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MUPOBbIE PENO3UTOPUW, COOEP>KALLME CBEOEHUA M) Check for updates

O PE3YNbLTATAX NMNONYNAUMOHHbLIX UMMYHOJIOI MHYECKUNX
N TEHETUMECKUX UCCITEAOBAHUIA

AT Tutosa™, IA. Tpycos, A.B. Baés, [1.B. CocuH, [.H. Heuvaes, A.H. lomos, B.B. Makapos, B.C. FOguH, C.M. KOaunH

LleHTp cTpaTernieckoro naHMpoBaHUs 1 ynpaBieHs Meamuko-01MoorM4eckuMm puckamm 3aopoBsbio PedepanbHoro Meamnko-
6uonorundeckoro areHTcTea, Mockea, Poccust

BeepeHune. bnarogapsa akTMBHOMY pasBUTUIO MyNBTUOMUKCHBIX TEXHONOMUI MCCNEfoBaTENM NONyHaloT BCE O60MbLUE CBEAEHNUI O reHeTn4e-
CKIX U IMMYHOJNIOMMHYECKMX AaHHbIX YenoBeka. [1ns cuctematnsaumm 1 xpaHeH1s Takoro pofa HopMaLmm MCnonb3ykoTCst peno3nTopuu,
YTO YCKOPSIET MOUCK W NCMOSb30BaHMe CBEAEHNU 0151 HAy4YHbIX MCCNEA0OBaHU 1 PeLLeHns NMpUKnaaHblx 3aaaq B 061acTi MeguLMHBbL.
Llenb. MNpoBecTn aHann3 MMPOBOro OMbiTa 3KCMyaTaLmm Peno3UTOPUEB FEHETUYECKIMX 1 UIMMYHONOMMHYECKINX AaHHbIX YeoBeKa A9 onpe-
neneHnst nx yHKLMoHabHbIX OCOBEHHOCTEN 1 PONv B pasBUTUN MOMYASLIMOHHON UMMYHONOMW Y FEHETUKN.

O6cyxpeHue. [NpoaHannanpoBaHbl (PYHKLMOHAIbHLIE OCOBEHHOCTM PEMO3NUTOPUEB FEHETUHECKIX 1 UIMMYHOOTMHYECKNX AaHHbIX. [JaHHble
0 PEnO3NTOPUAX, BKIKOHEHHbIX B UCCNEA0BaHME, Oblv MONy4YeHbl U3 OTKPbIThIX UCTOYHMUKOB. [1poLecc oTbopa penos3nTopres BKIKOYaN Tpu
aTana: Nnoadbop HayyHbIX NybnvkKauuii, defynamkaums, punstpaums no Kputepusam otéopa. OCHOBHbIE KPUTEPUM MOCAEAYIOLLEN OLEHKN
PEnO3UTOPUEB MEHETUHECKMUX N UMMYHONIOMMYECKIMX AaHHbIX YenoBeka: 06beM AaHHbIX; AOCTYMHOCTb AaHHbIX; opMaTbl AaHHbIX. [1omck
CBefeHNIn 0 penosnTopursax 1 BruobaHkax Ha TepputTopun Poccunckon degepaLim NpoBOAMICS MO MONCKOBBLIM 3anpocaM B ceTu IHTepHeT.
B nccnenoBaHum 661110 NpoaHananmpoBaHo 15 KpynHenLWNX peno3nToprnes reHeETUHECKMUX U MIMMYHOMOMMYECKIX AaHHbIX, 13 KOTopbIX 37,5%
apdunmpoaHbl ¢ Benukobputanuen, 43,75% — ¢ CLUA. [1na co3gaHns 1 NOAAEPKaHUS KPYMHbIX PENO3UTOPUER, Kak NpaBuio, hopmMum-
PYIOTCHA MEXOYHAPOAHbIE U MEXNHCTUTYLIMOHANBHbIE KOHCOPLMYMbI. [JJOCTYMHOCTb PENO3UTOPUEB MEHETUHECKOM NH(OPMaLm obecneym-
BaeTCs KOMOMHaLIMEN TEXHONOMMYECKNX, OPraHN3aLMOHHbIX 1 MPaBOBbIX MeXaHn3MoB. Hanbonee YacTbiMM CTOYHMKaMN PUHAHCKPOBa-
HUSI PENO3UTOPUEB ABNSAKOTCS FOCYAAPCTBEHHbBIA BIOOXKET, CpeacTBa YacTHbIX (POHOOB 1 61aroTBOPUTENBbHbBIX OpraHn3aunii, MHBECTULMM
hapmMaLeBTUHECKNX KoMNaHnini. OCHOBHbIE PUCKM, BOSHUKAIOLLME NPY SKCMyaTaumm peno3ntopmns, MOXKHO PasaennTb Ha YeTbipe rpynnbi:
3TUYeCKMe, NpaBoBble, BUOMNOTMYECKNE N TEXHONONMYECKNE, CBA3aHHbIE C 0becneyeHreM KoHMUaeHLUmManbHOCTN AaHHbIX. B Poccuiickon
depepaumn reHeTU4ecKre CCNefoBaHnsa SBASIOTCA OOHVMM U3 Hanbonee akTUBHO Pa3BMBAIOLLMXCS HaNpaBnieHWn Hayku. B aTo cBaAsm
CTaHOBATCA aKTyalbHbIMX 3a4a41 6€30MacHOr0 XpaHeHus, STU4HOMO UCMONb30BaHMS 1 NPaBOBOW 3aLLMTbl NONy4aeMblx SaHHbIX. Paccmo-
TPeHbl BO3MOXKHblE HanpaBneHns Ans AanbHenLero passmiTns HauyoHalbHbIX PENO3UTOPUEB MEHETUHECKIMX U UIMMYHOMOMMYECKNX AaHHbIX,
a Tak>Ke BO3MOXKHOCTI JOMOHUTENBHOIO PeryampoBaHms 0bpaLleHnst C reHETUHECKMI AaHHBIMU Ha 3aKOHOAATETbHOM YPOBHE.
BeiBOoAbl. Ha OCHOBaHWM aHann3a faHHbIX OnpefeneHbl BOSMOXHBIE PUCKK, CBA3AHHbIE C (PYHKLIMOHMPOBAHNEM PENO3UTOPMEB, NPELANO-
YKEHbl Pasn4Hble NOAXOAbl K X MAHMU3ALMM U ONTUMK3aLIM Pa3BUTUS peno3nTopres. B kadyecTBe 04HOMO 13 Havbosee NepcrnekTUBHbIX
HanpaBfeHniA paccMaTpuBaeTcs pa3paboTka MHTErpaumMOHHbIX MOZY/EN Ha OCHOBE MCKYCCTBEHHOIO MHTENNeKTa s 06paboTKM 1 aHHO-
TUPOBaHNS AaHHbIX, NPEACTaBAEHHbIX B CTAHAAPTM3MPOBAHHbIX MPOTOKONAX.

KniouyeBble cnosa: pe|'|03|/|Top|/||7|; reHeTn4eckre gaHHble; UMMYHOIOrn4eckre gaHHble; Hay4Hble NCCriegoBaHna; PUCKN; BrobaHk
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INTERNATIONAL DATA REPOSITORIES OF POPULATION-BASED IMMUNOLOGICAL
AND GENETIC RESEARCH

Anastasia G. Titova™, George A. Trusov, Arthur V. Bayov, Dmitry V. Sosin, Denis N. Nechaev, Alexey N. Lomoyv,
Valentin V. Makarov, Vladimir S. Yudin, Sergey M. Yudin

Centre for Strategic Planning and Management of Biomedical Health Risks of the Federal Medical and Biological Agency, Moscow, Russia

Introduction. Due to the active development of multiomics technologies, more and more information about human genetic and immunologi-
cal research is becoming available. Data repositories are used to systematize and store such information, which facilitates the search and use
of information for carrying out scientific research and solving applied problems in the area of medicine.

Objective. To analyze the global experience of using repositories of human genetic and immunological data to define their functional features
and role in the development of population immunology and genetics.

Discussion. Functional features of genetic and immunological data repositories were analyzed. The data on the repositories included in the
study was obtained from open sources. The selection process for repositories included three stages: selection of scientific publications, de-
duplication, and filtering based on selection criteria. The main criteria for the subsequent evaluation of human genetic and immunological data
repositories were as follows: data volume, data accessibility, and data formats. The search for information about repositories and biobanks in
the Russian Federation was conducted using online search queries on the Internet. The study analyzed 15 largest genetic and immunological
data repositories, of which 37.5% are affiliated with the UK and 43.75% are affiliated with the USA. The task of creating and maintaining large
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repositories is solved, as a rule, by forming international and inter-institutional consortia. The availability of genetic data repositories is ensured
by a combination of technological, organizational, and legal mechanisms. The most common sources of repository funding are state budgets,
funds from private foundations and charitable organizations, and investments from pharmaceutical companies. The main risks associated
with the operation of a repository can be divided into four groups: ethical, legal, biological, and technological risks related to data privacy.
In the Russian Federation, genetic research is one of the most rapidly developing scientific directions. As a result, the challenges of secure
storage, ethical use, and legal protection of data are acquiring particular importance. The presented review discusses possible directions for
further development of national genetic and immunological data repositories, as well as the possibilities of additional regulation of genetic
data handling at the legislative level.

Conclusions. The conducted review has identified possible risks associated with repository functioning and proposed various approaches to
minimizing these risks and optimizing the development of data repositories. One of the most promising areas is the development of Al-based

integration modules for processing and annotating data presented in standardized protocols.
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BBEJEHUNE

B HacTosiLLee BpeMSt COXpaHAETCS TEHAEHLMSA K UHTEHCKB-
HOMY PasBUTUIO 1 BHEOPEHMIO B PaMKax Hay4HO-UCCNeno-
BaTENbCKMX PaboT METOANYECKMX PELLEHW AN NpoBeae-
HUS MOMYNSLUMOHHBIX NMMYHOMOMMHYECKNX N FEHETUYECKIX
Hay4HbIX MCCNEfOBaHWN YenoBeka. [eHeTndeckme 1 1Mm-
MYHONOMMYeCKMe NOMYNALUMOHHBIE UCCNELOBaHMA Mpes-
CTaBNSOT COOON MEXAUCLMMANHAPHYO 0bnacTb, 06b-
EONHSIOLLYIO  TEHETUKY, WUMMYHONOMMIO, BONOCTaTUCTUKY
n GronHpopMaTUKy. VIMMYHONOMMS SBNSETCA HEOTbEM-
JIEMOW HaCThtO TaKMX MOMYNSLMOHHBIX UCCNEAOBaHUNA, Mo-
CKOJIbKY FeHeTUHeCKe (hakTopbl UrPatoT KIIKOHEBYHO POJb
B hopmMumpoBaHun UMMyHHOro oteeTa [1]. Kpome TOro,
N3yYeHNe FEHETUYECKNX Bapuaumi No3BONASET onpede-
NATb MexaH3Mbl Pa3BUTUS ayTOUMMYHHbBIX U MH(EKUM-
OHHbIX 3abofieBaHuin [2]. AKTyanbHbIM HamnpaBAeHWeM
NCCNELOBaHNN ABNAETCA OLIeHKA CBA3W MeHETNYECKOM re-
TEPOreHHOCTU 1 300P0BbA YefloBeKa, BKIOHYasa npeapac-
NMOSIOXKEHHOCTb K Pa3BUTUIO pasinyHbIx 3abonesaHui [3].

OCHOBHbIMM HaMpaBNEHUSAMM MOMNYAAUMOHHBIX MMMY-
HOJIOMMYECKMX U TEHETUYECKNX WUCCNEQOBaHUA SBASIOT-
CS BbISIBIEHME TEHETUHECKNX OCOBEHHOCTEN MOMyNALm
YyefioBeka (HanmpuMep, aganTuBHbIE), onpeneneHne reHe-
TUYECKMX U MONEKYNSAPHBIX AeTepMUHAHT 3aboneBaHuii
4YenoBeKa, N3y4eHne BAUSHUS FEeHEeTUHYECKUX BapuaLnii
Ha BOCMPUUMYMBOCTb K JIEKapPCTBEHHbIM Mpenaparam
(dbapmakoreHeTVKa), MexaHM3MOB (OPMUPOBAHNA M-
MYHHOIO OTBETA YenoBeKa W OuUeHKa AMHAMUKN U3MEHe-
HWA ero nokazatenen. B mpouecce mnccnegoBaHuin uc-
MONBb3YIOTCA [OaHHbIE KANHUYECKMX aHann30B, METOAb!
MONEKYNSAPHOM  BMONOTMN,  UMMYHOSIOTUN N TeHETUKN.
Peayneratbl MCCneqoBaHnin ABNAAOTCA 3HAYMMbIMW Mpe-
KOe BCero ONns pasBuUTUS Takoro HampasieHus npu-
K1aQHOW HayKW, Kak MepCoHann3vpoBaHHas MeauLVHa,
BKJtOHaroLLast pa3paboTky HOBbIX METOAOB AMArHOCTUKM
N OLIEHKW VMHOVBMAYaNbHbIX PUCKOB, CO34aHMe nepcoHa-
JIM3MPOBaHHbIX NIEKAPCTBEHHBIX MpenapaToB A Tepanum
1 (DopMMPOBaHME NporpamMm no NpodunakTuke 3abose-
BaHNN NCXOAA U3 UHAMBUAYANbHBIX FEHETUHECKUX N VM-
MYHOOMMYECKNX 0CODEHHOCTEN YenoBeka. Ha TekyLumi

MOMEHT BeayLLMMM METOOMHECKMMM Noaxoaamm B obna-
CTW MOMNYASALUMOHHON UMMYHOMOMMN U FEHETUKI OCTaroTCS
cekBeHnpoanve JHK 1 PHK, B TOM 4nicne Ha ypoBHeE OT-
OENbHBIX KETOK; reHOTUNMPOBaHWE; MMMYHOMEHOTUMN-
poBaHve; B1onHMDOPMaTUHECKNA aHanM3 1 T.4.

