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MUWPOBbIE PENO3UTOPUWN, COOEP>KALLME CBEOEHUA M) Check for updates

O PEIYJNIbTATAX NOMNyNAUNOHHbIX UMMYHOJIOTMYECKUX
N TEHETUMECKUX UCCIEAOBAHUIA

Al Tutosa™, T'A. Tpycog, A.B. Baés, [1.B. CocuH, [.H. Hevaes, A.H. Jlomos, B.B. Makapos, B.C. tOguH, C.M. FOguH

LleHTp cTpaTerni4eckoro naHMpoBaHns 1 ynpaBieHs Meamuko-01oNorM4ecKnuMm puckamm 3aopoBbio PedepanibHOro Meamko-
6uonorundeckoro areHTcTea, Mocksa, Poccust

BeepeHune. bnarogapsa akTMBHOMY pasBUTUIO MyNBTUOMUKCHbBIX TEXHONOMUIA NCCNELoBaTENM NONyHatoT BCe O0MbLLIE CBEOEHNI O reHeTn4e-
CKMX 1 IMMYHOJIOMMHECKIMX AaHHbIX YenoBeka. [ns cuctemarnsaumm 1 xpaHeHnst Takoro poaa MHopmaummn UCnosb3ytoTcs peno3nTtopumn,
YTO YCKOPSIET MOUCK 1 NCMOMb30BaHME CBEAEHNUI 015 HAyHYHbIX MCCNEA0BaHUA 1 PeLLeHVs NPUKNadHblX 3aaaq B 061acTi MeguLMHBbI.
Llenb. MpoBecTn aHann3 MMPOBOro OMbITa 3KCMlyaTaLmmn Peno3UTOPUEB FEHETUHECKIX 1 MIMMYHONOMMHYECKIX AaHHbIX YeNoBeKa AN1A onpe-
JeneHns nx OyHKLMOHaNbHbIX OCOBEHHOCTEN 1 POV B Pa3BUTUM MOMYASLMOHHON UMMYHONOMU 1 FEHETUKU.

O6cyxaeHue. [NpoaHanna3npoBaHbl HyHKLMOHaNbHbIE OCOOEHHOCTY PEMNO3UTOPUER MTEHETUHECKNX N UMMYHOIOTMYECKMX AaHHbIX. [JaHHble
0 PENO3UTOPUAX, BKIIKOHEHHbBIX B UCCNEA0BaHMe, Oblv MONy4YeHbl U3 OTKPbIThIX ICTOYHUKOB. [1poLiecc oTb6opa peno3nTopres BKKOHaN Tpu
aTana: Noadbop Hay4HbIX Nybnvkauuii, Aedynnmkaums, punstpaums no Kputepusam otéopa. OCHOBHbIE KPUTEPUM MOCAEAYIOLEN OLEHKN
PENO3UTOPUEB MEHETUHECKNX N UMMYHOIOMMYECKMX AaHHbIX YenoBeka: 06beM AaHHbIX; AOCTYMHOCTb AaHHbIX; opMaTthl AaHHbIX. [lomck
CBedeHU 0 peno3nTopusax 1 brobaHkax Ha Tepputopum Poccuinckon ®epepali NpOBOAMICA MO MOUCKOBbIM 3anpocam B CeTU VIHTepHeT.
B nccnepoBaHum 66110 NpoaHanuampoBaHo 15 KpynHenLWnx penosnToprnes reHeETUHECKUX U MMMYHONOMMHYECKIMX AaHHbIX, 13 KOTopbIX 37,5%
adunmpoaHbl ¢ Bennkobputanunen, 43,75% — ¢ CLUA. [1na co3gaHns U NOAAepKaHVs KPYMHbIX PENO3UTOPUER, Kak NpaBuio, (hopmMu-
PYIOTCHA MEXOYHAPOAHbIE U MEXNHCTUTYLIMOHABHbBIE KOHCOPLMYMbI. [JJOCTYMHOCTL PENO3UTOPUEB MEHETUHECKOM NH(DOPMaLIM obecneydu-
BaeTCs KOMOMHALIMEN TEXHONOMMYECKNX, OPraHn3aLMOHHbIX 1 MPaBOBbIX MexaHn3MoB. Hanbonee YacTbiMy MCTOYHMKaMU (PUHAHCKPOBa-
HUSE PENO3UTOPUEB SABMSAKOTCS FOCYAAPCTBEHHBIV BIOAXKET, CPeacTBa YacTHbIX (DOHOOB W 61aroTBOPUTENBbHbBIX OpraHn3aumii, UHBECTULMN
(hapmaueBTHeckmx komnaHun. OCHOBHbIE PUCKM, BO3HUKAIOLLME NPW KCMTyaTaLmm peno3nTopust, MOXHO PasdnennTb Ha YeTblpe rpynmbl:
3TUYECKNe, NPaBoOBble, BUONOTMYECKNE N TEXHOMOMMYECKINE, CBA3aHHbIe C 0becrneyeHreM KoHMUaeHLManbHOCT AaHHbIX. B Poccuiickon
depepaumn reHeTUHeCKe NCCNefoBaHNS ABASIOTCA OOHVM U3 Hanbonee akTVMBHO Pa3BMBAIOLLMXCS HanpaBneHWn Hayku. B aTol ceasu
CTaHOBATCS aKTyasbHbIMN 3a[a41 6€30MacHOr0 XpaHeHns, 3TUYHOrO NCNOb30BaHVA 1 MPaBOBOM 3aLLMTbl MOyYaeMblX AaHHbIX. Paccmo-
TPeHbl BO3MOXKHblE HanpaBneHns Ans AanbHenLwero pasBuTns HauyoHanbHbIX PENO3UTOPUEB MEHETUHECKIMX U UMMYHONOMMYECKUX AaHHbIX,
a Tak>ke BO3MOXKHOCTI JOMOHUTENbHOIO PeryampoBaHms obpalleHnst C reHETUHECKMI AaHHBbIMN Ha 3aKOHOAATETbHOM YPOBHE.
BbiBoAbl. Ha OCHOBaHWM aHann3a faHHbIX OnpeaeneHbl BOSMOXHbIE PUCKK, CBA3aHHbIE C (PYHKLIMOHMPOBAHNEM PENO3UTOPUEB, NPEANO-
»KeHbl pasnuyHble NOAX0Ab! K X MUHUMU3ALMM U ONTUMK3aLIM Pa3BUTIS penosnTopres. B kayecTBe 04HOMO 13 Harbonee NepcrneKkTUBHbIX
HanpaBfeHniA paccmaTpuBaeTCs pa3paboTka MHTErPaLMOHHbIX MOZY/EN Ha OCHOBE MCKYCCTBEHHOIO MHTENeKTa A8 06paboTKM 1 aHHO-
TUPOBaHNS [aHHbIX, MPeACTaBEHHbIX B CTaHAAPTU3MPOBaHHbIX MPOTOKOMAX.

KnioyeBble cnosa: per|03|/|TopV||7|; reHeTn4eckre gaHHble; MUMMYHOIOrn4eckne gaHHble; Hay4dHble NCCregoBaHna; PUCKN; BrobaHk

Ons untnposaHus: Tutosa A.lL, Tpycos "A., baés A.B., CocuH [1.B., Hevaes [.H., JlomoB A.H., Makapos B.B., KOguH B.C., tOgmnH C.M.
MwnpoBble Peno3nTopun, coaepKallme CBedeHNa O peaynbrartax NonynsUMOHHbIX UMMYHOMOMMHYECKMX M FEHETUYECKINX UCCnenoBaHuin. Me-
AnLmHa sKCTpemarsibHbIx cuTyaumi. 2025;27(3):328-340. https:/doi.org/10.47183/mes.2025-277

duHaHCcUpoBaHue: 1ccnegoBaHmne BbiMoHEHO 6€3 CMOHCOPCKOM NOAAEPIKKM.

MoTeHumnanbHbI KOHMANKT nHTepecos: C.M. KOgyH — 4neH pefakLMOoHHON Konnernm xxypHana «MeguumHa akeTpemarnbHbIX CUTYaLiA».
><] Tutosa AHacTacusa lepmarosHa ATitova@cspfmba.ru

Ctatbs noctynuna: 21.02.2024 Nocne gopaboTku: 03.06.2025 MpuHaTa kK nybnukauuu: 15.07.2025 Online first: 20.08.2025

INTERNATIONAL DATA REPOSITORIES OF POPULATION-BASED IMMUNOLOGICAL
AND GENETIC RESEARCH
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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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BBEAEHUE

B HacTosee BpeMsi COXpaHAeTCs TEHAEHLMS K UHTEHCUB-
HOMY PasBUTUIO 1 BHEOPEHMIO B paMKax Hay4HO-UCCneno-
BaTENbCKMX PAabOT METOANHECKMX PELLEHWI ANs MpoBeae-
HUS1 MOMNYNSALUMOHHBIX MMMYHOMOMMHECKNX N FEHETNYECKIX
Hay4YHbIX UCCNEfOBaHWN YenoBeka. [eHeTn4eckme n UMm-
MYHONOrMYeCKMe NOMYNAUMOHHBIE UCCNEAOBaHMA Mpes-
CTaBNSKOT COOON MEXAMCUMMINHAPHYO 0b6nacTb, 06b-
eOMHSIOLLYIO TEHETUKY, WMMYHONOIMIO, ONOCTaTUCTUKY
n GronHpopmMaTrky. VIMMYHONOMMS SABNSETCA HEOTbEM-
IEMOW HaCTbtO TaKMX MOMYNALMOHHBIX UCCNEA0OBaHMNA, Mo-
CKOJIbKY FeHeTVHeCKe (hakTopbl UrParoT KIIKOHEBYHO POJb
B hopmumpoBanHun UMMyHHOro oteeTa [1]. Kpome Toro,
N3yHEeHNE MEHETUYECKNX Bapuaumi No3BONSET onpede-
NATb MeXaHN3Mbl Pa3BUTUIS ayTOUMMYHHbBIX U MH(EKLM-
OHHbIX 3abofieBaHuin [2]. AKTyanbHbIM HamnpaBieHneM
NCCNELOBaHNA ABNAETCHA OLIeHKA CBA3W MeHETNYECKOW re-
TEPOreHHOCTU 1 300P0BbA Ye/lIoBEKa, BKIIKOHad npenpac-
NONIOXKEHHOCTb K Pa3BUTUIO PasnyHbIX 3abonesaHni [3].

