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Pesiome

BeepneHune. CoBpemMeHHbIe MONEKYNAPHO-TEHETUYECKWNE UCCNIeN0BaHNS NONMMOPU3MOB reHOB NPeapacroNOXeHHOCTH
K Pas3nnyHbiM MyrnbTuaKTOpHbIM 3abonesaHusam TpebyloT aHanuaa 6OMbLOro Maccusa KIMHWYECKOW WHGOpMauun 1
FEHETUYECKMX [aHHbIX, KOTOpblE XapakTepuayloT WHAMBWAYanbHble OCOOEHHOCTW Kaxgoro yenoeeka. C 3TOM Lenbio
co3fatTcs MHGopMaunoHHble 0asbl AaHHbIX BUONOMMYECKMX MaTepuanos, KOTOPbIE WrpalT LEHTpanbHyl ponb B
00beanHeHUn BonbLuoro obbema bruonornyecknx 06pasLoB M MHOpPMaLUK O HKX.

Llens. NokasaTb 3HaueHne opraHu3auum buobarka [IHK 1 ero ponb B Hay4HbIX NCCrIELOBaHMSIX.

Pesynbtatbl. B pamkax BbINOMHEHUs npoekta «[eHeTMYeckne WCCNeoBaHNS MPe3knaMncun B NOMmynauusx
LleHTpanbHoit Asum u Eponbi», Inter regGen 7 pamouyHon nporpammbl EBponeiickoit Komuccun no [paHTOBOMY
cornawennio Ne282540 Ha 6ase HayuyHoro LeHTpa akywepcTBa, rMHekonoruu w nmepuHatonorun M3 PK (HLIATwIT)
npoBedeHa opraHusauus 6uobarka [HK. [OHK Bbigensnm coneBbiM METOLOM M3 NepudepUHECKOl KPOBU PEKPYTUPYEMbIX
no W3y4yeHHbIM Ho3omorusM. MonekynspHO-TeHeTUYeCkMe WCCneaoBaHus nposogun TagMan MeTogoM eauHoi CauT
cneumuyHoO amnnmduKkaLmmn 1 reHoTUNMPoBaHUs B peanbHoM Bpemeru (Real-Time PCR) ¢ ncnonb3oBaHnemM TecT-cuctem
(«Tect eH», Poccus) Ans MonekynspHO-reHeTUYeCKUX uccnenoBaHuil.

BbiBoabl. Konnekums OHK 6uobaHka mcnonb3yeTcs s NPOBEAEHUSt HAYYHBIX WCCNEefoBaHWA MyMnbTUAKTOPHBIX
3aboneBaHnii C HEBBLIICHEHHBIM MATOreHe30M, BbISIBIEHUS! DOMApKepOB, CO3MaHWsA AMArHOCTUYECKUX TECTOB B pamKax
Hay4YHO-TEXHUYECKMX MPOrpamm.

Knrouesnbie crnosa: 6uobark, [JHK, 6a3bi daHHbIX, 2eHOMHas UHGhopMayUsi.
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Introduction. Modern molecular genetic studies of gene polymorphisms' for susceptibility to various multifactorial
diseases require a large array of analysis for clinical information and genetic data that characterize the individual of each
person. For this purpose, biological materials information databases are being created, which play a central role in combining
a large volume of biological samples and information about them.

Objective: Show the significance of the DNA biobank organization and its role in scientific research

Results: The DNA biobank was organized within the InterPregGen 7 European Commission's Framework Program
"Genetic Research of Preeclampsia in Populations of Central Asia and Europe" under Grant Agreement No. 282540 at the
"Scientific Center for Obstetrics, Gynecology, and Perinatology" Ministry of Health of the Republic of Kazakhstan (SCOGP).
DNA isolated by the saline method from the recruits peripheral blood according to the studied diseases. Molecular genetic

208


http://orcid.org/0000-0002-5442-4461
http://orcid.org/0000-0001-5092-3143
http://orcid.org/0000-0002-5442-4461
http://orcid.org/0000-0001-5092-3143
http://orcid.org/0000-0002-1777-805X

Hayka u 3apaBooxpanenue, 2021 4 (T.23) MenpnnmuHcKoe 00pa3oBaHue

studies were carried out by TagMan method of unified specific amplification and real-time genotyping (PCR real-time) using
test systems ("TestGene" Russia) for molecular genetic studies. Molecular genetic studies made out by TagMan method of
unified specific amplification and real-time genotyping (PCR real-time) using test systems ("TestGene" Russia) for molecular
genetic studies.

Conclusions: The biobank DNA collection is used to conduct scientific research of multifactorial diseases with
unexplained pathogenesis, to identify biomarkers, create diagnostic tests for scientific and technical programs.

Keywords: biobank, DNA, databases, genomic information.