MonynsaunoHHbIE UCCNEaoBaHNS TEHETUYECKUX U UM-
MYHOMOMMYECKNX MaPKEPOB ABMAKOTCSA MPUOPUTETHBIM Ha-
npaBfieHemM pPasBnTUS MeaunLHbI, OCOBEHHO NepCcoHanm-
3MPOBaHHON. B HacTosiLee BpemMs reHeTUYECKUIA aHann3
NCNONBb3YeTCA AN NMPOrHO3MPOBaHVA PUCKOB 3aboseBa-
HUA, @ MOHUTOPUHI UMMYHHOrO cTatyca — OS5 OLEeHKM
9P PEKTMBHOCTU Tepanuu, NpU4eM 3TW LaHHbIE MOXKHO
CTaHOapTM3npoBatb. [N KOMMNEKCHOM OLEHKM 300P0BbSA
naumeHTa HeobXoAMMO He TONBbKO MCMOb30BaHNE FrEHETU-
YECKMX N UIMMYHOTIOMMHECKIX OaHHbIX, HO 1 BO3MOXXHOCTb
X NHTErpMpoBaTb B €AMHYIO CUCTEMY aHanmn3a AaHHbIX
no BapuadenbHbIM BUOXVMUYECKNM 1 (OU3UONOMNHECKM
nokasatensam. Jns nHrerpauum pasnnyHbiX KOIMYeCcTBeH-
HbIX/Ka4eCTBEHHbIX MEANKO-ONONOrMHECKMX MoKagaTenen
B eVHble MOAENN OLIEHKI 3A0PO0BbsA Heobxoauma paspa-
60TKa HOBbIX METOAOB N CTAHOAPTOB MO BapurabebHbIM
napamMeTpam (ga>ke oT OAHOro W TOro »Xe naumeHTa), obe-
cneymBatoLLIIX BO3MOXXHOCTb UHTeprnpeTauumn 1 cpaBHe-
HWS CBOAHbIX AaHHbIX. byayliee passuTne aTton obnactu
BO MHOMOM CBSI3aHO C TEXHOJSIOMMYECKMM MPOrpecCcoM:
COBPEMEHHbIE MeToAbl MOMHOrEHOMHOIO CEKBEHMPOBA-
HWUS (BKNtOYasA aHavs AMHHBIX parMeHTOB 1 MOBTOPOB)
B COYETAHUMN C MOLLUHBIMX BbIHUCAUTENBHBIMIN PECYPCaMM
MO3BONSIOT AETA/IbHO UCCNEAoBaTb BKad, NreHETUHECKON
N3MEH4YNBOCTU N e€ B3aNMOAENCTBISA C pasdnnyHbIMN dak-
Topamu B pasBuThe 3a60neBaHuin. OTO He TOMbKO yyyLla-
€T Hallle NoHMMaHne GMONorMM YenoBeKa, HO 1 OTKPbIBAET
BO3MOXXHOCTW A1 pacluvpennst yHKLUmMoHana bruomeam-
LUMHCKMX PENO3NTOPUEB, BKIKOHAIOLMX Cheumann3npo-
BaHHble 6a3bl JaHHbIX NaLEHTOB.

AKTyansHOCTb TeMbl 06YCNOBMeHa BbICOKMM 06 BEMOM
HakoMMEHHbIX B pe3yfnsrate WUCCNeAoBaHUN reHeTude-
CKMX U UMMYHONIOMMHYECKMX OaHHbIX YenoBeka, HeobXxo-
OVMOCTBIO MX cucTemMatmsauymm 1 obecnedeHns nocTyn-
HOCTW O19 HAy4HOro CoobLLecTBa. Tak, Ha TeppuTopum
Poccuickon ®epepaumm, Mo gaHHbIM OoMeHa «Hayka
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PrcyHoK noarotoBneH aBTopamum ¢ MOMOLLBIO pecypca «[JomeH «Hayka n nHHosauuun» (https://gisnauka.ru)

Puc. AnHamuka Hay4yHO-uccnepoBatenbCkux pabot B nepuopg 2010-2025 rr.

1 MHHoBaLmK»', B nepuod 2010-2025 rr. 6b110 3adhrken-
poBaHO okosio 15 000 Hay4HO-UccnenqoBaTeflbCKUX pa-
60T, B KOTOPbIX YMOMUHANNCE FEHETUYECKNE TEXHOMOMN,
n okono 3000 Hay4HO-UccnegoBaTeNnbCKMX PaboT, yrno-
MUHaIOLLX CEKBEHNPOBAHWE; COOTBETCTBYIOLLME AaHHbIE
npeacTaBneHbl HA PUCYHKE.

B HacTosiee Bpema no Bcemy mMuypy (DOpMUPYHOTCS
PEeno3nTOPUN OIS XPAHEHUSA TEHETUHECKNX U UMMYHO-
norndecknx daHHbix. OCHOBHas 3agada peno3vTopueB
3aKJloHaeTCsl B akKyMyIMpoBaHWW 1 cucTeMaTnaaumm
OaHHbIX, CBS3aHHbIX C FEHETUYECKOW W3MEHYMBOCTbIO,
051 MocnenyoLero aHanmaa n paspadboTK HOBbIX Me-
TOAOB OMArHOCTUKM U OLEHKM MHAMBUAYANbHbBIX PUCKOB,
CO3[aHVs MepCoHaNM3UPOBAHHbBIX NTEKaPCTBEHHbIX Mpe-
napatoB Ana Tepanun U OPMUPOBAHUS MPOrpamm
no npodunaxkTuke 3abonesaHnin NCxoas U3 HAVBUAYab-
HbIX FEHETUYECKUX U UMMYHOMOMMYECKNX OCOBEHHOCTEN
YenoBeka.

CospaHre KPYMHbIX MrEHETUHECKUX PENO3UTOPUEB CO-
NPSXKEHO C KOMMIEKCOM B3aMOCBSA3aHHbIX MPO6eEM.
Bo-nepBbIx, OCTPO CTOAT 3TUHECKME BOMPOCHLI: HEOOXO-
OVMO MONyYUTb MHPOPMUPOBAHHOE Cornacue naumueHTa,
obecneynTb CTPOryto KOH(MUAEHUMANBHOCTb ero AaHHbIX,
a Takxke UHpopMMpoBaTb MNauneHTa O Mepax npepo-
CTOPOXXHOCTU ONS 3alUTbl FEHETUYECKOM MHMOPMaLIK
Ha ero NYHbIX yCTponcTBax. Bo-BTOPbIX, CyLLECTBYIOT
aHanUTU4eCcKmne W TexHUYeckmne 3adaqn: MoCTOSHHO pa-
CTyLIME 0ObeMbI AaHHbIX TPebYOT HEMPEPBLIBHOMO COBEP-
LIEHCTBOBaHNSA METOA0B UX MHTEPNpEeTaLnn 1 aHHOTNPO-
BaHWs, a Tak>ke pa3paboTky MOAXOA0B 18 KOMMIEKCHOIO
aHanmsa B pamMKax pasfnyHbIX Hay4YHbIX KOHLEeNUmn. 3T0,
B CBOIO 04epefpb, ANKTYET HEODXOOAMMOCTb PELIEHNS NMPOo-
6nem ynpaBneHns AaHHbIMK, BKOYas hopmMupoBaHue
4eTKMX NpaBua AoCTyna ANns KBanMuumMpoBaHHOMO nep-
coHana u obecnedeHne HagexHon 6e30MacHOCTU Xpa-
HeHnsa MHopMaumn. HakoHel, nNpy MHTepnpeTauun pe-
3yNETATOB BAXKHO YUYUTbIBATH BMONOMMYECKYHO CTOXHOCTb:
peansaunsa reHeTn4eckon nHopmMaumm B heHoTunmye-
CKMe Npu3HaKn Bcerga MOoaynMpyeTcs MHOXXECTBOM dhak-
TOPOB OKPY>KatoLLEeN cpeapl.

Llenb nccnegoBaHns — NPOBECTM aHann3 MUPOBOMO
onblTa aKCnayaTaumm Peno3nTopmEB MrEHETUHECKUX N M-
MYHOOMMHYECKMX AaHHbIX YenoBeka A8 OnpedeneHns nx
PYHKLMOHABHBIX OCOBEHHOCTEN 1 PO B Pa3BUTUN MO-
NYASLUUOHHON UMMYHOIOTUM N FEHETUKW.

Ons  [DOCTMKEeHNA MNOCTaBMEHHOM Lenu aBTopamMu
chopMynMpoBaHbl OCHOBHbIE 3a[a4K: aHann3 MUPOBOIO

onbiTa MNPaKTUYECKOro MPUMEHEHWUSI CBEAEHWU, XpaHs-
LLMXCS B PENO3NTOPUSAX FTEHETUHECKUX 1 UMMYHOMOrye-
CKUX AaHHbIX YeNioBeka A5t onpeaeneHus hyHKUMOoHab-
HbIX OCOBEHHOCTEN TakMxX Pero3MTOPUEB; OrpeaeseHvie
BO3MOXHbIX PUCKOB, B TOM 4YMCNE 3TUHECKMX PUCKOB,
PUCKOB HapyLLEeHNst KOHUAeHUMAaNbHOCTM NepcoHarnb-
HbIX AaHHbIX 1 HECaHKLIMOHMPOBAHHOMO NCMOSIb30BaHNS,
NPaBUIbHOCTU MHTEPNPETALMM U [OCTOBEPHOCTU AaHHbIX;
ornpeneneHne BO3MOXHbIX TMyTell YCTPaHEeHUs PUCKOB;
dhopmunpoBaHe NpenioKeHn Ons NOBbILIEHUST YPOBHS
BHEAPEHUS PE3YNBTATOB MEHETUHECKMX U UMMYHOOrYe-
CKWX UCCNEA0BaHWN B MPAKTNHECKYHO MEANLIMHY.

MATEPWUAJbI N METObI

B HacToswem uccnepoBaHuM NpPeAcTaBiieH aHanmna
0EATENbHOCTY CYLLECTBYIOLMX PENO3UTOPUEB TEHETU-
YECKMX N UMMYHONOMMYECKUX AaHHbIX MO CBEAEHMSM,
MOMYYEHHbIM N3 OTKPbITbIX MCTOYHMKOB. CornacHo no-
NYHEHHBIM N3 OTKPbITbIX UICTOYHNKOB AaHHbIM ObIf10 OTO-
6paHo 15 penos3nTopmMeB Ha OCHOBaHWK HaMBONbLLINX
nokasarenen pedeprpyemMocT B NpodeCcCrnoHanbHOM
cpefde, 4acToTbl YNOMUHAHWA B Hay4HbIX nyb6avkaum-
SX, OaHHbIX KOHCOPUWYMOB W B peaynbrate aHaamsa
othuumanbHbix Beb-pecypcos. Mpouecc otbopa peno-
3UTOPWEB BKJIOYANT TPEXITAMHYO CTpaternto: nogbop
Hay4HbIX MNyonukauuin, aegynavkauuio, GQuasTpaLmo
no KpuTepusam oTéopa.

Ha ocHoBe pmaHHbix PubMed 1 Google Scholar 6bina
chopmmpoBaHa noabopka, Bktovatowasd donee 100 Ha-
y4HbIX NyoGnukaumi 3a nepuopn 2018-2024 rr. no Kntode-
BbIM 3anpocam: «genetic data repository», «immunological
data repository».

ViexogHbih nyn nybnvkaumin Obin NpoaHann3vpoBaH
N OTCOPTUPOBAH MO YacToTe YNOMWHAHWUIA, B peaynsrarte
4ero 6611 chopMMPOBaH NPeABapPUTENbHbBIV MEpeYeHb pe-
No3NTOPVEB U yaaNeHbl Oyo6ApyroLmMecsa Peno3nTopum.