OCHOBHbIMM HaMpaBAEHUSIMM MOMNYNALUMOHHBIX VMMY-
HOJMTIOMMYECKMX U TEHETUYECKNX WUCCNENOBaHUA SBASKOT-
CSl BbISIBIEHME TEHETUHECKNX OCOBEHHOCTEN MOMNyNsALmm
YyenoBeka (HanmpuMmep, aganTuBHbIE), onpeneneHne reHe-
TUYECKMX U MOJSIEKYNSAPHBIX OeTePMUHAHT 3abofeBaHuin
4YenoBeKa, N3y4eHne BUSHUS FEHETUHECKUX Bapuaunii
Ha BOCMPUUMYMBOCTb K JleKapCTBEHHbIM Mpenapartam
(dbapmakoreHeTVka), MexaHM3MOB (OPMUPOBaHNA M-
MYHHOrO OTBETa YesioBeKa 1 OLeHKa AMHAMUKN U3MEHe-
HUA ero nokasartenen. B mpouecce uccnegoBaHuin Uc-
NONBb3YIOTCA OaHHbIE KMHUYECKMX aHann3oB, MEeTOAp!
MOJNIEKYNSAPHOM  BUONOTN,  UMMYHONIOTUN N TEHETUKN.
Pegynsratbl MCCNefoBaHNA ABNAKOTCA 3HAYMMbIMWU Npe-
KOe BCEro ONs pasBuUTUS Takoro HanpasieHus npu-
K1aQHOW HayKW, Kak MepCoHann3vpoBaHHas MeauLmMHa,
BKJ/OHaKoLLast pa3paboTky HOBbIX METOAOB AMArHOCTUKM
N OLEHKM NHOVBMAYaNbHbIX PUCKOB, CO34aHMe NepcoHa-
IM3MPOBaHHbIX NIEKAPCTBEHHBIX MPenapaToB A Tepanum
1 (hopMMpPOBaHME NporpamMm no NpodunnakTuke 3abosne-
BaHNN NCXOOA W3 MHAMBUAYANbHBIX FEHETUHECKMX N M-
MYHOJOMMYECKNX 0CODEHHOCTEN YenoBeka. Ha TekyLuumi

MEOVLIHA SKCTPEMATbHBIX CUTYALIN | 2025, TOM 27, Ne 3

MOMEHT BeyLU MM METOOMHECKUMU NOAXO4aMu B obna-
CTW NONYNASALUMOHHON UMMYHOMOMNN U FEHETUKI OCTaKOTCS
cekBeHnpoaHve JHK 1 PHK, B ToM 4ncne Ha ypoBHe OT-
OENbHbBIX KETOK; reHOTUNMPOBaHWE; MMMYHOMEHOTUMN-
poBaHue; BronHoPMaTUHECKNA aHanM3 1 T.4.

[MoNynAUMOHHbIE UCCNEeOBaHNSA MEHETUYECKMX U M-
MYHOOMMHECKIX MAapPKEPOB ABASOTCA MPUOPUTETHBIM Ha-
npaBAeHeM pPasBUTUA MeLNLMHbI, OCOBEHHO nepcoHanm-
3MPOBaHHON. B HacTosiLLee Bpems reHeETUYECKUIA aHann3
NCMNONB3YeTCA AN NPOrHO3MPOBaHWA PUCKOB 3aboneBa-
HUIM, @ MOHUTOPUHI MMMYHHOIO cTatyca — [Of151 OLEHKM
9(PPEKTUBHOCTU Tepanuu, NMpuU4emM 3TW LOaHHbIE MOXKHO
CTaHOapTU3MPOBaTh. 19 KOMMIEKCHOW OLEHKM 300P0BbSA
naumeHTa HeOBXOANMO He TONBbKO UCMONb30BaHNE reHeTu-
YEeCKUX 1 UMMYHONOMMHECKIX OaHHbIX, HO 1 BO3MOXXHOCTb
NX UHTErpnpoBaTb B €AMHYIO CUCTEMY aHanm3a AaHHbIX
no BapuradenbHbIM BUOXUMUYECKUM U (PUSNOAOMNYECKIM
nokasatenam. Jns nHrerpauum pasinmyHbiX KOINYeCcTBeH-
HbIX/Ka4eCTBEHHbIX MEANKO-OMONOrMHECKIX MoKagaTenen
B e4uHble MOJEeNV OLEHKM 340POBbS HEOOXOAMMA paspa-
60TKa HOBbIX METOAOB N CTAHOAPTOB MO BapuabebHbIM
napamMeTpam (ga>ke OT OAHOro W TOro »Xe naumeHTa), obe-
CMeYMBatoLLX BO3MOXHOCTb MHTEPNpEeTaLUM U CpaBHe-
HMS1 CBOAHbIX OaHHbIX. Byayllee pa3sBuTre 3Ton 0bnactu
BO MHOMOM CBSI3aHO C TEXHOJIOTMYECKMM MPOrpPeccoM:
COBPEMEHHbIE MeTOAbl MONMHOrEHOMHOMO CEKBEHMPOBaA-
HUS (BKKOYasA aHanv3 AMHHBIX (parMeHTOB 1 MOBTOPOB)
B COYETAHUM C MOLLUHBIMW BbIHUCAUTENBHBIMI PECYPCaAMM
MO3BONSKOT AETaNIbHO MCCNEAoBaTh BKad, MrEHETUHECKON
N3MEHYMBOCTI 1 ee B3aMOOENCTBIMSA C PasnNyHbIMK (hak-
Topamu B pa3BuTne 3a60neBaHu. OTO He TOMbKO Yy4Lla-
€T Halle NoHMMaHne 61oNorMn YenoBeka, HO 1 OTKPbIBAET
BO3MOXXHOCTW A1 pacluMpennst hyHKLUmoHana bruomeamn-
LUMHCKMX PEno3nTOPUEB, BKIIKOHAIOWMX Creumannadnpo-
BaHHble 6a3bl JaHHbIX MaLEHTOB.

AKTyanbHOCTb TeMbl 0OYCNOBMEHa BbICOKMM 06BHEMOM
HakOMMEHHbIX B pesyfnsrare WCCNEA0BaHUN reHeTude-
CKMX U UMMYHONIOMMHYECKMX [OaHHbIX YefioBeka, Heobxo-
OVMOCTBIO MX cucTemMatusaymm 1 obecnedeHns nocTyn-
HOCTW O18 Hay4YHOro coobLLecTBa. Tak, Ha TeppuTopum
Poccunckon ®epepauyn, No gaHHbIM AoMeHa «Hayka
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PrcyHoK nogrotoBneH aBTopamm ¢ MOMOLLBIO pecypca «[JomeH «Hayka n nHHosauum» (https:/gisnauka.ru)

Puc. JuHamuka Hay4HO-MccnepoBartesibCkux pabot B nepuog 2010-2025 rr.

1 nHHOBaLWW»', B nepuog 2010-2025 rrT. 6bin0 3adukcu-
poBaHo okosio 15 000 Hay4HO-UccnegoBaTeflbCKUX pa-
60T, B KOTOPbIX YMOMUHANNCh FEHETUYECKE TEXHOMOMN,
n okono 3000 Hay4HO-MccnegoBaTenbCKMX PaboT, yrno-
MUHAIOLLIMX CEKBEHMPOBAaHWE; COOTBETCTBYHIOLLIME AaHHbIE
npeacTaBeHbl HA PUCYHKE.

B HacTosilLee Bpemsa No Bcemy mMupy (DOPMUPYHOTCS
PEeno3nTOpPUN LA XPAHEHUSA TEHETUHECKNX U NMMYHO-
norndecknx daHHbix. OCHOBHas 3ajada peno3uTopues
3aKo4vaeTcsl B akKyMynIMpoBaHUK W cucTemaTtnaaumm
OaHHbIX, CBS3aHHbIX C FEHETUHECKOW W3MEHYMBOCTbIO,
05 MocnenyoLero aHanmaa n paspadboTKy HOBbIX Me-
TOAOB OMArHOCTUKN U OLEHKM MHANBUAYASbHbBIX PUCKOB,
CO3[aHMs MepCoHaNM3UPOBAHHBIX NTEKaPCTBEHHbBIX Mpe-
napatoB Ana Tepanin U OPMUPOBAHUS MPOrpamm
no npogunaxkTike 3abonesBaHnin NCXoas U3 HAVBMAYab-
HbIX FEHETUYECKUX U UMMYHONOMMYECKUX OCOBEHHOCTEN
YenoBeka.

CozpaHre KPYMnHbIX MrEHETUHECKUX PENO3UTOPNEB CO-
NMPSXKEHO C KOMMIEKCOM B3aMMOCBSA3aHHbIX MpPo6eMm.
Bo-nepBbIX, OCTPO CTOAT 3TUHECKME BOMPOCHI: HEOOXO-
OVMO MONyYUTb MHOPMUPOBAHHOE cornache naumueHTa,
obecneynTb CTPOryto KOH(PUAEHUMANBHOCTb ero AaHHbIX,
a Takxe MHPOoOpMMpOoBaTb MNauveHTa O Mepax MNpeno-
CTOPOXXHOCTU ONS 3alnTbl FEHETUHECKON MHMOPMaLIMM
Ha ero NMYHbIX YyCTpoMcTBax. Bo-BTOPbLIX, CYLIECTBYIOT
aHaNUTU4eCKUe U TeXHUYeCKne 3aaaqu: MOCTOSIHHO pa-
CTyLIME 0ObEMbI AaHHbIX TPEBYOT HEMPEPBLIBHOMO COBEP-
LLIEHCTBOBAHNSA METOA0B NX MHTEPNPETaUMN 1 aHHOTNPO-
BaHWs, a Tak>ke pa3paboTky MOAXOA0B A9 KOMMIEKCHOMO
aHamsa B pamMKax pasfivyHbIX Hay4YHbIX KOHLEeNumin. 310,
B CBOIO 04epefb, ANKTYET HEOOXOOAMMOCTb PeLIEHNS NMpo-
onem ynpaeneHus AaHHbIMK, BKOYas hopmMupoBaHue
4YeTKMX NpaBui AOCTyNa ANns KBanMuumMpoBaHHOMO nep-
coHana 1 obecnedeHne HaaexHoW 6e30macHOCTU Xpa-
HeHusa MHopMaunn. HakoHew, npu MHTepnpeTauun pe-
3YNETATOB BaXKHO YUYNTbIBATb OMONOMMYECKYHO CTOXHOCTb:
peanusaunsa reHeTn4eckom nHpopmMaumm B eHoTunmye-
CKVe Npu3Hakn Bcerga MoaynmpyeTcs MHOXXECTBOM dhak-
TOPOB OKPY>KatoLLen cpeapl.