TyWingeme
AHK BUOBAHKIH YUbIMAOACTbIPY XXOHE OHbIH
FbIJILIMU 3EPTTEYJEPLOErI! POl

Fanuna M. Bepe3auna 1, http://orcid.org/0000-0002-5442-4461

Avnapa 1. Mup3axmeToBa 1, http://orcid.org/0000-0002-6329-5999
FynbHapa C. Cearosa 1, http://orcid.org/0000-0001-5092-3143,

Auryne T. Tepnuk6aeBa 1, http://orcid.org/0000-0002-1777-805X
AnekcaHppa B. Myprasanuesa 1, http://orcid.org/0000-0001-9156-5944

«AKyLlepnik, TMHEKONOrus XaHe Nep1MHaToONoOrusa fbINbIMA OpTanbifbl» aKLUMOHEpniK KoFambl,
Anmarbl K., KazakctaH Pecnyb6nukachoi.

Kipicne. MynbTudaktopnsl aypynapra OedimreHaepaiH NOnMMMOPGU3MIH  3amMaHayu MOMeKynanblK-reHeTuKanbIK
3epTTey, 9p afaMHbIH, XeKe epeKLeniKTepiH CUNaTTalTbiH KNMHUKaNbIK aknapaT NeH reHeTukanblK ManiMeTTepaiH YIkeH
KUbIHTbIFbIHTANgayabl  Kaxetetedi. Ocbl MakcaTTa GuonorusanblK MatepuanpapgblH  aknapatTblk  AepeKKopnapblk
ypbinagbl, onap Guonormsanbik YArnepaiH yNKeH KenemiH xoHe omnap Typanbl aknapatTbl 6ipiktipyae 6actol pen
atkapagbl.

Makcatbl. [JHK 61obaHkiHiH, yibIMOACTbIPbINYbI XXaHE OHbIH, FbINbIMUA 3€pTTEYNEPAEr PorliH KepCeTy.

Hatmxenep. «Opta Asua xsHe Eypona nonmynsuwsnapbiHAasbl NPe3KnaMncuUsiHbIH, rEHETUKamblK, 3epTTeynepi»
xobacbiH opblHOay WeHbepiHae rpaHTTbIK keniciv GombiHwa Eyponaneik, KomuccusiHbi, InterregGen 7 Herisgemenik
Bargapnamacel. Ne282540 KP [CM Akylepwsi, TMHEKONOTUS KaHe MEepuHAaTonNors fbifbiMu opTanbiFbiHbiH, (ADKITFO)
BasacbiHga [IHK 6GuobaHki yibimpacTbipbingbl. JHK 3epttenreH Hosonorusnap GoWbiHWA TapTbinFaH nepudepusnbIk,
KaHHaH Ty3dbl agicneH beniHai. Monekynsapnbik-reHeTuKkanblk, ("reH TecTi", Pecen) naiganaHa OTbIpbin 3epTTeynepi
Xyprisingi TagMan MonekynsapnbIk - reHeTUKanbIK 3epTTeynepre apHanfaH TeCT-Xyhenepai, HaKTbl yakpITTasbl epekle
amnnudukaLmsanay xaHe reHoTunTeyAiH GipbiHrFan cainTel GoiibiHwa (Real-Time PCR).

KopbITbiHAbINap. bruobaxk JHK konnekuusicbl aHblKTanmMaraH natoreHesi 6ap MynbTMakTopnbl aypynapsa fbibiMiu
3epTTeynep Xyprisy, Guomapkepnepdi aHblKTay, fbiNbIMU-TEXHUKANbIK Oardapnamanap weHOepiHAe AuarHoCTUKambIK,
TECTTEp KypY YLiH NaiganaHbinateiH 6onagap!.

TyliiHdi ce3dep: 6uobark, JHK, Oepekmep 6a3ackl, 2eHOMObIK aKnapam.
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AKTyanbHOCTb cobupaet, xpaHut, obpabaTbiBaeT  Guonornyeckue
MexgyHapogHoe — obwecteo  Ouonormyeckux M 0Bpasubl C NMPoBeAeHWeM NONHOr0 06bema, CBA3AHHON C
akonormyeckux penosutopueB (ISBER - International  Humu pabotsl [1,3-5,18,49].
Society for Biological and Environmental Repositories), BuobaHk EBponelickoil komuccueln onpeaenseTcs kak

opraHusauua no 3KOHOMUYECKON Koonepauun u passuTuo OpraHmn3oBaHHaaA Konnekuua, cocrtosLlas U3 Bronornyeckux
(OECD) onpenenstoT brobaHk kak opraHusaumio, kotopass  00pasLoB 1 CBSA3aHHON C HUMM MH(OPMALIMOHHBIX AaHHBIX,
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KOTOpble MMEKT OrpoMHOe 3HayeHue p[na pPasBUTUA