[anee Oblnn NCKNOYEHbI PENO3UTOPUX C HepocTa-
TOYHBbIM OMUCAHMEM UMW 3aKPbITbIM/MAaTHbIM AOCTYMNOM.
Ha cnepytolwem stane otbopa yyuTbiBanM crenytoLme
KpuTepum: 06beM AaHHbIx (6onee 500 3Ha4eHuN), reorpa-
duyeckas penpe3eHTaTMBHOCTb (B MCCeQ0BaHNE BKIO-
YeHbl peno3utopun 13 4 ctpax: CLLUA, Bennkobputanns,
Vicnanna, HupepnaHngpl), cTeneHb AOCTYMHOCTW AaH-
HbIX (OTKPbITBIN/3aKPbITbIA/MNaTHbIA AOCTYN UAN TONMBKO
ONs1 COTPYOHWMKOB OpraHv3auumn-paspadoTymka), npu-
MEHEHNE MEXOyHapOAHbIX CTaHOApPTOB O/ XpaHeHUs

" [omeH «Hayka 1 nHHosaumm». https://gisnauka.ru/ (aata obpatenmns: 10.04.2025).
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OaHHbIX (Peno3nToOpUN, codepXKalle AaHHble B Hanbonee
pacnpocTpaHeHHbIX hopmMaTax, Hanpumep vcf).

Ona paneHenwero aHanusa BblAefeHbl OCHOBHblE
KpUTEPUM OLIEHKN PEMO3UTOPUEB MEHETUHECKMX U UMMY-
HOMOMMYECKMX AaHHbIX YenoBeka, a UMEeHHO: 0ObeM AaH-
HbIX (KOMM4YECTBO U pa3Hoobpasne XpaHUMbIX AaHHbIX);
OOCTYMHOCTb [@HHbIX (OTKPbLITOCTb AOCTYNa, MNLEH3MPO-
BaHue); hopmMaTtbl AaHHbIX (MoaaepxnBaemble opmMaThbl
thannos).

[na aHanusa gesatensHOCTU Peno3nTopres OTOOPaHbI
pecypchl, COOPMMPOBaHHbIE Ha TEPPUTOPUAX Pa3INYHBLIX
CTpaH 1 OeNCTBYOLLME HA MOMEHT NMPOBEAEHMS UCCNeno-
BaHNS.

[MovcK cBedeHnn O penosuTopusax U BuobaHkax
Ha Tepputopum Poccuickon ®degepaumy NpoBoanICS
B CeT VIHTEPHET MO MOMCKOBBIM 3anpocaMm: «Peno3nTo-
PUA reHETUYECKNX AaHHbIX», «PEeno3nUTOPUA UMMYHOOM M-
YECKMX JaHHbIX».

HecmoTpsi Ha Hann4ne MHOXeCTBa pPeno3vTOpUEB,
BKJIIOYEHHbIE B MCCRedoBaHe pPecypcbl NMpeacTaBnsim
cobon Havbonee 3Ha4vMble 1 BOCTPebOBaHHbIE AN Ha-
YYHOrO coobLecTBa cucTeMbl. OrpaHuyeHne aHannanpy-
eMOW BbIOOPKM CBA3AHO C HEOOXOANUMOCTHLIO BKIKOYEHUS
B Hee MH(OPMAaLIMOHHbIX PECYPCOB TOMBbKO PEeno3uTopu-
€B C XOPOLLO AOKYMEHTUPOBaHHbIMU AaHHbIMK. IToroBas
BblOOpKa OXBaTbIBAET rnodasibHble 1 HALLEBbIE NAaTdop-
Mbl, pefieBaHTHble ANS OaflbHENLLIErO aHann3a reHeTu4e-
CKOW MV UMMYHOJIOMMHYECKON MHOopMaLmK B paMKax Ha-
Y4YHbIX NCCNELOBaHNNA.

PE3YJIbTATbI 1 OBCY>XAEHUE

B crnmcok oTobpaHHbIX peno3nTopreB ObiNo BKIKOHEHO
15 uHMopMaumoHHbIx pecypcoB: IGSR, AFND, GWAS,
gnomAD, NCBI GEO, BBMRI-NL, FHLdb, AIRR Data
Commons, EGA, IEDB, OMIM, NIDDK Central Repository,
ArrayExpress, ENA, dbGaP [4-16]. Cpegn Hux 1 (6,25%)
penosnTopuin 6bin cosdaH B Huaepnangax, 2 (12,5%) —
B Vlcnannu, 6 (37,5%) — B Bennkobputanum n 7 (43,75%) —
B CLUA.

Ons co3pgaHns 1 nogdep)kaHus KpymHbIX  penosu-
TOPUEB, Kak MpaBuio, (QOPMUPYIOTCA MeXOyHapoaHble
N MEXWHCTUTYLIMOHAMBHBIE  KOHCOPUMYMbl.  Hanbonee
4acTbIMX UCTOYHNKAMK (PMHAHCUPOBAHMS PENO3UTOPUEB
SABAAIOTCS CPeACcTBa roCyLapCTBEHHOrO GoaxeTa (Mpes-
CTaBIAOLME 3HAYUTENBHYIO 4acTb), YacTHbIX (POHAOB
1N BNaroTBOPUTENBHbBIX OpraHv3auuvin, UHBECTMUMM dap-
MaLEeBTUYECKIMX KoMnaHui. Tak, B CLLA dhnHaHcupoBaHmne
Taknx WCCNefoBaHNn OCYLLECTBASETCA HaumoHabHbIM
NHCTUTYTOM 3apasooxpaHeHnsa (NIH), cson Bknag BHO-
CAT YacTHble PoHab! 1 6NaroTBOPUTENBHBIE OpraHM3aLLn.
dapmMaLEeBTUHECKME KOMMaHUM Tak>Ke BbIAENAT (PUHAH-
CUPOBaHWE, Tak Kak OHW 3aMHTEPECOBaHbI B pedyfbrartax
FEHETUYECKMX MNCCNeaoBaHNiA, KOTOpble MOrYT MOMOYb
B pa3paboTke HOBbIX IEKAPCTBEHHbIX MPenapaTos.

[eHeTNYeCKNE Y UMMYHONOMMHECKNE MONYNALNOHHbIE
NccnefoBaHNs aBNAoTCA  (PyHOAMEHTalbHON OCHOBOW
0119 pas3BUTUA COBPEMEHHON MEAMLIMHBIL: paspaboTKy HO-
BbIX METOOB ANArHOCTUKM, Tepanum 1 NpodmnakTuky 3a-
bonesaHun.

[OCTYNHOCTb OaHHbIX B PENO3UTOPUSX — 3TO OOHO
N3 KIIHOYEBBIX YCNOBUA ONS MPOBEAEHUSA Hay4HbIX WC-
cnefoBaHMiA, MOCKOJIbKY KX WCMOSb30BaHWE MO3BOSIA-
eT obecne4yvBaTb: BOCMPOU3BOAVMMOCTb VCCNEf0BaHWNA,

NPOBEefEHVE CPABHUTENBHOMO aHann3a, padpaboTky Ho-
BbIX VHCTPYMEHTOB M MeTOAoB. VIMEHHO OTKpbIThIN AO-
CTYN K OaHHbIM CTUMYVPYET CO3[4aHMe HOBbIX anropuT-
MOB M MpOrpamMmHOro obecnedeHus Onsd nx aHanmsa.
[oCTynmHOCTb peno3nTopuEB MrEHETUHECKOM MHDopMaLn
obecnevmBaeTcs KOMOUHALMEN TEXHOMOMMYECKNX (CTaH-
0apTU30BaHHbIe hopMaThbl AaHHbIX, TEXHUYeCcKas nHdpa-
CTPYKTYpPa), OpraHn3aLmoHHbIX (MeTadaHHble 1 aHHOTaLWN)
1 MPaBOBbIX MEXaHW3MOB (MepCoHasIbHble AaHHbIE U 3TU-
Yeckne acnekTbl). Camblll pacnpOCTPaHEHHbI B HACTOSA-
Liee Bpems BMA AOCTYNa K AaHHbIM — Beb-uHTepdelich!.
Takon [OCTyN MOXET ObITb 6ecnnaTHbIM UK NAaTHbIM (1X-
LEH3MOHHbBIM). Hampumep, aaHHble 13 IGSR obLuenocTyn-
Hbl 1 MOFYT CBOBOAHO PacnpoCTpaHATLCA [4].

OnucaHue xapakTepUCTUK BeQYLLMX reHETUHECKUX
penosuTopueB

MpoBeneH 0630p OTKPbITLIX UCTOHHNKOB C LiENbio CpaBHe-
HUS PENO3NTOPUEB MEHETUHECKMX U UMMYHOMOMNYECKNX
OaHHbIX YenoBeka. B cOOTBETCTBUM C MpeaBapuTesibHO
onpeneneHHbIMU KpUTEPUAMK OLIEHKM Oblnn naeHTugu-
uMpoBaHbl 15 BedyLIMx pPenosuTopures, 0ONaaatoLLMX
3Ha4YMTENBbHBIMM  MaccuBamMu  AaHHbIx. CdhopmupoBaH
nepeveHb CBOOHbIX AAHHbIX A8 KaXXAOr0 OTOOPaHHOro
pPENoO3nNTOPVIS, KOTOPbIN NpVBEAEH B Tabnvue. B nepeveHb
Tak>Ke BKJIKOHEHbI CCbINTKM Ha OCHOBOMONaratoLme ctatbu,
ONMUCbIBaOLLIME CTPYKTYPY, HasHadeHne U OCOBEHHOCTM
YHKLIMOHMPOBAHMS PEMO3UTOPUEB, ECAIN TakMe CCbIIKM
OblI yKagaHbl Ha X ounLManbHbIX canTax.

Cpeon 15 ykazaHHbix peno3utopre 1 (6,25%) pas-
pabotaH B Hwugepnangax, 2 (12,5%) — B Vcnanuw,
6 (37,5%) — B BennkobputaHum (1 n3 KOTOpbIX COBMECT-
HO c Vicnanwen), 7 (43,75%) — B CLLIA. B nepeyne, yka-
3aHHOM B Tabnuue 1, 12 (80%) cocTaBnstoT peno3nuTopum
C OTKPbITbIM OOCTYNOM K AaHHbIM 1 3 (20%) ¢ 3akpbl-
TbIM JOCTYMOM, HO C MOAPO6GHBIM ONUCaHNEM CBEOEHWN,
cofepXKalmxca B pPenosuTopun. Yalle BCero naHHble
ONs BbIFPY3KM NpeacTasneHbl B popmate txt. OpgHako
cnefyet OTMETUTb, YTO B NMepedeHb BHECEHbI HE BCE Cy-
LLECTBYIOLLME B MMPE PEMO3UTOPUM, a TONIbKO Hambonee
KPYMHbIE. DTV PEno3nTOPUN BbIAENSIOTCS HE TOSTbKO 00b-
€MOM [aHHbIX, HO N OTKPbITOCTBLIO, YTO CMOCOOCTBYET
MEeXOyHapOAHOMY COTPYOHWYECTBY W MOBbILLEHUIO BOC-
NPON3BOAMMOCTU NCCNEa0BaHWIA.

OToensHO cnefyeT OTMETUTD, YTO HEKOTOPbIE PENO3u-
TopWUM MPEeOOCTaBAAT AOCTYN TOMbKO K YacTW OaHHbIX.
OpHako 3aKpbITble MHMOPMAaLMOHHBIE PECYPChI, Cheum-
ANU3VPYIOLLINECH Ha XPaHEHUN KOHMUAEHUMANBbHBbIX OaH-
HbIX, TaK>KE HaxoOAT CBOe NPUMEHEHME B MCCNea0BaHUsX.
Copepxalupmecs B aTux 6asax CBefeHus:, No cornacosa-
HUIO C UX BNagenbLeM, obecnevmBaroT 4OCTYMN K KIUHW-
HYECKUM, (DEHOTUMNHECKNM N FTEHETUHECKMM MOKa3aTensMm,
4TO OenaeT WX He3aMeHUMbIMW A8 MEOULMHCKUX UC-
CnenoBaHnin, rae BaxkHa 3allimTta 4acTHOM MHopMaLmK.
Takxe CyLLeCTBYIOT 3aKpblTble PENO3UTOPUM, KOTOPbIE
He BOLLN B NepedeHsb.

