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OPI/II‘I/IHaIIbHaﬂ CTaTrbiA

Pestome. IloHMMaHMe TeHETUYECKON apXUTEKTYpbl MM30(PeHuN faeT IpefcTaBleHMe STUOTOTUYEeCKON
FeTEPOreHHOCTH 3a00/MeBaHMsI ¥ [IOMOTAeT PEMINTb Psifi BXXHBIX BOIIPOCOB, CBSA3aHHBIX C OTPaHUYEHUAMMU
TEKYILIUX leHeTUYeCKNX ucciefnoBanmii. OfHaKo, HeCMOTPS Ha JJaHHbIe, 0a3MpyIoIMecs: Ha OOIBbIINX KOTOPTax,
OLleHKa pUCKOB (HOpMUPOBaHNsA LIM30(peHNnN Ha OCHOBE eHeTHYEeCKMX JaHHBIX B HAacTOsillee BpeMs 3aTpPyA-
HEHa B CBA3K C PAROM (aKTOPOB. B 3HAYMTENBHOI CTEMEHN ITO CBA3aHO C THMYECKUM PasHOOOpasmeM. ITo
ABJISIETCA 0COOEHHO aKTya/JbHBIM s mony/siuyu Poccmiickoit Demepanny, MMeroLell TOMMITHUYECKUI Xa-
pakTep. B pe3ynbTare 3HaUMTEIbHON MUTPaLUM ¥ aKTUBHOI'O MEX3THIUYECKOTO CMelleHNs HacelneHue Poccun
mpencTaBisieT co0OI CIOXKHBI ITHUYECKUIT KOHITIOMepat. [Ipu 9TOM reHeTMdYecKyue OCHOBBI MCUXUYECKUX
3a007I€BaHMIl ¥ TONMITHUYECKOTO ¥ IOMUKY/IbTypHOro HacenmeHusi Poccmitckoit @emepammu OCTAOTCS He-
MOCTaTOYHO M3y4eHHbIMU. Llenb CTaTbyu: Ha OCHOBAHMM AHA/NM3a IAHHBIX O TOMYIALMOHHBIX T€HeTMYECKUX
UCCIeNOBAaHMAX UIM30(PEHNN MPEIOKUTD MPOEKT PaspaboTKM afalTUPOBAHHON IS POCCUIICKON MOMYILA-
LMY MOJENM C BBICOKMMM IPeNUKTUBHBIMM IOKasaTelsiMu. PesymbraTsl: IlpepiaraeMblll MpoeKT HAIpaBjieH
Ha MHTETPALMIO B eIMHYI0 0a3y JaHHBIX MMKpPOUYMIIOBOTO '€HOTUIIVMPOBaHNA HECKOIbKUX KOTOPT INAIlMeHTOB
¢ mmsodpeHneil U 3TOPOBBIX HOOPOBO/bLEB C MOCTEAYIOMUMM M3ydeHNeM B POCCUIICKON MOMyIALUN MOMNU-
TeHHBIX LIKaJI pucka mmsodpenun. B pesyabrare peammsaryuy mpoeKTa BIEPBble B POCCUIICKOI HMOMY/IALMN
6ymer npoBeeno GWAS ¢ MUHMMAaNbHO JOCTaTOYHBIM OObEMOM KOTOPT UM BBINOJHEHO MccrepgoBanue PRS
m30QpeHNN, COCTaBIeHHBIX Ha OCHOBAHMM IIOTHOT€HOMHBIX MCCIETOBAaHMUII acCOLMAINl B eBPOMEVICKUX 1
BOCTOYHOA3MATCKUX KOTOPTax M afjaliTMPOBAHHBIX K IIOMMATHUYECKON POCCUIICKON Koropre. Taioke OymeT
paspaboTaH ¥ BamuAM3MpPOBaH MeTa-NPEAMKTOP PUCKa HM30(PEeHNN Ha OCHOBE IIOJIMIEHHBIX LIKAI U pas-
paboTaHa Mofielb OLIEHKM pUCKa pasBUTUA LINM30(PEeHNY, afalITUPOBAHHAA K POCCUIICKON IIOMY/IALMNA.
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Research article

Summary. Understanding the genetic architecture of schizophrenia provides insight into the etiologic
heterogeneity of the disease and helps to address a number of important issues related to the limitations of
current genetic research. However, despite data based on large cohorts, assessing the risks of schizophrenia
based on genetic data is currently difficult due to a number of factors. To a significant extent, this is due to
ethnic diversity. This is especially relevant for the population of the Russian Federation, which is multiethnic
in nature. As a result of significant migration and active interethnic mixing, the population of Russia is a
complex ethnic conglomerate. At the same time, the genetic basis of mental illness in the multiethnic and
multicultural population of the Russian Federation remains insufficiently studied.

Objective: to propose a project for a model with high predictive values adapted to the Russian population
based on the analysis of population genetic studies of schizophrenia. Results: The proposed project is aimed
at integrating several cohorts of patients with schizophrenia and healthy volunteers into a single database of
microarray genotyping, as well as the subsequent study of polygenic risk scores for schizophrenia in the Russian
population. As a result of the project, a GWAS with a minimally sufficient cohort size will be performed in
the Russian population for the first time, as well as a study of schizophrenia PRS, compiled on the basis of
genome-wide association studies in European and East Asian cohorts and adapted to the multiethnic Russian
cohort. A meta-predictor of schizophrenia risk based on polygenic scales will also be developed and validated,
and a model for assessing the risk of schizophrenia adapted to the Russian population will be developed.

Key words: schizophrenia, polygenic risk scores, genome-wide association study, population studies, Russian

population.
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HUM U3 Hambojee TSDKENbIX, MHBAIUU3UPYIO-
MUX TICUXMYeCKuX 3abomeBanmit. I1o gaHHBIM
BO3, or Hero crTpagaeT OKomo 24 M/IH 4YellOBeK
(0,32% nacenenus) B mupe [30]. B Poccun, no man-
HbIM MuHsapasa 3a 2021 r., mokasarenb oOmueit 3a-
6oneBaeMocTy musodpenueit coctaBun 309 crydaen
Ha 100 000 nacenmenus (0,309 %), a ypoBeHb BHep-
Bble IMAarHOCTUPOBAHHBIX cny4aeB—9,4 Ha 100 000
B rof [4]. Cucremarnyecknii 0630p 24-X mccnenoBa-
Huit (2016-2022 rr.) mokasas, YTO TOHOBBIE 3aTPAaTh
Ha OJJHOTO TaljyieHTa C M30(QpeHueil BapbUpYIOTCA
ot 819 o 94 587 [mOMIApOB, MpK 3TOM UX OOJBIIAS
YacTb IPUXOAMUTCA HAa 3KOHOMUKMU C BBICOKUM J0XO-
oom [21].
CymMapHOe SKOHOMMYecKoe Opems mmsodpe-
Hum B Poccumiickoit ®epgepanum coctasiano 196,7

BHaCTomuee BpeMs IN30(QPeHNs] OCTAeTCA Of-

MIIpE py6. (0,5% BamoBOro BHYTPEHHEro IPOLYKTA)
opy OOIUX 3aTpaTax Ha JIeYeHNe OKONIO 54 MIIpH
py6. [1]. IIpu 3TOM IPOROKUTENBHOCTD SKU3HY Ia-
L[MeHTOB ¢ wmusodpeHneil B cpegHem Ha 15-20 et
MeHbllle, 4YeM B CpefiHeM IIo Iomy/anym [6]. CsasaHo
3TO HE TOJbKO C CyMINJaMy, TPaBMaTM3MOM U He-
0/1aroNpUATHBIM 00pa3soM >XU3HU, HO U C YA3BUMO-
CTBIO OOIIETO0 COMAaTMYeCKOIO COCTOSHMA IMAIMeHTOB
Y BBICOKVM YPOBHEM KOMOPOMIHOCTY LIM30(peHNN
C PasIMYHBIMU COMATUYeCKUMM 3abojeBaHUAMM |3,
7, 16, 26]. B cBA3KM ¢ 3TMM IOHMMaHME MEXaHU3MOB
pasBuTusl musodpeHun s paspabOTKM METOHOB
HIpOoUIaKTVKIA ¥ TepPaIuy ABJSIETCA OFHUM U3 Kpaii-
HE aKTyajbHBIX BOIPOCOB B IICUXMATPUM M 3[PaBo-
OXPaHEHUN B IIETIOM.