(byHOAMEHTanbHOW  Haykm M MepCoHanMaupoBaHHOM
MeanuuHbl [52].
Bce 6uobaHkM MOXHO  OXapakTepu3oBaTb  Kak

Xpanunuwe Hromatepnanos, Bknoyas [HK, kposb, TkaHu v
T. 0. OT JIOAEN, PACTEHNI M XMBOTHBIX A0 MUKPOOPraHU3MOB,
HO BCe e, 0coObli MHTEPEC NPEACTaBMNSKT KOMMIEeKLuM
yeroeeyeckux  GuomatepuanoB. HayyHoe  3HayeHue
61obaHKOB CBSA3aHO He TONbKO C XpaHeHWeM Bronornyeckinx
06pasuoB W W3BMEYEHNEM WH(OPMALMW M3 HUX, HO U C
pPELUeHNeM Lienoro  crektpa nmpobrem, CBSi3aHHbIX C
onucaHnem bruopasHoobpasansl, BbISIBNEHNEM 3BOMOLIMOHHBIX
3aKOHOMEPHOCTE OpraH13MOoB W onpeeneHneM nepcrekT e

B 9BOMIOLMOHHBIX mpoueccax. [NnaBHbIM  ycrioBueM
(OYHKUMOHMPOBaHUS  BuobaHka sBnsieTca  cobnioaeHue
KOH(DMOEHLMANBHOCTY,  MEXAYHapoAHbIX  BMO3TUYECKMX

npasun, NPaBUIBHOTO XpaHeHust 06pasLoB, NacnopTuaLmm,
YCMOBUIA ~ MCNONMb30BaHWS  MaTepuanoB [N Hay4yHO-
“ccnenoBaTenbekuX 1 MPUKNagHbIX MeanKo-Bronornveckmx
Lenen [38,47,48,51].

Llenb. lMokasaTb 3HauyeHWe opraHu3aumm 6GuobaHka
[OHK 1 ero ponb B Hay4HbIX MCCRES0BaHMSIX.

Pe3ynbTatbl 1 ux obcyxaeHue.

OpeaHuzayusi 6uobaHkos. [estenbHocTb 6GuobaHka
LOIMKHA ONPeAensToCS NOCTABNEHHON UCCNe[0BaTENbCKOM
WM mpakTUyeckom  Uenblo. B cootBeTcTBMM ¢
nccnefoBaTenbCkUMM M- NPaKTUYECKUMI  HanpaBneHnsmMmn
OuobaHku pasgenstotcs Ha Tpu Gonblve rpynnbl [12,14,
21,2,24,41].

MepByto rpynny coctaBnalT ©OuMobaHKM no
u3yyeHuto nonynauui. Llenb ux HayyHbIX nccregoBaHmi

3aKnoyaetcs B U3yyeHun NonyNALMOHHbIX
3aKOHOMEPHOCTEN hopmMmpoBaHus nonynsLum,
nokasatenen  MPUCMOCOBNEHHOCTM K 3KONOMMYECKUM
YCroBUAM  OKpyxarowein cpedbl.  Matepuanom  Ans
nccriegoeanms  cnykut  [HK,  BbligenenHas w3
nepucepuyeckon  KpoBW  OTHOCUTENMBHO  3[0POBOMO
HaceneHus TOr0 WNWM WHOTO PErMoHa, CTpaHbl  Unu

onpeaeneHHoro aTHoca [7,22,35,49)].

Bropoii Tn 6M06aHKOB — 3TO AINMAEMUONOTNYECKUE
OnobaHkn. OyHKUMM 3TUX BKMOBAHKOB 3akmioyaloTcs B
uccnegoBaHMM  psga napameTpoB  Guomapkepos,
nonmyyeHHblx 13  Gonblworo  konuyectBa npob  u
HanpaBMneHHbIX Ha W3y4YeHue MNPUYMHHO-CIELCTBEHHON
CBA3X 9TUX NapameTpoB OMOMAapKepoB C W3yYeHHbIMM
npu3Hakamu [47, 23,26,29].

BuobGaHkn TpeTben rpynnbl cneumanu3upylTes Ha
NPOBeAEHUM Hay4HbIX MCCNEAOBaHUA PasNMYHbIX
3aboneBaHM U BbISIBNEHUN MapKepoOB, MOMy4eHHbIX U3
KMWHUYECKON MH(OpMaLK, cBA3aHHON ¢ obpasuamu OHK

[10,39,60].
Obbembl  BroGaHKOB, cofepKaHne WX  KOMMeKLUuiA
pasnuyaloTcs. B MMpe CyliecTBYT W pa3BMBAKTCS