O6wue NpMHUUMNbI OPraHU3aLumn reHeTUYECKNX
penosntopues

B xope vccnenoBaHus YCTaHOBJIEHO, YTO Ba>XHbIMW YC-

noBuAMK  CyLLIECTBOBaAHUA Ka4eCTBEHHOIo pPerno3nTopnA
ABJAKOTCA:
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Tabnuua. CBogHbIE AaHHbIE O PENO3UTOPUAX

H _| ®opmartsbl
assanne Hanpas- Roctyn DaHHbIX
Ne | penosuto- OnucaHue CtpaHa O6BbeM faHHbIX HOCTb
neHne ons
pus LaHHbIX
BbIFPY3KHU
The Inter- KaTanor obumx
national FEHETUHECKIIX Benu- OT- VCF
Genome BapuaLuu 4enose- 2504 06pasuos o
1 feHeTnKa z kobpu- . KpbITbI FASTQ,
Sample Ka, BKKOYatoLLMI 13 26 nonynsaummn
R TaHus OOCTYn BAM
esource obpaaupl, B3ATbIE
(IGSRY? C cornacus nogen
KonnyecTBo 4acToT —
5438 AaHHbIX. CO- 155 685 (HLA), 6731 (KIR),
N )Kaﬂ o 4376 (uuToKmH), 877 (MIC)
Allele Fre- leHeTuKa gn?en:; UMMYHHbIX | Benn- ot 14264 290 uen. Or-
quency Net ' y ViccnenosaHnsa Hacene- .
2 NMMYHO- reHOB 1 COOT- KObpU- KPbITbIiA Csv
Database Horus BETCTBVIOLE UM N L 1802 yenoseka, faH- ocTVN
(AFND)® yio Hble reros/annenein — 1786 | AOCTY
annenn B pasnmyHbIix
nonynSILUSIX YenoBeK, AaHHble ranoTu-
na — 684 4yenoBek, JaHHble
0 reHotune — 192 yenoseka
The NHGRI- Conep AT MHhOp- 7083 nybnvkaumun, 692 444
EBI Catalog ACP P OCHOBHbIE accoupalmmn
Mauuto 06 accoupa-
of human 1 96 947 NOMHbIX CBOAHbIX
enome- LMsX reHeTn4eckmx | Benw- CTATUCTUK Or- T8V,
3 9e f[eHeTNKa | MapKepoB C heHOo- | KOBpu- : kpbITbin | OWL/RDF,
wide as- [aHHble conocTaneHsl
i TUNamu, NONE3HbIMU | TaHWUs noctyn EFO
sociation 1151 hapMAKOreHe- ¢ Genome Assembly
studies A fmm GRCh38.p14 11 dbSNP
(GWAS)* Build 15
730 947 3K30MHbIX
[MpencraBnaeT ok- .
The BOMHbIE NOC/IENOBA- nocnepoBaTensHoOCTeN
Genome TEILHOCTY 1 n(ﬂmue 1 76 215 NOMHbIX FEHOM- OT-
4 | Aggregation | leHeTvka FeHOMBI IS M3V4e- CLUA | HbIx nocnegosatensHocTen | KpbiToid | VOF, TSV
Database A Y OT HEPOACTBEHHbIX UHAU- noctyn
s HUS peOKnX reHeTn-
(gnomAD) BUOYYMOB C pa3fnyHbIM
YEeCKMX BapMaHTOB
MPONCXOXAEHMEM
Gene Bbasa gaHHbIX
Expression Biﬂi:gig?_lmemoia_m Or- TXT, XML,
5 Omnibus feHeTnka FEHOB 1 1 (?cbvmm- CLLUA 4348 HabopoB AaHHbIX KPbITbI SOFT,
(NCBI P noctyn | MIAME.
GEO)° pOBaHWA METUNNPO-
BaHus PHK
Biobankin [eHeTu4eckme, anureHeTu-
Netherlandgs Habop aaHHbIX Hunen- | ECKVE, TDAHCKPVMTOMHbIE 3a-
6 [eHETVKA | W «OMUK»-CUTHATYP AcP 1 MeTabOoIOMHbIE AaHHble KpbITbI TXT
(BBMRI- . naHabl
NLY 3aboneBaHuin 35 000 obpasLos OOCTYynM
13 29 koropT

N o a0 s e n
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IGSR: The International Genome Sample Resource (npoekt 1000 Genomes). http://www.internationalgenome.org/ (aata obpatueHns: 27.11.2024).
Allele Frequency Net Database. http://www.allelefrequencies.net (nata obpatleHns: 27.11.2024).
GWAS: The NHGRI-EBI Catalog of human genome-wide association studies. https://www.ebi.ac.uk/gwas/ (aata obpatleHns: 27.11.2024).
gnomAD: The Genome Aggregation Database. https://gnomad.broadinstitute.org/ (nata obpatueHus: 27.11.2024).
NCBI GEO: Gene Expression Omnibus. https://www.ncbi.nim.nih.gov/geo/ (nata obpatueHns: 27.11.2024).
BBMRI: Biobanking Netherlands. https://www.bbmri.nl/ (aata obpatyenmns: 28.11.2024).
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MpoaomKeHve TabanLb

dopmarthbl
HaseaHune DocTtyn-
Hanpas- DaHHbIX
Ne | penosuro- OnucaHue CtpaHa O6bem paHHbIX HOCTb
neHue ons
pus LaHHbIX
BbIrPY3KHU
Database
on the VIndhopmaumsa o 3aperu-
Molecular CTPVPOBaHHbIX BapyaH-
: basza faHHbIX Bapu-
Basis of leneTnKa AHTOB CEMEMHONO Tax B 4 reHax, CBA3aHHbIX o
7 Familial MM HO—’ reModaroumMTapHoro Vicna- ¢ PHL (PAFT, UNCTSD, KPbITbIR JSON
Hemo- y urap HUA STXBP2, STX11), BkNto4ato- P
, norus MM OrNCTUOLM- OOCTYn
phagocytic 1034 wmx 579 BapnaHToB (B TH.
Lymphohis- MWCCEHC, HOHCEHC, UHOEN,
tiocytosis CMNanCuHr U T. 4.)
(FHLdb)®
[aHHble ncnone3o-
BaHWsI TEXHOOMIA 5,2 MNPA aHHOTUPOBAHHbBIX
AIRR Data [eHeTuKa, CEKBEHNPOBaHIS nocnegoBaTeNbHOCTEN, OT- MIAIRR,
8 9 | VMMYyHO- ONS N3ydeHns CLUA | 67 000 knoHoB, 133 000 OT- | KpbITbIl YAML/
Commons
norus penepTyapoB aHTu- COPTUPOBAHHbIX, OANHOYHbIX | AOCTYM JSON
Ten/peuenTopos Knetok B/T
B-kneTok n T-knetok
ApxmB1poBaHne
European 1 pacnpocTpaHe- Benu-
Genome- | feHeTuKa, | HWEe NepcoHalbHbIX | KOBpU- 11 775 HabopoB reHeTu- 3a-
9 phenome VMMYHO- naeHTUuLmpye- TaHus, HECKUX, (PEHOTUMNYECKMX KPbITbI TAR.GZ
Archive norus MbIX FeHeT4ecknx | Kicna- N KINHUHECKMX OAaHHbIX OOCTYM
(EGA)™© 1N (PEHOTUMNNHECKINX HNSA
OaHHbIX
[MenTnaHble annTonsI
1 621 303; HenenTuaHble
The Im- snuTonbl 3189; aHanna
mune [eHeTuKka, | Pecypc ans novcka T-knetok 541 542; aHanna ot XLSX,
10 Epitope UMMYHO- | 1 aKkcnopTa uMMyH- | CLUA | B-knetok 1 414 095; aHann3 | kpbiTbin | CSV, TCB,
Database norus HbIX 3NNTOMOB nuranpos MHC 4 881 627, OOCTYyn JSON
(IEDB)" OpraHn3mbl — UCTOYHKM
snuTona 4579;
ccbinkm 25 400
[MoCTOsAHHO OGHOB-
Online NsieMblin Katanor
; AYTOCOMHbBIX FreHOB
Mendelian rEHOB, TEHEeTUNYEeCKNX ) OT-
) y 26 080; X-cBA3aHHbIX .
11 | Inheritance | lTeHeTuka | HapyweHu n deHo- | CLLA . . KPbITbIN TXT
. 1382; Y-cBA3aHHbIX 63;
in Man TUMNYECKNX NPU3Ha- MUTOXOHIOUASToHBIX 72 OOCTYn
(OMIM)*2 KOB Yy YenoBeka u 1x AP
B3aIMOCBS3K
Central Re- LleHTDaJ'II/BOBaHHbIICI
, 1ccneaoBaTenbCKuii
pository — 3
National pPEeCypC AaHHbIX a
12 Institutes leHeTuka | o anabete, 3abone- | CLUA 5767 HabopoB AaHHbIX KPbITbIN CsVv
of Health TonLHOM CHOTOMb e
(NIDDK)*®
1 noYeK

& FHLdb: Database of variants of Familial Hemophagocytic Lymphohistiocytosis syndrome. https://www.biotoclin.org/FHLdb/ (nata obpatleHus: 28.11.2024).
¢ AIRR Data Commons. https://docs.air-community.org/en/stable/index.html (nata o6patueHus: 28.11.2024).
© EGA: European Genome-phenome Archive. https://www.ebi.ac.uk/ega (nata obpatieHus: 28.11.2024).

" |EDB: The Immune Epitope Database. https://www.iedb.org/ (aata obpatyeHuns: 28.11.2024).

2 OMIM: Online Mendelian Inheritance in Man. http://www.omim.org/ (aata obpatLeHus: 28.11.2024).

s NIDDK Central Repository — National Institutes of Health. https://repository.niddk.nih.gov/home/ (aata obpatteHus: 29.11.2024).
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MpoaomKeHne TabnuLb

dopmatbl
HassaHue H DocTtyn-
anpas- OaHHbIX
Ne | penosuTto- OnucaHue CtpaHa O6bem paHHbIX HOCTb
neHve ons
pus DaHHbIX
BbIFPY3KHU
Functional Konnekups ganHbix | Benw- OrT-
13 genomics [eHeTVKa dyHK II;IlOHa'DJ"IbHOVI Kobpu- 78 511 HabopOB AaHHbIX KPbITbIi CEL, TXT,
data (Array- yRRU P PoB A b XML
” reHOMUKMN TaHus 0ocTyn
Express)
Pecypc bropgaHHbIX,
B TOM YMCIEe HyKJe- Cbopka 2 046 549;
OTUAOB. XpaHUvLLE, nocnenoBaTebHOCTb
E obecnevnBaroLLee 23 430 609;
uropean
) OOCTYM K aHHOTUpO- | Benu- kogupytoLas JHK Or-
Nucleotide : o
14 Archive feHeTnKa BaHHbIM Mocneqo- | kobpu- 38 244 291, KPbITbIN CsVv
(ENA)S BatenbHocTam OHK | TaHua Hekoaupytowas JHK nocTyn
1 PHK, k nHcopma- 1265 026;
L 06 aKcnepumeH- npouTeHne 2 990 747;
TanbHbIX MPoLeay- aHanna 998 067
pax 1 T.A.
Database of [eHoTnn 4 039 007; aHanna
Genotypes 5438 [aHHbIX FEHO- akcnpeccun 422 847, OT-
15 | and Pheno- | TeHeTvka TI/II'IOBJ:Il'/I (hEHOTUNOB CLLA comartun4eckmne MyTaummn KPbITbIi TXT
types 100 614; reHom 683 996; noctyn
(dbGaP)e anureHom 88 733

Tabnuua cocTaBfieHa aBTopamm

® CTaHOapTM3auus, Tak Kak pasMellaemble B Penosu-
TOPUSAX OaHHblE O0SKHbI COOTBETCTBOBATL OMNpefe-
JIEHHbIM YCTAHOB/IEHHBIM CTaHAapTaMm C Lefblo BO3-
MOXXHOCTW WX KOPPEKTHOM 06paboTKn, CpaBHEHWUS,
NpPOBeAEHVS aBTOMAaTM3MPOBAHHOMO aHanmMsa 1 4oNro-
CPOYHOr0O XpaHeHs;

® BOCMPOU3BOAMMOCTb, B TOM YMCNE BaxkHa yHUpUKa-
umsa hopmaToB dhainsos;

®  Hann4yme OMUCaHUs SKCMepuUMeHTasIbHbIX YCNOBUM
N MEeTa[aHHbIX, OMUCLIBAIOLLIMX, KaK AaHHble Obln Mo-
NyYeHbl, Kakie o0bpasLibl NCMOoNb30BanM 1 Kakue aHa-
13kl ObIV NPOBEAEHb.

CDopMa Tbl XpaHeHws JaHHbIX

B paboTte Hamn 6bin BbISIBNEH BbICOKWIM YPOBEHb reTe-
POrFEHHOCTW 3KCMEPUMEHTaNbHbIX MNaThopM 1 METOAO0B
aHanMsa, 4TO MPUBOOUT K pasHoobpasdunio (opmMaToB
OaHHbIX. OTO CBHA3aHO B MEPBYIO O4epedb C 4YenoBede-
CKUM (DaKTOPOM: AN PELUEHNS OANHAKOBON BUONHGOP-
MaTUHECKOW 3a[adn pasHble CreumanncTbl UCMOb3YoT
pasHble METOOONOMMHECKEe MNOAXOAbl, YTO MPUBOAUT
K OTCYTCTBWKO BOSMOXXHOCTU COMOCTaBEHNS MOMyYEHHbIX
peaynsratos B BGyayLiem.

