 3a CUYET ydeTa alpHOPHBIX 3HAHUMN O
pacnpeieIeHuy PHU3HAKOB B TECTOBOM HA0OpE JaHHBIX U BEPOSTHOCTHOM OLICHKU MPUHAIICKHOCTA HAOMIOACHUM K
KJacTepaM. OTO OCOOCHHO Ba)XHO B MEIUIIMHCKUX MCCICAOBAHUAX (HAIPUMEP, B SIUIAECMHOJIOTHUYECKHUX), TJIC
TOYHOCTh CTATUCTUYECKUX BBIBOJOB UMEET IIEPBOCTEIICHHOE 3HAYCHUE.

2. IlpemmaraemMbiii MeTOA ObUT KMCIOJIB30BAH MPU HUCCICAOBAHUM MEKIOKOJICHUYECKUX I(PPEKTOB MOTOMKOB KUTEJICH
OnmokanHoro JleHuHrpajga Ha ocoOeHHOCTH ux (usunonorun. HccienoBanue rmpoBeaeHo B HamumoHanbHOM
MEIUIMHCKOM UCCIIEI0BATENILCKOM LIEHTpe MMeHu B.A. Anma3zoBsa.

Hay4Hble pe3ysibTarsl ONyOTMKOBaHbI B:

1. YcoabueB I.A. BEpoATHOCTHBIM METOA MATPUYHOW KIIACTEPU3ALUU C ANPUOPHBIM PACIPEACICHUEM NPU3HAKOB IS

(dbopMUpOBaHUA HECMEIIEHHONW KOHTPOJbHOU Tpyrmbl // HaydHO-TEXHMYECKU BECTHUK MH(OPMAIMOHHBIX TEXHOJIOTHH,
MexaHuku 1 onTuku. 2025. T. 25, Ne 5. C. 999-1001.

2. Usoltsev D., Tolkunova K., Moguchaia E. ef al. Transgenerational and intergenerational effects of early childhood famine
exposure in the cohort of offspring of Leningrad Siege survivors // Scientific Reports. 2023. V. 13. Article number: 11188.
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BTopoe nmojio:xxenne, BEIHOCMMOe Ha 3amuty 1/14 I/ITIMO

BepossTHOCTHBIN METO/I IPaoBOM KJIACTEPU3AIMUM, UCTIOIB3YIOIINKU MeTO MOHTE-
KapJio 1o cxeMe MapKOBCKUX ILE€TIEHN, OTIINYAIOIANCS TEM, YTO € HEJIbI0 MOBBINICHUS
TOYHOCTH KJIACTEPU3AIMH, B HEM UCIOJIB3YETCA alpUOpHAs HH()OpMAIHS,
YUYUTBIBa€Mas C IOMOIIBIO MAIIMHHOTO O0YYEHHUS, U HECKOJIBKO HCTOYHUKOB allPpHOPHBIX
3HAHUM.
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BTopoe nmonoxkeHue, BBIHOCUMOE Ha 3amuTy 2/14
3anaua rpadgoBoil KjaacTepu3anuu

VITMIO

I'padoBasi kmacrepuszanuu COCTOMT B TOM, YTOOBI MO 3aJaHHOMY MHOXXECTBY B3aMMOCBSI3aHHBIX OOBEKTOB BBIJCIUTH TPYIIIIbI
(KJacTepsbl) BEPIIMH, KOTOPhIE MAKCUMAJIbHO TTOXOXHU APYT HA ApYra U CYIIECTBEHHO OTIIMYAKOTCA OT BEPIIMH APYTUX IPYIIIL.

3anaya rpadoBoil KiIacTepu3alMu CBOAUTCS K 3ajade Moucka B rpade (yHKIIMOHAIBHOTO moarpada (Kiactepa) — akTUBHOTO
MOJYJISI, BEPIIMHBI KOTOPOT'O BBIMOIHSIOT KOHKPETHYIO COBMECTHYIO (DYHKIIMIO. Ba’kHO TTOBBICUTH TOYHOCTh HAXOXKAEHHUS 3TOTO

MO YIS,

CxeMa aKTHBHOTO MOJYJsl BHYTPHU OCIKOBOU CETH

o

@) O

O O

© oTHOCATCH K AKTHBHOMY MOZLYJIIO
© napyrue Genkn

O
@)
O

ITpumep  akTmBHOrO  Momyisi.  Bapl-xomruiexc!,
YY4acCTBYIOIIMA B BOCCTAHOBJICHUU JHK.
KpacHpiM  moka3zaHbI OeJKH, oOpa3yroiue
Bap1-xomrexkc.

AR, CEP192
\ X1 e

CDKN1A

—T3

' w Bapl — GenKkoBbIii KOMILIEKC,
IEHTPAIbHBIM KOMIIOHEHTOM
KOTOpOTrO siBjigeTcs 6enok Bapl

HNRNPUL1

Kak mpaBuiio, 3apaHee M3BECTHBI HEKOTOPbIE BEPIIMHBI (DYHKIIMOHAJILHOTO KJIacTepa

1. Carbone M., Yang H., Pass H.I., Krausz T., Testa J.R., Gaudino G. BAP1 and cancer // Nat Rev Cancer. 2013. V. 13.

N 3. P. 153-159.
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BTopoe nmonoxxeHue, BBIHOCUMOE Ha 3amuTy 3/14

®
Texymme pemieHus 3agayu rpagoBoy KjiacTepu3amuu MTMO

Amnanoru: merogq MouTe-Kapiio mo cxeMe MapKoBCKHUX Iieneii!, Meton moarpada nanbonbiero Beca®3, meron Ourepa*

[Tporotun: metonm MonTe-Kapio 1mo cxeMe MapKOBCKHUX LIETIEU

Henocrarok mpororuna: NpOTOTUI HE B MTOJTHON MEpPE YUUTHIBACT allPUOPHYIO HH(POPMaINIO 00 U3BECTHBIX BEPIIUHAX

. Alexeev N., Isomurodov J., Sukhov V., Korotkevich G., Sergushichev A. Markov chain Monte Carlo for active module
identification problem // BMC Bioinformatics. 2020. V. 21. Article number: 261.

. Jlo6oma A.A. Meton rpadoBoii KiacTepu3amuy Il COBMECTHOTO aHAIN3a JJAHHBIX TEHOTUITUPOBAHUS M AKCIIPECCHUU TEHOB
Jluccepranys Ha COUCKaHUE YYEHOW CTETICHU KaHauAara Texuudeckux Hayk / JJoboga A.A. Yausepcuter UTMO. 2022.

. Dittrich M.T., Klau G.W., Rosenwald A., Dandekar T., Miiller T. Identifying functional modules in protein-protein
interaction networks: an integrated exact approach // Bioinformatics. 2008. V. 24. P. 223-231.

. Ham H., Park T. Combining p-values from various statistical methods for microbiome data // Front Microbiol. 2022. V. 13.
Article number: 990870.
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BTopoe nmonoxkeHue, BBIHOCUMOE Ha 3amuTy 4/14

Onucanue meroaa (1/6) IIITMO

1. Yder HeCKOJLKUX HCTOYHUKOB IKCIIEPUMEHTOB

1.1. JInst kaxkmoro Habopa p-3Ha4€HMIA, COOTBETCTBYIOIIMX BepIIMHAM Ipada, npuMeHseTcs metoa duiepa:
BBIYMCISIETCST X =-2%% In(p,), 0<p, <1, U Pe3yIbTUPYIONIHE p-3HAYCHUS 110 QOPMYIIC  Peoms = P(y* 2 X7, df = 2%n),

N — 9YKUCJIO SKCIICPHUMCHTOB

Craructuueckas 3HaYUMO CTh U3 OIHOI'0O SKCIICPHUMCHTA Pe3YHBTI/IPYIOIHaH CTATUCTUYCCKAasA 3HAYUMO CTh
\TP isP2i.. Puil 1 Pi
o Meton duimepa O
[P1isPai_Puil [P1isP2i..Puil i
lisH2i... mC) O pi o
[P1iP2i. Puil @) Pi
e [pgli".pni] [P1isP2i..Pail X:) = -22111:1 ln(p) s O <p < l,J Q C)pi Opi
17 - 1 ’
[P1isP2i.. Pail _ 2 2 — .
O @) O[PliaPZi...Pni] pcomb — P(X Z X 5 df_ 21’1) p'O O Opi
[P1P2i. Puil Pi

p; — p-3HaAYEeHMe i-ro 9KCNEePUMEHTa;

X2 — cTaTuCcTUKa XM-KBaapar;

X2 — pacrnpeneneHue xm-KBaapar; Op
Pcomb— PE3YNbTUPYHOLLNE P-3HAYEHUE;

P - BepoATHOCTb;

df — cteneHb cBOGObI.