MexaHM3MBI PasBUTHA MU30PPEHNN HOCAT CIIOXK-
HBIJI, KOMIIZIEKCHBII XapaKTep, BK/IIOYAIOIINII 3HAYM-
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TETbHDbIN BKJIAJ, T€HEeTUYECKMX ¥ SIMUIeHeTUYeCKUX
dakropoB [5,38]. Xopouio M3BeCTHO, YTO CTEHEHb
CeMeIHON IIpefpacHoIOKeHHOCT! K IIM30(peHun
3HAUUTETbHA, VM HACIESYeMOCTb, II0 IOTyYeHHBIM
Ha JATCKOJ MONY/ALUYM TAHHBIM, COCTaBJIsIeT OKOJIO
79% [11]. B pesynbrate ceMeilHbIX U OIM3HEL[OBBIX
MCCIeNoBaHMil Obla BBISBIEHA IIPOIIOPLIMOHANTbHAS
3aBUCUMOCTD pJCKa 3a00/NeBaHMs OT CTelleHU IeHe-
TUYECKOTO POAICTBA C Ye/IOBEKOM, CTPAfAIOMINM IIN-
3o¢penneit. Tak puck npubmusuTenpHo paBeH 50%
IUIsI MOHO3SUTOTHBIX ONM3HENO0B, 27% — 1A [eTeli,
y Koropbix oba poputens OoneoT ummsodpeHmueit,
9% — [ pONCTBEHHUKOB INEpBON MUMHMUY, 2% — A
POICTBEHHUKOB TpeThell uHuM [13]. B Heckombkux
KPYIHBIX MCCIENOBAHMAX MIPYEMHBIX CeMell cooba-
JIOCb O TOM, YTO JIeTV, PONUBIINMECS y PORMTeENIeNL,
KOTOpble CTpafiamy Iu3odpeHyeli, HO BBIPOCLIVE B
IPUEMHBIX 3[JOPOBBIX CEMbSX, VIMENU IOBBIIICHHBIE
HOKa3arenu 3a00/IeBaeMOCTU IO CPaBHEHMIO C KOH-
TPOJIPHOJ TPYIIION YCBIHOBIEHHBIX OT 3[JOPOBBIX
6nonornyeckux popmreneit (mpumepHo 10% nporus
1%) [22,35].

Bo Bcex paboTax HOKasaHO, 4TO WIM30(ppeHus
UMeeT C/IOXKHYI0 TeHeTUYEeCKYI0 apXUTeKTYpPY, BKIIO-
YaoI[yl0 MHOXXeCTBO T€HOB M UX B3aMMOJENCTBUIL
[12,36]. B cBsA3M C MOMUTeHHBIM XapaKTepoM 3abo-
JIeBaHMS TIEPCIEKTUBHBIM METONOM €r0 M3yYeHMs
Ha OCHOBE JJAaHHBIX IIOTHOT€HOMHBIX aCCOIMATUBHBIX
uccnegoBanmit (genome wide association studies,
GWAS) sBnsercs BbIYMC/IEHME IIOKasaTelel IIKal
nomreHHoro pucka (polygenic risk scores, PRS),
oIlpefieNsieMbIX KaK B3BelIEHHAas CyMMa KOJIMYeCTBa
aJUTenelt pyucKa Ajist BIOpaHHOTO Habopa IOKyCcoB [8].
OnHako, HeCMOTpsA Ha J[jaHHble, 6asupymomyecs Ha
60IbIINX KOTOpTaX, OLleHKa PUCKOB (OPMUPOBAH
mm3o¢ppeHnyt Ha OCHOBe F'eHeTHMYeCKMX aHHbIX B Ha-
CToOsIlllee BpeMs 3aTPyJHEHa B CBA3YU C pAOM (aKTo-
POB. B 3HauUMTeIBHOI CTEEHN 9TO CBS3aHO C 9THUYE-
CKMM pa3HooOpasueM. PasHble momyniAnum o6magaoT
YHUKQ/IbHBIM TeHeTMYeCKUM pa3HooOpasmeM, II0-
3TOMY TeHeTMdYecKMe BapMaHTHI, aCCOLUMpPOBaHHbBIE
¢ umsogpeHneil, MOIYyT PasIMYaTbcsl MEXAY HUMMK
[12,15]. IIpm arom O6onbimHcTBO GWAS (>80 %)
IPOBOMATCS Ha MHAUBUAAX €BPOMENCKOro U as3maT-
CKOTO IIPOMCXOXKJEeHMs — Majsible Hapofbl U 3THUYe-
ckie rpymnbl (HanpuMep, Hapoasl Cubupy, KaBkasa,
Cesepa, xopenHble Hapoabl CIIA, JlatuHcKol AMe-
pukn 1 AQpuKM) B UCCIENOBAHUAX IOYTU HE TIPeN-
CTaB/IeHbl. DTO TPUBOAUT K HU3KON BO3MOXHOCTU
VICIIO/Ib30BaHMsl IIOTIYYEHHBIX Ha OOJbLIMX KOTOpTax
PRS u HempaBuIbHOI MHTEpIpeTalyy ACCOLMALIMIA.

B rpymmax co CMemaHHBIM IIPOUCXOXKICHNMEM
(HampuMep, TaTMHOAMEPUKAHIIBI, adpo-eBpasuilllbl,
BO/DKCKME TaTapbl, SKYTBl M [p.) MHTepIpeTauus
GWAS u PRS, nonyyeHHbIX Ha JpyTruxX MOMYAALMOH-
HBIX BBIOOpKaX, TakxKe 3arpynHeHa [10,15]. Tak eBpo-
neiickast yacTb PRS MoxeT He paboTaTb Ha a3MaTCKOM
YacTy TeHOMa, a CMeIIeHe U TeTepPO3UTOTHOCTb CHU-
XKalT TOYHOCTh LD-mopenmposanmsa. Ilonumanue
TeHeTHYeCKOI apXUTEKTYpPBhI IN30PpeHNN B PasHbIX
HMOMyNANNAX JaeT MpefcTaBlIeHNe O TOM, CYIIeCTBY-
eT /1M 3TUOIOTHYECKast TeTEPOTeHHOCTD 3a00/IeBaH.
YkasaHHBIe IPO6TEeMbl OCOOCHHO aKTYaIbHBI IS VIC-

cnepoBanuit B Poccuiickoit @epepanuu. Hacenenue
P® cocraBnser okono 147 MIH 4yenoBek, BecbMa He-
PaBHOMEPHO pacIpefie/ieHO Ha OOMIBIION TeppUTOPUN
U ABNIAETCA NOMMITHMYECKUMM (BKIo4yaeT 6oree 160
STHUYECKMX TPYII BOCTOYHO- U CEBEPOEBPOIIEIICKO-
TO M CEBEpO- M CPeHea3sMaTCKOTO IPOVCXOXKIEHNS).
[Ipeobnapaomas  sTHUYeCKas  TpyIla — PyccKue
(~81%) [2].

Bce xurenmn Poccuiickoit Pemepauyy NIpuUHAL-
7eXXaT K OJHOM U3 JeBATU SA3bIKOBBIX CeMeil: UH-
TOEBPOIIENCKON, KapTBENbCKOM, YpPano-KKarupcKoii,
anTalICKOM, 3CKMMOCCKO-a/lIeyTCKOM, CeBEpPOKaBKa3-
CKOJT, €HMCENICKON, CUHO-TUOETCKO M YYKOTCKO-
KaM4aTCKOl. B pesynbrare 3HauMTe/lIbHON MUTpaluu
Y aKTMBHOTO MEX3THMYECKOTO CMEIIEeHN HaceleHue
IpefcTaB/isieT COOOI CTOXKHBIN STHUYECKUIT KOHIIO-
Mepar. IIpu aToM reHeTmdeckme OCHOBBI IICUXMYECKUX
3a0071eBaHNUIl ¥ TIOTIMATHIYECKOTO U MOMUKYIBTYPHO-
ro HaceneHus Poccutickoit Pefepauium oCTalOTCA He-
IOCTATOYHO M3y4eHHbIMU. [eHeTMdecKue, TeHOMHbIE
u QapMakoreHeTmyeckye HaHHble U3 Poccmiickoi
Qepepanuy Mano NpefcTaBIeHbl B MeX/yHapPOJHO
Hay4YHOIl TUTepaType U, CIEJOBATENIbHO, HEJOCTYIIHBI
IJId MeTaaHalIM3a M HUKOIZA He CPAaBHUBAJINUCD C JaH-
HBIMM U3 JOPYTUX MOMIY/LALMIAL.