Bmecte ¢ Tem ana obecneveHusi COBMECTUMOCTU
OaHHbIX Npy 0BMeHe MHopMauren Mexxay pasnuyHbIMm
PENO3UTOPUAMIN  UCMOMBb3YOTCA CTaHO4APTU3MPOBaHHbIE
dopmartsl 1 oHTONorMK. Tak, dopmat FASTQ ncnonesyet-
CA ONs XpaHeHns NocnenoBaTelbHOCTEN MPOYTEHNIA, MO-
JIYHEHHbBIX METOAOM CEKBEHMPOBaHWS; SAM — TEeKCTOBbIN

dopmaT ans XpaHeHWs BbIDOBHEHHbBIX MOCeA0BaTeNbHO-
cten; BAM — GuHapHbIn hopmaT ans XpaHeHUst BbIPOB-
HeHHbIX nocnepoBaTensHocTen; VCF — gna Bapuauumin
reHoMma, 6onee KoOMMakTHbIA, 4YeM SAM, 1cnofnb3yeTcs
07151 XpaHeHNs 1 aHam3a 60bLUNMX 06 bEMOB AaHHbIX CEK-
BeHupoBaHus; TXT (TekcToBbI hopmar, tab-delimited) —
Havbonee MPOCTOM U pacnpocTpaHeHHbI opmaT, co-
OEPXaLLUMA 3HAYEHNS 3SKCMPECCUMN AN KaxKAOro reHa
B KakOOM obpaaue, NOAXOANT ANns nMvnopTa B 60NbLIVH-
CTBO MporpamMm aHanmaa gaHHbix; CSV (comma-separated
values) — noxox Ha opmar TXT, HO padgeneHve 3Ha-
YeHWUN 3anaTbiMK, C LUMPOKOW nogdepkkon; SOFT (simple
omnibus format in text) — 6onee CTPyKTYpPUPOBaHHbIN
dopmart, 4Yem TXT/CSV, copepxawmin MeTagaHHble
0 nnatopme, obpaguax, a TakxKe [aHHble 3KCIPeccum
reHOB, YTO MO3BOMAET aBTOMaTU3NPOBaTb 06PabOTKY
N aHanm3 O0bLUOrO KOIMYEeCTBa OaHHbIX, PEKOMEHAYET-
CH, Kak nmpaBwio, AN KoMnaekcHoro aHanusa; MIAME
(minimum information about a microarray experiment) —
dopmat Ha ocHoBe XML, copgepxut Bonblue MeTafaH-
HbiX, Y4em SOFT, obecne4yvBasa MakcUmanbHytO BOCMPO-
N3BOAVMMOCTb W WUHTEPNPETUPYEMOCTb AaHHbIX, 4acTo
ncnonb3yeTcs ans obmeHa MHpopmMaLmen mexay 6asamm
OaHHbIX 1 NpuMmeHsieTcs ans aHannaa; TCB n EFO — dai-
bl Ana paboTsl B Binary Data nan gpyrom nporpaMmMHoMm
obecnederHun; RDF — dopmaT Ana npeactaBneHns B3a-
MMOCBSA3aHHbIX AaHHblX; XML — pasmedeHHbln dann,
KOTOPbIA MO3BOSSET OMNPEAeNsaTe U XPaHWUTb [AaHHbIE;
MIAIRR — Habopbl AaHHbIX, onpeaenstoLIme, Kakas UH-
dhopmaums gomKHa CONPOBOXAATL AaHHbIe penepTyapa

4 ArrayExpress: Functional genomics data. https://www.ebi.ac.uk/biostudies/arrayexpress (nata obpatlenus: 27.11.2024).
5 ENA: European Nucleotide Archive. https://www.ebi.ac.uk/ena/browser/home (nata obpatieHvs: 29.11.2024).
6 dbGaP (Database of Genotypes and Phenotypes). https://www.ncbi.nim.nih.gov/gap/ (nata obpatieHus: 29.11.2024).
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TCR/BCR, 4TOObl VX MOXHO ObIIO KOPPEKTHO WHTEP-
npetvposatb; YAML — CTpyKTyprpoBaHHasa 3anvcb WH-
tdhopmaumm; JSON — cTaHOapTHbIN TEKCTOBbLIM dhopmar
0N XPaHeHNsa 1 nepefadyt CTRYKTYPUPOBaHHbBIX OaHHbIX;
TAR.GZ — apxuB paHHbix; XLSX — pgaHHble B Buae Ta-
6nnupl; CEL — copep»xuT Bce TUMbl AaHHbIX, KOTOPbIe Mo-
nyYeHbl; TSV — TekcToBbI hopmat ansd npeacTaBneHns
Tabnuy, 6a3 pgaHHbIX; OWL — A3blk onmMcaHust OHTOIOMUN.

KOMIIOHEHTBI 1 CTPYKTYpA PEro3uTopus

OBbIMHO  PEno3nTOPU COCTOUT U3 HECKONbKUX KOM-
MOHEHTOB: 6as3a [aHHbIX — LEeHTpanbHOe XpaHuauLie
MHopMaunn, rOe XPaHATCsa [aHHble, Hampumep Mno-
cneposatensHocTn [OHK, npodwunmn aKcnpeccun reHos,
(heHOTUNMHECKMEe AaHHbIE, a Tak)ke MeTaaHHble 1 OHTO-
norun; Beb-nHTepdENC, MO3BOASIOLLMA MOMb30BaTENAM
nckatb, UILTPOBaTh, BbIFPY>KaTb, BU3yanM3npoBaTb
N aHanM3MpoBaTb AaHHble; CUCTEMA KOHTPOMS BepCul,
KOTOpasi MO3BOMISIET OTCNEXMBATb W3MEHEHUST AaHHbIX
N MeTafaHHbIX, a TakXXe BOCCTaHaBMBaTb npeablayLive
BEpCUM Npu HEOBXOAMMOCTHW; CUCTeMa YynpaBieHus [o-
CTYMNOM, KOTOpas ONPeAenseT, Kake Nonb3oBaTeny nme-
tOT JOCTYM K KaKM AaHHbIM, YTO OCOBEHHO Ba>KHO A4 3a-
LWMTbl KOHUOEHUMANBHOCTY NEPCOHANbHBIX AaHHbIX.

OTmMedaeTcs pasHoobpasne MeTagaHHbIX: B HEKOTO-
PbIX PEMO3NTOPUSAX COAEPKATCA AaHHbIE TOBKO MO CTpa-
He NpOXXMBaHNA NKOOEN, yHaCTBYOLMX B UCCNe0oBaHUY;
B APYrMX MOFYT codepkaTbes 6onee noapodHble faHHble,
HanpumMep O BO3pacTe, MOMe U STHUYECKOW NMpuHaanex-
HOCTW Mtofie, y4acTByOLLMX B UccneaoBaHn. OTaenbHO
cnegyet 0603HaYMTb PECYPChI, HanpaBeHHble Ha BU3ya-
NM3aUMIK0 FEHETUHECKMX OAHHbIX, TaK Ha3blBaEMblEe FEHOM-
Hble Bpay3epbl.

CTpykTypa 6a3 [gaHHbIX OblBaeT: LEeHTpanM3oBaH-
HOW (OOCTYMHOM ANS LMPOKOro Kpyra uccnegoBaTenen;
Kak NpaBWIio, Takom NOAXoM, MPUMEHSETCS B KPYMHbIX MEXX-
OyHapOAHbIX MPOeKTax); AeLeHTPanM30BaHHOM (AOCTYNHOM
TOMBKO A1 OFPaHNHEHHOr0 Kpyra Nonb30BaTeNen; Takom
NOAXOA MPUMEHSIETCS BO MHOIMX NCCNeaoBaTebCKX UH-
CTUTYyTax W yHmBepcuteTax). [MoMMMO 3TOro cnegyeTt OT-
METUTb, YTO MOMYT CO34aBaTbCs KOHCOPUMYMbI, 06beau-
HSIOLLIME YCUUS HECKOSBKMUX MCCNeoBaTeNbCKUX rpymn
051 CO3MaHVa 1 NOAAEPXKaHUs KpyrnHbIX 6a3  AaHHbIX.
[Mpwn Ntobo CTPYKTYPE PENO3NTOPUS BaXKHBIM 31EMEHTOM
CUCTEMBI ABNAETCHA COXPAHHOCTb AaHHbIX Ha MPOTSKEHNM
OJMTENBHOrO BPEMEHM, YTO OCOBEHHO BaXKHO AN AOArO-
CPO4HbIX MCCnepoBaHWin. B HacToAWMIA MOMEHT BCTpeYa-
eTCa NpUMeHeHNe 0BnadHbIX TEXHOMOMMA ANA XPaHEeHWs
FEHETUHECKNX 1 UMMYHOMOMMHECKNX AaHHbIX.

feHeTn4eckme Basbl AaHHbIX ABASOTCS (DyHOAMEHTOM
COBPEMEHHbBIX MEHOMHbIX WCCNefoBaHWn 1 NpeacTaBns-
0T COOOM OBLIMPHbBIE KOANEKLMN MHADOPMaLK O reHoOMe
YenoBeka, OpYyrMx OpraHnM3moB, BKJOYas Bapuaumm mo-
cneposatensHocTen OHK, nx 4acTtoTy B pasfnyHbIX Mo-
NyAsaUmsaX U CBA3b ¢ (EHOTUMMHECKMMM NPU3HaKamMn. ISTn
6a3bl AaHHbIX MOXXHO PasfenuTb Ha ABe OCHOBHble MOA-
kaTeropumn: obLume reHoMHble 6a3bl AaHHbIX (Hanpumep,
npoekT 1000 Genomes) 1 6a3bl faHHbIX FEHOTUMPOBAaHS
n heHoTUNMpoBaHus (Hanpumep, NHGRI GWAS) [6].

VimmyHOonornyeckme 6a3bl AaHHbIX (Hanpumep, IEDB)
NrpatoT KKOYEBYHO POJb B MOHVMAHUM MEXaHU3MOB yHK-
UMOHMPOBAHMST IMMYHHOW CUCTEMbI, KOTOpasa SBASETCS
CINOXKHOW CEThIO KNETOK, TKaHEeW 1 MONEKY/I, 3aLLMLLArOLLIAX

OpraHv3M OT MHMEKUMN 1 APpYrX yrpod. OTu 6a3bl faH-
HbIX MOXHO PasfennTb Ha cnepytoLlmne kateropum: 6asbl
OaHHbIX UMMYHHbBIX PeLenTopoB, 6a3bl AaHHbIX MMMYHO-
theHoTUNMpoBaHus [13].

MynbsTUOMUKCHbIE 6a3bl AaHHbIX MPEACTaBMAOT CO-
fon mHTerpatvBHble 6a3bl OaHHbIX, MOSYYEHHbIX C MO-
MOLLbIO Pa3MMYHbIX «OMUK»-TEXHOIOMWIA, BKOHasa reHo-
MUKY, TPAHCKPUNTOMUKY, NPOTEOMUKY N MeTabONOMUKY.
MpuMeHeHVe Takux 6a3 obecneqmBaeT 6onee MNOAHOe
NOHMMaHne BUONOMNYECKNX MPOLECCOB U CIOXHbIX B3a-
NMOZENCTBUI MEXAY Pa3HbIMU YPOBHSIMU BUONOrMHECKON
opraHvdauun (Hanpumep, npumMensietTcs B GEO) [8].

Penoantopun 06biMHO MPEAOCTaBNAAT OTKPbIThIA AO-
CTyN K AaHHbIM, XOTA MHOr4a MOryT OblTb OrpaHuYeHus,
CBSIBaHHbIE C KOHMUAEHUMANBHOCTBIO UM aBTOPCKMMM
npaeBamn. Tak>ke BCTPEHAIOTCA PENO3UTOPUMN CMELLIaHHO-
ro TMna, NPefoCTaBASoOLLME HAaCTb AaHHbIX B OTKPbLITOM
OOCTyne, a Apyryt 4acTb B 3aKPbITOM WM MAaTHOM [O-
cTyne.

B HeKOTOpbIX PenosnTopusax Mnoab30BaTenM MoryT
NPOBOANTL MOUCK MO Pa3fnYHbIM KPUTEPUSAM (HanpuUmMep,
TUN AaHHbIX, OpraHu3M, 3aboneBaHve) U BbIrpy>KaTb KX
018 ganbHenwero aHanmaa.