KpynHble OMOOaHKM HauMOHanbHOrO macwrtaba WM COTHM
MEeSKMX, B KOTOPbIX XpaHsaTcs o6pasubl Guomatepumanos
TaKue Kak: XWAKOCTM, TKAHW, KOCTHbIE TKaHW, napaduHoBbIe
6noku TkaHei u opraHos, [HK, PHK v 1.4. [15, 34,36].
MepBblit B MMpe  MOMYNSIUMOHHBIA  BrobaHk
HauuoHanbHOro maclutaba Obin cosgaH B 1998 rogy Ha
06ase deCODE Genetics B lWcnaHgum. deCODE
MonynsiLMOHHbIA  BrobaHK comepxut 00pasubl LeNbHOM
kpoBn n  [OHK ¢ oBwwupHOi  COOTBETCTBYHLLEN

(PEHOTMNMYECKO M TFeHanorMyecko MHgopmaumen o
npumepHo 120 000 ncnanaues [25,46].

KaHapckun 6unobaHk CARTaGENE ©6bin ocHoBaH B
1999 r. (www.cartagene.qc.ca). Llenb co3gaHus - n3yuutb
reHeT4yeckoe pasHoobpaane nposuHLum Keebek. Okono 50
000 yenoBsek B Bo3pacte oT 25 4o 69 net (MpumepHo 1%
HaceneHus) ObimM HabpaHbl cryyalHbIM 0Bpasom uepes
cucTeMy MeguUmHekoro ctpaxoBaHns Keebeka [22,35,49)].

B 2002 rogy UK Biobank 6bin cosgaH ans usyveHus
OHKoOrornyecknx 3abonesanuin, bonesHei cepaya, avabeta
1 Bonesnu Anburenmepa. Lienu - HoBble W fyuLume MeToap!
NPOCUNAKTUKK, OMArHOCTUKM U neveHus. bputanckuin UK
Biobank B nepuog ¢ 2006 no 2010 rog cobpan obGpasupl
OHK 6onee yem 500 Thicay Yenosek B Bospacte ot 40 go
69 net [16,50].

B kauecTBe npuMEPOB HauMOHanbHbIX 6uoBaHKoB
Takke MOXHO npuBecT HaumoHanbHbin 6uobaHk Kopem
(NBK), kotopblii copepxut 6onee 500 Toicay obpasuos
OHK (naHHble Ha pekabpb 2011 roga), gaTckuil NpoekT
«FarGen», Uenmbl0  KOTOPOrO  SBMSAETCS  W3y4eHue
HaceneHnsi ®apepckux OCTPOBOB 711 ONpefeneHns ero
reHeTNYECKOro CBOe0bpasust 1 BMECTE C TEM BbISBMEHNS
reHeTyecku o0OycnoBneHHbIX 3aboneBaHuii B AaHHOM
MeCTHOCTU. POEKT CXOX No CBOMM Lensm ¢ BruobaHkom
[OHK, doyHkumoHmpytowmum B McnaHgun [1,5].

[Ons 6uobaHka ANOHMM OCHOBHBIM HanpaBEHWEM
SIBNSETCA HakonneHue obpasyos kposu u OHK ans
OnpefeneHns accounauny reHoTunoB ¢ 3abonesaHnem u
peakuuWen Ha npueM nekapcTBEHHbIX npenapatos. B
nepeyeHb NNaHMPyeMbIX HayuHbIX WCCMEROBAHWA BXOAST
OHKOIIOTWYECKME W CEepAeqHO-cocyancTbie 3aboneBaHus

[1,5,29].

CospaHbl  6nobaHk obpasuo OuomaTepuana B
COBOKYMHOCTW M3 MHOTUX  CTpaH C  PEemKvMM
HaCMeACTBEHHbIMM ~ CMHOPOMaMK, Hampumep, 6uobaHk

cuHgpoma Pettra B Wramum  (www.biobank.unisit.it) n
Asctpanuu (http://lwww.ibahc.org) [30,42].

B HauuoHanbHylo nporpammy 6uobankos  Lseuym
BXOguT obecrneyeHne COXpaHeHWs Bcex Buonornyeckunx
00pas3uoB (3-4 MITH.), Nony4aembiX eXeroaHo Npu 00bIYHbIX
MeauMLMHCKUX 0bCnesoBaHmsX.

B Hactosiee Bpems B passuTM  6roDaHKoB
NPOCMEXNBAETCA CTPEMIEHUE K MHTETPaLyMK, Y4TO NO3BONMT
NPOBOAUTL MCCMEAOBaHUS C Y4acTUEM MHOMMX HayyHo-
nccnenoBaTenbCkuX LEHTPOB M3 pasHbix cTpaH [15,31].
Tak, npu npOBEAEHWW  KpynmHOMacwWTabHbIX —Hay4Ho-
“ccrefoBaTenbCkUX — MpOrpaMM N0 MEXAyHapOAHbIM
npoektam  cosgatoTcad  OuobaHkoBckve  ceTm  ans
00beANHEHNS TEHOTUMMYECKUX 1 (DEHOTUMNYECKNX AAHHDIX,
MOMYYEHHbIX U3 Pa3MMYHBIX UCTOYHUKOB M XPaHSLLMXCA B

yUpEKOeHNsIX  pspga  CTpaH,  Hampumep,  CO34aHue
EuroBioBank  (www.eurobiobank.org),  GenomEUtwin
(www.genomeutwin.org), HERACLES

(www.redheracles.net) u gp. [20,32,40].