IunoTesa wmccienoBaHMA: KOMOMHALVIS MOfeeil
MOJIUTEHHOTO PYUCKA, OCHOBAHHBIX Ha Pa3/lINYHbIX I10-
HY/IALMOHHBIX BBIOOPKaX, OyfeT uMeTh Oojee BBICO-
KYI0 TIpefCKa3aTe/IbHyI0 CIIOCOOHOCTD /ISl HaCeNeHNUs
PO, yem kaxgas M3 Mojeneil B OTHeIbHOCTHA.

Lenb craTbyu: Ha OCHOBaHMM aHA/IM3a JAHHBIX O
MONY/IALVOHHBIX T€HeTUYECKUX MCC/IefOBAaHMAX IIN-
30¢peHNN TNpPeNIOKUTh IPOEKT pa3paboTKM ajaim-
TUPOBAHHOI /Il POCCUIICKONM TONYIALUN MOJENN C
BBICOKMMM TIPEIMKTUBHBIMY MOKa3aTe/LAMU.

Marepuan u MeTOfbl. 3a MEPUOJ C Masd IO UIOHDb
2025 1. ObIT IPOBENEH IIOMCK NMUTEPATYpsI 0 Gasam
manHbix PubMed u Google Scholar mo cnegyrormum
KI04eBbIM coBam: “schizophrenia’, “genetic studies”,
“polygenic risk scores”, “population studies”

B mccnegoBaHme BKIOYANNCh HaXO[AUBLINECA B
CBOOOZHOM [OCTyIe mybnmkauyu 3a mocnefHue 10
TIeT, COfEpKallMe CBefleHUA O TONYAALMOHHBIX re-
HETMYeCKMX MUCCIefloBaHMAX umsodpennn. boun
IpOBefeH HeCVCTeMAaTHYeCKuii 0630p BbISBIEHHBIX
JIUTEPATYPHBIX MCTOYHMKOB C aKI|EHTOM Ha BOINpPO-
col GWAS wuccnenosanmit u npumenenus PRS B ns-
ydeHuu mmsodpernn. VIckmoyanicp MCTOYHNKY, TTe
OTCYTCTBOBa/IM YIOMMHAHMA T€HETUYECKNUX MUCCIENO-
BaHMII 130 peHNH, TaKKe He pacCMaTPUBAIUCD MC-
CIeloBaHNsA, He CofieprKallyie JaHHbIX 00 STHUYeCKMX
XapaKTePUCTUKN BBIOOPOK.

OcnoBHble pesynbratbl GWAS  1mcciegoBaHumit
msodpenyn. bonbimoe wnccnefoanre GWAS (36
989 cimydaeB u 113 075 KOHTpOJIelT) Ha eBpPOIEIICKOI
Y BOCTOYHOA3MATCKOJ IOMY/IALMAX, OIyOIMKOBaH-
Hoe B 2014 ropy, BbIABUNIO 108 7TOKycOB B TeHOME
Je/I0BeKa, KOTOpble ObUIM B 3HAYMTETBHON CTEHEeHU
cBA3aHbl ¢ mm3odpeHnerr. B coorBercTBMU C IIpe-
obmamaroumMy  MaToGU3NOIOTNIECKUMU TEOPHUAMH,
CpenM acCOLMMPOBAHHBIX JIOKYCOB OBIIM TEHBI pe-
penTopa godamuta D2 u reHbl, y4acTByIOLIME B ITIy-
TamaTeprnyeckoi mepegade [32]. B pabore Lan M. u
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Ta6bnuua 1. Pe3ynbratbl 0CHOBHbIX MUpoBbix GWAS nccnepoBaHuii wmnsodppeHun
Table 1. Results of the major worldwide GWAS of schizophrenia

OCHOBHble BblfiB-
WccneposaHwne (rog) MonynAaumna / KoHcopunym Cnyuyaun + KoHtponb | GWS-nokycos JICHHbIE NIOKYCbI
Schizophrenia Working EBponeinckoro nponcxox- 21 856 + 29 839 7 MIR137 (1p31),
Group of the Psychiatric feHna 6p21.3-22.1 (MHQ),
Genomics Consortium (PGC) 189g21.2, CACNA1C,
(2011) [31] ANK3, ITIH3-ITIH4
Schizophrenia Working PGC (40 + cTtpaH, eBponeir- 36 989 + 113 05 108 DRD2, GRM3,
Group PGC-2 (2014) [32] CKasA 1 BOCTOYHOA3MaTCKanA) GRIN2A, GRIAT1,
CACNAI1C,
CAMKK2, MHC,
WUMMYHHbIE TeHbl
SCHEMA (Ha 6a3e PGC MHoOroHaLoHanbHbIN 24 248 + 97 322 (3k- 10 pegknx | MyTMpPOBaHHble
exome) [33] (eBponenckana (Bkntoyas 30M) PTV-reHoB | PTV-BapuaHTbI:
oTaenbHble BbIOOPKM GUH- peub 0 peakux,
CKOFO U 3CTOHCKOro Npo- K/loY He paH
NCXOXAEeHWUA), BOCTOYHO-/
10’KHO-a3maTcKas, adpurKaH-
CKas, alkeHasu, abpukaH-
cKaf, NaTMHoaMepuKaHcKas)
Schizophrenia Working BocTouHoasnatckas (npose- 22778 + 35362 (anA 19 (gna Boc- |rs374528934
Group of the PGC; Indonesia | geHO cpaBHeHME C eBponei- | BOCTOYHOA3MaTCKon no- | ToyHoasmaT- | (CACNA2D2),
Schizophrenia Consortium; CKoW nonynAaumen — AaHHble nynAaumnm) ckon nonyna- | MIR137, CNTNAP5
Genetic REsearch on PGQ) uumn) (mna BoCTOYHOA3M-
schizophreniA neTwork- aTckon nonynAuum)
China and The Netherlands
(GREAT-CN) [17]
Schizophrenia Working EBponeiickas 1 BOCTOYHO- 74776 + 101023 287 GRIN2A, SP4,
Group of the PGC-3 [36] a3unaTcKas, YacTUYHO faTu- STAG1, FAM120A,
HO- 1 appoamepmrKaHcKas BCL11B, CACNAI1C,
RERE, FOXP1,
MYTI1L, SLC39A8

Ta6bnuua 2. Pesynbratbl GWAS nccnegoBaHuii wnusoppeHnn B poccuiickoil nonynsauyum
Table 2. Results of GWAS of Schizophrenia in the Russian Population

WccnepgosaHume (ron) Monynauma / pervox

OcHOBHble BblfIBIEHHbIE

Cnyuaun + KoHTponu SNP-nokycbl

Levchenko u coasr. (2021) Cnbupckun QOepepanbHii 505 + 503 3p22.2, 8921.13, 13q14.2
[19] OKpyr (pycckue)
Gareeva n coaBT. (2023) [10] |BbawkopTocTaH (pycckue, 816 + 989 rs73254185
TaTapbl, GaLWKMpPbI) (4p15.2—PI4K2B),
rs587778384

(20q13.31 —GNAS)

coasBT. (2019) [17] mpoBeneH CpaBHUTENbHBIN aHAIU3
FeHeTUYECKOI apXUTEKTYPhI IN30ppeHnn B BOCTOY-
HOA3MATCKON U €BPOIIENCKON IOMy/IANNIX.

bouto BpiABNIEHO 208 3HAUYMMBIX JIOKYCOB, U3 KO-
TOpbIX 176 ObUIM OOWMMM At obeMx TIPYII, UTO
HOAITBEP)KIaeT KOHCEPBATMBHOCTb OMOMTOIMYIECKIX
MexaHu3MOB OonesHu. IIpym arom oOHapyxeH psf
HONY/IALVOHHO-CIEeM(PUYHBIX JIOKYCOB, CBS3aHHBIX
C HefpoHa/NbHBIMM (GYHKUMAMM UM VIMMYHHBIM OT-
BetoM. VcciemoBaHue MO TreHeTHKe IMn30(ppeHun,
npoBefienHoe Tarjinder Singh u coast. (2022), Ha
MHOTOHALMOHA/IbHON IONyIAUMK U3 24 248 ciy4vaes
u 97 322 KOHTpOIEN BBIABUIO PeNKMEe KOAVUPYIOIIVe
BApUMAHTbl B MeCATU TeHaX, KOTOpble 3HAUUTEIbHO
YBEIMYMBAIOT PUCK pas3Butusa mmsodpenun. Cpe-

V.M. Bekhterev review of psychiatry and medical psychology, 2025, Vol. 59, no 4

OV 9TUX TeHOB ObuUmn upeHTUUUMpOoBanbl SETDIA,
CULI n XPO7, xoTOpbIe [JO 9TOTO HE CBA3BIBAIUCDH
¢ mmsodpenneir. ITU pefKue BapUAHTHI MPUBOJAT
K 20-52-KpaTHOMY yBeINYEHMIO pyCKa 3a00/eBaHuA.
VccnenoBanne momguepKuBaeT BaKHOCTD Jla/IbHelIIe-
ro m3ydeHus: pyHKUMII ITUX T€HOB [Isi NOHMMAHS
UX pomyu B maToreHese umsodpennn [33].