KoHvaeHumanbHOCTb aHHbIX

KoHpnaeHumManbHOCTb AaHHbIX B FEHETUYECKUX U UM-
MYHOOMMHYECKNX  PEMNO3UTOPUAX ABNAETCS KPUTUHECKM
Ba>kHbIM acnekTom. [ns ee obecrneveHns 1Cnonb3yeTcs
LEenbln KOMMIEKC Mep, HampaBfeHHbIX Ha 3aluTy nep-
COHasNbHOM  MHOPMaUMN  YHaCTHUKOB  UCCNEA0BaHUN.
OCHOBHbIMM Mepamu obecneveHnst KoOHPUAeHLUManbHO-
CTW SBASIOTCA: aHOHMMMW3aUMst OaHHbIX; arperaums gaH-
HbIX, KOrga AaHHblE HECKOMBbKMX NHOMBNOO0B OObeaNHSOT-
cs AN co3gaHvs 6onee KPynHbIX rpynmn, YTo 3aTpyaHseT
VMAOEHTUMUKAUMIO OTAENBHBIX YHaCTHUKOB; LUMdpOBaHME
OaHHbIX MPU XpaHeHuu Ha cepBepax U npu nepenade
MEX[y CUCTeMamK; MHOMOypOBHEBasi poJfieBad MOAesb
OOCTyna; MHorodakTopHasa ayTeHTUduKaums; normpo-
BaHMe OENCTBUN; OETEKUMUS MPUSHAKOB HECaHKLIMOHNPO-
BaHHOIrO OOCTyMa; CornaweHns O KOHPUOEHLUMAaNbHOCTY,
perynsipHble MpoBepky 6e30MacHOCTM Ha YS3BUMOCTY,
OOMOJSIHUTENBHO MOTYT NPUMEHATLCHA Mepbl MO OrpaHuye-
HNIO CpOKa XpaHeHWs OaHHbIX.

Puicku (hyHKLIMOHMPOBaHWST PENO3UTOPUER

OcCHOBHbIMX pUCKaMK MpK paboTe pPeno3nTopueB SBMS-
OTCS 3TUYECKME, MPaBoBble, buonordeckune [17]. Cnenyet
OTMETUTb STUHECKNE PUCKK, CBHA3AHHbIE C MOMyYeHUEM
FEHETUYECKMX U UMMYHONOMMHECKNX OaHHbIX B UCCNeno-
BaHWAX. Tak, Hanpumep, nNpu NpoBEAEHNN NCCe0BaHNS
FEHOMOB KOPEHHbIX HApPOAOB MPUOpPEXHOro 3SkBagopa
[18], amepukaHcKkmx nHaenues [19], yunTeiBas, 4To Uccne-
Oyemble KOropTbl SBASKOTCS  y3KOPaCMPOCTPaHEHHbIMM
N obnagatoT yHUKaSbHbIMU XapakTePHbIMU OTAUHMAMU,
Jaxke Mpu 1CMoNb30BaHWN CamblX COBPEMEHHBIX METO-
[0OB aHOHUMU3aLMM CyLLIECTBYET PUCK YTEYKW LaHHbIX.
HenpaBuibHOE MCMONb30BaHME TEHETUHECKMX OaHHbIX
Tak>Xe MOXKET MPUBECTU K IOXKHBIM BbIBOAAM 1 ANCKPUMM-
Hauum. A OTKPbITUE FEHETUHECKMX MaPKEPOB, CBA3aHHbIX
C OonpeaeneHHbIMN 3a60NeBaHNSAMN, MOXXET CMOCOOBCTBO-
BaTb CoumanbHOM cturMatmadaumn. MNpu aToM MOHOMNON-
3aUpMs reHETUHECKMX Y UMMYHOOMMHYECKINX faHHbIX MOXXET
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orpaHN41Tb AOCTYMN K BaXKHbIM MEANLIMHCKMM 1CcnegoBa-

HUSM 1 pa3paboTkam.

[MoMUMO MpoYero, B 30HE pUCKa HaxXOAMTCS BOMPOC
3alNTbl MHTENNEKTYanbHOM COOCTBEHHOCTM Ha MEeTodb!
MONyYeHUs: JaHHbIX 1 Ha caMul FeHeTUYeCcKMe U UMMYHO-
Nlorn4eckre OaHHble. [eHeTudYeckne AaHHble 4acTo pac-
CMaTpMBaOTCS Kak OTKPbITME ECTECTBEHHOMO SBNEHMS,
a He Kak 130bpeTeHe, YTO 3aTPyaHSAET X MaTeHTOBaHME.
BmecTe ¢ TeM reHeTnyeckme fgaHHble perynsipHo 06HOBMS-
tOTCS 1 JOMOSIHAIOTCS, YTO CO3[AaeT CNOXHOCTY B onpeae-
NEeHVN rpaHnL, UHTENNEKTYalbHOM COBCTBEHHOCTU. Takxke
CTOUT OTMETUTb, YTO B HACTOSLLUMA MOMEHT CyLLECTBY-
0T 3HAYUTENbHBIE OTIMHYMS B 3aKOHOOATENbCTBE PadHbIX
CTpaH, 4YTO 3aTpyOHSIET 3alUUTYy WHTENNeKTyalbHOn cob-
CTBEHHOCTU MEHETUHECKMX U UMMYHOOMMHECKMX OaHHbIX
Ha MEeX[yHapOoAHOM YPOBHe. 3alluTa UHTENNeKTyanbHOM
COBCTBEHHOCTW, OCHOBAHHOW Ha MEHETUHECKUX U UMMY-
HONOMMYECKMX AaHHbIX, MOXXET BCTyNaTb B MPOTUBOPEYME
C OpyrMMu npaBamu, TakMMM Kak MpaBO Ha Hemnpukoc-
HOBEHHOCTb Y4aCTHOWM >KM3HW N MPaBO Ha MH(OopMauuio.
CyLLECTBYIOT TakXe W TEeXHUYECKME CNOXKHOCTY, TaKune
Kak MOaeHTUdUKaUMS 1 OTCNeXuBaHWe AaHHbIX, 3alimTa
OT HECaHKLMOHNPOBAHHOMO NUCMONb30BaHNs. BO3MOXXHbIMM
peLLeHnsaMM 0603Ha4eHHbIX MPOBEM MOryT CTaTb:
® CO30aHMEe HEe3aBMCUMbIX  3TUHECKMX  KOMUTETOB

01151 OLLEHKM MPOEKTOB, CBA3aHHbIX C MCMOb30BaHNEM

rEHEeTUYECKMX AaHHbIX;

® [OBbILIEHNE  OCBEOOMSIEHHOCTN  OBOLLIECTBEHHOCTU
0 BaXKHOCTU 3alLUTbl FEHETUHECKNX U UMMYHOSIOTNYe-
CKUX JaHHbIX 1 CBSI3AHHbIX C 3TUM 3TUYECKMX Npobne-
Max;

® perfameHTaumns OTKPbITOro AOCTyNa K reHEeTUHECKNM
OaHHbIM NS YCKOPEHWS Hay4HbIX WUCCNenoBaHWUM
1 NpefoTBPAaLLEHNS MOHOMOIM3aLMN;

e pas3paboTka rMMOKNX NNLEH3MOHHbIX COrnalleHun, Ko-
Topble Obl obecneymBany 6anaHCc Mexxay 3alluuTown
WNHTENNEKTYaNbHOM COBCTBEHHOCTU 1 OBLLIECTBEHHbIM
OOCTYMOM;

® Cco3daHne MeXAyHapOoOHbIX COornalleHu 1 cTaHgap-
TOB 01 PErynnMpoBaHns 3allyTbl UHTENNEKTYabHON
COBCTBEHHOCTU Ha reHeTUYeCKne AaHHbIE.

OCHOBHblE BMOMOrNYECKNE PUCKM CBSA3aHbl C HEKOH-
TPOANPYEMBIM BbIMYCKOM FEHHO-MOANMDULIMPOBAHHOM M-
LeBOW NPOAYKLNK; PefaKTMPOBaHNEM reHOMa HYeNoBEKa,;
cosgaHveM buonorndeckoro opyxus [17]. B Poccun npo-
Leaypbl BbiMycka MeHHO-MOAMMULIMPOBAHHOM MMLLEBOM
NPOAYKLIMN HOCAT paspeLunTesnbHbIA NOPSAOK Ha OCHOBE
JNMLEH3MPOBaHWS, cepTUdUKaLMM N PerncTpaLmm reHHo-
MOANMDULMPOBAHHBIX OPraHM3MOB, a TakXe KOHTPONS.
B Poccuiickon ®egepaumv B YrofiloBHOM KOAEKCe ornpe-
[OeneHbl MONOXEHWS, perynpytoLLme cepy OTBETCTBEH-
HOCTW 3a COo3[aHne W 1CMoSfib3oBaHMe BMONOrMYEeCKOro
OPYXKSi.

FeHeTUYecKune peno3nTopun Ha TeppuTopUn
Poccuiickoin ®epepauun

Poccuiickne penosnTopun FreHeTUHEeCKX U UMMYHOMO-
MMYECKMX AaHHbIX He Oblv BKIIKOYEHbI B MCCeaoBaHve
BBUAY HECOOTBETCTBUS KPUTEPUSIM OTOOPA, OAHaKO WX

YyNOMUHAHVe HEOOXOAMMO A5t (DOPMUPOBAHUS LIENOCTHO-
ro NpeacTaBneHNs O pa3BUTUN HaNpPaBNEHNSA Ha TEPPUTO-
pun Poccurckon ®egepaupmn.

B Poccurckon ®egepaumy akTMBHO pa3BUBaETCSA Ha-
npaBJieHne reHeTUHeCKX NCCNefoBaHWn, B CBA3U C YeM
BO3HMKaET PAL BaXKHbIX BOMPOCOB, CBA3AHHBLIX C XpaHe-
HWEM, VICMOJSIb30BaHNEM U 3aLLMTON FeHEeTUHECKUX OaH-
Hbix. B 2019 rogy 6bina ytBepxaeHa denepanbHasa Ha-
YYHO-TEXHMYECKad nporpaMmMa «PasButmne reHeTu4ecKmx
TexHonorum»", 3ta NporpamMmma HanpaesieHa Ha pasBuThe
reHeTN4eCKnx TexHonornn B Poccuun. Tak, B pamkax npo-
rpammbl Obi 06pa3oBaHbl TPW LEHTPA FEHOMHbBIX UCCe-
LOBaHVN MUPOBOIO YPOBHS.

B Poccun cyLuecTByeT HECKONBKO OTKPbITbIX MEHETU-
YeCKVX PenosnTopreB, AOCTYMHbIX 419 UCCneqoBaTenen.
B 2021 rogy LleHTp Genetico v nabopatopua Cepbanab
B cOTpyaHu4ecTBe ¢ VIHCTUTYTOM BUOMHDOPMAaTUKK CO3-
hann 1 pasmecTuiv B OTKPbITOM LOCTYMNe MepByto POoC-
CUNCKYIO 6a3y AaHHbIX MEHETUYECKMX BapuaHTOB U X
BCTPEYaEMOCTU B poccumnckon nonynaumm — RUSeq. 91a
6aza cogepXMT MHPOPMALMIO O MEHETUYECKUX BapuaH-
Tax, BblIABNEHHbIX ¥ 6onee 6000 4enoBek. CnenyeTr OT-
METUTb, YTO, Kak N B OOMbLUMHCTBE 3apyDexHbIX Perno-
auTopues, B RUSeq xpaHaTcs aenepcoHanManpoBaHHbIie
OaHHble [20].

Tak>ke cyllecTByeT HaumoHanbHbIM arperatop OTKpbI-
ThIX PENO3UTOPNEB POCCUNCKUX yHMBEpcuTeToB (HOPA)®,
KOTOPbIN OObeAUHAET pe3ynbTaTbl UCCNefoBaHun pPocC-
CUMCKKX YHYEHbIX M MPefocTaBnsgeT OOCTyn K marepua-
nam, onybnmkoBaHHbIM B OTKPbLITOM AocTyne. Ha 6ase
Bcepoccuickoro  MHCTUTYTa TeHEeTUHECKMX PEecypCcoB
pacTteHun nmeHn H.N. Basunosa (BVIP) Takxke ocyLuecT-
BNsieTCcA cOOp, XpPaHEHUE U NIYHEHNE MEHETUHECKUX pe-
CYypPCOB pacTeHVn 1 NPefoCTaBAsAeTCa AOCTYMN K KOMJIEK-
LUMAM VHCTUTYTA 14 Hay4YHbIX NCCNeaoBaHNN.

B 2024 rogy BCTynun B CWly 3akKOH O CO34aHVN
HaumoHanbHom 6a3bl reHeTu4eckom uHgopmaumn'® —
rocy0apCTBEHHOM MH(POPMALMOHHON CUCTEeMbl AN obe-
CcneYeHns HaumoHanbHOM 6e30MacHOCTN, OXpaHbl »KU3HM
1N 300pOBbst rpaxgaH. OHa rapaHTuMpyeT CyBepeHUTeT
B chepe XpaHeHUS U UCMOSIb30BaHNA MreHEeTUHECKMX OaH-
HbIX, a Tak>Ke 0OMEH MHopMaLIEN MeXay rocyaapCTBEH-
HbIMW OpraHamm un obnagaTensmm COOTBETCTBYIOLLEN
nHopMaum. STO MO3BOANT MPOBOAUTL MacLUTabHble
reHeTN4ecKne 1ccnenoBaHvs 1 pagpabaTbiBaTb HOBblE
METOAbl ONArHOCTUKL U Tepanuu 3aboneBaHui, pasBu-
BaTb (hapMaLeBTUHECKYIO MPOMBILLIEHHOCTb M MOBbLILLATL
Ka4eCTBO MEeVLIHCKOM NMOMOLLM.