O[Pliepzi..Pni]

i

1. Ham H., Park T. Combining p-values from various statistical methods for microbiome data // Front.
Microbiol. 2022. V. 13. Article number: 990870. 25/55



Btopoe nonoxenue, BBIHOCUMOE Ha 3ammuTy 5/14

Onucanue Metoaa (2/6). BoruucieHue NPpU3HAKOB KaKI0M BepiinHbl (1/4). IIITMO
IlepBbiii npu3Hak (1/3)

2.1. IlepBblii NMPU3HAK — BEPOSITHOCTH BXOXKJICHUS BEPIIMHBI B (PYHKIIMOHAJIBHBIA KJacTep, ONPEIENIeTCS IO
p-3HadYCHUSAM. JJIs1 KaK1OM BEPIIMHBI BEPOSTHOCTD ONPEIEIIETCS NOCPEACTBOM allIPOKCUMALINU p-3HAYCHUN
C TOMOIIbI0 OeTa-paBHOMEpPHOTO pacrpeneneHus. Jlaiee BepOSTHOCTh TOro, 4TO MoArpad sBISIETCS
(PYHKIIMOHAJIBHBIM KJIACTEPOM, PACCUUTHIBACTCS KaK MPOU3BEJCHUE BEPOSATHOCTEM TOTO, YTO Kaxias
BEpIIIMHA TPUHAJIC)KUT 3TOMY KiacTepy. s moryduBIIerocs BEpoSTHOCTHOIO MPOCTPAHCTBA HA
MHOXKECTBE CBSI3HBIX NoirpadoB HabupaeTca BbiOOpka pazmepa 100 ¢ nmomomnisto anroputMa Monrte-Kapiio
mo cxeme MapkoBckux mereii (MIIMK)!, peamusoBannoro B R-6mOmmoreke memcRanking (v0.1.0)?,
ucnosib3yss 10 000 urepanmit MIIMK. Tlocne 3Toro misi KaxaoW BEPUIMHBI OMPEACISIETCS SMIUPUYECCKAS
BEPOSITHOCTh BXOXKJICHUS B (DyHKIIMOHAIBHBIN KJIaCTEp — J10J1s1 MOArpadoB U3 BIOOPKU, KOTOPHIE BKJIFOYAIOT
B c€0s 3Ty BEPIIUHY.

1. Alexeev N., Isomurodov J., Sukhov V., Korotkevich G., Sergushichev A. Markov chain Monte Carlo for active module
identification problem // BMC Bioinformatics. 2020. V. 21. Article number: 261.

2. GitHub — ctlab/mcmcRanking: Tool To Solve The Active Module Problem. [DnekTponHbiii pecypc]| — Pexxum pocrymna:
https://github.com/ctlab/mcemcRanking, cBoGoansIit. 3. aHm. (ara ooparenus 15.12.2024).
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BTopoe moiokeHue, BBIHOCMMOE Ha 3amuTy 6/14 .
Onucanue meroaa (3/6). BeruncieHue NPU3HAKOB KAXKI0M BePIIUHbI (2/4).IIITMO

IlepBbiil npu3Hak (2/3)

DMIIMPHUYECKOE pacrpeieiicHue P-3HaYCHHUH aIlpPOKCUMUPYETCs OeTa-paBHOMEPHBIM pacipee/ieHueM !

PaBHOMepHOE pacnpeaeneHme

12

Beta-pacnpeaneneHue

fsffinafia a4l
I

r T T T 1
0.0 0.2 04 06 08 1.0

Di
Pi O
O
Pi O A Opi
@)
PiQ pio Opi
Opi

2.

3.

f@) =L+ (1 =Vop*!, 0<%, a<1,0<p<l,

1
p = - * 9 (—_)
A+(1-?‘\,)C¢FPR /\.)0{1 ’ 0< 7\,,0(51,
FDR(1- 1)

pFDR = (

w(p) = (= “l0<as<t,0<p<l

N @)

AmnmpokcumManusi p-3HadeHu# (p) ¢ MOMOIIbIo OeTa-
PaBHOMEPHOIO pacipeieieHus! ¢ mapaMeTpamu: w; @)
A — BeC paBHOMEPHOI KOMIIOHEHTHI; W O

o — mapametp GopMbl O€ Ta-KOMIIOHEHTBHI IS O Ay,
3aJaHHOTO YPOBHS JIOXKHOI OJIOKUTEIBHBIX O
pesynsraroB (FDR). Y@
pFDR — BeposSiTHOCTB TOTO, UTO P-3HAYECHUE WO
MPUHAJICKUT PABHOM EPHOMY PaCIpeesICHUIO; !
W; — BEC 1-OM BEpIIMHbI

1

Owj

Ow,

1

1. Dittrich M.T., Klau G.W., Rosenwald A., Dandekar T., Miiller T. Identifying functional modules in protein-
protein interaction networks: an integrated exact approach // Bioinformatics. 2008. V. 24. P. 223-231.
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BTopoe nonoxxeHue, BBIHOCUMOE Ha 3amuty 7/14

Onucanue metoaa (4/6). BoruucieHnue NpU3HAKOB KaKa0M BepiuuHbI (3/4). IIITMO
IlepBbIil npusnak (3/3)

BepositHoCcTh TOrO, uTo moAarpad sBisieTcsl (PyHKIMOHAIBHBIM KJIACTEPOM, PACCUMTHIBACTCS KaK MPOU3BEACHUE BEPOSTHOCTEU
TOTO, YTO Ka)KJ1asi BEpIIMHA MPUHAJICKUT 3TOMY Kjactepy. s MoayyuBIIeTOCsS] BEPOSTHOCTHOI'O MTPOCTPAHCTBA HA MHOXKECTBE
CBA3HBIX noarpadoB HaOupaercs BeiOOpka paszMepa 100 ¢ momomnipio anroputma MIIMK, peanuzoBanHoro B R-Oubnuoteke
mcmcRanking  (v0.1.0) ucmonesys 10 000 wrepaumii MIIMK. Ilocie 3TOro s KaXkpgod BEPUIMHBI ONPEAEIACTCS
AMITUPUYECKAsT BEPOSITHOCTh BXOXKACHUS B (DYHKIIMOHAJIBHBIN KJacTep — J0Js noArpadoB M3 BbIOOPKH, KOTOPHIC BKIIOYAIOT B
ce0sl 3Ty BEpILHUHY.

o ©
& MeTtoa MoHTe-Kapno no cxeme ®
@ CWD. o, mapkoBckux ueneu (ML MK) o O o
® — o
O o O o s
O OTHOCATCA K ﬂl{'l‘ldBHOMy N10LlleIO
()Wi @ apyrue Genkn

BriBoa: npumenenune metoga MIIMK mo3BonseT onpenesinte BEPOSITHOCTh MPUHAJIEKHOCTH BEPIIMHBI (DYHKIIMOHATIBHOMY
KJIACTEPY, OJHAKO METOJ HE YUHMTBIBAECT YK€ M3BECTHBIC BepHIMHBI. [I03TOMY Ha Cleayromux clianfgax 3TOT HEAOCTATOK

CTpPaHEH.
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BTopoe nonoxeHne, BRBIHOCUMOE Ha 3amuTy 8/14

Onucanue Mmeroaa (5/6). BoruucjeHue NPU3HAKOB KAaKI0M BepIluuHbI (4/4) IIITMO

2.2. Tpu npu3HaKa, ONMCHIBAIOIINE KAKIYIO BEPIINHY, OMPEIACIISIIOTCA KaK PACCTOSTHUS IO TPEX

OJIIKAUIIIMX M3BECTHBIX BEPIIMH (DYHKIMOHAIBLHOTO KJIacTepa.

Q

o

O
@)
O

O

O

O

O

© sapanee usBectuble 6enKu
© zpyrue 6enkn

Bepuiunbi

PaccTosinue,

Bepuuna,

2

Bepuinna,

3

Bepiinna,

1
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BTopoe nojoxxeHue, BBIHOCUMOE Ha 3amuty 9/14
Onucanue meroaa (6/6)

VITMIO

3. O0yyeHune mMoaeJ M TPaAHMEeHTHOr0 OYCTHHIa JJs NMpeACKa3aHusl NMPUHAAJIEKHOCTH BepPIIMHbI (QYHKIIHOHAJILHOMY
KJIACTEPY

Hcnoub3yst mostydyeHHbIe MPU3HAKH, 00yJ4aeTcss MOJENIb I'PaJUeHTHOTO OycTrHra — xgboost!. OHa peanu3oBana B
R-6ubmuoreke xgboost (v1.5.0.2)?. MakcumainbHas TITyOMHA Ka)IO0ro JepeBa B MOAEIN paBHsIETCS TpeM. IlapameTp
ckopoctu obydyeHnust — 0.1. Uucno utepamuii oOydyeHus paBHO TpeM. VM3BeCcTHBbIE BEpIIMHBI B (PYHKIIMOHAJIBHBIX

KJacTepax HUCKIo4arTcs. Ilpu  TpeHupoBKe MoOAENM BepIIMHAM, BKJIOYEHHBIM B (DYHKIIMOHAJbHBIM
KJIACTEP, MIPUCBAUBAETCA €IUHULIA, & OCTAJIILHBIM BEPIIUHAM — HOJIb.
Bepuunbl  |Paccrosaue; | MLUIMK Bepunne! Cxop
Bepunna, 2 0.4 Mogenb rpagMeHTHOro 6ycTuHra | SoPiiHa, 0.8
Bepiuna, 3 0.2 Bepmuna, 0.7
—_—
Bepumna, 1 0.6 Bepmmnas 0.9

1.