Llenb nccnepgoBaHust — MpPOBECTX aHanM3 MUpPOBOIro
onblTa SKCnayaTaumn peno3nTopmueB rEHETUHECKMX N M-
MYHOOMMHYECKMX AaHHbIX YenoBeka A5 OnpedeneHns nx
DYHKLMOHABHBIX OCOBEHHOCTEN 1 PO B Pa3BUTUN MO-
NYASLUYNOHHON UMMYHOIOTUM 1 FEHETUKN.

Onsa  [DoCTMKeHNA MOCTaBfEHHOM Lenu aBTopamMu
chopMynMpoBaHbl OCHOBHbIE 3a[a4K: aHannM3 MUPOBOIO

onbITa MPaKTUYECKOro MPUMEHEHVSI CBeOeHUn, XpaHsi-
LLIMXCS B PEMO3UTOPUSX MEHETUHECKMX 1 UIMMYHOOrYe-
CKUX AaHHbIX YenoBeka AJjist onpeaeneHns hyHKUMOoHab-
HbIX OCOBEHHOCTEN TakMxX Pero3vTOpUEB; OMpeaeneHve
BO3MOXHbIX PUCKOB, B TOM 4YMCNE 3TUHECKMX PUCKOB,
PUCKOB HapyLLeHNss KOoHuaeHUManbHOCTU NepcoHarb-
HbIX JaHHbIX 1N HECAHKLIMOHMPOBAHHOIO WCMONb30BaHNS,
NpaBUIbHOCTU MHTEPMNPEeTaLWN 1 AOCTOBEPHOCTU AaHHbIX;
onpeneneHne BO3MOXHbIX TMyTel YCTPaHEeHVs PUCKOB;
dhopMnpoBaHe NPenioKeHN s NOBbILIEHNS YPOBHS
BHEAPEHNS PE3YNBTATOB MEHETUHECKMX 1 UIMMYHOOrYe-
CKWX UCCNEefoBaHWn B MPaKTNHECKYHO MEOVLIVHY.

MATEPWUAJbl U METOAbI

B HacToswem uccnegoBaHuM MNpeacTtaBneH aHanm3
0EATENbHOCTU CYLLECTBYIOLMX PENO3UTOPUEB TEHETU-
YECKMX N MMMYHONOMMYECKNX OaHHbIX MO CBEAEHMVSIM,
NOMYYEHHbIM N3 OTKPbITbIX MCTOYHMKOB. CornacHo no-
NyHYEHHbIM N3 OTKPbITbIX UICTOYHNKOB AaHHbIM ObIf10 OTO-
6paHo 15 penosnTopmeB Ha OCHOBaHWK HaMbONbLLNX
nokasarenen pedeprpyemMocTi B NpoeCcCroHanbHOM
cpefe, 4acToTbl YNOMMHAHWA B Hay4dHbIX Myb6avkaum-
X, AaHHbIX KOHCOPUMYMOB W B pe3ynbrate aHaamsa
othuumanbHbix Beb-pecypcos. pouecc otbopa peno-
3UTOPVEB BKJIOYA TPEX3TarHyto cTpaternto: nogbop
Hay4YHbIX MNyonukauumin, aegynavkauuio, @uasTpaLmo
no KpuTepusam oTéopa.

Ha ocHoBe gaHHbix PubMed n Google Scholar 6bina
chopmmpoBaHa noabopka, Bktovatowas tonee 100 Ha-
yuHbIX My6nvkaumn 3a nepuopn 2018-2024 rr. no Kode-
BbIM 3anpocam: «genetic data repository», «immunological
data repository».

VicxogHbIi nyn ny6nvkauwin 6bin npoaHanna3npoBaH
1 OTCOPTUPOBAH MO 4YacToTe YNMOMWHaHWIA, B pesynbrate
4ero 6611 chopMMPOBaH NPeABapUTENbHbBIV NepeYeHb pe-
No3NTOPUEB U yaaNeHbl OyOnMpyroLmecs peno3nTopum.

[anee Oblnn NCKNOYEHbI PENO3UTOPUXA C HepjocTa-
TOYHBbIM OMUCaHMEM UAW 3aKPbITbIM/MAaTHbIM AOCTYMOM.
Ha cregyiowem astane otbopa yduTbiBanM CregyroLme
Kputepum: 06beM AaHHbIx (6onee 500 3Ha4eHuN), reorpa-
hrdeckas penpe3eHTaTMBHOCTb (B MCCNeQ0BaHNE BKIO-
YeHbl peno3untopun 13 4 ctpax: CLUA, BennkobputaHng,
Vicnanuns, HwoepnaHgbl), CcTeneHb [OOCTYMHOCTWU [OaH-
HbIX (OTKPbITbIN/3aKPbITbIA/MNaTHbIA AOCTYN UAX TONBKO
0N COTPYOHMKOB OpraHuMsaunmn-paspadoTymka), npu-
MEHEHNE MeXOyHapOoAHbIX CTaHOApTOB O/ XpaHeHUs

" [owmeH «Hayka n nHHoBauum». https://gisnauka.ru/ (aata obpateHus: 10.04.2025).
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OaHHbIX (penosnTopun, coaepxxalle aaHHble B Hanbonee
pacnpocTpaHeHHbIX dhopmMaTtax, Hanpumep vcf).

Ona paneHenwero aHanusa BblAeNeHbl OCHOBHbIE
KPUTEPUM OLIEHKN PEMO3UTOPUEB MEHETUHECKNX U NMMY-
HOMOMMYECKMX JaHHbIX YenoBeKa, a UMEeHHO: 06beM aaH-
HbIX (KOMM4ECTBO M pa3Hoobpasne xpaHUMbIX AaHHbIX);
OOCTYMHOCTb AaHHbIX (OTKPbITOCTb AOCTYNa, NMLEH3MPO-
BaHue); hopmMaTthbl AaHHbIX (NoaaepXmBaemble hopmaTsl
hannos).

[na aHanusa gesatensHOCTU PENO3NTOPUEB OTODPAHDI
pecypcbl, CHOPMMPOBaHHbIE Ha TEPPUTOPUAX Pa3INHHBbIX
CTpaH 1 AeNCTBYOLIME HA MOMEHT NMPOBEAEHMS UCCneao-
BaHWS.

[Nonck cBegeHWn O penosuTopusax ©n  BrobaHkax
Ha TeppuTopun Poccuinckon Penepaumy NpPoBOAMICS
B ceTu VIHTEpHET MO MOMCKOBbLIM 3anpocaMm: «Peno3nTo-
PUA reHETUYECKNX AaHHbIX», «PEeno3UTOpPU MMMYHOOM -
HYECKMX AaHHbIX>.

HecmoTpss Ha Hanu4yme MHOXEeCTBa PEno3UTOPVEB,
BK/IIOYMEHHbIE B MCCRedoBaHe pecypcbl NpeacTaBnsam
cobol Hanbonee 3Ha4Mble 1 BOCTPeOOBAHHbIE AN Ha-
YYHOrO coobLecTBa cucteMbl. OrpaHnyeHne aHannanpy-
eMOW BblIBOPKM CBA3AaHO C HEOOXOANUMOCTHLIO BKIIKOYEHUS
B Hee MH(OPMaLIMOHHBIX PECYPCOB TOMIbKO PEno3nTopK-
€B C XOPOLLO AOKYMEHTUPOBaHHbIMU AaHHbIMW. [IToroBas
BblbOpKa OXBaTbIBAET rnobdasibHble 1 HALLEBbIE MiaTdop-
Mbl, pefieBaHTHble AN OaflbHENLLIErO aHann3a reHeTu4e-
CKOW MM UMMYHOJIOMMHYECKON MHOpMaLMM B paMKax Ha-
Y4HbIX NCCNELOBaHNNA.

PE3YJNbTATbI U OBCY>XAEHUNE

B cnvcok oTobpaHHbIX penosnTopreB BbiNo BKIKOHYEHO
15 mHopmaumoHHbix pecypcoB: IGSR, AFND, GWAS,
gnomAD, NCBI GEO, BBMRI-NL, FHLdb, AIRR Data
Commons, EGA, IEDB, OMIM, NIDDK Central Repository,
ArrayExpress, ENA, doGaP [4-16]. Cpean Hux 1 (6,25%)
peno3nTopuii 6bin cosgaH B HuagepnaHgax, 2 (12,5%) —
B Vicnannu, 6 (37,5%) — B Benukobputanum n 7 (43,75%) —
B CLUA.

Ons cos3pgaHns 1 Nopgaep)KaHus KpyrHbIX pernosu-
TOPUEB, Kak MpaBuio, (POPMUPYIOTCA MeXOyHapOaHble
N MEXUHCTUTYLIMOHANbHBIE  KOHCOPUMyMbl.  Hanbonee
4acTbIMN UCTOYHMKaMM (PVHAHCUMPOBAaHWS PENO3UTOPUEB
ABAAOTCS CpefCcTBa roCyLapCTBEHHOro GroaxeTa (Mpes-
CTaBNAOLME 3HAYUTENBHYIO 4YacTb), YacTHbIX (HOHAOB
N 61aroTBOPUTENBHbIX OpraHv3daumin, MHBeCTMUMM dap-
MaLeBTUYECKIX KoMnaHui. Tak, B CLLA cduHaHcupoBaHmne
Taknx nCcnefoBaHU OCyLLEeCTBNAeTCH HaunoHanbHbIM
NHCTUTYTOM 3apasooxpaHeHnsa (NIH), ceon Bknag BHO-
CAT YacTHble POHAbI 1 6NaroTBOPUTENBHBIE OpraHM3aLIn.
dapmMaLeBTUHECKME KOMMaHUM TakXKe BbIAENAT (DUHaH-
CUPOBaHWE, Tak Kak OHW 3aMHTEPEeCOBaHbI B Pedynsrarax
FEHETUYECKMX WNCCNeaoBaHNA, KOTOpble MOMYT MOMOYb
B pa3paboTke HOBbIX IEKaPCTBEHHbIX MPenapaTos.