B Poccum nepebiM 6106aHKOM CYMTAIOT KOMMEKLMIO
Buoobpasuos PepepanbHOro LEHTpa Cepaua, KpoBu W
SHpokpuHomorum M. B.A.  Anmasosa, koTopas 6bina
cobpaHa npu BbIMOMNHEHMM KOHKPETHbIX
uccnenoBaTenbCkux npoekTos [13].

B Hactosiyee Bpems B Poccum 6asbl  AaHHbIX
Buonornyeckux Matepuanos (OuobaHkM) CO3QAOTCA BO
MHOTUX ucenenoBaTensCeKux LieHTpax MeamKo-
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Ouonornyeckoro  npocuns.  CosmaH  6uobank  [HK
0bnyyeHHbIX nogel ANs OUEHKW pucka OTAaneHHbIX
nocneactsui obrnyyerus B FOXHO-YpansCkoM WHCTUTYTE
Buogmankn. Ha 6ase reHeTnyecko nabopatopun B
Pecnybnuke Caxa (Akytusi) cospaH 6avk JHK B kotopom
XpaHutcs 6onee 8 Thic. 06pasuoB Guonornyeckoro
MaTepuana no pasHbIM HO30MOMMAM U MONYSILMOHHBIN
MaTtepuan ManoducneHHbIx Hapogos Pecny6nuku [3,10].

O heKTUBHOCTL  AEATENbHOCTH 61MOBAHKOB  4OMMKHA
OCYLLIECTBNIATLCS C CODMIOAEHNEM CTaHAApTOB KayecTsa M
npaBOoBOro perynupoBaHus nx [EATENbHOCTM
[4,11,13,33,38]. Tonbko OTBETCTBEHHOE W Ka4YECTBEHHOE
NPUMEHEHWE CTaHAAPTHBIX OMepaunoHHbIX npoleayp B

paMKax HayuHbIX WCCMEAOBAHWA  MOTYT  MO3BOMUTb
“cnonb3oBath BurobaHku ans 3hheKTUBHOTO
COTPyOHWYECTBA M CO3haHMS  oveHb  Bombluoro

«BMPTYyanbHOrO» pa3Mepa BblOOPKW Ha MEXAyHapOOHOM
yposHe [38]. Co3naHue u passutne GuobaHKOB nomoraeT
MWPOBOMY Hay4HOMY COOOLLECTBY MPOBOAUTL OBLIMPHLIE
HayyHble  MCCMeAoBaHMS OT  PacTEHWEBOACTBA A0
NepCcOHaNM3MPOBaHHON MEAWLIMHI.

PaspabotaH craHgapt ISO 20387: 2018 B obnactu
OuobaHkoB. OTOT ~ JOKYMEHT  MPUMEHUM KO  BCEM
OpraHv3aumusaM,  OCyLLeCTBASOWMM  BMoBaHKuHT, 1
onpegenseT obwue npasuna k pabote GuobaHkoB Takue
Kak: KOMMETEHTHOCTb, BecnpucTpacTHOCTb "
NoCNeaoBaTENbHOCTb, BKIOYash TPEDOBAHWA K KOHTPOMHK
kayectea [ans obecneyeHns  JoctoBepHoro  cbopa
Buonornyeckoro maTepuarna M aHaMHECTUYECKNX AaHHbIX
[27,28]. CobniogeHue aTux npaeun no3eonaT GuobaHkam
pabotatb  npodeccMoHanbHO M MpEeLoCTaBNATh
Ka4yeCTBEHHbIe BUONOrMYEcKe pecypeel.

B 2020 rogy onybrukoBaH HOBbI gokymeHT ISO / TR
22758. OTOT JOKYMEHT SIBMSETCS LOMOMHUTENBHBIM U HE
Bynet samensTb ISO 20387 [28]. BmecTe 3Tv AOKYMEHTbI

nomoratoT — yNyuylwmuTb  kayecTBO cOopa,  XpaHeHus,
oOpaboTkn  Ouonornyeckux  maTepuanoB U UX
WHCOPMALMOHHBIX  [aHHbIX,  YNydlWwakT  pesynbTaThl

COTPYAHMYECTBA NP NPOBEAEHUM HAYYHbIX UCCTEA0BAHNN.