B nepuog 2020-2024 rr. B ®MBA Poccun 6bina pas-
paboTaHa ogHa U3 KpynHenLwnx B Mmpe «basa gaHHbIx no-
NYNSUMOHHBIX 4aCcTOT MEHETUYECKMX BapuaHTOB», B KO-
Topon copepxatcst gaHHble 120 000 ycnoBHO 340P0BbIX
nogen, a Takxke MHhopmMaumsa o bonee 4em 550 000 000
YHVIKaJIbHbIX MTEHETUYECKNX BapuaHTax 1 nx pacnpocrpa-
HEHHOCTM B poccuinckom nonynaumn. Cnegyet OTMETUTb,
4YTO CTPyKTypa aToM 6asdbl AaHHbIX LEHTPann3oBaHHas
1 aHanormyHa MeXXayHapoaHbIM PEMO3NTOPUSIM.

CyuwlecTByeT HaumoHanbHas reHeTnyeckas VHULM-
atmea «100 000 + HA» — yHMKaNbHbBIA POCCUNCKNA MPO-
€KT, Hanpas/IeHHbIA Ha yNy4LLeHe METOL0B ANarHOCTUKM

7 depepanbHan Hay4HO-TEXHUYECKas nporpaMma pasBuTUS reHeTUHecKKX TexHonormin Ha 2019-2027 rogpl. http://government.ru/docs/36457/ (nata obpale-

Hus: 29.11.2024).

18 «HauwoHanbHbIn arperatop OTKpbITbIX penoauTopres» (HOPA). https://www.openrepository.ru/ (nata obpatueHus: 29.11.2024).
1 HauvoHanbHas 6a3a reHeTudeckon nHdopmauwn. http://nreki.ru/product/mic-izvestiya/-48080.shtml (nata obpatuenus: 29.11.2024).
20 Basa AaHHbIX MOMyNALMOHHbIX YaCTOT reHeTUHeCKUX BapuaHToB. https://nir.cspfmba.ru/info (nata obpatuenws: 29.11.2024).
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N Tepanuu HaCNeACTBEHHBIX W OHKOMOrMYECKNX 3abone-
BaHWin nytem onpegenenvs reHotunos 100 000 poccusH
N3 Pa3HOOBPAa3HbIX reorPaUHECKINX PEMMOHOB N Pa3HbIX
nonynAuMi N NOUCKa FEeHETUHECKUX BapUaHTOB, KO-
TOopble BCTpevaroTcs Ha Tepputopun Poccun, obobuie-
HUS UX CXOACTBA M BbISIBNEHVS pasnuyunii®’. VHnumaTtnea
«100 000 + 9» peanusyetca Ha 6aze OO0 «buoTek
kamnyc» 1 Obina paspabotaHa coBmecTHO [MAO «HK
«PocHed®Tb» 1 MI'Y nm. M.B. JTomoHocoBa.

OToenbHO cnegyeT OTMETUTb POCCUNCKUIA  PEecypc,
BHegpeHHbin PMBA Poccun, — HauvoHanbHbIn  WH-
(hopMaLMOHHbBIN PEeCYpPC, COAepXalluii CBELeHNS O TMo-
NYNALUNOHHBIX UMMYHOSIOTMYECKUX N TEHETUHECKUX UC-
cnefoBaHnsAx, NpoBodMMbIX B Poccuinckon ®epnepaumn.
CeefgeHnsa 0 Taknx NCCNefoBaHNgaX COaep)kaT pesybra-
Tbl Hay4HO-UCCNEAOBaTENBCKMX PaboT, HanpaBieHHbIX
Ha nofyYeHne mHpopMaLmm, HEOTHEMIIEMO CBS3aHHOM
C MOJEKYNSAPHO-FEHETUHECKMN OCOBEHHOCTSMN YeNoBe-
Ka, CMOCOBCTBYHIOLLMX U3YHEHMIO MoKa3aTenen CoOCTOAHNS
30P0Bbsl, (POPMUPOBAHNIO MPOrHO3a pUCKa PasBUTUSA
XPOHUYECKMX 3aboneBaHui, a Take oueHKe (yHKLMO-
HaJlbHbIX OCOBEHHOCTEN WMMYHHOW CUCTEMbI YenoBeka
B HOPME U1 MpW NaToNOrMHYECKUX COCTOSHNSX. B Mupe cy-
LLeCTBYET AOCTAaTOMHO MHOFO Pa3pO3HEHHbIX PEeno3nTo-
pUEB, COOEPXKALLMX FEHETUHECKNE U NMMYHONOrNHYeCcKmne
OaHHble, ogHako pecypc ®PMBA Poccun aBngeTca yHU-
KanbHbIM peLleHeM, NPeAOoCTaBASIOLMM BOSMOXHOCTb
KOMIMJIEKCHOIO aHanmMsa CBefeHUn O B0SbLLIOM KOofn4e-
CTBE WCCNeOoBaHUM B eOMHOM LnPPOBOM MHTepdelice.
QYHKUMOHMPOBaHME 3TOro pecypca B OydyLleM MOXeT
NO3BOIUTL YCKOPUTL (HOPMUPOBaHME Konnabopauuii Ha-
Y4YHbIX KOMIEKTUBOB Ha OCHOBE aHanM3a 1x KOMNeTEHLMIA
1 OMbITa B MPUMEHEHUW NMePEeAOBbIX METOAOB MPOBEAEHUS
FEHETNYECKNX Y UMMYHONOMMYECKNX NOMYNALIMOHHBIX UC-
CnegoBaHNMin, 4TO MOXXET CMOCOBCTBOBATL Pa3BUTUIO Hay-
K1 B 06/1aCTV 34PaBOOXPaHEHNS Ha HALMOHAIbBHOM YPOB-
He. B HacTosWmMA MOMEHT aHanork NogobHoro pecypca
Ha TeppuTopun Poccuinckon @efepaum OTCYTCTBYHOT.

MoMmMMo mpo4ero, B Poccun akTMBHO pas3BMBAaETCS
ceTb 6uobaHKoB. brobaHk — 3TO Peno3nTopun, KOTOPbLIN
B TOM 4MCNe COAepXuT Buonormdeckne obpasLbl Yeno-
BeKa (KpOBb, CIIIOHY, TKaHW) U CBA3aHHbIE C HUMW reHe-
TUdeckne AaHHble. [na kaxaoro 6uobaHka Heobxodum
KOHTPOMb KadecTBa. Hanpumep, Takne 6rnobaHkmn cosna-
Hbl Ha 6azax: PIrBY «HMUL| TMM» MuHsgpasa Poccumn??,
OreyY «HMULL num. B.A. Anmazosa» MuHsgpasa Poccun®®
n lMepgoro MIMY um. NM. CeveHoBa MwuH3OpaBa
Poccun?, Broobpaslbl 13 3Tux 61obaHKoB MCMOSb3Y-
OTCH N9 NPOBEAEHNS Pa3NnYHbIX UCCNEAOBaHNI, BKIIO-
4as U3ydeHre reHeTUHECKNX BroMapkepos 3aboneBaHnii
1 pa3paboTKy HOBbIX NIEKAPCTBEHHbIX MpenapaToB.

B pabote aHanuavpoBany WHPOPMAaLIMIO UCKIHO-
4UTENbHO M3 OTKPbLITbIX a3 AaHHbIX 6e3 y4eTa penosu-
TOPUEB C 3aKpPbITbiIM AN YYpexaeHnn n3 Poccuinckomn
denepaunm 1 NaaTHbIM OOCTYMNOM, YTO SBASETCH OCHOB-
HbIM OrpaHu4YeHeM NPOBEAEHHOMO NCCNe0BaHNS. Takxe
MOXXHO OTMETUTb, YTO B 3a4a4/ NpeacTaBneHHon paboTsl
He BXOOWIO MPOBeAeHNe aHanmMsa u yCTaHOBNIEHNE OCO-
OEHHOCTEN BCEX CYLLECTBYIOLLMX PEMO3UTOPUER, B CBA3M

C YeM B MccrefoBaHve Oblf BKIKOYEH TObKO Psif, penosu-
TOpWeB C BOMbLUMM KOMMYECTBOM XOPOLLO JAOKYMEHTUPO-
BaHHbIX JAHHbIX.

CTranpaptnsaumns peno3ntopreB reHETUHECKIX AaHHbIX
nrpaeT KMoYeBYHO Posib B 0B6ecneYeH COBMECTUMOCTU,
BOCMPOM3BOAMMOCTN U 3(MIEKTUBHOIO MNCMONB30BaHMIS
MH(POPMALIN, TaK Kak YHU(PULMPOBaHHbIe hopmMaTtel xpa-
HeHus, Takne kak FASTQ pnsa nocneposatensHocteln, VCF
0N reHOMHbIX BapuaHToB 1 BAM/SAM anst BblpaBHMBa-
HUM, MUHUMUSUPYIOT PUCKN OLUMBOK MpW aHannae, a nog-
Jeprkka 0bnadHbIX MHTerpaumin 1 otkpbiTbix API (Application
Programming Interface, wnHTepdenc nprknagHoro npo-
rpaMMM1POBaHKS) MO3BOMSET MacLITabupoBaTb MUCCNEno-
BaHus, ma3beras py4yHoOro ckadmBaHus 60MblMX 06bEMOB
OaHHbIx. CTaHOapTbl MeTafaHHbIX rapaHTUPYHOT MOAHOTY
onncaHna 0bpasuoB (MCTOYHVIK, MEeTOObl CEKBEHMPOBA-
HUS), YTO BaXKHO 17151 KOPPEKTHOIO CPaBHEHNS PE3YNLTaTOB
MeXay pasnuYHbIMX MccnegoBaHuaMn. EguHble GronH-
hopmaTnHeCKe NPOTOKOSbI CHXKAKOT BapUaTBHOCTb 0O-
paboTKM faHHbIX. Be3 Takon cTaHgapTU3aUMn MHTErpaums
MacLLTabHbIX MPOEKTOB, Taknx Kak IGSR, ¢ KNNMHUYECKMM
6azamu 6bina 6bl HEBO3MOXKHA, YTO CYLLECTBEHHO 3ame[-
VNo 6bl NAEHTUUKALMIO NaTOreHHbIX MyTaLWii 1 pasBu-
TVE NePCOHaNM3MPOBAHHOM MeauLVHbl. B HacTosLLee Bpe-
MS1 MPOBOANTCS PSL, UCCNEeA0BaHNA C LIENbIO ONTUMM3aLMM
hopmMaToB XpaHeHWs1 FEHETUHECKIX AaHHbIX [21] 1 npoTo-
KOJOB VX BronHopMaTUHecKkon obpaboTku [22].

CnenyeTt OTMETUTb, YTO COBMECTHOE XpaHeHue reHe-
TUHECKUX U UMMYHOMOMMYECKUX [daHHbIX YCMeLHO pea-
Nn3yeTcd B crieaytowmx penosutopusax: Allele Frequency
Net Database, FHLdb, AIRR Data Commons, EGA, I[EDB.
HeobxoaMmMo MnoayvepkHyTb, 4TO paspaboTka eauHOro
MWPOBOrO PenosnTopusa C BO3MOXXHOCTBIO MHTEerpaumm
MOAYNEN, coaepKalLMX CTaH4APTU30BaHHbIE Pe3ybTaThl
reHEeTUYECKNX U MOMNYASLMOHHBIX MMYHOMOMMYECKNX UC-
CNnegoBaHnii, MOXXET OKadaTb 3HAYMMOE MONOXKXUTENBHOE
BVSIHWE Ha pas3BUTUE MEAMLMHBLI 1N MPUBECTU K YCKOpEe-
HUIO TEXHOSIOMMHYECKOro Nporpecca.

OTHECKOEe perympoBaHrie reHeTUYecK X nccnenoBa-
HWU HaNpaBneHo Ha 6anaHc MeXay Hay4YHbIM MPOrPECCOM
1 3aLIMTON NpaB Ntoaen, Bkovas obssatensHoe nony4ye-
HWe MHOPMMPOBAHHOIO COrnacKs, rapaHTU aHOHUMHO-
CTW AaHHbIX W NPeaoTBpaLleHne BO3MOXHOM ANCKPUMM-
Hauwun. MNpu aToM 0cob0e BHUMaHNE YOENAETCS YA3BNMbIM
rpynnamM (KOPeHHbIM HapodaMm, nauveHTam C  pPeakimm
3a60/1eBaHVAMY), Ybl [AaHHble MOryT OblTb MCMONB30Ba-
Hbl TOSIbKO MPW YCOBUKN MX MPSMOro y4acTus B MPUHATM
pelueHnin. CoBpPEMEHHbIE BbI30Bbl, TakKMe Kak PUCK pe-
naeHTUUKaLUMM aHOHUMHBIX FEHOMOB W MPUMEHEHME
NCKYCCTBEHHOro MHTennekta B aHanuse [OHK, TpebyioT
MOCTOSIHHOrO OOHOBEHNSI MPAaBOBbIX HOPM W YCUNEHUS
Knbepbe30nacHOCTN A1A COXpaHeHWsa 0oBepus obLLecTBa
K reHeTudeckum wuccnenoBaHusM. CyllecTByeT MHeHue
0 TOM, YTO 3TUHECKIE KOMUTETbI AOSKHbI METL 6onee 3Ha-
YAMbIN BEC, YeM B HaCTOSLLUMIA MOMEHT [23]. BaxkHO oTme-
TUTb, YTO 3aLUMTA OT STUHECKIX PUICKOB SBNSIETCA aKTyaslb-
HOW TemMon 06Cy>KAeHN Kak B Poccum, Tak 1 3a pybexom.