2.

Conference on Knowledge Discovery and Data Mining. New York. NY. USA. ACM. 2016. P. 785-794.

[OnexkTpoHHbIN pecypc] — Pexxum moctyna: https://CRAN.R-project.org/package=xgboost, CBOOOIHBIN.

3. anri. (nara oopamenus 17.08.2024)

Chen T., Guestrin C. XGBoost: A Scalable Tree Boosting System // In Proceedings of the 22nd ACM SIGKDD International

Chen T., He T., Benesty M., Khotilovich V., et al. xgboost: Extreme Gradient Boosting. R package version 1.5.0.2.
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Baaunanus merona (1/4)

Btopoe nonoxeHue, BBiIHocuMoe Ha 3amuty 10/14

Banumanys MmeTona Ha CUMYJIMPOBAHHBIX JTAHHBIX

.

Jlist monydenust rpadoB € TOMOJIOTHEM, BCTPEUAIONIEHCS B peajbHBIX JaHHBIX, BbiOUparoTcsa 100 ciaydailHbIX
noarpadoB u3 rpada Oenok-0enkoBeIX B3ammonericTBuii InWeb InBioMap (InWebIM)! ¢ uwncimom Bepima
paBubiM 1000.

B kaxnom noarpade InWebIM u3 mynkra 1.1 paBHOBEPOSTHO CpelaM BCEX BO3MOXKHBIX CBS3HBIX MOATPadoB
3aJIaHHOTO pa3Mepa BBIOMpACTCS aKTUBHBIM MOAYJIb C ucnoiab3oBaHueM MeToga MIIMK wu3 R-O0uGnumoreku
mcmcRanking (v0.1.0) mpu yciioBuu, 4TO BCE BEPIIMHBI UMEIOT OJAMHAKOBBINM Bec. Moysn BBIOMPAIOTCS MOCIE
1000 urtepanmii MIIMK, 4toOBl TrapaHTUpOBaTh MX HE3aBUCHUMOCTH OT MOArpadoB, HCMHOJb30BAHHBIX IS
nHunuanu3anua MIIMK.

. I[J'IH K&)I(I[Oﬁ BCPIIMHBI CUMYIIUPYIOTCA p-3HAYCHUSA OKCIICPUMCHTA, MPOBCPAIOIICTIO NPHUHAAJICKHOCTL BCPIIMHBI

AKTUBHOMY MoOAyJt0. JlJIsi BEpUIMH BHE AaKTUBHOIO MOAYJA p-3HAUYCHUS BBIOMPAIOTCS W3 PABHOMEPHOTO
pacrpeieneHusl, sl BEPIIMH U3 aKTUBHOTO MOJYJIS — U3 OeTa-pacnpeaesiCHUsI.

Tak kak oOmiee 4yuciao (yHKUMOHAIBHBIX Moayided paBHsercs 100, To 50 HCHONB3YHOTCS IS TPEHUPOBKHU
MojeNH, a ocTaBmuecs S0 — i TECTUPOBAHUS.

1. LiT., Wernersson R., Hansen R.B., Horn H., et al. A scored human protein-protein interaction network to catalyze genomic
interpretation // Nat Methods. 2017. V. 14. N 1. P. 61-64.

VITMIO
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BTopoe nonoxxenne, BBIHOCUMOE Ha 3amuTy 11/14

Baauapanusa merona (2/4) IIITMO

AKTI/IBHBIC MOAYJIHU CUMYJIUPOBAHBI IOMCKOM B IIUPUHY AKTI/IBHI)IC MOAYJIU CUMYJIMPOBAHBI pPABHOMCPHO
A 091 — MUMK ] — MUMK 0.7
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o
3 O © 0.7
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S .2 S © 0.6
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0 METD ANk L ’ I : } s J )
Mapametp aneda apametp anepa NapameTp anboa NapameTp anbda

[Ipemnaraempiii METOI MO3BOJISIET MOBBICUTH TOYHOCTH I'Pad)0BOil KJIACTePpU3ALMH 110 CPABHEHUIO ¢ METOAOM TOJbKO Ha ocHoBe MIIMK 3a cuer
ydeTa arpuOpHBIX 3HAHUNA C MOMOIIBI0 MAIIMHHOTO OOy4eHMs B clydae CUMMETPHUHBIX kiactepoB oT matu 10 20% ROC AUC (ot mectu no 30%
Recall@100) u coxpaHseT TOYHOCTh B Ciiy4yae KiacTepoB co ciaydaiiHoil cTpykrypoil. (ROC AUC — 370 crangapTHas METpUKa KadyecTBa OMHAPHBIX
KJIaccu(pUKaTOpOB B  MAlUMHHOM  OOyY€HMHM, TI/€ 3Ha4€HHE BapbUpyercs OT HyJdsd [0 OJHOIO, [I€ OJUH —  HJeaJbHOE
paznenenue knaccos, a 0,5 — cnyyaitHoe yraasBanue. Recall@100 — nonst nmpaBUIbHO OIpeAE/ICHHBIX BEPIIMH aKTUBHOTO MOAYJIL B MEPBOM COTHE
BEPILNH, DAHXUPOBAHHBIX 10 VMEHBIICHUIO IPEACKA3AHHON ¢ ITOMOIIBI) MOJIEIN BEPOSITHOCTHU BXOKICHUS B AKTUBHBIN MOIYIIb).
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Baaupanus merona (3/4)

VITMIO

AKTHBHBIE MOJYJIU CUMYJIUPOBAaHBI CIIy4aiiHBIM ITOMCKOM B Oe10Kk-0esikoBoM rpade InWebIM.
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[IpennoxxeHHbI MeTOA paboTaeT TakXke Wiau jaydiile, yem meron dumepa 6e3 yuera rpadoBoil CTPYKTYphl (3HAUYCHUS
kputepuss ROC AUC Bbimie ot oaHoro a0 30%, 3nauenus kputepus Recall@100 Beime ot omnoro mo 100% Ha
CUMYJIMPOBAHHBIX TAHHBIX).
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Baaupanusa merona (4/4) "iTMO

Banupgaims MeTo1a Ha pealbHBIX JaHHBIX UCCICIOBAaHMS IH30(peHun!

E3 Metoa Ouwepa
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YMCNo aKCNnepuMeHTos YMCNo aKCnepuMeHToB

IIpennaraembiii Metoq B cpeaHeM Ha 13 % Tounee (cornmacHo merpuke kadectBa ROC AUC mist omHoro

OKCIEPUMEHTA) OMNpENeuyl NPUYMHHBIC TeHbl MMN30(QpeHru, 4eM MeTtoj Puirepa O0e3 ydera rpad)oBoOid
CTPYKTYPBI.

— [
Au];

o
w

1. Pardinas A.F., Holmans P., Pocklington A.J. et. al. Common schizophrenia alleles are enriched in mutation-intolerant

genes and in regions under strong background selection // Nat Genet. 2018. V. 50. N 3. P. 381-389. 34/55



BTopoe nonoxxenue, BBIHOCUMOE Ha 3amuty 14/14
BBIBOABI 110 BTOPOMY I0JI0KEHHI0, BBIHOCHMOMY HA 3ALIHUTY lIITMO

1. MeTtoa mo3BONSET MOBLICUTH TOYHOCTH I'paoBOil KiacTepu3alluM 3a CUET yueTa alpUOPHBIX 3HAHHUM C MOMOIIBIO
MAIIMHHOTO OOy4YE€HHMS B CIy4a€ CHMMMETPUYHBIX KJIACTEPOB U COXPaHSIET TOYHOCTh B ClIydae KJIACTEPOB CO CIydalHOMU
CTPYKTYpOMH. ITO 00ecredynBaeT €ero yCTOMUMBOCTD MO0 CPABHEHUIO C MCIIOJIb30BAaHUEM TOJBKO MeToaa Ha ocHoBe MIIMK
WJIM KJIACCUYECKUX METOMIOB, TaKUX Kak MeTon duirepa, He yUYUThIBaOIMX rpadoBbl€ 3aBUCHMOCTH.

2. MeTon MO3BOMSIET MHTETPUPOBATH PE3YJIbTATBI HECKOJBKUX SKCIEPUMEHTOB. DTO MO3BOISET 3HAYUTEIBHO TMOBBICUTH
TOYHOCTb ONPENICTICHUS KIIACTEPOB.

