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BonbmmHCTBO 320071€BaHMI U TPU3HAKOB YEJIOBEKA SBISIOTCS MOJIUICHHBIMU, TO €CTh UX
pa3BUTHE 3aBUCUT OT MHOXKECTBA I'€HOB, a TaKke (paKTOPOB OKpy»karomen cpeapl. OaHUM H3
HanOoJsiee HAJECKHBIX METOJOB JJISi TMOMCKA CBS3M MEXKIYy T'€HOM U 3a00JIeBaHUEM SBISETCS
MOJIHOTEHOMHOE acCOllMaTUBHOE HccienoBanue (genome-wide association study, GWAS). B
JTaHHOW paboTe mpeAcTaBiIeHa OHIaWH-TIaTgopma, coxepxkamas pesynbTatel GWAS s
BBIOOPKM U3 POCCUICKON moOmynsiuM, Biitoyaromeid 4145 uenoek u 464 mnpusHaxa.
deHoTUITMYECKHE JaHHBIE TUIaT(OPMBbI UCTIOIB30BAHBI [T CO3/IaHUS MPOCTHIX B UCTIOJIb30BAHUH
IpeCcKa3aTeNbHBIX MOJIEIeH PUCKOB JIJIsl paclpOCTPaHEHHBIX 3a00JIeBaHU.

Karouesbie cinoBa: buobank Poccuu, GWAS, pucku 3a0oneBaHuii, mpeackazareabHbIe
MOJIETIH.

BBenenue. IlonHorenomHoe accoumaruBHoe wuccienoBanue (GWAS) npencrasisier
COOOM CTaTUCTHUYECKUI TECT, OLICHUBAIOIINI CBSI3b MEX/y HCCIIEYEMBbIM MTPU3HAKOM U KaXIbIM
JHK-Bapuantom. Pezynsratom GWAS sBisiercst onpeneneHue pasmepa 3pdexra reHoTuna Ha
ucciueAyeMbld Mpu3HaK W p-3HaueHus s kaxnaoro [IHK-papuanta [1]. IMomynsiunoHHBII
OM00aHK SIBIISICTCSI IICHHBIM PECypCcoOM, COJCpXalluM JaHHble O (HEHOTHUHAaX, T'CHETHYECKOU
uHpopmanun u pesynpratax GWAS [2]. HeoOxoauMocTh coO3qaHMS MOMYJISIIMOHHO-
cnieun(pUIHbIX OMO0aHKOB 00YCIIOBJICHA TPYIHOCTHIO MEPEHOCA TEHETUYECKUX MOJIENIeH PHUCKOB
3a00JIeBaHUN MEX/1y pa3InIHbIME nomysiiusm [3]. Poccuiickas nomyiisiius, Bkiovaromas 150
THUYECKHUX IPYII — OT €BPONEUCKUX 10 a3MATCKUX, JEJIAET MOMYJISLUOHHbIE UCCIEIOBaHUS B
Poccun BaskHBIM HHCTPYMEHTOM JIJIs1 U3yUEHUS IIUPOKOI0 CIIEKTPA TEHETUYECKUX BapUAHTOB KaK
€BPONEHCKOro, Tak M a3MaTCKOro MPOMCXOXIEHUS, NMPH CPABHUTEIBHO HEOOJIBIIOM OOBEMe
KOTOPTHI U OTPAaHUYEHHBIX pecypcax. Takke, OAHUM U3 BaXXHBIX MPUMEHEHH Onobanka Poccun
ABIISICTCS BO3MOXKHOCTh pa3pabOTKM MpPEACKa3aTeNbHBIX MOJENEH s OLEHKHM PHUCKOB
BO3HUKHOBEHUS 3a00JI€BaHUI.

B nannoii pabore npencraBiena onnaitH-mardopma pezynsratoB GWAS-uccnenoBanuit
MIOJIMTeHHBIX 3a00s1eBaHuil B poccuiickoi momyssinuu (4145 yenosek u 464 npusHaka), a Takxe
OHJaWH-TIaTGopMa Ui TpeACKa3aHWs PHCKOB pPa3BUTHA METa0OIUYECKH HE3T0POBOTO

OKUPEHMUSL.
Omnnaiin natrgpopma buodanka Pocenu. Pesynsratel GWAS nist 464 npu3HakoB ObUIH
arperupoBaHbl B €IUHYIO wiatpopmy, JOCTYIHYIO 1o anpecy

https://biobankrus.almazovcentre.ru/. lnardpopma BriIIOUaeT cTpaHUIy (EHOTHIIA, HA KOTOPOM
npencrasieHa rpaduyeckas Buszyanmszanus pesynbratoB GWAS B Bume Manhattan plot [1],
MOKAa3bIBAIOIIETO CTATUCTUYECKYI0 3HauuMocTh mina kaxaoro JHK-Bapuanrta (puc. 1, a).



https://biobankrus.almazovcentre.ru/

[Tonp3oBarenu MoryT ckadath naHHsle GWAS B Buze Tabnuiel, a Takxke orduiastposars JJHK-
BapHaHTHI B 3aBUCIMOCTH OT UX BIIHMSHUA Ha OCJIKH, KOIUPYEMBbIE COOTBETCTBYIOLIMMHU T'€HAMH.