[eHeTn4ecKe N NMMYHONOMMHECKNE NONYNALNOHHbIE
NCCNefoBaHns SBNAOTCS (PyHOAMEHTaNbHON OCHOBOW
0119 PasBUTUIA COBPEMEHHON MEAMLIMHBI: pa3paboTKy HO-
BbIX METOOB ANArHOCTUKK, Tepanum 1 NpounakTkm 3a-
bonesaHun.

[OoCTynHOCTb OaHHbIX B PEMNO3UTOPUSX — 3TO OOHO
N3 KIKOYEBBIX YCNOBUM ONA MNPOBEAEHUSA Hay4HbIX WC-
cnefoBaHuMi, MOCKOJIbKY WX WCMOb30BaHWe MO3BOSA-
eT obecne4ymBaTb: BOCMPOU3BOAVMOCTb WCCNENOBaHWNA,
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NPOBEeAEHNE CPABHUTENBHOMO aHann3a, padpaboTky HO-
BbIX VHCTPYMEHTOB M METOAOB. VIMEHHO OTKpPbITbIN AO-
CTYN K OaHHbIM CTUMYMPYET CO3AaHMe HOBbIX anropuT-
MOB ¥ MpOrpammHoOro obecrnedeHust Ong nx aHanmsa.
[HoCTynmHOCTb peno3nTopuEB rEHETUHECKOM MHDOpMaLn
obecne4vmBaeTcsl KOMOUHALMEN TEXHOMNOMMYECKNX (CTaH-
0apTU30BaHHbIe hopMaTbl AaHHbIX, TEXHUYecKas nHdpa-
CTPYKTYpa), OpraHn3aLUVOoHHbIX (MeTadaHHble 1 aHHOTaLWN)
1 MPaBOBbIX MEXaHN3MOB (MePCOHalbHblE AaHHbIE U 3TU-
Yeckne acnekTbl). Cambll pacnpOCTPaHEHHbIN B HACTOSA-
Liee Bpems BMA AOCTYMNa K AaHHbIM — Beb-UHTepdelich.
Takow [OCTyN MOXET BbITb HecnnaTHbIM UK NAaTHbIM (1-
LlEeH3MOHHbIM). Hampumep, aaHHble 13 IGSR obuienocTyn-
Hbl 1 MOrYT CBOBOAHO PacnpoCTpaHATLCA [4].

OnucaHue xapakTepUCTUK BeQyLLMX reHeTUHECKUX
penosuTopues

[MpoBegeH 0630p OTKPbITbIX NCTOYHVKOB C LIENbIO CpaBHe-
HUSE PEMO3UTOPUEB MEHETUHECKMX U UMMYHONOMMYECKNX
OaHHbIX YenoBeka. B cooTBETCTBUM C NpeaBapuTesibHO
onpeneneHHbIMU KpUTEPUAMK OLIEHKW Oblnn naeHTngu-
UMpoBaHbl 15 BedyLMx penosuTopures, 0ONaaatoLLmMX
3Ha4YMTENbHBIMM  MaccuBamMn  AaHHbix. CdopmmpoBaH
nepeYeHb CBOOHbIX AaHHbIX 0158 KaXXAOr0 OTOBpPaHHOro
pPeno3nTopVs, KOTOPLIN NprBEAEH B Tabnnue. B nepeveHb
Tak>ke BKJIKOHEHbI CCbINTKM Ha OCHOBOMONaratoLLpe cTaTbu,
ONM1CbIBAOLLIME CTPYKTYPY, HasHa4deHve M OCOBEHHOCTU
YHKLMOHMPOBAHMS PENO3NTOPUEB, ECAIN TakMe CCbIIKM
OblIN yKagaHbl Ha X 0uULMaNBHbIX canTax.

Cpeon 15 ykasaHHbIx peno3utopreB 1 (6,25%) pas-
pabotaH B Hwugepnangax, 2 (12,5%) — B Vcnanuw,
6 (37,5%) — B BennkobputaHum (1 n3 KOTOpbIX COBMECT-
HO c Vicnanwven), 7 (43,75%) — B CLLIA. B nepeuvne, yka-
3aHHOM B Tabnumue 1, 12 (80%) cocTaBnstoT peno3nTopun
C OTKPbITbIM OOCTYNOM K AaHHbIM 1 3 (20%) C 3akpbl-
TbIM AOCTYMOM, HO C MNOAPO6GHBIM ONMMUCaHNEM CBEOEHWN,
coaepxallmxcs B penosuTopun. Yaule Bcero AaHHble
ONs1 BbIFPY3KW MNpeacTasneHbl B hopmate txt. OpgHako
cnepyet OTMETUTb, YTO B NMepedeHb BHECEHbI HE BCE Cy-
LLIECTBYIOLLME B MVPE PEMO3UTOPUM, & TONbKO Hambonee
KPYMHbIE. DTV Peno3nTOpUn BbIAENAIOTCS He TOSTbKO 00b-
€MOM [aHHbIX, HO W OTKPBLITOCTBIO, YTO CMOCOOCTBYET
MEeXOyHapOAHOMY COTPYAHWYECTBY W MOBbILLIEHUIO BOC-
NPOWN3BOANMOCTU NCCNEAOBAHWIA.

OToensHO cnefyeT OTMETUTb, YTO HEKOTOPbLIE PEno3u-
TOopWUM MPEefOCTaBAAT OOCTYN TOMbKO K YacTW OaHHbIX.
OpHako 3akpbiTble NHPMOPMAaLMOHHBIE PECYPChl, Cheum-
ANU3VPYIOLLINECH Ha XPaHEHUN KOHMUAEHUMANbHBIX OaH-
HbIX, TAK)KE HaxXoOAT CBOe NPUMEHEHME B MCCNea0BaHUsX.
Copepxalupmecs B aTux 6asax CBefeHus, No cornacosa-
HWUIO C X BRagenbLeM, obecnevnBatoT 4OCTYN K KUHW-
YECKUM, (DEHOTUMNHECKNM 1 FTEHETUHECKMM MOKa3aTensM,
4TO OenaeT UX He3aMeHUMbIMU AN MEOULMHCKUX UC-
CcnefoBaHnin, rae BaxkHa 3alumrta 4aCTHOW MHopMaLmm.
Takxe CyLLeCTBYIOT 3aKpblTble PENO3UTOPUM, KOTOPbLIE
He BOLUMN B NepeYyeHb.

O6Lwume NPUHLUMNbI OpraHn3auumn reHeTUHeCcKux
penosuTopues

B xone viccneposaHns YCTaHOB/IEHO, YTO Ba>XHbIMW YyC-

noBnAMK  CyLLIECTBOBaAHUNA Ka4eCTBEHHOIo pPerno3nTopnA
ABAOTCA:
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Tabnuua. CBogHbIE AaHHbIE O PEMO3UTOPUAX

®dopwmathbl
HassaHune H DocTtyn-
anpas- DaHHbIX
Ne | penosuto- OnucaHue CtpaHa O6beM faHHbIX HOCTb
NeHune onsa
pus [aHHbIX
BbIFPY3KMU
The Inter- Katanor obLLymx
national I'GHGTI/I:—IGCKI/IX Benu- Or- VCF.
Genome Bapvaum 4enose- 2504 o6pasLos .
1 leHeTVKa z Kobpw- . KpPbITbI FASTQ,
Sample Ka, BKOYaOLLMIA 13 26 Nonynsuuia
TaHus nocTyn BAM
Resource obpasupl, B3ATbIE
(IGSR)? C cornacws noaen
KonnyectBo 4acTotr —
5838 AaHHbIX. CO- 155 685 (HLA), 6731 (KIR),
o )Kaﬂ o 4376 (unTokmH), 877 (MIC)
Allele Fre- AcpxaL oT 14 264 290 uer.
uency Net feHeTvKa, | annenen MMMyHHbIX | Benn- VlcCnenoBaHms Hacese- Or-
o | @ NMMYHO- reHOB 1 COOT- Kobpu- KPbITbI Csv
Database Horus BETCTBVIOLLVE VM TaHNS HMa — 1802 4enoBeka, oaH- ocTVn
(AFND)® Yo Hble reHoB/annenen — 1786 Aocty
annenn B pasnnyHbix
noNyNSILUSIX YesnoBeK, AaHHble ranoTu-
na — 684 4yenoBek, JaHHble
0 reHotune — 192 yenoseka
The NHGRI- Comep AT MHhOop- 7083 nybnvkauum, 692 444
EBI Catalog ACP P OCHOBHbIE accoupaLmm
Mauuo 06 accoupa-
of human 1 96 947 NOMHbIX CBOAHbLIX
enome- LmMsX reHeTn4eckmx | Benw- CTATUCTUK Or- T8V,
3 9e f[eHeTNKa | MapkepoB C heHo- | Kobpu- ) kpbITbin | OWL/RDF,
wide as- [aHHble conocTtasneHsl
o TUNammu, NONE3HbIMK | TaHUs noctyn EFO
sociation 1151 hapMAKOTEHe- ¢ Genome Assembly
studies A fmm GRCh38.p14 1 dbSNP
(GWAS)* Build 15
730 947 3K30MHbIX
[MpencTaBnseT ok- .
The BOMHbLIE MOCSIEOBA- nocnepoBaTenbHOCTEN
Genome TESILHOCTY 1 I'I(')DJ"IHbIe 1 76 215 NONHbIX FEHOM- ot
4 | Aggregation | TeHeTuka FeHOMBI IS M3VUe- CLLUA | Hbix nocnepoBatenbHocTel | KpbiThih | VCF, TSV
Database A Y OT HEPOLCTBEHHbIX UHOU- noctyn
A HUS peOKnX reHeTu-
(gnomAD) BUOYYMOB C pa3nyHbIM
YeCKMX BapVaHTOB
MPONCXOXAEHVEM
Gene oG-
Expression BﬂaHl/Iﬂ chn eo%mm Ot TXT, XML,
5 Omnibus leHeTrKa FEHOB 1 N opobmnm- CLLUA 4348 HabopoB AaHHbIX KPbITbI SOFT,
(NCBI b noctyn | MIAME.
GEO)? poBaHWA METUNNPO-
BaHuna PHK
. . [eHeTu4eckme, anureHeTu-
Biobanking
Habop aaHHbIX YecKune, TPaHCKPUMTOMHbIE 3a-
Netherlands Huoep- o
6 [eHeTVKa | U «OMUK»-CUTHATYP 1 MeTaboIOMHbIE AaHHble KPbITbIV TXT
(BBMRI- . naHabl
NLY 3abonesaHin 35 000 obpasLos OOCTYynM
13 29 koropT
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IGSR: The International Genome Sample Resource (npoext 1000 Genomes). http://www.internationalgenome.org/ (aata obpateHuns: 27.11.2024).
Allele Frequency Net Database. http://www.allelefrequencies.net (gata obpaiieHus: 27.11.2024).
GWAS: The NHGRI-EBI Catalog of human genome-wide association studies. https://www.ebi.ac.uk/gwas/ (aata obpatlerns: 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.nlm.nih.gov/geo/ (nata obpatueHms: 27.11.2024).
BBMRI: Biobanking Netherlands. https://www.bbmri.nl/ (aata obpatyenuns: 28.11.2024).
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MpoaomKeHne TabnuLb