Ipyroe wuccremoBanme, npoBefeHHOe Vassily
Trubetskoy n coasT. (2022), cocpe0OTOYeHO Ha BBLAB-
JIeHMM 4YacTBIX TeHeTUMYecKMX Bapuauuii. Vcciegoa-
Te/M IPOAaHANU3NPOBAIN JaHHbIE OT 76 755 4eloBeK
¢ mmsodpenueit u 243 649 genosek 6e3 Hee (mpe-
MMYIIEeCTBEHHO TeHOTUIIbI €BPOIENICKIX ¥ BOCTOUHO-
a3MaTCKMX, a TAKXe YaCTUYHO JaTMHO- U adpoame-
PUKAHCKMX MONY/ISLMOHHBIX BBIOOPOK), BBIABUB 287
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Y4aCTKOB TeHOMa (JIOKYCOB), CBA3aHHBIX C PUCKOM
pasButus mmsopperHun. Cpenu 3TUX JIOKYCOB ObLIN
BBIABNEHB 120 T'eHOB, MOTEHLMAIBHO YBEINYMBAO-
IMX PUCK 3aboneBaHMA. BONBUIMHCTBO 3TMX TeHOB
aKTVBHBI TOJIbKO B HeJlpOHAX M BAMAIOT Ha (PyHKLIUU
CMHAIICOB U OPraHU3aLVI0 CUHANITUYECKNX CTPYKTYpP
[36]. Pesynbratel ocuoBHbix GWAS ucciegoBanmit
mm3odpenun mpuBenens B Tabm.1,2.

B P® BbINONMHANNCH €fVHUYHbBIE TE€HETUYECKUE
UCCTIeOBaHMA LIM30(PPEHNY, MO3TOMY POCCUIICKAs
MOMY/IANNSA OCTAETCA He M3YYEHHOM C TOUKY 3PEeHU
0COOEHHOCTeI TeHeTYeCKOI apXUTEKTYPhI pUCKa 3a-
6oneBaHNA C y4eTOM CMEIIAaHHOIO XapakTepa IIOIy-
NALNY, ee TOMMITHUYHOCTU U MY/IbTUKYIbTYPHOCTHI
IIpM 3HAYNTEIbHOM pasMepe. EpuHcTBeHHOE mpoBe-
meHHOe uccinemoBaHue [19] B pamkax Poccuiickoro
KOHCOpLMyMa MO IICUXMATpU4ecKoil TeHeTuke [9]
BK/IIOYJI0 HeOOJIbLIOEe KOMMYECTBO PYCCKUX IAliy-
eHTOB (505 uenoBek) u3 Cubupckoro denepanbHO-
rO OKpyra 1 He IIOKa3ajl0 3HaYUTEebHBIX 3QeKTOoB,
CBAI3aHHBIX C TONY/IALMOHHON CTPYKTypoiil. Vccre-
noBanme Gareeva A.E. (2023) [10] BhImOMHSIOCH Ha
BBIOOpKax HeOONDbIINX pasMepoB M IpU YIacTUM
VHAVBNJIOB Pa3/IMYHOM 3THUYECKOV MPUHALJIEXKHO-
ctu (pycckux, TaTap M Oamkyp, MPOKMBAIOIMX B
Pecriy6nuke BamkoprocTas).

IIpn cpaBHEHMV OCHOBHBIX BBISB/ICHHBIX JIOKY-
COB Ha OIpaHMYEHHBIX BBIOOPKAX MOXXHO OTMETUTD,
yTo BapumaHT GNAS BCTpedaeTcs M B POCCUIICKOM
uccnepoBanuyu (rs587778384), m ymommHaerca B
MeX/[YHApOIHBIX JaHHbIX (XoTs GNAS He BXogut B
«K/IaccudyecKue» IJIaBHBbIE JIOKYChI, HO YIOMMHAeTCs
KaK PerylIATOPHBIN TeH, CBA3AHHBIN C NCUXUYECKU-
mu paccrpoiictBamu). CSMDI 4acto BCTpedyaeTca B
mexpyHaponHbix GWAS u B poccmiickux pennmka-
IUAX, HO B POCCUIICKMX IIOTHOT€HOMHBIX MCCIIEeN0Ba-
Husax GWAS ero BoimensioT MeHee siBHO. OcTanbHbIe
JIOKYCBI 13 poccuitckoit Tabmuupt (PI4K2B, 1q43) He
CUMTAIOTCS KJIACCMYECKVMM BapuMaHTaMM JJIA IIN-
30peHNN Ha MEXIYHAPOJHOM YpOBHe, 60 eré
HEJOCTaTOYHO N3y4eHbl. HeoOXomyuMo OTMeTUTH,
YTO TeHeTHYeCKre NaHHble HaOOpOB IMAIMEHTOB C
mnzo¢penneit ®IBHY HIII3 u MBI YOUII PAH
UICTIONb30BA/IUCh B KpynmHoMaciTabueix GWAS mpo-
extax PGCl um PGC3 cOOTBETCTBEHHO, KOTOpbIE
JIeT/I B OCHOBY psAfia IOJMTEHHBIX IIKa/J PUCKa A
musodpeHnn.

TectupoBaHue B KIMHMYECKUX YCIOBMAX IIOKa-
3bIBaeT, YTO 3HAYeHMs IONUIEHHOTO pNCKa, MONYy-
yaemble MeTofoM PRS, ycTolumso acconympoBaHBI
¢ mmso¢penneit. Zheutlin u coasr. (2019) npoge-
MOHCTpUpPOBanu 4,6-KpaTHOe yBeIMYEHME PUCKA pas-
BUTYSA IIM30(QpeHNN Yy MALVEHTOB C HauOOIbLINMU
nokasarenaMu PRS mo cpaBHenmio ¢ rpymmoit Hau-
MeHbInX puckos [40]. B uemom, PRS mmsodpennn
Ha KPYIHBIX €BPOIIEVICKMII BHIOOPKAX JIeMOHCTPUPY-
I0T YMEpeHHO XOpOIllie IPOTHOCTHYECKe 3HaYeHUs
(AUC = 0.65-0.72, R* = 7-12 %) [14,39]. Ho, He-
cMOTps Ha nepcrnekTuBHOCTb PRS mia xnmHmdeckoit
IpaKTUKY, UX IpUMeHeHue orpaHmdyeHo. OgHUM u3
OCHOBHBIX HPEIATCTBUIl [/ 3TOTO ABJSAETCSA Majie-
Hue ux 3¢p¢eKTVBHOCTY IPU MUCIOIb30BAHUU B IIO-
HY/IALMOHHBIX BBIOOPKAX, OTIMYAKLINKCSA IO CTPYK-

Type (B TOM 4ucre, STHIYECKOIT) OT BoIbopku GWAS,
Ha OCHOBe KOTOPOTO COCTaBjIsUIach mikama [25,28].