JIONOJTHUTENBHO HA CTpaHULEe (PEeHOTHIIA MPEACTaBICHBI NoKa3arenn kadyectBa GWAS B
BUjie rpauka KBaHTWIIEH p-3HAUYCHUI, a TaKKe TeHETUUECKUE KOPPEISIMU JaHHOTO (PEHOTHIIA C
npyrumu  penorunamu. Bcee JIHK-BapuanThl, ans KOTOpHIX p-3HaueHue MeHbine 1x107¢,
oroOpaxkatoTcst Ha Manhattan plot kak WHTEepakTHBHBIC 371eMeHTH. [Ipu HaBeneHUMM Ha HUX
MOSBIISICTCS JIOTIOJIHUTENIbHAS WHGOpPMalus, HalpuMep 4YacToTa BapuUaHTa B POCCUHCKOM
nomynsnun. [Ipy KiMke Ha KOHKPETHBIM BapUaHT MOJIb30BATENIO MPEIOCTABIISETCS BO3MOKHOCTD
NpUOJIN3UTE TEHETUYECKHE KOOPAUHATHI 10 MacIITaba OTAeNIbHBIX IeHoB (puc. 1, b).

Kpome Toro, mns kaxnoro JIHK-BapumaHTa HOCTYNHBI BCE W3BECTHBIE T'€HETHUECKUE
accoluanuy, MoTy4YeHHbIE U3 TakuX 0a3 gaHHbIX, kKak GWAS-karanor u dbSNP

a b

) Q — o T o> (T
IdIp: INHM-xonecTepuH
Koo Socuspropi pomm cemencsompenmey | |df|p: JINHM-xonecTepuH

H

3
g

' i
TR R REEEREE

Puc. 1. buo6ank Poccun, a — crpanuna ¢genoruna (JINTHII-xonectepun), b — mpubmmkenue
TeHETUYECKUX KOOPJIMHAT JI0 MAacIITaOOB OT/ICTHHBIX TEHOB.

buobank Poccum siBisieTcss pecypcom, coiepKamuM HHGopMauuoo o 7,5 MHUIMOHAX
JIHK-BapuaHTOB, BCcTpedaroImuxcs B poccuiickoil nonyisauuu [4]. Ha ctpannne kaxnoro JJHK-
BapHaHTa TIpeaocTaBieHa uHpopMmanus 00 accolualMsx JJaHHOIO BapHaHTa CO BCEMH
¢deHoTUNmaMy, BKIIOYEHHBIMU B 0a3y NaHHBIX (puc. 2, a) [5]. DTO MO3BOJSET MOJIb30BATEIIO
UCCIIEIOBAaTh CBSI3b MEXIY KOHKPETHBIMH TE€HETHUECKUMH BapUaIlMsIMU U Pa3InYHBIMH
NpU3HAaKaMu 3710poBbsi. Kpome Toro, accouuanuu Assi BCeX BapUAHTOB, TEHETUUECKUE TO3UIHH
KOTOPBIX TEepPECeKaroTcs C M3BECTHBIMU I€HaMM, MPEICTaBICHBl Ha OTICIBHOW CTpaHMIIE IreHa
(puc. 2, b). DTO [nmaeT BO3MOXKHOCTH IIOJH30BATENSIM HCCIIENOBaTh, KaK W3MCHEHHUS B
OIpEJICIEHHBIX TeHaX MOTYT BIUATH Ha (DEHOTHIIBI, @ TAKXKE KaK FeHETUYECKUE B3aUMOICHCTBHS
MOTYT CIIOCOOCTBOBATh Pa3BUTHIO PA3IMYHBIX 3a00JICBaHUM.
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Puc. 2. BnoéaHK Poccun, a — (:“Tpaﬁﬁua I[fIK-BapHaHTa (rs7412), b — cfpaHHuaH;eHa (APOE)



Ongaiin  nnargopma st NpeacKa3aHusi PHCKOB Pa3BUTHA MeTado0JIHM4YeCKH
He3/10pOBOro o:xkupeHus. [Ipodrema okupeHHs CTaHOBUTCS Bce Oojiee akTyanbHOM B Poccuu n
npojaoipkaeT HabupaTh MacmTadbl. OZHUM M3 HauboJiee OMACHBIX TUIIOB OKUPEHUS SBISCTCS
METa0OINUECKU HE3I0POBOE 0)KUPEHHUE — COCTOSIHUE, ITPU KOTOPOM O3KUPEHUE COMPOBOXKIACTCS
HapyIIEHUSIMH METa0O0JIMYECKOro NpOQHIIsA, YTO 3HAYMTENHHO TMOBBIIIAET PUCKU CEpACYHO-
COCYIIUCTBIX 3a00JIeBaHUH, TuadeTa BTOPOro TUIA U MPEekIEBPEeMEHHON cMepTH [6].