OnbiT cospanua 6uobaHka [OHK B Pecnybnuke
KasaxcraH.

B 2012 rogy B KasaxctaHe 6bin co3aaH 6uobaqk JHK B
pamKax BbINOMHEHUS npoekTa «leHeTNYEeCKME
“ccneaoBaHusa npesknamncuy B nonynauusx LieHTpansHoi
Asum n Esporbiy, InterPregGen 7 pamoyHoi nporpammbi
Esponeiickon Komuceun no paHToBomy cornaieHmio Ne.
282540 Ha ©Oase HayyHoro LeHTpa akylepcTea,
rHekonorun 1 nepuHatonorum M3 PK (HLIATWM). Lensto
cosnaHus OuobaHka [OHK sBnsnack umaeHTUdMKaLms
(OYHKUMM TEHOB, HOBbIX TEPaneBTUYECKUX MMLLEHEN,
YCTAHOBMNEHME  CBSA3e TEHOB C  3aboneBaHusmU,
BanMam3aLms HOBbIX GMOMOTMYECKIX MapKepoB.

Ha nposoauMble MCCreaoBaHUS B pamkax HayYHbIX
MPOEKTOB NONYYeHO paspeLueHne BMOSTUYECKON KOMUCCUM
«HUAMM» M3 PK. Bcem PEKpYTUPYEMbIM
npefocTaensanack WHGopMaUmMst Mo TekyLlemy MpoekTy U
YCIOBMAX y4yacTusi. Ha Kakmoro yyacTHWKA 3anosHsroch
WHCOPMMPOBAHHOE ~ Cormacue,  KOTOpoe  OOPOBONBHO
NOANWCLIBANOCh Y4aCTHUKaMK, MpUCBaMBancs Kop, CTpOro
cobnioganach AHOHUMHOCTb yyactus, KNWUHUKO-
aHaMHECTWYeCKNe [aHHble 3aHOCWIMCb B SMEKTPOHHYH
Gasy.

Matepuanom xpaHeHuss B 6uobaHke cnyxut [HK,
BblJeneHHast CONeBbIM METOAOM U3 NepUdepuyeckon Kposm
PEKPYTUPYEMbIX MO  W3YYeHHbIM  Hosonorusm. 3abop
BEHO3HOW KPOBW NPOW3BOAMIM B CTEPUMbHBIX YCMOBUSX B
konnuecTtBe 9 Mn B koHTenHepbl K2 ¢ TA (kop 1404309,
Oko®apm VHTepHenwHn). KoHueHTpaumio OHK namepsinu
Ha  Spectrophotometer ~ NanoDropLite  (CLLA) ¢
onpeneneHuem crenexn ounctkm JHK = 1,60.

C uenbio ohopMneHns reHOTUNYECKOA 3NEKTPOHHOM
fasbl MO WM3y4YEHHbIM  HO30MOMWSIM  MOJIEKYIISIPHO-
reHeTMYeckWe  UCCnedoBaHust — mposogunu  TagMan
METOAOM €OMHON CalT creuuduyHon amnandmkaumm v
reHoTUnNMpoBaHus B pearnbHom Bpemenu (Real-Time PCR)
C ucnornb3oBaHnem Tect-cuctem («Tect MeH», Poccus) ans
MOIEKYNSPHO-TEHETUYECKMX UCCMEA0BAHNN.

B 6uvobaHke COOEPKMTCA TFEHOMHAs M KIMHWYeCcKas
WHopmaumss Gonee uem 11 ThicAY peKpyTUPYEMbIX
WHAVBMOYYMOB Ka3axCKOW HALMOHAMBHOCTM MO CeayoLLmum

HanpaBneHUAM: n3yyeHve FEHETUYECKOM
NpeapacnonoXeHHOCTH accoLnMpOBaHHON c
9(EKTUBHOCTBI0  @HTUKOArynsHTHOW  Tepanuu  Ans

BO3MOXHOW KOPPEKLMM anroputMoB [03MPOBaHUA Npuema
nepopanbHbIX KYMapuHOBbIX aHTUKOArYIAHTOB, C Pa3BUTUEM
MPesknamncu1,  MOMONaTM4eckon  OpMbl  MPUBLIYHOMO
HeBbIHALLMBAHUS BepemeHHoCTH, LIN30DPEHNM,
HEiPOCEHCOPHOI TYTOYXOCTY B KA3axCKON NOMYNALMM.

Bce Y4aCTHMKN uccrnenoBaHmus noanucany
WH(OPMUPOBAHHOE COrMacue Ha WCMoNbL30BaHWE CBOWX
obpasuos [HK, aHamHecTUuyeckux AaHHbIX, pa3pelueHve
Otnyeckoro  kommteta  HUAIMWM  Ha  npoBepeHve
uccnefoBaHuin UMeeTes.