B nomckax pelieHus aToil Ipo6neMbl ObIIO IIO-
Ka3aHO, YTO NHTerpanys (QYHKIVOHANIbHBIX MaH-
HBIX IIpU paspaboTKe LIKAJ YBEIMYMBAET UX KPOCC-
HONYIALMOHHYI0 IpuMeHuMocTh [20]. Taroke Oblra
HpeljioKeHa paspaboTKa MeTa-IPefVKTOPOB Ha
ocHoBe PRS pia pasHooOpasHbIx momyasanuit. B
YaCTHOCTY, 3TOT IIOfXON C WHTeTpalyeil TaHHBIX
HOJTHOT€HOMHBIX accolyauuii B 5 MOMY/IALMAX, MC-
HOJIb30BA/ICA I pa3paboTKu ymydienHoi PRS mia
uieMndeckoit 6onesHn ceppua. Ee mpenyxruBHas
CIIOCOOHOCTD OKasalach BbINIE BO BCEX MCCIIEOBaH-
HBIX HOIY/IIIMAX 110 CPABHEHNUIO C OIyOIMKOBAHHbI-
My paHee mkanamy [27]. IIpemoxkeHbl M anropurt-
MBI, OCHOBaHHble Ha MHTerpanmy OOOUX IOJXOHOB
[37]. Weissbrod u coasr. [37] mpemmaraior B cBoeit
pabote Metox PolyPred, xotopsiit yry4inaer addex-
TUBHOCTb MEXIONyIALUOHHbIX PRS 3a cuer 00b-
eIVHeHMs [IByX IPeJUKTOPOB: HOBOTO, KOTOPBIN
MCHOMB3YeT (PYHKIMOHAMTBHO 0OOCHOBAHHOE TOYHOE
KapTUpOBaHMe /I OLEHKM INPUIMHHBIX 3¢ ¢eKTOB
(BMecTOo 9ppexTOB MapKUpPOBKM), YCTpaHAA pasim-
uyus linkage disequilibrium (LD); u panee omy6mm-
koBaHHOro — BOLT-LMM. Ilpyr Hanuumu OGOIbLION
obyJaroiiel BBIOOPKM Cpefy HeeBPOIENCKO Iiene-
BOJI IPYIIIIBI, aBTOPBI ONMCHIBAIOT Mofienb PolyPred+,
KOTOpasi MONOJHUTENbHO BK/IIOYaeT B cebs [jaHHbIE
1o o0ydeHnio 3a npenenamy EBpoIbL.

Apropsl npumennnu PolyPred x 49 3a6oneBanu-
aM/npusHakaM B 4 nomymaumax UK Biobank, uc-
none3ysa panHple ob6ydenus UK Biobank British, u
HOTYyYWIY 3HauyMble YIy4IleHMA IO CPaBHEHMIO C
BOLT-LMM B gnanasoHe ot +7% y >xureneit 10>xHoi1
Asum u fo +32% y adpuKaHIEB, YTO COITIACYETCS
¢ MopienpoBaHueM. A npu npumeHenun PolyPred+
K 23 3aboneBaHyuAM/IIpUsHaKaM B Bpuranckom 61mo-
6anke BocTouHOIT AsuM C MCHO/Mb30BaHMEM HaHHBIX
obyuenns kak bpuranckoro 6uobanka Bemmkobpura-
HUM, Tak U buobanka Snonun, ObIIO IOy4eHO ynyd-
meHne Ha +24% mo cpasHeHuto ¢ BOLT-LMM u Ha
+12% mo cpaBHennio ¢ PolyPred. Anamoru PolyPred
u PolyPred+, ocHOBaHHbIe Ha CBOJHON CTAaTVCTHKE,
TOCTUI/IV aHAJIOTMYHBIX yny4ieHuii. Eine ogHuM Ha-
IpaB/IeHMeM YIy4IIeHV ITOIUTeHHBIX IIKal AB/IAeT-
cs1 paspaboTKa NOAXOROB K y4eTy B3aVMOMEVCTBMUA
MeXJy HomMopdusMaMy B TEHETUYECKO apXu-
TeKType 3a0o/leBaHMil, KOTOpOEe He YYUTHIBAETCA B
CYLIeCTBYIOIIMX MHCTpyMeHTax. IlpemBapurenbHoe
TeCTUpPOBaHNE OFHOTO U3 NAaHHBIX IIOAXOHOB Ha CUH-
TETUYECKVX JAHHBIX YKa3bIBaeT Ha BO3MOXXHOCTb €ro
VICTIONIb30BAHM JyIsi BBIIEJIEHVSI HOBBIX LKAl PUCKa
B MaJIbIX BBIOOpKax [23]. D¢ deKTUBHOCTD 9TOTO MOA-
xofia s paspaborku PRS mo memxmarpuyeckum ¢e-
HOTMIIAM OCTAeTCSI HeJOCTATOYHO M3YYCHHOIL.

O6c¢yxpenne. OrpaHndeHys TEKYIMX MOAXOHOB.
Kax y»e ynmoMmHanochb BbIllle, TeHETUYeCKye MCCIe-
HOBaHMA UIM30PPEeHNN MMEIOT Pl CYLeCTBeHHBIX
OrpaHMYeHNI. BO MHOTOM 3TO CBSI3aHO C 3TMOJIOTM-
YeCKOJl TIeTepOreHHOCTbI0 3aboneBanmsa. Hecmorps
Ha eOVMHBbI KIMHUYECKMII JVarHos, IM3oQppeHus
IpefcTaBsgeT COOO0il CIEKTP COCTOSHMIL, KOTOpbIe
MOTYT VMETb pas3Hble INaTOTCHeTNYeCKUe MeXaHU3-
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Mbl. CoBpeMeHHble NMArHOCTMYeCKMe Kiaccuuka-
uuu (DSM-5, MKB-11) oTkasammuch OT Bbifie/IeHUS
KTaCCUYeCKMX KIMHUYECKUX MOATUIOB 3a0ojeBa-
HYS, IIOCKO/bKY Te He YCTONYMBBI AMArHOCTUYECKU
M He MMEIT YETKOI OMOTOIMYecKoil BalmMFHOCTH.
Tem He MeHee, MCC/IEIOBAaHNs YKa3bIBAIOT Ha pasiiy-
4y B TEHETUYECKOI HArpyske IpM ydeTe KIIVHUYC-
CKUX XapaKTepuUCTMK 3abojneBaHMs. Tak, Hampumep,
HOATUIIBI, ACCOLMMPOBAaHHbIe ¢ 6O/mee BBIPAXKEHHOII
HeTaTMBHOM CYMITOMATHKO} ¥ KOTHUTMBHBIM CHI-
JKEHNEM, MOTYT ObITh OO/lee CBsI3aHBI C HapyLIeHNEM
Heitpopassutys [34]. IlapaHOuAHBIT HTOATHUO YacTO
MaHuQecTupyeT MO3Ke M MOXET, II0 MHEHUIO psfia
UCCTIefoBaTeNell, MMeTb MEHbBIIYI0 TI'eHeTUYEeCKYIo
oTATOLEHHOCTD [14,34]. Bospact mebroora Takke sB-
7sIeTCs BaKHBIM (DAaKTOpOM: paHHee Hadamo 3aborte-
BaHMA CBsI3aHO C 0Oojiee BBICOKMMM ITOKA3aTeTsIMMU
PRS u 4YacTOoTOll pefKuX CTPYKTYPHBIX BapMaHTOB
(Copy number variations, CNVs), Hanpumep, 22q11.2
[29]. IpyruM Ba>KHBIM MOMEHTOM SABJISIETCS TO, YTO
KPYIHble TeHeTHYecKye UCCIefoBanna Imsodpe-
HUM Ha HacTosllee BpeMs IPOBOAWINCH IIPEUMY-
I[ECTBEHHO B €BPOIEJICKMX U BOCTOYHOA3MATCKMX
HONY/IALMOHHBIX BBIOOPKAaX, YTO B CBA3M C BBICOKOI
HONUTeHHOCTHI0 3a007I€BAHMA /UMb YACTUYHO OT-
paxkaeT ero IOTeHUMaIbHble MeXaHU3MbL IIpyu atom
TeHeTNYeCK/e OCHOBBI IICHXMYECKMX 3a00JIeBaHMIl Y
HO/IMATHNYECKOTO ¥ MY/IBTUKY/IBTYPHOTO HaceleHMs
Poccuiickoit epepaliuy 0cTaloTCA HELOCTATOYHO W3-
YIEeHHBIMIL.