dopmatbl
HassaHue DocTtyn-
Hanpas- DaHHbIX
Ne | penosuTto- OnucaHue CtpaHa O6bem paHHbIX HOCTb
neHve ons
pus DaHHbIX
BbIFPY3KHU
Database
on the VHdopmaums o 3aperu-
Molecular CTPVPOBaHHbIX BapyaH-
. basza paHHbIX Bapu-
Basis of leneTvKa AHTOB COMEIHONO Tax B 4 reHax, CBA3aHHbIX Or-
7 Familial MMM HO—‘ reModaroumMTapHoro Vicna- ¢ FHL (PRFT, UNCTSD, KPbITbIiA JSON
Hemo- Y urap HUA STXBP2, STX11), BkNto4ato- P
. norus NMMAOrNCTUOLN- OOCTYn
phagocytic 034 wmx 579 BapnaHToB (B TM.
Lymphohis- MWCCEHC, HOHCEHC, NHOen,
tiocytosis CMNanCuHr 1 T. 4.)
(FHLdb)®
[aHHble ncnonsb3o-
BaHWSI TEXHOOMIA 5,2 Mnp4, aHHOTUPOBAHHbBIX
AIRR Data [eHeTuKa, CEKBEHNPOBaHWSA nocnegoBaTeNnbHOCTEN, OT1- MIAIRR,
8 5 | UMMYHO- ONg N3ydeHns CLUA | 67 000 knoHoB, 133 000 OT- | KpbITbIl YAML/
Commons
norus penepTyapoB aHTu- COPTUPOBAHHbIX, OAMHO4YHbIX | AOCTYM JSON
Ten/peuentopos knetok B/T
B-kneTok n T-KneTok
ApXmBNpOBaHue
European 1 pacnpocTtpaHe- Benu-
Genome- | leHeTuKa, | HWEe NepcoHasnbHbIX | KOBpU- 11 775 HabopoB reHeTu- 3a-
9 phenome VMMYHO- naeHTUuLmpye- TaHus, YecKmX, PEHOTUMNHECKIMX KPbITbI TAR.GZ
Archive norus MbIX FreHeTndecknx | Kcna- N KINHUHECKMX AaHHBIX OOCTYn
(EGA)© N (PEHOTUMNHECKIX HNA
OaHHbIX
[MenTnaHble annTomMbI
1 621 303; HenenTuaHble
The Im- anuTonbl 3189; aHanus
mune [eHeTuka, | Pecypc ans novcka T-knetok 541 542; aHanna OT- XLSX,
10 Epitope UMMYHO- | 1 aKcnopTa UMMyH- | CLUA | B-knetok 1 414 095; aHann3 | kpbitein | CSV, TCB,
Database norus HbIX SNNTOMOB nuraspos MHC 4 881 627, OOCTYyn JSON
(IEDB)"! OpraHn3mMbl — UCTOYHUKN
snuTona 4579;
ccbinkm 25 400
[MOCTOSIHHO OBHOB-
Online NsiemMbln KaTanor
; AYyTOCOMHBIX FreHOB
Mendelian rEHOB, NTeHEeTUNYeCKNX ) OT-
) - 26 080; X-cBA3aHHbIX .
11 | Inheritance | TeHeTuka | HapyweHuii n heHo- | CLLIA : . KPbITbIN TXT
. 1382; Y-cBAgaHHbIX 63;
in Man TUMNYECKNX NPU3Ha- MUTOXOHADMASTBHBIX 70 OOCTyn
(OMIM)*2 KOB Y YenioBeka 1 nx AP
B3aIMOCBS3K
Central Re- LleHTpaJ'II/ISOBaHHbIICI
. 1ccneaoBaTenbCKuii
pository — 3
National pecypc AaHHbIX a
12 Institutes leHeTnka | o anabete, 3abone- | CLUA 5767 HabopOoB AaHHbIX KpbITbI CsVv
il s s
(NIDDK)'*®
1 NoYeK

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

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

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

3 NIDDK Central Repository — National Institutes of Health. https://repository.niddk.nih.gov/home/ (gata obpatuenus: 29.11.2024).
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MpoponkeHne Tabnuupl
HaseaHune H DocTtyn- ®opmarel
anpas- OaHHbIX
Ne | penosuro- OnucaHue CtpaHa O6bem paHHbIX HOCTb
neHue ons
pus LaHHbIX
BbIrPY3KHU
Functional Konnekuns ganHbix | Benw- Ot
13 genomics feHeTVKa dyHK HOHEﬂ'IbHOVI Kobpu- 78 511 HabopOB AaHHbIX KPbITbI CEL, TXT,
data (Array- YHKU P PoB A P XML
” reHOMUKM TaHus 0oCTyn
Express)
Pecypc 6rogaHHbIX,
B TOM YMCIe HyKNe- Cbopka 2 046 549;
OTUOOB. XpaHULLE, nocnef[oBaTefbHOCTb
E obecnevvBaroLLee 23 430 609;
uropean
. OOCTYN K aHHOTUpO- | Benu- kogmpytolas IHK OT-
Nucleotide i .
14 Archive leHeTnKa BaHHbIM Mocnego- | Kobpu- 38 244 291, KPbITbI CsV
(ENA)'® BatenbHocTam OHK | TaHua Hekoaupytowas JHK nocTyn
n PHK, K nHcopma- 1265 026;
L 06 aKcnepuMeH- npo4yTeHne 2 990 747;
TaNbHbIX Npoueay- aHanna 998 067
pax 1 T.A.
Database of leHotnn 4 039 007; aHann3
Genotypes 5438 aHHbIX FEHO- akcnpeccun 422 847, ot
15 | and Pheno- | TeHeTnka TI/II'IOB'DI'/I (hEHOTUMOB CLUA comartu4eckme MyTaLmm KPbITbI TXT
types 100 614; reHom 683 996; noctyn
(dbGaPy)® anureHom 88 733

Tabnuua cocTaBneHa aBTopamm

® CTaHZapTM3auUMs, Tak Kak pasmMellaemMble B penosu-
TOPUSAX OaHHble O0SKHblI COOTBETCTBOBATL OMNpefe-
JIEHHbIM YCTAHOB/EHHBIM CTaHAapTaMm C LEeNblo BO3-
MOXXHOCTU WX KOPPEKTHOM 06paboTky, CpaBHEHWUS,
NpPOBeAEHVS aBTOMATM3MPOBAHHOMO aHanmns3a 1 4onro-
CPOYHOI0O XpaHeHs;

® BOCMPOV3BOAMMOCTb, B TOM 4YMCAE BakHa YyHUMKa-
ums hopmaToB hansos;

® HanM4Me OMUCaHUS 3KCMEPUMEHTASbHBIX YCIOBUIA
N MeTa[aHHbIX, OMUCbIBAIOLLIVX, KaK AaHHble Bbln Mo-
JTy4eHbl, Kakne obpasubl CMob30BaM U Kakne aHa-
M3bl BbIIV MPOBEAEHDI.

CDODMaTbI XpaHeHs JaHHbIX

B pabote Hamu Obl1 BbIBNEH BbICOKWUA YPOBEHb rETe-
POrEHHOCTN SKCMEPUMEHTaNbHbIX MNaTopM U METOAOB
aHanM3a, 4TO MPUBOOMT K pasHoobpasdunio (opmMaToB
OaHHbIX. OTO CBHA3aHO B MEPBYIO O4epedb C 4YefioBede-
CKUM (DaKTOPOM: AN PELUEHNS OANHAKOBON BUONHMOP-
MaTUHECKOW 3a[ayn pasHble CreumanncTbl UCMOMb3YHOT
pasHble METOOONOMMHECKe MNOAXOAbl, YTO MPUBOAUT
K OTCYTCTBUIO BOSMOXXHOCTM COMOCTaBAEHWS MOMYyYEHHbIX
peaynsratoB B GyayLem.

Bmecte ¢ TeM Ana obecneveHusi COBMECTUMOCTU
OaHHbIX Npy 06MeHe MHopMaLmen Mexay pasnnyHbIMm
PENO3UTOPVSIMA  MCMONBb3YIOTCA  CTaH4APTU3MPOBaHHbIE
hopmartbl 1 oHTONOrMK. Tak, hopmat FASTQ ncnone3syeT-
CSA NS XpaHeHNsA MOCneaoBaTeNbHOCTEN MPOYTEHNIA, MO-
JTYHEHHBIX METOAOM CEKBEHMPOBaHWS; SAM — TEKCTOBBIN