Hay4Hble pe3ysibTarsl ONyOTMKOBaHbI B:

1. YcoasueB H.A., MonotkoB N.U., ApremoB H.H., Ceprymmuer A.A., [llansito A.A. [IpuMeHEHHE MAPKOBCKHX LIETIEU
MonTte-Kapino u MammHHOTO OOy4YeHHMs JUIsi HAaXOXKIAEHUSI aKTUBHOTO MOAYJsl B Ouojorumueckux rpadax // Hayuno-
TEXHUYECKUN BECTHUK MH(POPMAIIMOHHBIX TEXHOIOTUHN, MeXaHUKU ¥ onTuku. 2024. T. 24, Ne 6. C. 962-971.

2. YcoabueB /.A., MonotkoB N.H., ApremoB H.H., Ceprymmuer A.A., llaaeito A.A. MeTton onpenencHus: aKTUBHOTO
MONYJsl B OMOJOTMYECKMX Trpadax ¢ MHOTOKOMIIOHEHTHBIMH BecaMd BepmIMH // HaydHO-TEXHUYECKH BECTHUK
MH(QOPMAIIMOHHBIX TEXHOJIOTUM, MeXaHUKU U onTuku. 2025. T. 25, Ne 3. C. 487-497.
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3akir04eHue 1Mo MepBOMY M BTOPOMY IOJI0KEHUSIM, BBIHOCHMMBIM HA 3aLUTY

Mopxonbl MacwTtabupyemocTtb BepoAaTHOCTHa YcToMunMBOCTb K LLYMY | BO3MOXXHOCTb MHTErpauumn
A oLL,eHKa anpuopHbIX 3HAHUMN
k-means [da HeTt HeTt Hert
DBSCAN Oa HeTt da Hert
Mmeton MoHTte-Kapno no cxeme
. YacTtmuHo (HavanbHoe
Mapkosckix ueren (MLIMK) Oa [a [a acnpeneneHne BepoATHOCTEN
(Markov Chain Monte Carlo - P P ﬂHa Be LUMHF;X)
MCMC) P
Mopoxon Ha ocHOBE NOKMCKa
noarpada MakcmuManbHOro Beca
. . a Hert Hert Hert
(Maximum Weight Connected A
Subgraph - MWCS)
MeTopn rpadoBov Knactepmsaumm
011 COBMECTHOI0 aHanmsa
pe3ynbTaToB reHOTUNMUPOBAHMA U Da HeTt Hert Hert
aKcMpeccun reHoB (guccepraums
AnekcaHppa Jlo6ogbl)
Mpepno>keHHbIN MeTO A,
BEepOATHOCTHOM
a a a a
KnacTepusauum MaTp U4 HbIX A A A A
AaHHbIX
Mpepno>keHHbIN MeTO
BEPOATHOCTHOM
P La [a [a La

Knactepusaumm rpadoBbiX
DaHHbIX

I/ITMO
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®
TpeTnbe nmonoxkenue, BBIHOCHMOE Ha 3amury 1/14 I/ITIVIO

MeToanka aHaJM3a JAaHHBIX B pa3HOPOAHBIX 0a3ax, OCHOBAaHHAs HA CPABHUTEILHOM
aHAJIN3€E U MOCHEAYIONEeH rpadOBOM KIACTEPU3AIMU €0 PE3YJbTaTOB, OTIIMYAIOIIASICA
TEM, YTO € IeJbI0 MOBbINIEHUS KayecTBAa KJIACTEPU3AMUHU, OHA BKJIKOYACT
PETIOAKCHHBIE BEPOSITHOCTHBIE METOJIbI MATPUYHOM M rpad)OBOM KJIACTEpU3ALINM.
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®
Tpernbe nmosnoxkenue, BBIHOCMMOE HA 3amuTy 2/14 I/ITIVIO

3agaya

Co3nanue Poccuiickor MEIUKO-TeHETHYECKOM 0a3bl JaHHBIX U MOBBIIIEHUE KAYECTBA aHAIN3a MEIUKO-T€HETUYECKOU
nHGOpMaIIMY B HEH, a Tak)Ke HHTErpupoBaHue Poccuu B MeXIyHapOIHbIE TEHETUYSCKHUE UCCIIEA0BAHMS ISl TOTO, YTOOBI
MTOBBICUTh BEPOSITHOCTh OOHAPY>KEHHUSI HOBBIX T€HETUUECKUX PUCKOB XPOHUUYECKHUX 3a001eBaHui. Poccuiickas MeauKo-
reHeTh4YecKas 0aza OTCyTCTBOBAJIA.
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Tpertbe nosio’keHue, BEIHOCUMOE Ha 3amury 3/14

Onucanue MeTOAUKH IIiTMO

MeToauka BKIHO4YAET B C€Osl TPH ITYHKTA:

— pa3paboTka 0a3bl JAHHBIX C PA3HOPOAHON MH(POpMAIUEH — MEAUKO-TEHETUIECKOM Oa3bl
naHHBIX poccuiickor monyisinun (MI'B/I-P), cocrosmei n3 asyx moayneut (MI'B/I-P-1 u
MI'B/I-P-2);

— MPOBEJCHHE CPABHUTEIILHOIO aHAIM3a MEXIY JIByMs Ha0OpaMHu JaHHBIX — KOHTPOJIbHBIM
1 TECTOBBIM, IIpUYEM KOHTPOJbHBIA HA0Op JaHHBIX, Haxoasuiics B moayiae MI'B/I-P-1,
copMHUpPOBaH MEPBBIM METOA0M, BLIHOCMMbIM HA 3aIIUTY;

— AHHOTAIUSA PE3YJbTATOB CPABHUTEIILHOIO aHaIM3a, XpaHamuxcsa B moayiae MI'BJI-P-2,
BBITIOJIHEHA C UCITOJIb30BAHUEM BTOPOI0 METO1a, BLIHOCUMOI'0 HA 3AIIMTY.
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Tpertbe nosioxkeHue, BEIHOCUMOE Ha 3amury 4/14

Monysis MITBJI-P-1 (1/6) VITIVIO

CyBepeHHas 0a3a JaHHBIX C YHUKAIbHONW MEJIUKO-reHeThYeckor nHdopMaimed Poccuiickoil monynsiuu

A Teorpaduyeckas kapta cOopa HHPpOpMAaLIUU

B Crpykrypa nepsoro moxayiist MI'B/I-P
el A 3aKpbIThIH BEIYMCIHTENBLHBIH cepBep ¢ NepcoHAILHO HH(popMannei
K opona SOE e - \ 7“3'\.‘, Kinnnnueckas undopmarys Tenetnueckas HHpOpMATTHS
(}\Q‘ov"‘ ' ®enorunbl  |Muausua,| UHauBuI,| .- I'en.papuant |Muausua,| Uaausum,| -
o & Eas o W IToka3zarens 10 20 Bapuat 0[0 0[0
& PR . 1 pHaT;
POC‘« ; e { < Toka3zaTenn, 0 1 Bapuar, 0j0 10
f | ¥ [Mokasareib; 0,2 0,9 wee Bapuar; 1j0 0[0
~ Aaus ‘%\»
] CocTas nHpOpMaLMH a Marpuiia KITMHAYECKUX Marpuiia reHETHYECKUX
FeHeTrnyeckmne paHHble
+623,249 reHoTUNMPOBAHHbIX BapUaHTOB HpHBHaKOB HpI/IBHaKOB
*CaHkT-MNetepbypr
oaor. Genormnmposanne (2012-2021) 556 nnpu3HaKoOB 11 077 392 renetnyeckux JJHK-BapuanTa
*120 HenpepbiBHbIX GEeHoTUNOoB
S SRR 4 800 HIUBUIOB 4 800 MHOIUBUIOB
+213 6uHapHbIX heHoTuna
AMBynaTopHbie BM3UT ExxeroaHble o6cneaosaHns ManHHa HBHHeTCH OCHOBOﬁ ﬂnﬂ
E=paar o o e OIpeJIeJIEHNs] TEHETHYE CKOM CTPYKTYPHI,
Danmbie: yuyas avabera
e s ez IIPOBEACHUS CTATUCTUICCKUX TECTOB U
e xpanutcs B popmarax vefl, hail?, plink?

Danecek P., Auton A., Abecasis G., Albers C.A., Banks E., DePristo M.A., Handsaker R.E., Lunter G., Marth G. T., Sherry S. T., et al. The Variant Call Format and VCFtools //
Bioinformatics. 2011. V.27. N 15. P. 2156-2158.

Chang C.C., Chow C.C., Tellier L.C. et al. Second-generation PLINK: rising to the challenge of larger and richer datasets / GigaScience. 2015. V. 4. Article number: 7.