Ha Tepputopun Poccuiickon depepaunn reHeTuqe-
cKas MHhopMaLVvsa 1 onpeaeneHre ee NpaBoBOro pexxnMa

21 HaumoHanbHas reHeTudeckas nHumatyiea «100 000 + S». https://www.biotechcampus.ru/ (nata obpatieHus: 29.11.2024).

22 BrobaHk Ha 6ase OrBY «HMULL TMM» MuHsapasa Poccuu. https://gnicpm.ru/scientific-directions/biobank.html (aata obpatuenus: 29.11.2024).

2 BrobaHk Ha 6ase OrBY «HMULL um. B.A. Anmasosa MuHaapasa Poccun. http://www.almazovcentre.ru/?page_id=69701 (nata obpatieHns: 29.11.2024).

24 BuobaHk Ha 6ase lMepsoro MIMY um. V.M. CedeHoBa MuHagpasa Poccun. https://www.sechenov.ru/pressroom/news/zamorozhennaya-kollektsiya-kak-
sechenovskiy-universitet-sozdaet-biobank-dlya-nauchnykh-issledovaniy-/ (nata obpatueHus: 29.11.2024).
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perynupytotcs PefepanbHbiM  3aKOHOM OT 3 Aekabps
2008 . Ne 42-03%, B COOTBETCTBUM C KOTOPbIM FEHOM-
HYIO MHOPMaUMIO ONPedensoT B Ka4ecTBe nepcoHaslb-
HbIX OaHHbIX, BKIIOHAIOLMX KOANPOBAHHYIO MH(OPMAaLO
00 onpeaeneHHbIx (hparmeHTax Ae30KCUPUOOHYKNENHOBOM
KUCNIOTbl (PU3NYECKOro fiMLa WM HEeOMO3HAHHOIro Tpyna,
He XapakTepu3ytoLLme nx (On3MoorM4eckme 0COBEHHOCTH,
n denepasnbHbIM 3akoHOM 0T 27 1ionst 2006 1. Ne 152-032%6,
B COOTBETCTBUN C KOTOPbIM MrEHOMHasA MH(OpMaLMA TECHO
CBA3aHa C Karteropuer GUOMETPUHECKMX MEepPCOHasbHbBIX
JaHHbIX (CT. 11) n TpebyeT odhopMeHVsa cornacus MHOVBK-
Ja Ha ee nocneaytoLLyto 0bpaboTky 1 pacnpocTpaHeHne
(cT. 7). OgHaKo CyLLEeCTBYET MHEHME O TOM, YTO HEKOPPEK-
THO OTHOCUTb FEHETUHECKYIO NHAOPMALMIO TOMBKO K Nep-
COHaJlbHbIM AaHHBbIM, MOCKOSbKY ObnagaTensMn OaHHOM
NHOPMaLIM ABNSKOTCA HE TOSBKO Camo ML, MPUHSBLLEE
y4acTve B WUCCNedOBaHWM, HO W ero reHetTndeckre pofa-
CTBEHHUKN [24]. B CBA3M C 9TUM NpeacTaBnseTcs Leneco-
06pasHbIM Ha 3aKOHOZATENbHOM YPOBHE OonpedeneHne re-
HETUYECKOM MHOPMaLMK B Ka4eCTBE CaMOCTOATENBHOIO
BMAA AaHHbIX. [locne dhopMmMpoBaHnst Takoro onpeaeneHns
BO3HVKHET HEOBX0OMMOCTb AallbHENLLEro 3akoHoaaTeb-
HOro perynmpoBaHns 0bpaLLEeHVs C reHeTUHEeCKo MHAOoP-
Mauvenn. CTOUT MOAYepKHYTb, YTO MHOMMe POCCUNCKME
aBTOPbI Hay4HbIX MyGAnKaumi OTMeHatoT HeobxoaMMOCTb
YCOBEPLLEHCTBOBAHWSA HOPMaTMBHO-MPaBoBOM 6a3bl, Ha-
NPUMEP B HaCTW MFEHETUHECKOM NacnopTU3aLmy HaCceNeHms
[25], 3alTbl FEHETUHECKX AaHHbIX [26] nnv passuTug re-
HOMHOrO npasa [27].

[laTeHTOBaHWe TeHETUHECKNX MOCNenoBaTeIbHOCTEN
Kak BeLlecTBa AOMYCTUMO, HO COMPSPKEHO C pUCKamu
OybnvpoBaHWs MpaB Ha WOEHTWYHblE MOCnenoBaTeslb-
HOCTW, YTO TPEebyeT OrpaHnyeHust abCOMOTHOW 3alluThl.
AnsTepHaTVBa — MaTeHTOBaHNE KOHKPETHOIO MPUMEHEHNS
nocnefoBaTeNlbHoOCTY (HanpUMep, TepaneBTU4eCKOro MeTo-
[0a), TpebytoLLiee MexayHapOaHOM rapMOHM3aLIM 13-3a KOH-
HMKTOB MHTEpPecoB. CoBpeMeEHHbIE HOPMbI (HOKYCUPYIOTCS
Ha NPOMbILLNEHHON MPUMEHUMOCT, 0B513bIBas PacKpbIBaTb
YHKUMOHABHYKO aHHOTALMIO FeHa, @ He TOSTbKO ero CTpykK-
Typy. Pexxvm Hoy-xay XOTs M BO3MOXEH, HO OrpaHu{1BaeT
JOCTYN K [AaHHbIM, MPensTCcTBYS HayYHbIM MHHOBALMSIM,
N MasoONpuBIIEKATENEH 13-32 OTCYTCTBUSA WUCKIIIOYUTENb-
HbIX MpaB. Takxe CyLLeCTBYET MHEHME, YTO HEeOBXOANMO
Bonee YeTKoe padrpaHHeHe NOHATUN «OTKPbITUE» W «30-
OpeTeHne» B 0ONacTX FEHETUHECKUX WUccneaoBaHuin [28].
B 60nbLUMHCTBE NPaBOBbIX CUCTEM, BKIIKOHAS POCCUNCKYHO,
B HaCTOsILLiEee BpeMS MPU3HAETCSA NPUHLMNAansHas BO3MOX-
HOCTb MaTeHTOBaHWSA reHa (HacTu reHa), HO Mpw onpeneneH-
HbIX YCOBUSX, YCTAHOBIIEHME KOTOPbIX MPU3BaHO He [OomMy-
CcKaTb MOHOMONM3ALIM 3HAHVA O MPUPOAE.

BbIBOAbI

B nponrocpo4Hon nepcnekTnee pa3BuTne reHeETUYECKMX
1N NONYNSUMOHHBIX MMMYHONOMMYECKUX UCCNeaoBaHnii
JNnteparypa / References

1. KodvetoBa OB, AszaneranHosa [LU, KopbiuHa [,

Mopyroea TB, boboenosa OB. Ponb reHOB MMMYHHOIO OT-
BETa B pasBUTUN caxapHoro amabeta 2 tuna. MeguumHa.

NO3BOJINT 3HAYUTENBHO YYYLINTbL 340P0BbE Hacene-
HWS M MNOBbLICUTb Ka4eCTBO >XN3HWU. MexxayHapoaHble
PENO3UNTOPUMN FTEHETUHECKNX AaHHbIX MUrpatT Ktode-
BYIO POJIb B PasBUTUM COBPEMEHHOW MeaMLMHBbI 1N Ha-
VKW, MpeaocTaBnsas uccrnegoBatensaMm A0CTYNn K 0O0b-
eMHbIM 6asaM faHHbIX ONS U3Y4YeHUs TeHeTU4eCKOM
N3MEHYUBOCTW, MPeapacnofioXKEHHOCTW K 3abonesa-
HMAM 1 peakunn Ha nederHune. OgHako Ons addek-
TUBHOIO MCMONb30BaHUA 3TUX AaHHbIX HeobXOoAUMO
pewnTb NPobneMbl, CBA3aHHbIE C MOBbILLEHNEM Kade-
cTBa M 6e30MacHOCTN XpaHuMon mHdopmMaunn, obe-
crneYeHneM KoHMpuaeHUManbHOCTW, CcTaHgapTu3aun-
el MeToOAMYEecCKUX pelleHnin ans ynobcTBa aHanmaa
N MHTEpPNpeTaLnn AaHHbIX crneumanncTamMy WUpOoKoro
npodunga, B TOM 4Mcne He obnagatowyMmn HaBblkamm
nporpaMMmnpoBaHna (MONIEKYNSAPHbIE BMONOMK, Bpayn
n ap.). NocToAHHOE pasBuUTUE TEXHONOTUIA 1 MOABEHNE
HOBbIX CTaHOAPTOB MO3BONAIOT PEMO3UTOPUSM CTaHO-
BUTbCA BCce 6onee apeKTUBHbIM U YAOOHbLIM VHCTPY-
MEHTOM ANns nonb3osatenen. C TOUKN 3peHns pasBnTus
pPeENO3NTOPMEB MNEPCNEKTUBHOW NpeacTaBnseTcsa pas-
paboTka MHTerpayMoHHOro MOayna ANA NPUMEHEeHWs
npu 06paboTke M aHHOTaLMW AaHHbIX UCKYCCTBEHHOIO
MHTENNEeKTa CO CTaHOapTU3NpPOBaHHbIMK MPOTOKONAa-
MU. VIcnonb3oBaHWe Takoro Moayns Ans aHHoTauuu
OaHHbIX 1 aBTOMaTM3aLMm aHann3a Nno3BONNT YCKOPUTb
06paboTKy MHopMaLK 1 NOBbICUTb 3((HEKTMBHOCTb
NCNONb30BAHNA MACCUBOB XPaHUMbIX OaHHbIX. Takxke
pa3BUTNE TEXHOMOMMN KOHMUOEHUMATbHOMO aHanmMaa
OaHHbIX, Takux Kak enepaTnBHOE OOyYeHne UCKYC-
CTBEHHOro MHTEeNNeKkTa, 0becnednT BO3SMOXKHOCTb CO-
BMECTHOIO MCMNOMb30BaHNA AaHHbIX 6€3 1X nepegadn
TpeTbuMm nuuamM. CoBeplleHCTBOBaHME Peno3nTopmeB
OaHHbIX CNOCOOCTBYET BHELPEHNIO PE3YNLTATOB reHe-
TUHECKNX U UMMYHOOMMYECKUX NCCNEO0BaHUN B Npak-
TUHECKYO MEeaULMHY.

3HaunTENbHbIA 0ObEM TEHETUYECKUX AaHHbIX, Ha-
KOMMEHHbIX B Poccun B peaynstate npoBedeHVsi OKO-
no 15 000 Hay4HO-uccnemoBaTenbekux pabdot ¢ 2010
no 2025 roa, NOAYEPKMBAET HaCYLLHYHO HEOBXOOAMMOCTb
CO30aHVIs U pasBUTUSA HaLMOHAabHbBIX FEHETUHECKIX U M-
MYHOJOMM4YECKNX peno3nTtopmes. ShdeKTUBHOE NCMONb-
30BaHVe 3TUX JaHHbIX KparHe BaXkHO, MOCKOSbKY aHanms
FEHETNYECKOM N VMMYHONOMMYECKOM MHopMaumm mno-
3BONGET ryboKe MOHATb OCHOBbI 3aboneBaHWi, ycoBep-
LEHCTBOBATb OLIEHKY PUCKOB, pa3paboTaTb HOBble Me-
TOAbl AMArHOCTVIKK, MPOMUIaKTUKK, Tepanum 1 co3faTb
VMHHOBaLMOHHbIe nekapcTea. [Mpy STOM ANs MOBbILIEHVS
MEXOYHapPOAHOW KOHKYPEHTOCMOCOOHOCTM U BKaga
POCCUNCKNX PENO3UTOPUEB B rNobasibHble MCCAe0BaHms
cnepyeT NpeaycMOTPETb MEXaHN3Mbl YaCTUYHOMO OTKPbI-
TOro A4OCTYyNa K aHOHUMN3MPOBAaHHBIM 1 arperpoBaHHbIM
OaHHbIM OTEYHECTBEHHbIX PEMO3UTOPVEB, a TakxXXe npopa-
6oTaTtb BO3MOXXHOCTWU WHTErpaLum ¢ MeXayHapOaHbIMM
6azamu gaHHbIX.
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