Poccuiickas ®epepaunsa XxapakTepusyeTcsi BBICO-
KMM IIOIY/IALVIOHHO-TEHETUYeCKMM pasHooOpasueM,
BK/IIOYAIOIIYM MHO)XECTBO 3THMYECKUX TPYII eBpo-
IeVICKOTO ¥ a3MaTCKOrO IIPOMCXOXKAEHMS, HAXOHs-
IVIXCSA B Pa3HON CTENEeHV TeHeTHYeCKOTo CMEIICHUs
Y MMEIOLIMX pa3Hble YPOBHU acCUMMIALMU. B atom
KOHTEKCTe O0COOYI0 3HAYMMOCTb NprobpeTaeT u3-
ydeHMe NCUXUATPUYECKON TeHETHKY B PasIMuHbIX
peruoHax: B MCTOPUYECKM CMEIIAHHBIX eBPOIIeli-
cKko-asuaTckux obnmactax (Bonro-Ypanbcknmit pernos,
Cubupp) n B 6omee reHeTHYECKM OFHOPORHBIX €B-
poIeiicKuX YacTsAx crpaHbl. Kpome Toro, reHermde-
CKJe, TeHOMHbIe U (hapMaKOreHeTUYecKue NaHHble B
OTHOIIEHM! IICUXWYECKUX PACCTPOVICTB B IIEIOM U
mu3oppeHnn, B 4acTHOCTH, 13 Poccuiickoit Oepepa-
LMY HE[OCTATOYHO MIPefCTaBAeHbl B MEX/YHAPOLHOI
HAy4HOJ JIMTeparype, HEJOCTYIHBI JyIA MIPOBENCHIUA
MeTaaHaIM30B M HUKOIZAa He CPaBHUBAINCH C JaH-
HBIMM 13 ipyrux nomymauumit [9]. [l HeKoTopbIX re-
HeTVYeCKMX BapUMAHTOB IeTEPOreHHOCTDb, CBs3aHHAs
CO creuQuKoil MOMY/IALNY, IPUBOAUT K Pa3IUIHON
YacTOTe a/Uleiell I HePaBHOBECHOMY CILIEIUIEHMIO Te-
HoB (linkage disequilibrium, LD), mosromy accouna-
LI, BBIAB/ICHHBIE B OJHOJ IIONY/IALMY, MOTYT OBITH
He OOHapYy>KeHBbl B ApYrux. JIpyroit mpobnaemMoit, cBs-
3aHHOJ C IONMY/IALMOHHBIMU OCOOEHHOCTAMM 3ab0-
JIeBaHMA, ABJIAETCA CHYDKEHME INPEeIMKTUBHON CIO-
cobHocTu PRS.

Bo3MOXXHOCTM TEPCHEKTUBHBIX MCCIENOBAHMIA.
[IoMM3THMYHOCTb POCCUIICKON MONYIALUM C yde-
TOM CYIIECTBEHHOT'O BJIVSHMSA MY/IBTUKY/IBTYPHOCTU
IpefiCTaBIAeT CO00J YHMKA/NbHBIN OODBEKT HId 13-
ydeHMs MeTOJAaMM IOIY/IALMOHHOM T€HEeTUKM, YTO

JaeT BO3MOXXHOCTb IOSIB/IEHMS HOBBIX 3HaHUII O Te-
HETUYECKNX cucTeMax (OPMUPOBAHNUS BBICOKOTO PH-
cka mmsodpennn. IlepcoHannanpoBaHHBI TOAXOF, K
JIeYeHNI0 Ha OCHOBE T'eHETMYECKNX JAHHBIX MOXKET
HOBBICUTb 3P PEKTUBHOCTb Tepalnyuy ¥ CHU3UTDH Ya-
CTOTY HEXXe/aTeNIbHBIX SIBJIEHWI. JTO OCOOEHHO aK-
TyanbHO M1 (papMaKOTeHETMYECKMX aCIeKTOB, Ifie
reHeTHYecKye BapyaHThl BIMAIOT Ha MeTabo/I3M aH-
TUICUXOTUYECKMX IpenapaToB. OgHAKO peanusanus
3TUX BO3MOXXHOCTEJ B POCCUIICKON MONYIALUN Tpe-
OyeT aganTanyy CyIIEeCTBYIOLIMX ITOIUTEHHBIX MIKAJI
K MECTHBIM IeHeTM4eCKM ocobeHHOCTAM. [l aToro
HaMM IpefaraeTcs IPOeKT, HAIpaBJAeHHBbI Ha MH-
Terpalyio B efVHYI0 0a3y MaHHBIX MMUKPOYMUIIOBOTO
TeHOTUIMPOBAHUA HECKOJbKIX KOTOPT IAI[MEHTOB C
mm3odpeHueil 1 34OPOBBIX LOOPOBOBIEB, C HOCITE-
OyIOLVM M3yYeHMeM B poccuiickoit momymsanum PRS
mM30QpeHNN, COCTABNIEHHBIX 10 pesynbraTaM GWAS
B €BPOIEJICKMX ¥ BOCTOYHOA3MATCKMX Koroprax. Ha
OCHOBAaHNM NONTYyYeHHBIX pe3yNbTaToOB IIIAHMPYETCA
paspaboTKa aJalTUPOBAHHOIN I POCCUIICKON MO-
IyIALMY MOJENN C BBICOKUMMY IPeAVIKTUBHBIMYU IO-
kasaTersAMu. JInd pellleHMs 3TOM 3ajauyM B paMKax
Poccmitckoro HanyMoHaIbHOTO KOHCOPLMYMa IO ICK-
XMaTPUYeCKOil TeHeTuKe [9] Hamu peanmsyercs Ipo-
eKT 110 VIHTeTpalMy NaHHBIX F€HOTUIMPOBAHUA TPeX
KOTOPT MAL[MEHTOB ¢ HM30(QpeHneit 1 300pPOBBIX VH-
IBMBUAYYMOB B poccuiickoyt momymsaumu (r. Mocksa,
r. Tomck, I. Yga). Beero xommexiys Ha Tekywmii Mo-
MeHT BKioyaeT 4717 ob6pasuos (1802 cnydas u 2915
KOHTpOJIEN).

B mmaH uccnenoBaHusA BXOAUT: 0ObeuiHeHNe NaH-
HBIX B eflUHYyI0 0a3y HaHHBIX B makeTe hail ¢ koHTpO-
7eM MX KadecTBa M (UIbTpaleil MO 4YacTOTe MH-
HOPHBIX ajuleneil. IDTaHmMpyerca cpaBHEHMe 4YacTOT
ajIenell BapMaHTOB B KOTOPTAX /I OLEHKM BO3MOXK-
HOCTM MX COBMECTHOTO aHanM3a ¥ aHa/NINU3 IOMyA-
IYIOHHOJ CTPYKTYPbl BBIOOPOK, M €€ BM3yanusalus
C IOMOIIBI0 MeToAa IMaBHbIX KommoHeHT (Principal
Component Analysis, PCA).

B panmpHeiimeM OyfeT BBIIONHEHA BaIMAALVA I10-
JINTE€HHBIX KAl pUCKa MM30(ppeHnn B pOCCUIICKON
koropre. byzmer cospmana 6asa [JaHHBIX IOJIMTEHHBIX
PUCKOB IIM30QpeHNH, COCTABIEHHbIX O pe3y/IbTa-
TaM KPYIHOMAaCIITaOHBIX ITOTHOTEHOMHBIX MCCIIe-
[OBaHWUII acCOLMAINMil MO JAHHBIM NyOIMKaLuUil u
MeX/[yHapOJHOI 6a3bl JaHHBIX MOJMIE€HHBIX PUCKOB
(https://www.pgscatalog.org/). Ilnanmpyercsi pacuer
6a//I0B MO IIKadaM Ui OObeJVHEHHO POCCUIICKOI
xoropTsl (¢ momombio PGSC calc (https://github.com/
PGScatalog/pgsc_calc) n oreHka mnpenckasaTenbHOI
ciocob6HOCTM IKaa (C pasaMYHBIMKU Habopamm KO-
Bapyar) C IOMOIIBIO JIOTMCTUYECKOil perpeccun (ma-
KeT statsmodels). B pamkax paspaboTku, Bamupganmm,
M TeCTHPOBAHMS MeTa-IPeNUKTOpa pucKa Hm3od-
peHM) Ha OCHOBE IIOJIMTE€HHBIX LKA/ IUIAHMPYeTCs
TPEHNPOBKA IPESVKTOPOB MMN30(PEHUN C VCHOIb-
30BaHUEM Pas3IUYHBIX aJITOPUTMOB MAIIMHHOTO 00Y-
qeHUsI (JIOTMCTUYeCKasi Perpeccusi, AepeBo peuieHnt,
CIIy4YaiiHbI/l 7IeC, MHOTOCJIOVHBIN IEPLENTPOH, Hau-
BHbIT Baitec, k 6mmkailinx cocefeit, METOR OMOp-
HbIX BeKkTOpoB, AdaBoost u mp., maker sklearn). B
KayecTBe IPU3HAKOB OYAYT MCIONb30BaThCS 3Hade-
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HUA HONUIeHHBIX PUCKOB, II07IA, BO3PACTa, NMPUHIIU-
MUaTIbHBIX KOMIIOHEHT.