Hail Team. Hail: an open-source framework for scalable genetic data analysis // Genome Biology. 2017. V. 18. Article number: 99. 40/55



Tpetbe nonoxkeHue, BBIHOCUMOE Ha 3amury 5/14

Monysas MITBJI-P-1 (2/6) VITIVIO

[IpymMeHeHre NepBOro METOAA, BBIHOCUMOI'O Ha 3aIUTy

st moctpoenust moayias MI'B/[-P-1 Obln mpuMeHeH mepBblil MeTO, BBIHOCUMbIM HA 3aIMTY, TTO3BOJSIONIUN

noj00paTh HECMEMICHHYI0 KOHTPOJBHYIO TPYIMITy JUIS TIOJHOICHOMHOTO aCCOIIMAaTUBHOTO UCCIICIOBAHUS!
(CTAaTUCTUYECKOTO TECTA).

KnmHuKO-reHeTnyeckoe uccue10BaHue:

1. TecToBas rpymia — UHAUBU Il C BHICOKUM YPOBHEM JIMIIONPOTEUHA A.

2. KoHTponbHas rpy1ia (CUHSS) — UHAUBUBI CO CXOXKUM JUNUAHBIM poduieMm (PucyHnok A).

3. ITlomHoreHOMHOE CpaBHUTENIBLHOE HCCieloBaHUE BbIsABUIIO He3aBucuMoe BausHue JJHK-Bapuanra (rs186696265) Ha ypoBeHb
nunonporenHa A (Pucynok b).

A B JAHK-BapuanT (rs186696265)
LR O ;
10 a ‘
5 : :
O= H ’
N o contr zg k . ]
e .z g B i
@© = it . H
Id
™
'_- 2
O

F C1 Chromosome

PC1 Mo3numa B reHome 41/55
1. Uffelmann E., Huang Q.Q., Munung N.S., et al. Genome-wide association studies // Nat Rev Methods Primers. 2021. V. 1. Article number: 59.



Tpertbe nosio’keHue, BEIHOCUMOE Ha 3amury 6/14

Moayas MI'BI-P-1 (3/6)

Hosuszna monynsa MI'B/I-P-1

BnepBrie 115 HayuyHOro COOOIIECTBA MpeIcTaBIeHa FTeHEeTHYeCcKast CTpykTypa Poccuiickoit monymnsuuu

A

0.084

3.47, 0.08%)

PC2, (EV

~0.04 1

0.124

0.04 4

CLUSTER
cl1, n=278
cl2, n=1736
cl3, n=1121
cl4, n=561
cl5, n=334
cl6, n=115

cl1

0000 0025 0050 0075  0.100
PC1, (EV=9.68, 0.23%)

b

0.10 1

=0.05 1

POPULATION
CEU_GBR, n=190
FIN, n=99

RUS, n=4145
IBS_TSI, n=214

0.0

0.1 02 0.3
PC1, (EV=10.47, 0.22%)

VITMIO

ABTOpPOM BHepBbIC ObLIa MpoaHaIM3WpPOBaHA F'eHETHUYECKass CTpyKTypa Poccuiickoil momyisiuu, MoKa3aHO €€ TeHEeTHUYECKOe POACTBO C
IPYyTUMHU TMONyasiusiMu. BeIsSBIEHHOE BBICOKOE CpoAcTBO Poccuiickoit monyasiiuu K (UHCKOM IMO3BOMSET CJiejiaTh BBIBOA O
BO3MOKHOCTH HCIOJb30BaHUA Poccuiickodl mnmomyJsiiiv B BAJUAANMOHHBLIX TCHETHYECKHUX MCCIeJOBAHMAX, IMMPOBOJUMBIX B

KpynHeiiem GuHckoMm Onobdanke — OUHHTEHE.
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TpeTrbe monokeHne, BRIHOCUMOE Ha 3aiury 7/14

Monyas MI'B/I-P-1 (4/6)

VITMIO

Monyns MI'B/JI-P-1 coBMectHO ¢ 3apybOexnbiMu MI'BJ[ ser B OCHOBY MOCTpOCHHS MOAENEH JJisi MPENCKa3aHUsl pucKa

XpPOHUYECKUX 3a00JIEBaHU .

BxogHble KIMHUKO-TEeHETHYECKHE TaHHbIEe
Hctopus 0one3Hu, OMOXUMUSI KPOBU, T€HETUYECKUE PUCKU

l

Oo0yuennast AFT (Accelerated Failure Time) mozmens!

Disease Prediction

Sex: Current Age:
Male A 50

Select disease:

Marpulibl KIMHUYECKON U TEHETUYE CKON
HH(pOPMAITUU CITY>KAT OCHOBOM IS
IIOCTPOCHUS KIMHUKO-IC€HETUYECKHUX MOJICJIEH
NIPEACKA3aHUS BpEMEHNU BO3HUKHOBECHHUS
3a00JICBaHU.

E4_DM2 -
ICD-10 codes (comma/space separated): p30010_i0 - Red blood cell p30070_i0 - Red blood cell p30620_i0 - Alanine
(erythroeyte) count, 10412 (erythrocyte) distribution aminotransferase, U/L
etire i 2356 BoixoaHble JaHHBIE: PUCKHU MOTYy4YeHUs 32001 BaHU S
4.52 13.49
S — 50079010 LoL dec, (Hanmpumep, nuabeta BTOPOTO TUIIA) B clienyromme 12 ner
mmol/L cholesterol, mmol/L mmol/L
4 5.12 1.45 3.56 —e— Case =— = Observed (population)
Ages for ICD-10 codes (same order, p30840_i0 - Total bilirubin, p30870_i0 - Triglycerides, p21001_i0 - BMI, kg/m2 129
comma/space separated): umol/L mmol/L — 0 e
27.42 = -
9.1 1.75 £ 10% -
Smoking Status: % 8% T
Never smoked v ‘5_ 6% - 1. -
Include Polygenic Risk Score (PRS) - 4% //{'/_/_/_,,,-» gl == .
Polygenic Risk Score R — -
& 2% i ==
-0.000471607077805283 - ===
0%=—= ="
For E4_DM2, the model uses PGS000832. 1 2 3 = 5 6 7 8 9 10 11 12
, Year
Predict
1. Parvej M., Ali Khan A. Bayesian extension of the Weibull AFT shared frailty model with generalized family of distributions for enhanced survival analysis 43/55

using censored data // J Appl Stat. 2024. V. 51. N. 15. P. 3125-3153.
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Monyas MI'BA-P-1 (5/6)

VITMIO

Ha ocnoBe moaynst MI'BJI-P-1 Ob111 moCTpo€HbI KaJIbKYJISTOPBI PUCKOB CEPACUHO-COCYAUCTHIX UHIIUAECHTOB U JuabeTa BTOPOTO
TUIIA JJ1s1 AUarHocTuku naiueHToB B ®I'bY « HMUILL um. B. A. AnmazoBa»
bp1710 TONTy4€HO ABAa CBUAETENBCTBA O PETUCTPALIMH PE3YIBTATOB UHTEJUICKTYAJIbHON AEATEIbHOCTH

[IpenukTopbl MOICIHN

0011Mi1 X0JIECTEPUH;
XOJIECTEPUH BBICOKOM
IUIOTHOCTH;

CUCTOIIMYECKOE apTepUaIbHOe
JIaBJICHHE;

cTaTyc nuabera BTOPOTO THIIA,
CTaTyC KypeHHS;

cTatyc mpuemMa

AQHTHUT UTTEPTEH3UBHBIX
Ipenaparos;

CTaTyc npremMa CTaTHHOB,;
CKOPOCTb INIOM €pYJISAPHOM
dunpTpanmu;

Chinese Visceral Adiposity
Index (CVAI);

3HaueHne NT-proBNP —
MO3TOBOTO

HaTPUAYpPE TUYE CKOTO
TOPMOHA;

4yacToTa yrnorpe e Hus
QJIKOTOJIS;

4yacToTa yrnorpeQieHus coipa.

B HE RGBT HE HERE RO T HE BERE HE BT HE RE RE AT RE AT RE RE AT HE HERE R NE HE RE NE AL REHE BE REHE RE T RE B HEHE WL

2% 2% BE BB

KaJ'IBKyJIHTOpBI OCHOBAHLI HA MOACJIN T'PATUCHTHOI'O 6yCTI/IHFa

N

BB BB R

CBUJAETEJIBCTBO

0 rocyaapcTBeHHOl perncTpauuu nporpammsl aas 9BM

Ne 2024691771

AeKTPOHHBIH KATBKY/IATOP PHCKA CepAeTHO-COCYTHCTHIX
HHIHIEHTOB
TIpasoobnanares: PeOePanIbHOE 20CYOAPCIMEEHHOE GIOOHCEMHOE yUPeHcOeH e
«Ha 7 0 i UC Kuit yenmp umeru B.A.