dhopmaT anst XpaHeHWs! BbIPOBHEHHbBIX MOCNeA0BaTeNbHO-
cten; BAM — 6uHapHbIn hopmaT ans XpaHeHnst BbIPOB-
HeHHbIX nocnepoBaTensHocTen; VCF — gna Bapuauumi
reHoma, 6onee KOMMakTHbIA, 4YeM SAM, 1Cnonb3yeTcs
07151 XpaHeHNs 1 aHanm3a 60bLUNX OO bEMOB AaHHbIX CEK-
BeHupoBaHus; TXT (TekcToBbI (hopmar, tab-delimited) —
Hanbonee MPOCTOM U pacnpocTpaHeHHbIn opmat, co-
OEPXALLUMA 3HAYEHNs 3KCMPEeCCUM AN KaxKAoro reHa
B KakOoM obpaaue, NoAxoauT ans nMmnopta B 60NbLMH-
CTBO MporpamMm aHanmaa gaHHbix; CSV (comma-separated
values) — noxox Ha opmar TXT, HO padgenerHve 3Ha-
HYeHWU 3anaTbiMK, C LUMPOKOKW nopgaepxxkon; SOFT (simple
omnibus format in text) — 6onee CTPYKTYpPUPOBaHHbI
topmart, 4Yem TXT/CSV, cogepxawmin meTagaHHble
0 nnatopme, obpasuax, a Takxe [aHHble 3KCIPeccum
reHOB, YTO MO3BOMAET aBTOMAaTU3NPOBaTL 00PabOTKY
N aHanm3 OOoMbLUOrO KOIMYeCTBa AaHHbIX, PEKOMEHAYET-
CH, Kak MnpaBwio, AN KoMnaekcHoro aHanmsa; MIAME
(minimum information about a microarray experiment) —
dopmaT Ha ocHoBe XML, copepxut Gonblue MeTadaH-
HbIX, 4em SOFT, obecne4yvBasa MakcuMmasbHytO BOCMPO-
N3BOAVMOCTb W WHTEPMPETUPYEMOCTb AAHHbIX, 4acTo
ncnonb3yeTcs ans obmeHa nHopmMaLmen mexay 6asamm
OaHHbIX 1 NpuMmeHsieTca ans aHannaa; TCB n EFO — chai-
bl Ana pabotel B Binary Data nnn gpyrom nporpaMmmMmHoMm
obecnedeHnn; RDF — dopmaT Ana npeactaBneHns B3a-
MMOCBA3aHHbIX AaHHbiX; XML — pasmeveHHbin dann,
KOTOPbIN MO3BONSET OMNPedeNnsaTe W XPaHWUTb [AaHHbIE;
MIAIRR — Habopbl AaHHbIX, onpeaenstoLlve, Kakas WH-
hopmaums [o/mKHa COMPOBOXAATL AaHHbIe penepTyapa

™ ArrayExpress: Functional genomics data. https://www.ebi.ac.uk/biostudies/arrayexpress (nata obpatieHus: 27.11.2024).
> ENA: European Nucleotide Archive. https://www.ebi.ac.uk/ena/browser/home (nata obpaieHus: 29.11.2024).
6 dbGaP (Database of Genotypes and Phenotypes). https://www.ncbi.nlm.nih.gov/gap/ (aata obpatyeruns: 29.11.2024).
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TCR/BCR, 4TOObl VX MOXHO ObIIO KOPPEKTHO WHTEP-
npetuposatb; YAML — CTpyKTypvpoBaHHasa 3anvicb VH-
dhopmaumn; JSON — cTaHgapTHbIA TEKCTOBbINM dhopmat
0N XPaHeHNs 1 Nepefady CTRYKTYPUPOBaHHbIX OaHHbIX;
TAR.GZ — apxuB paHHbix; XLSX — pgaHHble B BUOe Ta-
6nnupl; CEL — comep»kuT Bce TUMbl AaHHbIX, KOTOPbIe Mo-
nyYeHbl; TSV — TekcToBbI hopmat angd npeactaBneHns
Tabnuy, 6a3 gaHHbIX; OWL — s3blK ONCaHUst OHTONOMUN.

KOMIIOHEHTBI 1 CTPYKTYpA PEr03UTOPUS

O6bIMHO  PEno3NTOPU COCTOUT U3 HECKOSNbKUX KOM-
MOHEHTOB: 6as3a [aHHbIX — LEeHTpanbHOe XpaHuauLie
MHopMaunn, rae XpaHATcs [aHHble, HampuMep no-
cneposatensHocTn [OHK, npodwunn akcnpeccumn reHos,
heHOTUNMHECKEe AaHHbIE, a Tak)Ke MeTaaHHble 1 OHTO-
norun; Beb-nHTEpPdENC, MO3BOASIOLLMIA MOIb30BATENAM
nckatb, UALTPOBATb, BbIFPy>KaTtb, BU3yann3upoBaTb
N aHanM3MpoBaTb AaHHble; CUCTEMA KOHTPOMS BEpCul,
KOTOpasd MO3BOMSAET OTCNEXMBATb W3MEHEHUA [AaHHbIX
N MeTafaHHbIX, a Tak>ke BOCCTaHaBMBaTb npedblayLive
BEPCUM MPU HEOOXOAMMOCTHW; CUCTEMA YMpPaBieHUs [O-
CTYMNOM, KOTOpas ONPeAEnseT, Kakie Nonb3oBaTeny nme-
tOT JOCTYM K KaKUM AaHHbIM, YTO OCOBEHHO BaXKHO ANA 3a-
LLMTbI KOHPUAEHUMANBHOCTI MNEPCOHANBHbBIX AaHHbIX.

OTmevaeTcs pas3Hoobpasve MeTafaHHbIX: B HEKOTO-
PbIX PEMO3NTOPUSAX COOEPXKATCA AaHHbIE TONBKO MO CTpa-
He NPOXXVBaHNA NKOAEN, y4acTBYOLWMX B UCCNeoBaHWY;
B APYrMX MOryT coaepkaTbest 6onee noapobHble AaHHbIe,
HanpuMep O BO3pacTe, MOMe U STHUYECKOW MpuHaanex-
HOCTW NIOAEN, yHacTBYOLUMX B nccnegoBaHum. OTaensHo
cnefnyeT 0603Ha4YUTb PECYPChI, HAaNPaBeHHbIE Ha BU3ya-
NM3auUM0 reHETUHECKIMX OAaHHbIX, TakK Ha3blBaeMble FeHOM-
Hble Bpay3epbl.

CTpykTypa 6a3 pgaHHbIX OblBaeT: LeHTpanM3oBaH-
HOW (OOCTYMHOM ANS LUMPOKOro Kpyra MccrnegoBaTenen;
Kak NpaBuIio, Takom NOOXOA MPUMEHSETCHA B KPYMHbIX MEX-
OyHapoaHbIX NPOeKTax); AeLEeHTPanM30BaHHOM (DOCTYNHON
TOMBKO A1 OFPaHNHEHHOr0 Kpyra Nonb30BaTENEN; Takom
NOAXOA, MPUMEHSIETCS BO MHOIMMX 1NCCNeaoBaTeNbCKNX UH-
CTUTYyTax W yHuBepcuteTax). [MoMMMO 3TOro cnegyeTt OT-
METUTb, YTO MOMYT CO3[4aBaTbCs KOHCOPLMYMbI, 06beau-
HSIOLLIME YCUINA HECKOSBKMX UCCNeaoBaTebCKUX rpymmn
ONs CO3AaHva 1 MOAAEPXKaHUS KpPyrnHbIX ©a3  AaHHbIX.
Moy Ntobon CTPYKTYPE PENO3UTOPUS Ba>KHBIM 3NIEMEHTOM
CUCTEMBI ABNSAETCSA COXPAHHOCTb AaHHbIX Ha MPOTSKEHWM
OMTENBHOrO BPEMEHM, YTO OCOBEHHO BaXKHO AN AONIO-
CPO4HbIX MCCnepoBaHnin. B HacToAWmMIA MOMEHT BCTpeYa-
eTCa NpUMeHeHNe 0BadHbIX TEXHOMOMMA ANA XPaHEHWs
FEHETUHECKMX 1 UIMMYHOOMMHECKNX AaHHbIX.

[eHeTnyeckme 6asbl OaHHbIX ABNAKOTCA (DyHOAMEHTOM
COBPEMEHHbBIX MEHOMHbIX WCCNefoBaHWn 1 NpeacTaBns-
0T COOOW OBLLIMPHbBIE KOMNEKLUN NHDOPMaLK O FeHOME
YenoBeka, Opyrx OpraHnM3moB, BKJOYas Bapuauum mno-
cneposatensHocTen OHK, nx 4actoTy B pasivdHbIX Mo-
NyASaUmMsaX U CBA3b C (DEHOTUMUHECKMMY NPU3HaKamu., STK
6a3bl AaHHbIX MOXXHO PasfdenuTb Ha ABEe OCHOBHble MOA-
kaTeropumn: obLume reHoMHble 6a3bl AaHHbIX (Hanpumep,
npoekT 1000 Genomes) 1 6a3bl faHHbIX FEHOTUMMPOBAaHS
n heHoTunpoBanus (Hanpumep, NHGRI GWAS) [6].

VIMMyHonorndeckme 6asbl faHHbix (Hanpumep, [EDB)
NrpatoT KIKOYEBYHO POJb B MOHVMAHUM MEXaHU3MOB yHK-
LUMOHMPOBAHVST IMMYHHOW CUCTEMbI, KOTOpasa SABNSETCS
CIIOXKHOW CETbIO KNETOK, TKaHel 1 MONEKY/I, 3aLLMLLArOLLIAX
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OpraHvu3M OT MHMEKLM 1 APpYrX yrpo3. OTu 6asbl AaH-
HbIX MOXHO Pas3fennTb Ha crnepytoLlne kateropumn: 6asbl
OaHHbBIX MMMYHHbBIX PelenTopoB, 6a3bl AaHHbIX VMMYHO-
heHoTUNMpoBaHus [13].

MynBTMOMUKCHBbIE 0a3bl AaHHbIX MPeACTaBAsoOT Co-
6o mHTerpaTtuBHble 6a3bl OaHHbIX, MOJSTYYEHHbIX C MO-
MOLLBKO Pa3MMYHbIX «OMUK»-TEXHOOMNIA, BKOHast reHo-
MUKY, TPAQHCKPUNTOMUKY, MPOTEOMUKY N METAbONOMUKY.
[MpuMeHeHre Takmx 6a3 obecnedynBaeT 6ofee MNOHOE
MOHMMaHNe BUONOrNYECKNX NMPOLECCOB U CIOXHbIX B3a-
NMOLEVNCTBUI MEXAY Pa3HbIMU YPOBHSIMU BUONOrMHECKON
opraHudauun (Hanpumep, npumMensieTca B GEO) [8].

Penoantopun 06biMHO MPEAOCTaBNAT OTKPbIThIA AO-
CTYN K AaHHbIM, XOTS MHOrAA MOryT OblTb OrpaHuyeHns,
CBSIBaHHbIE C KOHMUAEHUMANBHOCTLIO UM aBTOPCKMMM
npaeBamn. Tak>ke BCTPEHAOTCA PEMO3NTOPUM CMELLIaHHO-
ro Tuna, NPefoCcTaBAStoLLME HYaCTb AaHHbIX B OTKPbITOM
OOCTyne, a Apyryt YacTb B 3aKpbITOM WM MAaTHOM [0-
cTyne.