Banupanys npeaukTOpoB OyHeT MPOBOAUTBHCS C
IIOMOIIbI0 METOfa Kpocc-Banmupaumu. MeTa-nipenu-
KTOpBI, INpOIIeAlIe Balufalyuio, OyayT IpOTecTH-
POBaHBI Ha OT/E/NbHOIN IOf-KoropTe. byaer mposepe-
Ha OIIeHKA CBA3Y IONY/IALMOHHON IPUHAIeKHOCTH
YYaCTHMKOB KOTOPTBI C IIpefCcKa3aTe/lbHOI CI0CO0-
HOCTBIO IOJIUT€HHBIX IIKaJI, pPa3pabOOTaHHBIX Ha OC-
HoBe GWAS wnccmenoBanmii msi BOCTOYHOA3MATCKUX
U eBpOINeNicKMX Iomynauuit. s atoro 6ymer mpo-
BefleH MOJiepallMOHHBIl aHanmu3 (C MCIIOIb30BAHMEM
MOJIepUpPYyeMOIl perpeccun), YYUThIBAIOIUI B3auMO-
IelICTBYIe BEPOSATHOCTY OTHECEHUA YYaCTHMKA K TOM
WIM VHONM momymsinum no pesyiabraram PCA (mis
3TOT0 MOXXET MCIONb30BAaTbCA CIYYalHbBIN J1eC, JC-
HO/IB3YOINIICA B CUCTeMe pgsc_calc 111 HopManu3sa-
LUV TIOJIMTeHHBIX PUCKOB [18] ¢ MX 3HaueHMsAMM Ha
OCHOBe pasIMYHBbIX momynanwit). Taxke Oymer mpo-
BeJIEHO CpaBHEeHMe IPefVKTOPHOI CIOCOOHOCTY IIO-
JIMTEHHBIX LKA/ HA OCHOBE BOCTOYHOA3MATCKMX U €B-
POIeNICKUX TOMy/IALVIT B HMOBBIOOPKAX POCCUIICKOI
KOTOPTBI C YYaCTHUKAMU C PasNIIIHON HOMY/IANNOH-
HOJI IPMHAIEXHOCTBIO. B MccnenoBanuy ImaHUpYy-
eTcs TeCTUPOBaHNe MHHOBAIOHHOrO nopxona hiPRS
[23], koTOpBIIl OfIpa3yMeBaeT y4eT B3auMOJIeIICTBIIA
MeXJy BapMaHTaMU U, IPERIOI0XIUTEIbHO, TI03BOJIS-
eT IOTyYUTh IIKATY Ja’kKe IO JAaHHBIM Ma/bIX KOTOPT.

Ha Bxoj ykasaHHBI}I MeTOJ MCIO/Nb3YyeT pe3yib-
TaThl TEHOTMIIMPOBAHUSA U HAOOP MHTEPeCYIOLIUX
BapMaHTOB IIPV HOCTPOEHMM MOfenu (i MX BBI-
60pa MOTyT MCIIONb30BaTbCS B TOM 4YMCIIe JaHHbIE
GWAS). 3areM npoBOAMTCS MOKUCK YaCTBIX MHOXECTB
(Frequent Itemset Mining, FIM) ms nocTpoenus cnm-
CKa B3aMMOJEICTBUII-KaHANAATOB IF000r0 3aJaHHOTO
HopsAfKa C MCIO/Mb30BaHMEM TONbKO TAHHBIX KJIacca
pucka (moporoBas 4YacTOTa 3aJjaeTCs II0JIb30BaTe-
neM). OTU KaHAMAATBL PAHKUPYIOTCS 110 B3aMMHOI
uH(popMaLUM ¢ MHTepecyIoIWUM (EeHOTUIIOM. AJIro-
put™M BbIOMpaeT Kk B3amMOpeiCTBMII, ONTUMUSUPYS
COOTHOIIICH)Ee 3TOTO IIOKasaTensd C Mepoll M3ObITOY-
HocTH (OIpernensieMoll CXOACTBOM B3aMMOJEVICTBMIT),
VICIIONB3Ysl TOAXOJ, MUHMMAIbHOM M30BITOYHOCTU U
MakcuManbHol peneBanTHOCcTH (MRMR) mns mo-
CTpoeHUs (PUHAIBHOJ MOJEIN Ha OCHOBE JIOTUCTHU-
4yeckoil perpeccun. OueHKa MPERUKTOPHON CIOCOO-
HOCTU CYIIeCTBYIOIIVMX IIONMI€HHBIX IIKal PUCKa
OyeT IPOBOANUTBCS KaK JyIs BCeil KOTOPTHI B LIETIOM,
TaK U J/IS OT[ENIbHBIX IOA-KOTOPT IO IIeHTpaM Mc-
crnepoBanuii. Kak ynmommHanoch panee, MockoBcKas
" ybuMCKas MOf-KOTOPThl MCIIOIb30BAICh B KPYII-
HoMmacitabubix GWAS mnpoexrax PGCl n PGC3
COOTBETCTBEHHO, KOTOpBbIe /eI B OCHOBY psfa
MOMMTEeHHBIX IIKan 1o Imm3odperun. BosmoxkHOe
Ha/m4dne OOYC/ITOBNIEHHOTO 3TMM MOBBILICHWS Ipef-
CKas3aTeJIbHOM CIOCOOHOCTY IO LIIKa/laM, MCIIONb3YIO-
MM 3TH JaHHBIE, MOXeT ObITb IIPOKOHTPONINPOBAHO
IyTeM TeCTMpPOBaHMA VX B Iof-koropTe m3 Tomcka,
KOTOpasi He YJacTBOBaJa B JJAHHBIX MCCIECHOBAHUIX.
B cny4ae mcnonbsosanua PRS mo panneiM PGC2,
BO3MOXHO Takke TecTuposaHue PRS B koropte us
Yobs1, xoTopas B PGC2 He yyactBoBama. TpeHMpOB-
Ka MeTa-IPefNKTOpa MOXeT BEeCTICh Ha JAHHBIX KO-

rOpThl 13 Ybl, KOTOpas XapakTepusyeTcs HanbO/b-
MM HOIY/SALMOHHBIM pasHooOpasueM. Ilpu sTom
B KayecTBe €BPOIENCKMX MOTyT yumrbiBatbca PRS,
UCHoNb3yloliKe faHHble uccnegopanusa PGC2. Vme-
1oTcs pesynbrathl GWAS B koropre PGC2, 3 xoro-
POl MCKITIOYEHBI NIPeACTaBUTEIN BOCTOYHOA3MATCKIX
nonynsauuit [17], nopxopsumue aus paspaborkn PRS,
COOTBETCTBYIOLIETO €BPOIENCKON TOMyIALIUN /A
MIOCTaB/IeHHBIX 3ajad.