Aamazosa» Munucmepcmea 30p p Poccurickon Dedep

(RU)

Asrtopsr. Pomaps Oxcana Ilempoena (RU), Babenxo Aruna FOpsesna (RU),
Konecoea Ej 7 Ia (RU), Bosay Mapus A

(RU), Mocyuas Examepuna Buxmopoena (RU), Epuna Anacmacus

M (RU), Toax) Kp Muxai (RU), Kean

Banepuit Baaoumuposun (RU), Yconsuee Inumpuit Anopeesut (RU),
Konpaou Anexcanopa Onezoéna (RU), Insxmo Eezenuit Bradumuposuu
(RU)

3amsxa N 2024689689

Jtara nocrymesmas 02 1exadpsi 2024 r.

JlaTa rocynapCTBeRHOM PerHCTpalHK

B Peectpe nporpavyt it 9BM 24 0exaops 2024 2.

Pyxosooumens Pedeparvnoli c1yieoB

N0 UHMETTEKMYATLHON COOCMEEHHOCHIU

POCCHUCKAS GENEPAITL

> T

2R BB RERR

CBUJAETEJIBCTBO

0 rocyaapcTBeHHON perHcTpaunun nporpammsl a1s 9BM

Ne 2024690421

DJIeKTPOHHBII KAJbKYJIATOP PHCKA AHAGETa BTOPOro THHA

Tip : Dedep 20cyoap ¥

P
«HauuonansHemt MeOUUUHCKUTL HCCIe006amMensCKuUtt HeHmp umenu B.A.
Aanazoea» Munucmepemea 30p Poccuiicxott D

(RU)
Agrops: Pomapy Oxcana IHemposna (RU), Babenxo Anuna FOpsesna (RU),
Konecosa E; Ia (RU), Bosap Mapus A 6HA

(RU), Mocyuasn Examepuna Buxmopoena (RU), Epuna Anacmacus
Maxcumosna (RU), Toaxynosa Kpucmuna Muxaunosna (RU), Kean
Banepuit Bradumupoeuu (RU), Yconsyes Anumpuit Andpeecuu (RU),
Konpaou Arexcandpa Oaecoena (RU), Illnsaxmo Ee2enuit Bradumuposuy

(RU)

3asmxa Ne 2024689622

Jara nocTyILIeHAs. 02 Hekaﬁpﬂ 2024 r.

Jlata rocyAapCTBeHHOH PerHCTPAIHA

5 Peectpe nporpaas a1 9BM 16 0exaops 2024 2.

Pyxosooumens PedepaivHoll CIVHCOB

no uHMenT 01l cobemeensocmu

[IpenuxTops! Monenu:

IJTIOKO33;

LAP (uHnmekc
HaKOTUICHUSI JIUTIHIOB);
Cw2 (oxxupeHue B
COOTBETCTBHH C
00BEMOM TaIHU
ATPIII);

Adn (AQunoHeKTHH);
IAGT (Craryc
MIPUMECHCHHS
MpEenapaToB JJis
CHIDKCHUS apT. JaBJL.);
ren FTO;

TAG (te, KTO
NPUHUMAET
AQHTUTHIIEPTCH3UBHYIO
TEPAaIHIo UK apT. 1aBI.
Beime 140/90 MM pr cT);
CTaTyC HapylIeHUs
CEPIEYHOTO PUTMA;
COM (KTO MeeT apr.
TUIIEPT. ¥ TIPHHAMACT

TEpAIHIO ).
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Monyas MTBJI-P-1 (6/6) /ITIVIO

Monyne MI'B/I-P-1 5ier B 0CHOBY KIMHHUKO-TEHETHYECKHUX UCCIIeNOBaHUM B Poccun

HpI/IMepI)I KIIMHUKO-I'CHCTHNYCCKHUX I/ICCJIC,Z[OBaHI/II\/II C Yy4aCTHUCM aBTOpa.

1. Onwucan peHOTHUI COCYTUCTOM KECTKOCTHU B POCCUICKON MOMYIISIIIUU, OTCYTCTBYIOIMIUM B KpynmHbIX MUPOBBIX MI'B/I.

2. Haiinensl HoBble TaroreHHble J|HK-BapuaHThI 115 Lienakuu.

3. HanucaHbl MEIMIIMHCKUE PEKOMEHIAIMHU JIJISI UCIIOJIb30BaHMS 3apyOeKHOM KITMHUYECKOM IIKAJIbl CEPJICYHO -COCYAUCTBIX
3a0oJieBaHrM B Poccuiickoi momyssiumu.

4. Halinensl HoBbI€ TTaTroreHHbie JIHK-BapuaHThI 171 a0pTaIbHOIO CTEHO3A.

ITo BceM ATUM HCCIEI0BAaHUSIM UMEIOTCS IMyOIMKaAIIMU C Y4acTHEM aBTOpa.
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Monyas MI'B/I-P-2 (1/4)

VITMIO

Moayas MI'B/I-P-1 cyBepenHbid

3aKkpbITHIi BEIYHCIHTEILHBIH CepBep ¢ MepcoHAJIbHOI HH(popManHeii

Kimnungeckas nHGopMans ['eneTndeckas nHQopMaLug

®enorunbl  |Uunusun,| Uamusum,| --- Ien.sapuant |Mupueun, | Ueausum,| ...
INoka3arens, 10 20 Bapwuar, 0[0 0]0
[Mokasarenn, 0 1 Bapuar, 0[]0 110
TMokazarens, 0,2 0,9 Bapuar, 1j0 0[0
& CratncTHYecKui TeCT _/

3akphIThIN cepBep ¢ MyGIHYHO A0CTYMHOM 0a30ii nannbIx GWAS-uccaenoBanmi

pasmep g MOTYNAIIHOHHAS
i GWAS-ncenenosanne s Tokasarens, FEH.Baplflﬂ.HT 3L1J(belﬂ'a P-anEiCHHE qacrora

é I Bapuar, -0,11 0,5 0,25

g | Bapuar, 0,22 | sx10° 0,01

g | i Vo

Sl il R U Bapuar -0.33 0,01 0,05

T T RIS § (R T puat

" Tosuns B rerome o b b b "t

‘\ /

Mopyas MI'B/I-P-2 Crpykrypa monyns MI'b/I-P-2

1.

Uffelmann E., Huang Q.Q., Munung N.S., et al. Genome-wide association studies / Nat Rev Methods Primers. 2021. V. 1. Article number: 59.

Jnst kaxaoro u3 556 KIMHUYECKUX MPU3HAKOB,
xpansimmxcss B momyne  MI'BI-P-1  Obmi mposenen
HOJIHOTE HOMHBI TIOMCK accorrarmii (GWAS)':

Jns  HempepbIBHBIX mpu3HakoB (Y) MocCTpoeHa
TMHEWHas Mojenb s Kakaoro u3 ~8miH JIHK-BapuanTos (G), ¢
yuerom  koBapuar (C;): mom, Bo3pact, 10  mepBbIX
MPUHIIMITHATBHBIX KOMIIOHEHT F€HETUYECKOU CTPYKTYPbI

Y = Bo‘l' BIG+ Bzcl‘l_ 83C2+‘+chp+ 3

Jnst OuHapHbiX mnpu3zHakoB (Y) MOCTpoeHA JIOTUCTUYECKAS
mozenb Jus kaxnaoro u3z ~8wmuH JIHK-BapuantoB (G), ¢ yderom

koBapuar (C,): mo:n, Bo3pact, 10 nepBbIX NPUHIMIHAILHBIX KOMIOHEHT
TEHETUYECKOU CTPYKTYPbI

P(Y = 1/G,C) = - :

—_e—(Bot+ B1G+ B2C1+ B3C2++BpCp)

N3 kaxx10i Moen ObLITA COXPAHEHBI:
pa3mep rddexra,

CTaTUCTHUYECKas 3HAUYMMOCTh (P-3HAUCHHE)
*  Z-CTaTHCTHUKA
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Tperbe monoxkenue, BBIHOCUMOE Ha 3amuTy 11/14

Monyas MI'B-P-2 (2/4)

Jlis monyns MI'B/I-P-2 ObU1 mpyMeHEH BTOPOii MeTOI, BLIHOCUMBbII HA 3aIIUTY

Craructnueckas 3Haunmo ctb JIHK-BapuanToB
JUJI ACCOLMALIMU CO CTaTyCOM KypPEHUS

Crar. 3HaYUMO CTh

1.00
0.75
0.50
0.25

000 i

..'é....-. . -—-;fé‘-.'. Lot

e

DR L

Gene,
e

Gene,
—_—

Gene;  Gene,y

PTK2

Ilo3unust B reHome

InWebIM rpad

JlanHbIE dKCTIpECCUA

—_—

[P1isP2i.. Pail

@)

[Pmpzi...Pni]O

[pliﬁpzt,.pni]

[P1isP2i. Pail

[P1isP2i, Pail
(@)

[P1isP2i...Pail

[P1isP2i.. Pail

[P1isP2i. Pail

[Plispzi...pni]