Kputepun gns otbopa B rpynny nonynsiiMOHHOTO
KOHTPONSA  ABNANUCL:  3THWYECKas NpUHaANexHocTb -
kasaxu, Bknovas Aedylek u 6abywek; sospact 18 net u
cTapLue; [eecnocobHoCTb cybbekTa NPUHSATH
CamoCTOSITENBbHOE  pELleHNe O Ccormaciu  yyactus B
npoekTe. Kputepum BKITIOYEHUS 1 UCKITIOYEHUS ANS KaXaoro
npoekTa uccnegoBaHns paspabaTbiBanucb  OTAEMbHO.
Kaxgomy obpasuy LHK Obin npucBOeH ko, BKMHYALOLLMiA
Ha3BaHue 13y4aemMoin NaTonorum, HoMep.

KnuHuko-aHamHecTMYeckne  aHHble no JHK
PEKPYTUPYEMbIX  MPeAcTaBlieHb WHOPMALIMOHHOM
nporpaMmori BrobaHka, KoTopas COAEPXMT:
Aemorpaduyeckie faHHbIe 0 KaxOOM MHAMBUAE, BKIOYas
HaLMOHamnbHOCTb A0 3 MOKOMEHWUs, CeMENHbI aHaMHes,
(DEHOTUNMYECKOE ONMUCaHWe WHAMBWAA  (3/OPOBLIA -
BonbHo); KNWUHUKO-aHaMHECTUYECKIE DaHHbIE;
pesynbTathl  nabopaTOpHbIX W WMHCTPYMEHTarbHbIX
uccrefoBaHWi, a Takke - Jata M MeToAd BblaeneHus
obpasya [OHK, kog, KOHUEHTpaums, KkayecTBo, 00BbeEM,
MeCTO XpaHeHusi, UMEIOLLasACca reHoMHas MHgopmaums no
pesynbTataM NpPOBEAEHHbIX MOMEKYNAPHO-TeHETUHECKMX
1ccrneaoBaHuii.

leHeTWyeckas MHdopmauus BuobaHka npeacTaBneHa
pesynbTaTamu MOMHOrEHOMHOrO CcekBeHupoBanus (WGS)
50 MyX4mH ka3axoB 1 50 XEeHLUMH Ka3allek, NpoBeeHHOro
B Sanger Institute UK. 4446 OHK nporeHoTMnMpoBaHbl
metogom GWAS B Decode genetics (/cnaHgus) c
ucnonb3osaHueM llluminaHumanOmni 2.5-8 chip v kaxabii
obpasey AHK umeeT nHgopmaumio 0 2,5 MUNNMOHOB Shp
nonMmMopgu3mos. 3960 obpasvos OHK
MPOreHOTUNMPOBaHbl  Sequenome  METOZOM B iplex
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cdopmate B Sanger Institute UK Ha 600 3HauumbIx snp
nonumopdgmamos. 3352 [HK nporeHoTunupoBaHbl B
HLUATIul He meHee, yem Ha 30 snp nonumopdr3moB.

B Pecnybnuke KasaxctaH wusgaH [lpukad u.0.
MunncTpa 3apaBooxpaHeHusi Pecnybnvku KasaxcraH ot
24 pexabps 2020 roma Ne KP [OCM-328/2020 «06
YTBEPKOEHWM  MpaBun  CO34aHUS U LesATenbHOCTY
BuobaHkoB». B rnaBe 2 [aHHOrO npuKasa OCBELUEHbI
BOMPOCHI co3f4aHus B1UobaHKOB, KOTOPbIE CO3[AKOTCA Ha
Gase opraHusauMM 30paBOOXPAHEHUs,  OpraHusauum
BbICLLETO W (MNM) NOCNEBY30BCKOTO 00pa3oBaHus W
Hay4yHO/ OpraHu3auuM Ha OCHOBE MOMOXUTENBHOTO
3aKknioveHns LleHTpanbHOM komuccum no  61oatuke u
NONOXNUTENBHOMO 3aKMIYeHus Komuccum no
BuobesonacHoCTM  uccrnefoBaTenbCKoro  LeHTpa. B
Mpukase nogpobHo pacnucaHb! TpeboBaHus,
NPeAbABNAEMbIE K OpraHn3auuaM,  MOMELLEHNSM,
nepcoHany, nopsgKy CO34aHWS U OesTenbHOCTY
BuobaHkos. [pukas M3 PK no 6uobaHkuHry sBnsetcs
€0MHBIM  |OPUOMYECKAM  HOPMATWBHBIM  [JOKYMEHTOM,
pernameHTaLMMmpyrowmm aestensHoctn 6uobankos B PK
[71.