B HekoTopbIX pPenosuTopusx nofb3oBaTenn MoryT
NPOBOANTL MOMCK MO Pa3fndHbIM KPUTEPUSAM (Hanpumep,
TUN [aHHbIX, OpraHvuaM, 3aboneBaHvie) 1 BbIrpy>KaTb KX
ONs fanbHenwero aHanmsa.

KoHuaeHumaibHOCTb AaHHbIX

KoHbnaeHUnanbHOCTb AaHHbIX B FEHETUHECKMX U UM-
MYHOJSIOMMHYECKUX  PEMNO3UTOPUAX SABMAETCS KPUTUHECKM
Ba)KHbIM acnekTom. [ns ee obecrneveHns Mcnonb3yeTcs
Lenbl KOMMIEKC Mep, HampaBfeHHbIX Ha 3aluTy nep-
COHaNbHOM  MHOPMaUMM  YHaCTHUKOB  MCCNEA0BaHUN.
OCHOBHbIMM Mepamn obecneydeHnst KoHpUAeHUManbHO-
CTW SBASIOTCHA: aHOHMMM3aUMs OaHHbIX; arperaums gaH-
HbIX, KOrga AaHHblE HECKOMBbKMX NHOMBNOOB 00 beQUHSIOT-
cs AN co3naHusa 6onee KPynHbIX rpynmn, YTo 3aTpyaHAeT
NOEHTUMVKALMIO OTAENbHbIX YHaCTHUKOB; LUMgpoBaHue
OaHHbIX MPU XpaHeHuM Ha cepBepax U Npu nepenade
MEX[IY CUCTeMamK; MHOrOypOBHEBas posfieBasd Mopaesb
OOCTyna; MHorodakTopHasa ayTeHTUdnKaumst;, normpo-
BaHne OENCTBUN; OETEKUMS MPU3HAKOB HECaHKLMOHNPO-
BaHHOro OOCTyna; CornalweHna O KOHMUAEHUMAaNbHOCTY,
perynsipHble MpoBepkM 6e30MacHOCTM Ha ys3BUMOCTY,
OOMOSIHUTENBHO MOTYT NPUMEHATLCA Mepbl MO OrpaHuye-
HNIO CpOKa XpaHeHNs OaHHbIX.

Puicku byHKLIMOHMPOBaHWST PENO3UTOPUER

OCHOBHbIMX pUCKaMK Mpn paboTe Peno3nTOpueEB SBMSA-
OTCS 3TUYECKME, MpaBoBble, buonorideckune [17]. Cnenyet
OTMETUTb OTUHECKMNE PUCKK, CBSA3aHHbIE C MNOMy4YeHneM
FEHETUHECKMX U UMMYHONOMMHYECKMX AaHHbIX B UCCNeao-
BaHWSX. Tak, Hanpumep, Npy NPoBeAeHU UCCNeoBanNs
reHOMOB KOPEHHbIX HapoAoB MNPUBPexHOro SkBagopa
[18], amepukaHckmx nHaenues [19], yunTeiBas, 4To Ucchne-
Oyemble KOropTbl SBASKOTCS  y3KOPaCMpPOCTPaHEHHbIMM
N obnagatoT yHUKaSbHbIMU XapakTePHbIMUA OTAUHMAMM,
Jaxke Mpu 1CMOMb30BaHUM CaMbIX COBPEMEHHbIX METO-
[JOB aHOHMMMK3aLM CYLLECTBYET PUCK YTEYKU AaHHbIX.
HenpaBuibHOE MCMONb30BaHME TEHETUHECKNX AaHHbIX
Tak>Ke MOXKET MPUBECTY K IOXKHbIM BbIBOAAM 1 ANCKPUMU-
Hauun. A OTKPbITUE FEHETUHECKIX MapPKEPOB, CBA3aHHbIX
C ONpeAeneHHbIMN 3ab0NeBaHNSAMN, MOXKET CMOCOOCTBO-
BaTb coumanbHoOM cTurmaTmdauum. MNpu aToM MOHOMoAN-
3aLMsA FEHETUHECKMX U UIMMYHONOMMYECKINX AaHHBIX MOXET
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orpaHN41Tb AOCTYN K BaXKHbIM MEANLIMHCKMM 1CCneaoBa-
HUAM 1 pa3paboTkam.

MoMMMO MPOYeEro, B 30HE pUCKa HaxoOuTCs BOMPOC
3alUNTbl MHTENNEKTYaNbHOM COOCTBEHHOCTM Ha MEeTodbl
NOSTyYEeHUsT JaHHbIX M Ha caMu FeHETUYECKME U UMMYHO-
IOMMYecKre faHHble. TeHeTndeckme faHHble 4acTo pac-
CMaTPVBAKOTCA KakK OTKPbITUE E€CTECTBEHHOrO SBREHS,
a He Kak 1300peTeHe, YTO 3aTPyaHSAET X MaTeHTOBaHME.
BmecTe ¢ TeM reHeTu4ecKme AaHHble perynsipHoO 06HOBNS-
tOTCS 1 JOMOMHSOTCS, YTO CO3[4aeT CNOXHOCTI B onpeae-
JEHUW FPaHWUL, HTENNEKTYaNbHON COBCTBEHHOCTU. Takrke
CTOUT OTMETUTb, YTO B HACTOSILLMA MOMEHT CYLLECTBY-
0T 3HaYMTENbHbIE OTIMYNS B 3aKOHOAATENBbCTBE PasHbIX
CTpaH, YTO 3aTPYAHSIET 3alUUTy UHTENNEKTyanbHON Cob-
CTBEHHOCTU MEHETUNHYECKMX N UMMYHOSIOMMHECKMX OaHHbIX
Ha MeX[yHapoaHOM YPOBHe. 3alluTa UHTENNeKTyanbHOM
COBCTBEHHOCTW, OCHOBAHHOW Ha FEHETUHECKUX U UMMY-
HOIOMMYECKMX AaHHbIX, MOXET BCTyNaTb B MPOTUBOPEUME
C Opyrumu npaBamu, TakUMK Kak MpaBO Ha HenpuKoc-
HOBEHHOCTb YacCTHOWM >XM3HW U NpaBO Ha WHOoPMAaLMIO.
CyLLECTBYIOT TakXe W TEeXHUYECKME CNOXKHOCTY, Takune
Kak MaeHTUdUKaUMS 1 OTCNeXuBaHWe AaHHbIX, 3almTa
OT HECAHKLMOHMPOBAHHOIO CMOb30BaHNst. BO3MOXXHbIMU
peLLeHnsaMM 0603Ha4eHHbIX MPOBIEM MOryT CTaTb:
® CO30aHVe He3aBUCUMbIX  3TUHECKUX  KOMUTETOB

01151 OLLEHKM MPOEKTOB, CBA3aHHbIX C UCMOIb30BaHNEM

rEHEeTUYECKMX AaHHbIX;
® TOBbILWEHNE OCBEOOMIIEHHOCTU  OBOLLECTBEHHOCTN

0 BaXKHOCTU 3aLLNTbl FEHETUHECKIMX 1 UMMYHOIOrnYe-

CKUX JaHHbIX 1 CBSA3AHHbIX C 3TUM 3TUYECKMX Mpobne-

Max;
® pernameHTaumsi OTKPbITOro AOCTyNa K reHETUYECKUM

OaHHbIM  ONS1  YCKOPEHWS Hay4HbIX MCCNenoBaHui

1N NpenoTBPAaLLEHNS MOHOMONV3aLM;
® paspaboTka rMMOKUX NNLEH3NOHHBIX COrnaLleHnit, Ko-

Topble Obl obecneymBany 6anaHc MexXay 3aliuTown

VNHTENNEKTYalbHOM COBCTBEHHOCTU W OBLLECTBEHHbIM

OOCTYMOM;
® CoO3[aHve MexOyHapodHbIX COrnalleHun U cTaHpgap-

TOB A1 PErynnmpoBaHns 3allyTbl UHTENNEKTYaIbHON

COBCTBEHHOCTU Ha MTEHETUHECKNE AaHHbIE.

OcHOBHble BNONOMNYECKME PUCKM CBSA3aHbl C HEKOH-
TPONPYEMBIM BbIMYCKOM FEHHO-MOAN(ULIMPOBAHHOW M-
LEeBOW NPOAYKLUNW; PefAKTMPOBaHNEM FreHOMa YeNOBEKS,;
cosgaHveM bronorndeckoro opyxxus [17]. B Poccun npo-
LUeaypbl BbiMycka FeHHO-MOAUMULIMPOBAHHOM MULLEBOV
MPOAYKLIMN HOCAT paspeLumTenbHbIA MOPSAOK Ha OCHOBE
JIMLIEH3UPOBAaHKS, cepTUdUKaLMM 1N PerncTpaLmy reHHo-
MOANULIMPOBaAHHbBIX OPraHM3MOB, a TakXXe KOHTPONS.
B Poccuiickon ®defepaumv B YronoBHOM KOAEKCE Ornpe-
OeneHbl MONOXEHWS, perynpytoLLme cdepy OTBETCTBEH-
HOCTW 3a co3daHne U UCMosfib3oBaHWe BUONOrMYECKOro
OpPYXKSi.

MeHeTUYecKne peno3nTopun Ha TeppuTopun
Poccuiickoin ®epepauun

Poccuiickine penosuTopun FeHETUHECKMX U UMMYHOMO-
FMYECKUX AaHHbIX He Obl BKIIKOYEHbI B UCCeaoBaHve
BBUAY HECOOTBETCTBUS KPUTEPUSIM OTOOPA, OfHaKO WX

YNOMUHAHVE HEOOXOANMO A5 (DOPMUPOBAHNS LIENOCTHO-
ro NpeacTaBneHns O pa3BUTUN HaNPaBNeHNS Ha TEPPUTO-
pun Poccurckon ®epepaumn.