[P1isP2i.. Puil

ROC AUC

£d
o

A E3Meros duwepa

NS

0,41

0,6

07| EANpeanaraempiit eToa
soat
-

NN
i

Recall@200

o
=)

o
o

o
’S

0.3

0,2

VITMIO

NS

1 3

10 49

Yucno skcnepuMeHToB

1 3 10 49
Yucno skcnepuMeHToB

[Ipennaraemsiii meron B cpenHeM Ha 7 % TtouHee (cornmacHo merpuke kadectBa ROC AUC anst Tpex 3KCIEpUMEHTOB) ONpeenl
MPUYMHHBIC TEHBI MPUCTPACTUS K KypeHH10, ueM Metoa Duriepa 6e3 yueta rpagoBoil CTPYKTYPHI.
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Monyas MITB/I-P-2 (3/4) VITMIO

Hosuzna monymas MI'B/I-P-2

A APOE» B SLC2A9

25 = 25
= “71 | LDLxonectepun | ¢+ o 77 MoueBas Kucnora
=] 5 - : = —
g L . 2 * ABCG2
' 10+ CELSR2 . T 10

] (] O 4 .
5 - -lIr ° . ‘ s 5 — ge . 0o ' ‘ “
0 - h*'r 1 f".*\.j'.j'.fli. T"'I.’I l'“x 0= *I'i.ﬁr._T.*T = 7‘.7 =t 'flT‘T

1 2 3 4 5 6 7 89 1 13 15 18 21 1 2 3 4 5 6 7 89 1" 13 15 18 21

I Hukorpa He kypunu I I TekyLimMe KypunbLUNKN

Cc D
8 PTK2 8 ACSM4
&1 . & LI y
g 3 oy T 3 oy 2 2R, . e wfl% 8o %
e a3 . L -" ) S L s 4 L Y ) .l Rl o
S S
| |
2 o 2
0 - . 0 - ;
1 2 3 4 5 6 7 89 11 13 15 18 21 1 2 3 4 5 6 7 89 1 13 15 18 21
Chrom(
E A6a0MUHANbHOE OXXUPEHUE F MoBbiW eHHOE aaBneHne
FOXN3 - RP11-804N13.1 BO BTOPOW MNONOBUNHE
8 - [ i 6epeMeHHOCTUN
6 —
s, _ l i % x .
Q . . Q ~ . - ®
2 P R .. 0" $ ca < 5 of 3 ’ B0 "
g 4 7 o b s g
T i
N ' ' l "ll .
0 T T T T (IS R EEER R s
1 2 3 4 5 6 7 89 11 13 15 18 21 1 2 3 4 5 6 7 8 9 11 13 15 18 21
Chromosome Chromosome

[lomHOT€HOMHBIE KIIMHUKO-T€HETHUYECKUE MOJIENIA paHee HE CTPOMINCh B Poccuiickol monymsiiu. ABTOPOM BIIEPBBIE ObLIN
MOCTPOEHBI Takue Mojiear. Mojeau 1mo3BonuiIn BelsiBUTE HOBbIe JIHK-BapuaHThI 1J1s1 pUCKOB 3a00/1€BaHUM. 48/55



Tperbe monoxxkenue, BEIHOCUMOE Ha 3amuTty 13/14

Monyas MUBJI-P-2 (4/4) I/ITVIO

Monyns MI'B/I-P-2 nocrynen onnaiia mo aapecy https://biobankrus.almazovcentre.ru/.

Monyne MI'B/I-P-2 BkitoueH B KpyNHENIIINE MUPOBBIE KOHCOPLIMYMBI 110 U3YUYEHUIO TEHETUUECKUX 3a00JI€BaHU M.

The Global Lipids Genetics Consortium: Global Biobank Meta-analysis Initiative:

https://www.lipidgenetics.org/ 0€3 myOIMYHOIo JIOCTYyIIa
. + o Domain
Consortium Participants < P——
. Education Access and Quality

GG I Y TGS IOy gy 300 Food metrics

Research Study, Clinical care core [ Heatth Care Access and Qualiy

(RUSHRADC) e W v and Bl Em
« Rotterdam Study1 (RS1) - = . 2 ) . Social and Community Context

- 3 "3 Unassigned

* Rotterdam Study 2 (RS2) . %m . Zip code, postal code, ete
« Rotterdam Study Ill (RS3) 3 8 o E -
+ Russian Biobank (BBRU) : y- 4 z
« Saxagliptin Assessment of Vascular . T £ N L gl a

Outcomes Recorded in Patients with AW ALK S N 4 5

Diabetes Mellitus (SAVOR) " ) S g -
« SDC (SDC) {2 ) 1
« Shanghai Men's Health Study (SMHS)
« Shanghai Women's Health Study (SWHS) _

5 o —}/} I ——
UKB Aol CanPath.OHS Biobank.Russia  Lifelines ATLAS GHI BBJ BioVU

Biobank

49/55



Tperbe monoxxkenue, BEIHOCUMOE Ha 3amuTty 14/14
BLIBOABI 110 TPETheMY MOJI0KEHH IO, BLIHOCMMOMY HA 3aL[UTY "ITMO

1. PazpaboTana MeTo/IMKa aHaIu3a JaHHBIX B pa3HOPOAHBIX 0a3ax, KOTOpasi BKIIOYAET CO3/IaHUE TaKOM 0a3bl HA IPUMEPE
MeJIMKO-TeHeTndeckoi 0a3nl Poccuiickoit monynsimu (MI'BJI-P), cocTosieit u3 1Byx Moaysieu, a Takke aHHOTAIUIO
naHHbix Moayist MI'BJI-P-2. Monyns MI'B/I-P-2 noctynien no agpecy https://biobank.almazovcentre.ru/.

2. Pa3zpaboTanHasi METOJIMKa peain30BaHa B BUJIC MPOTrPaMMHOI0 00ecredeHus Ha s3bIke R:
https://github.com/11Dmitriy [ 1/mgc. ITakeT no3BonsgeT npoBOAUTh, OTOOP KOHTPOJIbHOU rpybl u3 Mmonyist MI'BJI-P-1 ¢
MCTIOJb30BAHUEM MPEJIAra€MOT0 BEPOSITHOCTHOIO METO/IA MAaTPUYHOM KJIACTEPU3ALNU U UHTEPIIPETALMIO (AHHOTALIHIO)
pe3yJIbTaTOB CPABHUTEIHLHOIO aHAIM3a C UCIIOJb30BAHUEM MPEIJIaraeMoro BEpOsITHOCTHOIO MeTo/ia rpadoBoit
KJIACTEPU3ALIUH.

3. IIlpyuMeHeHre METONMKY TTOBBIIIAET KAY€CTBO AaHHOTUPOBAHUS MEIMKO-reHeTn4eckor nHdopmanum B MI'B/I-P.

4. Poccusi MHTErpUpOBaHA B MEXKIYHAPOIHbIC TEHETHYECKHUE UCCIICIOBAHUS XPOHUUYECKUX 3a00JIeBaHHUM.

HayuyHble pe3yabrarbl 0Ny0JJUKOBAHBI B:

Usoltsev D., Kolosov N., Rotar O., Sergushichev A. O., Artomov N.N. et al. Complex trait susceptibilities and population diversity in
a sample of 4,145 Russians // Nature Communications. 2024. V. 15. Article number: 6212.

Zlotina A., Barashkova S., Zhuk S., Skitchenko R., Usoltsev D., Sokolnikova P., Artomov M., Alekseenko S., Simanova T.,
Goloborodko M., Berleva O., Kostareva A. Characterization of pathogenic genetic variants in Russian patients with primary ciliary
dyskinesia using gene panel sequencing and transcript analysis // Orphanet Journal of Rare Diseases. 2024. V. 19. Article number: 310.
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3akaouenue 1/5 IIiTMO

1. Pa3paboTaH BepOSITHOCTHBIM METOJT KJIaCTEpU3aLIUU JJIs TOA00pa CTATUCTUYECKH COTMOCTABUMOIO KOHTPOJIHHOTO
HaOoOpa MaHHBIX, OCHOBAHHOTO Ha aliPUOPHOM pPACHPEJICICHUH MPU3HAKOB U CUHTYJISIPHOM Pa3JI0KEHUU MaTpPHIL.
Meton Obln mpumeHeH aBropoM K moaynio MI'B/[-P-1 ¢ uensro (popMupoBaHUs KOHTPOJIBHOW TPYHIbI s
MIPOBEIEHHUS TTOJIHOTEHOMHOTO ACCOLMAaTUBHOIO MUCCIIEJOBAHMUS.