Mo pesynbTataMm WMEILLENCS FEHOMHOM MHEOPMaLK
npoBefeHbl  HayyHble  WCCMEAOBaHMS MO reHam
NpespacnonoXeHHOCTH,  KOTOpble  acCoUMMPOBaHbl  C
9(PPEKTUBHOCTLIO  AHTUKOAryNAHTHON  Tepanuu  Ans
BO3MOXHOW KOPPEKLWM anropuTMOB [03MPOBaHUs npuema
nepopanbHbX — KyMapuHOBbIX  AHTUKOArynsiHTOB,  C
pasBUTMEM  MPE3KNaMNCuM,  UONOMATMYECKON  (HOPMbI
MPUBbIYHOIO HeBbIHALLMBaHMS BepemeHHoCTH,
wn3odpeHun B kasaxckoi  monynsunm.  PesynbTathl
onybnuKkoBaHbl B CTaTbsIX PENTUHIOBLIX XypHanos [6,8-11,
17, 33, 37,43-45].

B Hacrosiee Bpems [ONrocpouHbiil cbop obpasuios,
XpaHEHWe U MOHWUTOPUHT  SIBMSKOTCS  TPYZOEMKUMM
3agavamu, TpebytoLLMI AOPOroCToALLEN MHAPPACTPYKTYPbI
W XOPOLUO HamnaXeHHOro COTPYAHMYECTBA C KMWHUKaMU B
KayecTBe OCHOBHOIO MCTOYHMKA 00pa3sLoB [19]. BosHukaeT
MHOTO BOMPOCOB CBSI3aHHbIX CO COOPOM UM XpaHEHWem
00pasLoB, 3TMHECKAMW W HOPUAWYECKUMI BOMpOCaMu No
poctyny k obpasuam, cobnogeHus 6e30nacHOCTU NIMYHON
WHopmaLmy, ynpasneHuem JaHHbIMN B
nccnegosatensckux uensx [19]. TMostomy cobniogerue
MeXOYyHapoAHbIX CTaHAApPTOB Mo obpasuam U XpaHeHWro
[aHHbIX - 3TO  BOMPOCHl, KOTOPbIE  3aCMyXWUBAIOT
NepBOCTENEHHOTO BHUMaHUs. B nocnegHee Bpemst HayuHoe
coobuiecteo  obcyxaaeT HeobxoguMOoCTb  OpraHu3auum
LienesbIx O10OAHKOB, KOTOPbIE MOTYT aKTUBHO y4acTBOBaTb
B WCCMedoBaTeNbCKMX MPOEKTaX W rOCYAAPCTBEHHBIX
nporpammax.

3akntoyeHune

Takum obpasom, onbIT co3ganus baHka [HK - 3To0
MepBblil War B WMHTErpauum HayyHbIX WCCnefoBaHuin B
0bnacTu reHeTuku YenoBeka B Pecnybnvke, YTO UCKIOUNT
[ybnupoBaHWe M COKpPaTUT  BPEMS  NPOBELEHMS
FEHETUYECKMX UM KMMHUYECKWX  WCCMEAOBaHMA  ans
dyHaameHTanbHOro  0BOCHOBaHMA  pa3paboTkM  HOBbIX
NMOAXOAOB K AMArHOCTUKE W NEYEHU0 MyNbTU(aKTOPHBIX
3aboneBaHuit. OpekTnHOE (PYHKLMOHNPOBaHMWE
BuobaHka GyaeT cnocobCcTBOBATH NPOrPECCY reHETUHECKMX
nccriegoeanmn  n Gormee  ObICTpOMY — BHEOPEHWHO
pesynbTaToB MCCMEf0BaHNS B KITMHNYECKYHO NPAKTUKY.

Bknad aemopos:

Bce asmopbi eHecnu csoli eknad 6 KoHuenuuro u dusaliH
uccnedosaHusi. [Todeomoska mamepuana, coop U aHanu3 0aHHbIX
6biu  ebinoniHeHbl .M. Bepesurol, I.C. Cesamosgoll, A.B.
Mypma3zanuesod, 4.[. Mupsaxmemosod, A.T. T epnukbaesod.
Mepebili gapuaHm pykonucu Hanucanu .M. bepesuna, I.C.
Cessmosa U ece asmopbl NpoKkoMMeHmuposanu npedbiOyujue
gepcuu pykonucu. Bce asmopbi npoyumanu U coenacuniuch ¢
onybnukosaHHol eepcuell pykonucu.

Q®uHaHcupoeaHue; paboma  6bINOJIHEHA 8  pamKax
peanusayuu npoekma InterPregGen, 7 pamoyHoU npo2pammbi
Esponetickoti  Komuccuu no [paHmosomy coenaweHuto Ne.
282540; e pamkax HTTI, wucpp 0.0637, ¢puHaHcuposaHue M3uCP
PK; [4® 49019\[1Lj®-M3CP-OT-18.
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omcymcmeuu KoHguKkma UHmMepecos.
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