ITepen TpeHUpPOBKOJ OyHeT ClIydaiiHbIM 0OpasoM
clenaHa BBIOOpKA MOA-KOropThl (~0.2 Bceil KOropTsl)
u3 Ypbl A1 TeCTUPOBAaHUA IPESUKTOPa, KOTOpas He
OymeT MCIonb30BaThCsl WIsl IOfbOpa rumeprapame-
TPOB U IIEPBUYHOI BaIMAALUN NIpeayKTopa. Vcnons-
30BaHNe 9TOV BBIOOPKM B TECTUPOBAHUM IIO3BOJIUT
OLIEHUTD €ro IIpefCcKa3aTeNbHYI CIIOCOOHOCTb B yc-
JIOBUAX MOIY/IAVIOHHON TeTepOreHHOCTH, XapaKTep-
Hout mnst Poccum (koropra us Yol — Hanbomee pas-
HooOpasHasA u3s 3 xoropr). [Top6op runepnapaMeTpoB
MOJe/IeNl U IEPBUYHAA BaIUgALNA IPefCcKa3aTe/IbHON
CIIOCOOHOCTM MOXKET BEeCTHChb Ha OCTa/JbHBIX HIaH-
HBIX YPUMCKOI KOTOPTBI C MCIOIb30BaHMEM KpOCC-
BaTMAAL VNI

Janee Bamupanys MpegMKTOpa MOXKeT BECTUCh Ha
koropte 13 MockBbl. OKOHYaTeTbHOE TeCTMPOBaHUE
MOJIe/I MOXKET B JaHHOM CIy4ae MOXKeT OBbITh IIpO-
BeJIeHO Ha JAHHBIX KOropTol 13 Tomcka, KoTopas He
y4acTBOBaja B KpynHoMacTabueix GWAS ncceno-
BaHMAX, @ TAKOKe Ha TOM 4YacTu KOTOPThI u3 YuI,
KOTOpas He JICIOAb30Balach IpY paspaboOTKe Ipe-
IOUMKTOpa U OymeT 6o/lee IONMYIALOHHO Ie€TepPOreH-
HOJI 10 cpaBHeHMIO ¢ Koroptoit n3 Tomcka. Vcmons-
30BaHMe YacTy KOTOPTHI U3 YOBI 1A TeCTUPOBAHMA
BO3MOXXHO, NOCKOJIBKY /IS IpefyuKTOopa OyAyT MC-
nonb3oBarbca AaHHple PGC2, a ne PGC3, B xoTOpoM
koropra 13 Y¢bl yqacTBOBaIa.

3aTreM MO pacIIMpeHMs KOHTPOJIbHOI TPYIIIBI
MOTYT MCIIONb30BaTbCsl €HOMHbIC NaHHble ITalVieH-
TOB C OMIONAPHBIM ap(PEeKTUBHBIM PacCTPOICTBOM
(PAP), anKorompHOI 3aBUCUMOCTBIO M [eIpeccueit
(panee cospanupile 8 ®I'BY HMUI] ITH um. B.M.
BexrepeBa). OHU MOTYT OBITb COEAMHEHBI C KOTOp-
toit 3 ToMcka M MCIONMb30BAaHBI KaK OT/ETbHbIE
KOTOPTHI [UISl TeCTUPOBAHMA HpemukTopa. Jcmomb-
30BaHNe TMAIVEHTOB C JPYTUMM IICUXMATPUUECKUMMU
PaccTpoIICTBaMy MIO3BOMUT HOIIOTHUTEBHO OLIEHUTD
CrenUpUIHOCTD IPEJUKTOPa K MU30PPEHUN U BO3-
MOYXXHOCTb €T0 MCIO/Mb30BaHus ans guddepeHiua-
1y paccrporicts. Takum ob6pas3oM, IO pe3yabraTaM
peanmMsanuy IpOeKTa BIEPBblE B POCCUIICKOIN IOIIY-
iy 6yper nposeseHo GWAS ¢ MMHMMANbHO [0-
CTaTOYHBIM OOBEMOM KOTOPT, & TakKXKe BBIIIOTTHEHO
uccnegosanue PRS mmsodpennn, cocTaBIeHHbIX Ha
OCHOBaHMM ITOJTHOT€HOMHBIX JICCTIE[IOBAHNII accouya-
IMII B €BPONENICKMX ¥ BOCTOYHOA3MATCKUX KOTOPTax
U aJalTUPOBAHHBIX K MOMMATHUYECKON POCCUIICKON
KoropTe. BriepBbie 6yzmeT paspaboraH 1 BanUEU3UPO-
BaH MeTa-IPEeAVKTOP pUCKa MM30(PpeHMN Ha OCHO-
Be IO/IMTeHHBIX LIKaa U OymeT paspaboTaHa MOJeIb
OLIEHKM pMCKa PasBUTMA MIM30(QPEHUN, afalTupo-
BaHHasA K POCCUIICKON ITONIY/IALINN.

3axmouenne. PRS ABA0OTCA NepCrieKTMBHBIM UH-
CTPYMEHTOM HjIsi M3y4eHMs Mu3oppeHny B KIVHU-
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YeCKOJl MPaKTUKe, OFHAKO TaHHBI MMOAXOR obmamaeT
PAMOM CYLIeCTBEHHBIX orpaHmdeHunit. OfHUM U3 HUX
ABJIsIeTCA MajeHne 3PQPEeKTUBHOCTY IIPU UCIONb30-
BaHMM B MNONYIALMAX, OTINYAIOWNUXCA IO CTPYKTY-
pe. OcobeHHO aKTya/nbHBIM 3TO SIB/ISETCS AJIsI POC-
CMIICKOJ IONY/SIIMM B CUIY ee MHOrooOpasust u
MONMMATHUYHOCTU. Hamu mpepmaraercs HpoOeKT, Ha-
IIpaB/IeHHBI)I HAIpaB/ieH Ha MHTErpaliio B €IUHYIO
6a3y JaHHBIX MMKPOYMIIOBOTO T€HOTUIIPOBAHMS He-
CKOJIBKMX KOTOPT MAIMEHTOB C Mn30ppeHnei u 310-
POBBIX JOOPOBOMBLEB C MOCTIEAYIOLINM M3YUeHNEM B
POCCUIICKON TIONMyNALVM IIOUIEHHBIX IIKa/l pPUCKa
mn30ppeHNnt, COCTABIeHHbIX II0 pe3y/IbraTaM IIOJI-
HOTE€HOMHBIX JICCTIEfOBaHMIl acCOLMaluil B eBpOIIel-
CKMX M BOCTOYHOQA3MATCKMX Koroprax. Ha ocHoBaHuM
HO/y4eHHBIX Pe3y/lIbTaToB IUIAHMPYeTCs paspaboTka
aJAITUPOBAHHONM M4 POCCUICKON IONYIALMMA MO-
Teny C BBICOKVMMM IPENUKTVBHBIMY IOKa3aTelsAMMU.
PesynbraTpl BRINOMHEHNA NPENIATAEMOTO MPOEKTA
IagyT BO3MOXXHOCTb CPAaBHEHM: [JaHHBIX C pe3y/bTa-
TaMI U3Y4YEHUA JPYIUX IONYIALUIA B MUPE, BKII0Yasd

€BPOIIEJICKYI0 U BOCTOYHOA3MATCKyI0. IlommaTHmd-
HOCTb POCCUIICKOJ MOMY/IALMA C YI€TOM CYIeCTBeH-
HOTO B/IVSIHMS MY/IBTUKYIBTYPHOCTU IIPeACTaBIIsieT
co00J1 YHMKA/IbHBI 00BEKT [/I U3yYEeHUSA METOHAMMU
HON/IALMOHHON TeHeTUKM, YTO JACT BO3MOXKHOCTD
HOSIBJIEHMIO HOBBIX 3HAHUII O T€HEeTUYECKUX CUCTe-
Max (popMMpOBaHUA BBICOKOTO PUCKA LINM30(PPEHNN.
IIpu stom reHerTmveckass MHGOPMALS, TOTyIeHHASL
M3 PA3NMMYHBIX IONY/IALNI, MOXET IPUBECTU K pas-
pabotke 6omee 3(pGdEKTUBHBIX U IEPCOHANTU3UPO-
BaHHBIX METOJOB jedeHus. Hampumep, HeKOTOpbIe
TeHeTNYecKye BapUMaHThl MOTYT NOB/IMATH HA OTBET
Ha JIEKapCTBa, M VX 3HaHNe MOXXeT [IOMOYb B paspa-
60TKe Tepamuii, 60mee MOAXOISIUX I Pa3TNIHBIX
3THMYECKNUX TPYIIL

BrnaromaprocTn: aBTOphl GnmaromapsaT Tomimber
B.E., VIsanosy C.A., [apeeBy A.9., a TaK>Xe KONIEKTU-
o1 ®I'BHY HIII3, ®I'HBY Tomckmit HYMI PAH
n VBT YOUI PAH 3a BO3MOXXHOCTb OpraHM3aLuu
MICCTIEOBAHNA.
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