2. Pa3paboTaH BEpOSTHOCTHBIA METOJT KJIACTEPU3AIIMU B TPpad)OBbIX CTPYKTYpPaX, YUUTHIBAIOIIUN TOIIOJOTHIO CETH U
WHTETPAIAI0 HECKOJBbKHX MCTOYHUKOB SKCIIEPUMEHTAIIBHBIX JAHHBIX YE€pPE3 MHOTOKOMIIOHEHTHBIE Beca. MeTof
pean3yeT KOMOMHMPOBaHHBIM moaxod Ha ocHoBe MIIMK u MammHHOrO OOydeHHUs MJis ydeTa anphuOpPHOM
uHpopmaniuu. Meton OblT1 mpuMeHeH aBropoM kK wmoaymno MI'B/I-P-2 ¢ 1enbio MOBBIICHUS KadyecTBa
KJacTepu3auu rpadoBoil HHOOPMAITUH.

3. Pazpaborana mMeToauKa I aHHOTAIMM PAa3HOPOAHOM WH(OpMalnuy B 0a3ax AaHHBIX. MeTOAMKAa UCHOJb3YyET
PENJIOKEHHBIE BEPOSTHOCTHBIM METON KjacTepu3aluy Ui 1oadopa HECMEIEHHOro Habopa JaHHBIX U
BEpPOSITHOCTHBIM MeTO/] rpaoBOM KilacTEpU3allK, YUUTHIBAIOIINI allpUOPHbBIC 3HAHUS 1)1 TTOBBIIICHUS KaueCTBa
aHHOTALIMU JAHHBIX, KOTOpas 3aKJI04aeTcs B MOMCKE Mmoarpada ¢ 1ejaeBbIMU MpU3HaKamMu. B cpelHeM KaueCcTBO
HaxXOXJI€HUs Takoro moarpada moBsieHo Ha 13 % oTHocutenbHO MeTona duilepa, KOTOPbIA HE MCIOJb3yeT
rpadoByIO KJIacTEepU3aIUIO.
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3akroueHue 2/5

Ony0uKoBaHHbIE PA0OTHI IIiTMO

1. Ycoasbues .A., MonorkoB U.M., ApremoB H.H., Ceprymuue A.A., [laneito A.A. Meron omnpeneneHuss aKkTUBHOTO MOAYJS B
Ouosiornueckux rpadax ¢ MHOTOKOMIIOHEHTHBIMU BecaMu BepiuH // HaydHo-TeXHUYEeCKUN BECTHUK MH(POPMAIMOHHBIX TE€XHOJIOTHU,
MexaHuku 1 onTuku. 2025. T. 25, Ne 3. C. 487-497.

2. Ycoabues [.A., MonorkoB U.U., ApremoB H.H., CeprymuueB A.A., ansito A.A. [IpumeHeHne MapkoBckux neneit Monte-Kapiio u
MAIIMHHOTO OOydYeHUsI JJisd HaxOXJCHUS AaKTUBHOTO MOAyJNs B Owosormdeckux Trpadax // HaydyHO-TeXHHMUECKH BECTHUK
MHPOPMAIMOHHBIX TEXHOIOTUM, MexaHUuKU U onTuku. 2024. T. 24, Ne 6. C. 962-971.

3. YcoabueB J.A. BeposSTHOCTHBIM METOA MAaTPUYHOM KIACTEpHU3ALUU C allPUOPHBIM pacrlpeeeHueM NPU3HAKOB HJisi (hOpMUPOBAHUS
HECMEIIEHHON KOHTPOJbHOU Trpymnibl // HaydHO-TeXHUYECKUN BECTHUK MH()OPMAIIMOHHBIX TEXHOJIOTUH, MEXaHUKH U onTHku. 2025.
T. 25, Ne 5. C. 999-1001.

4. Usoltsev D., Tolkunova K., Moguchaia E. et al. Transgenerational and intergenerational effects of early childhood famine exposure in
the cohort of offspring of Leningrad Siege survivors // Scientific Reports. 2023. V. 13. Article number: 11188.

5. Usoltsev D., Kolosov N., Rotar O., Sergushichev A. O., Artomov N.N. et al. Complex trait susceptibilities and population diversity in a
sample of 4,145 Russians // Nature Communications. 2024. V. 15. Article number: 6212.

6. Zlotina A., Barashkova S., Zhuk S., Skitchenko R., Usoltsev D., Sokolnikova P., Artomov M., Alekseenko S., Simanova T.,
Goloborodko M., Berleva O., Kostareva A. Characterization of pathogenic genetic variants in Russian patients with primary ciliary
dyskinesia using gene panel sequencing and transcript analysis // Orphanet Journal of Rare Diseases. 2024. T. 19, Ne 310. Open access.
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3akaroueHue 3/5

AKTBI BHEJApPEeHUs IIiTMO

Menuko-reHeTn4ecKas 6aza JaHHBIX Pa3paboTaHHBIN aBTOPOM pecypce
POCCUMCKOMN MOMYISALUN (https://biobank.almazovcentre.ru/),
(https://biobank.almazovcentre.ru/), MCTIOJIB3YETCS MPU YTCHUU JICKIIUH 10 KypCy
a TAKXe TMPEJI0KEHHBIE BEPOSITHOCTHBIE METOIbI «buouHdpopMaTueckre METOIbI aHAJK3a
MaTpUYHOU U TpadoBOM KiacTepU3aluu IF€HOMHBIX JAHHBIX» B HAYYHOM LICHTPE
NPUMEHSIIOTCA B KQUE€CTBE MPUMEPOB aHAIU3a MHUPOBOTO YpoBHS «LIeHTp mepCcoOHANTN3UPOBAHHOM
OOJBIINX OMOMENUITUHCKUX JAHHBIX TPU MEIUIMHBD DeIepasbHOro rocyIapCTBEHHOTO
MOITOTOBKE MarucTPOB 10 CHENUATBHOCTH OrOMKEeTHOTO yupexaeHus «HarroHaabHbIMN
«Bioinformatics and systems biology» MEJIUIIMHCKUN UCCIE0BATEIbCKUM IIEHTp UMEHU B.A.
Ha Kypce «Introduction to Linux». AnmMazoBa» MUHHCTEpPCTBA 3PaBOOXPAHEHUS
viTmo Poccuiickon Oenepanun.

MERENXEP ONC
THOHK B.A. A
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Bueapenue MI'B/1-P B Me:KaAYHAPOAHBIE MCCJICIOBAHUS

Poccus cTajsia y4aCTHMKOM KPYIHEHIIUX MEKIYHAPOIAHBIX FTeHETHYECKUX MCCJIeI0OBAHU I

The Global Lipids Genetics Consortium:
https://www.lipidgenetics.org/

U Gy T TSSOy gy
Research Study, Clinical care core
(RUSHRADC)

* Rotterdam Study 1 (RS1)

« Rotterdam Study 2 (RS2)

« Rotterdam Study Il (RS3)

« Russian Biobank (BBRU)

* Saxagliptin Assessment of Vascular
Outcomes Recorded in Patients with
Diabetes Mellitus (SAVOR)

* SDC (SDC)

* Shanghai Men's Health Study (SMHS)

« Shanghai Women's Health Study (SWHS)

transforming how we predict, prevent, and
across global populations.

Consortium Participants

[ Freeze 1
:: Freeze 2 (upcoming)

Global Biobank Meta-analysis Initiative:
0€3 myOIMYHOTO JOCTYyIa

sEsanE LTIy,
treat complex diseases

CADto|
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Anpodanus pe3yjbTraroB IIiTMo

Kon¢epenunn

—  XIV Konrpecc monoasix yuenbix, 2025, Yauepcuter UTMO, Cankr-IletepOypr, Poccus // buobank Poccun — oHnaiH-
miaatopma Il XpaHeHHs M aHanuza pe3yiabTatoB GWAS-uccienoBaHuil MONMIEHHBIX 3a00JICBAaHUM, a TaKxKe
pa3paboTka (PEHOTUIMHUYECKUX TPeICKa3aTeIbHbIX MOjIeIei Ha 0a3e koropThl bruobdanka Poccuu.

— American Society of Human Genetics, 2024, Denver, CO, USA // A meta-predictor for causal gene identification in
GWAS overcomes limitations of existing computational approaches.

— Cold Spring Harbor Laboratory Conference, 2024, Laurel Hollow, NY, USA // Understanding complex trait
susceptibilities and ethnic diversity in a sample of 4,145 Russians through analysis of clinical and genetic data.

— American Society of Human Genetics, 2023, Washington, D.C., USA // Understanding complex trait susceptibilities and
ethnical diversity in a sample of 4,145 Russians through analysis of clinical and genetic data.

Harpana

— Reviewers’ Choice Abstract (10 % nyumux padotr Ha American Society of Human Genetics, 2024, Denver, CO, USA).
[TocTepubiii mokinan: A meta-predictor for causal gene identification in GWAS overcomes limitations of existing

computational approaches Reviewers' Choice Abstracts: Your submission has been
selected as a Reviewers' Choice Abstract because reviewers
scored your abstract in the top 10% of poster abstracts. It
will be highlighted in the Exhibit & Poster Hall with a
Reviewers' Choice ribbon. Congratulations on this
achievement! Please be sure to add this to your CV.
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