@denotunuueckas nHGpopmanus buobanka Poccun npeacrasisier co00i EHHBIH pecypc
JUIs OLIEHKU PUCKOB 3a00JIeBaHMI B POCCHICKON momyssinuu. B pamkax mccriemoBaHusi Oblia
paspaboTraHa oHJalH-TUIaT(GOpMa JJIs1 OLEHKH PUCKOB MEepexosa OT METa0OINUECKU 37J0POBOTO
OXKHUPEHUs] K METabOoIM4YecKH He3nopoBoMy. /I 3TOro HCHOJIb30BaHbI JIAHHBIE O-JIETHETO
HaOmroieHus 3a 58 manyeHTaMu, M3Ha4aJlbHO UMEIOUIMMU METabO0IM4YeCKU 310pOBOE OKUPEHHE.
[Tnardopma MO3BOJNISET MpENCKa3aTh BEPOSATHOCTH PA3BUTUS META0OIMYECKH HE3J0POBOTO
OKUPEHUS] Ha OCHOBE PA3JIMYHBIX (PaKTOPOB C MOMOULIBIO TAaKOH MOJEIH MAIIMHHOTO O0yUYCHHS
kak ciyuainslii tec. ROC AUC monenu cocrasisin 0,86 [0,76 — 0,97] (puc. 3).
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Single sample input

Age

30

Gender*
@® male

female

Have your doctor ever told you that you have
a high blood pressure?*

yes
® no

| don’t know

Have you taken any blood pressure
medications for the last 2 weeks?**

yes
@® no

D I don’t know

Have you taken any blood sugar medication
for the last 2 weeks?**

yes
@® no

| don’t know
Have you taken cholesterol-lowering drugs
in the last 2 weeks?**

yes
® no

I don't know
How often do you consume a cottage
cheese?*
® | do not consume

1-2 times a month

1-2 times a week

Daily

| don’t know

Systolic blood pressure, mmHg*

127

Insulin, pmol/L*

82.95

Total cholesterol, mmol/L*

5.585

Low density lipoproteins, mmol/L*

3.645

High density lipoproteins, mmol/L**

1.385

Uric acid, pmol/L*

3155

Diastolic blood pressure, mmHg**

80

Height, cm***
1645

Weight, kg***
91.1

Waist circumference, cm**

101.25

Glucose, mmol/L*

5115

Triglycerides, mmol/L**

1.055

* Highly important features.

** Needed to determine metabolic health status.
***Needed for BMI calculation to determine obesity
status.

Apply

Bulk upload for multisample input

Puc. 3. Onnaitn maargopma 1t OLICHKH PUCK Pa3BUTHA META0OIMUECKU HE3I0POBOTO OXKHPEHHS

BeiBoasbl. buobank Poccuun mpencrasisier codoii kpynaeimee GWAS-uccienoBanue B
POCCUICKON TOIYJSAIUKM, pPe3yJIbTaThl KOTOPOIO CTald IIHPOKOJOCTYMHBIMH HAay4YHOMY
cooOmiecTBy, B TOM yuciie O6inaroaapsi oHiaiiH-mIatdopme, MpeaACcTaBICHHON B TaHHOH padoTe.
HecmoTpss Ha OTHOCHUTENBHO HEOONBLIONW pa3Mep KOTOPTHI, MPEICTaBICHHBbIE Ha IUIATGOpME
pe3ynabTatel GWAS MOryT OBITH YCIIEIIHO HMCIIONB30BaHbl B METaaHAIN3aX KPYIMHBIX MHUPOBBIX
O6uobankoB, a uHpopManMig O NONyJIMOHHON uactoTe JIHK-BapnaHTOB MOXET CIyKHUTb
pedepeHcom Al JaTbHEeUITNX TeHeTHYECKUX ucclieoBannii B Poccun. OnnaiiH-tutardopma Jiuist
IpeJCKa3aHMsl PUCKOB PAa3BUTUS META0OINUECKH HE3JOPOBOTO OKHPEHHSI MOKET CTaTh IOJIE3HBIM
MHCTPYMEHTOM JJISl IPUOPUTHU3ALNY NAIIMEHTOB, HAXOSAIMXCS B 30HE PHCKA, YTO CIIOCOOCTBYET
paHHEMY BMEIIATENbCTBY U NPOQHIAKTUKE 3a00JIeBaHUIA.
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