B Poccuickon ®epnepaumnn akTUBHO pasBuBaeTCA Ha-
npaB.JieHe reHeTUHECKX NCCNENOBaHNA, B CBA3W C YeMm
BO3HMKaeT PAL BaXKHbIX BOMPOCOB, CBA3AHHBLIX C XpaHe-
HWEM, VCMOJSIb30BaHNEM U 3aLLMTON FEeHEeTUHECKUX OaH-
Hbix. B 2019 rogy 6bina ytBepkaeHa degepanbHas Ha-
YYHO-TEXHMYECKadA nporpaMmMa «PasButne reHeTUu4ecKmx
TexHonorum»"". 3ta NporpaMma HanpasneHa Ha pasBuTue
reHeTNYeCKNX TexHonornn B Poccun. Tak, B pamkax npo-
rpammbl 611 06pa3oBaHbl TPU LEHTPA FEHOMHbBIX UCCe-
LOBaHVN MMPOBOIO YPOBHS.

B Poccun cylecTByeT HECKONBbKO OTKPbITbIX MEeHETU-
YeCKMX PenosnTopreB, AOCTYMHbIX A9 UCCNefoBaTenen.
B 2021 rogy LleHTp Genetico n nabopatopus Cepbanab
B COTpyaHu4ecTBe ¢ VIHCTUTYTOM BUOMHDOPMAaTUKK CO3-
hanv 1 pasmecTuii B OTKPbITOM LOCTYMe MepByto poC-
CUNCKYIO 6a3y AaHHbIX FEHETUYECKMX BapuaHTOB U KX
BCTPEYaEMOCTU B poccunckon nonynaumm — RUSeq. O1a
6aza cogepXkMT MHPOPMaLMIO O FEHETUYECKUX BapuaH-
Tax, BbisBNEHHbIX ¥ 60onee 6000 4enosek. CnegyeTt OT-
METUTb, YTO, Kak N B OOJMbLUMHCTBE 3apybexHbIX perno-
auTopureB, B RUSeq xpaHaTcs aenepcoHannanpoBaHHblie
naHHble [20].

Takoke cyLlecTByeT HaumoHanbHbI arperatop OTKpPbI-
ThIX PENO3UTOPNEB POCCUNCKUX yHUBEpcuTeToB (HOPA)®,
KOTOPbIN OObeAUHAET pe3ynbTaTbl UCCNeaoBaHu pPoc-
CUACKMX YHYEHbIX W NPefocTaBngeT LOCTYN K marepua-
nam, onybnmkoBaHHbIM B OTKPbITOM AocTyne. Ha 6ase
Bcepoccunckoro MHCTUTYTa  MEeHETUHECKMX PEeCcypCoB
pacTteHun nmeHn H.M. Basunosa (BVIP) Takxke ocyLuecT-
BNsieTCcA cOOp, XpPaHEHNE N N3yHeHNe FeHETUHECKUX pe-
CYPCOB pacTeHun 1N NPefoCTaBNsaeTcsa AOCTYN K KOSIEK-
LUMAM VHCTUTYTA 14 Hay4YHbIX NCCNeaoBaHWNNA.

B 2024 ropy BCTynua B CWy 3aKOH O CO34aHUM
HaupoHanbHoM 6a3bl reHeTudeckor WHopMaumn'® —
rocynapCTBEHHOM MHPOPMALMOHHON CUCTEMbl ANA 0be-
CneYeHns HauMoHanbHOM 6e30MacHOCTN, OXpaHbl »KU3HM
1N 300poBbst rpakgaH. OHa rapaHTVpyeT CyBepeHUTeT
B chepe XpaHEHNS 1 UCMOSb30BaHNA reHETUHECKMX aH-
HbIX, & Tak>ke 0OMeH MHhopMaLIMen MeXly rocynapCTBeH-
HbIMW OpraHamn un obnagaTensmn COOTBETCTBYIOLLEN
NHpopMauum. 370 MO3BOUT MPOBOAUTL MacCLUTabHble
reHeTNYeCKNe 1CCnefoBanvs 1 pagdpabaTbiBaTb HOBblE
METOAbl ANarHOCTUKK U Tepanuu 3abofeBaHuii, passu-
BaTb (hapMaLeBTNHECKYIO MPOMBILLIEHHOCTb M MOBbILLATb
Ka4eCTBO MEeVLIHCKOM MOMOLLM.

B nepviog 2020-2024 rr. B8 ®MBA Poccun 6bina pas-
paboTaHa ogHa U3 KpynHenLwnx B Mmpe «baga gaHHbIx no-
NYNSAUMOHHBIX 4aCTOT MEHETUYECKMX BapuaHTOB», B KO-
Topon cogepxxatcs aaHHble 120 000 ycnoBHO 340P0BbIX
ntofen, a Takxke MHpopmMaumsa o 6onee 4em 550 000 000
YHVIK@JIbHbIX TEHETUYECKNX BapuaHTax 1 nx pacnpocTpa-
HEHHOCTW B poccuiickom nonynaumn. Cnegyet OTMETUTb,
4YTO CTPYKTypa 9ToM 6asbl AaHHbIX LieHTpanM3oBaHHas
1 aHanornm4yHa MeXXayHapoaHbIM PEMO3NTOPUSIM.

CyuwlecTtByeT HaumoHanbHas reHeTnyeckas VHULM-
atmBa «100 000 + HA» — yHMKaNbHbBIN POCCUNCKNA MPO-
€KT, Harnpas/IeHHbIA Ha yy4yLLeHe METOL0B ANarHOCTUKM

7 PepepanbHas Hay4HO-TEXHUYEeCKas NporpaMMa pPasBUTUS MTEHETUHECKMX TexHonornin Ha 2019-2027 rogpl. http://government.ru/docs/36457/ (nata obpatye-

Hus: 29.11.2024).

'8 «HauwoHanbHbIn arperatop oTKpbITbIX penoaduTopues» (HOPA). https://www.openrepository.ru/ (aata obpateHus: 29.11.2024).
' HauvoHanbHas 6a3a reHeTudeckon nHdopmauwn. http://nreki.ru/product/mic-izvestiya/-48080.shtml (nata obpatueHus: 29.11.2024).
20 Basza AaHHbIX MOMYMALUMOHHbIX YaCTOT reHeTUHeCKUX BapuaHToB. https://nir.cspfmba.ru/info (nata obpatuerns: 29.11.2024).
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N Tepanuu HaCNeACTBEHHBIX Y OHKOMOMMYECKMUX 3abone-
BaHWin nytem onpepenenus redotmnos 100 000 poccugH
N3 Pa3HO0BPAa3HbIX reorpaUHECKNX PEMMIOHOB 1 Pa3HbIX
nonynauMi N NOUCKa FEeHETUHECKUX BapuaHTOB, KO-
TOopble BCTpedaroTcs Ha Tepputopun Poccun, obobule-
HUS1 VX CXOAOCTBA W BbISIBNEHVS pasnuyuniA?!. ViHnupaTtnea
«100 000 + 9» peanuayetca Ha 6aze OO0 «buoTek
kamnyc» 1 Obina paspabotaHa coBmecTHO [MAO «HK
«PocHeTb» 1 MY nm. M.B. JTomoHocoBa.

OToenbHO cnenyet OTMETUTb POCCUNCKUIA  PEecypC,
BHegpeHHbin PMBA Poccun, — HauvoHanbHbIl WH-
(hopMaLMOHHbBIN PeCcypC, COAepXKallii CBELAEHUS O TMo-
NYNALUNOHHBIX UMMYHOSIOTUYECKMX N TEHETUHECKUX UC-
cnefoBaHnsax, NpoBoAMMbIX B Poccumckon ®epnepaumu.
CeefgeHnsa 0 Taknx UCCNefoBaHnsaX COpepkaT pesynbra-
Tbl Hay4HO-UCCNEQOBAaTENBCKMX PabOT, HanpaBieHHbIX
Ha noslyYeHne MHpopMaLmm, HEOTHEMIIEMO CBS3aHHOWM
C MOMNEKYNAPHO-FEHETUYECKMMN OCOBEHHOCTSMN HYenoBe-
Ka, CMOCOOCTBYIOLLMX U3YHEHMIO MoKasaTenen CoOCTOAHNS
30pPOBbs, (POPMUPOBAHNIO MPOrHO3a PUCKa PasBUTULA
XPOHMYECKMX 3aboneBaHuii, a Take oueHke (yHKLMO-
Ha/lbHbIX OCOBEHHOCTEN WMMYHHOW CUCTEMbI YenoBeka
B HOPME M1 MpW NaToMOrMHYECKUX COCTOSHNSX. B Mupe cy-
LLIeCTBYET [OCTaTOMHO MHOrO Pa3pO3HEHHbIX PEno3nTo-
PUEB, COOEPXKALLMX FEHETUHECKNE U UMMYHONOMMHECKNe
OaHHble, ogHako pecypc PMBA Poccun 9BngeTca yHU-
KanbHbIM peLleHeM, NPeaOCTaBASOLLIMM BOSMOXHOCTb
KOMIMIEKCHOIO aHanmMsa CBefeHun O 60SbLLIOM KOofn4e-
CTBE MCCNefoBaHU B eOMHOM LMDPOBOM VHTEpPdeNce.
OYHKUMOHNPOBaHNE 3TOr0 pecypca B OydylleM MOXeT
NO3BOSIUTE YCKOPUTL (hOPMMPOBaHME Konnabopauui Ha-
YYHbIX KOMNEKTUBOB Ha OCHOBE aHanmM3a 1x KOMNeTeHUMIA
1 OMbITa B MPUMEHEHUM NEPEAOBbLIX METOAOB MPOBEAEHMUS
FEHETUNYECKNX Y UMMYHONOMMYECKNX NOMYNALMOHHBIX UC-
CnegoBaHuin, 4TO MOXKET CMOCOBCTBOBATL Pa3BUTUIO Hay-
KV B 06/1aCTV 34PaBOOXPaHEHNS Ha HaLMOHAIbHOM YPOB-
He. B HacTosWmiA MOMEHT aHanork NogobHoro pecypca
Ha TeppuTopun Poccunckon ®efepaumm OTCYTCTBYHOT.

[Momumo nmpodero, B Poccun akTMBHO pas3BMBaETCS
ceTb BrobaHkoB. brobaHk — 3TO Peno3nToOPUN, KOTOPbLIN
B TOM 4MCne COOepXuT buonorndeckne obpasLbl Yesno-
BeKa (KpOoBb, CIIIOHY, TKaHW) U CBA3aHHbIE C HUMW reHe-
TU4eCcKMe AaHHble. [na kaxaoro 6uobaHka Heobxoavm
KOHTPOSb KadecTBa. Hanpumep, Takne 6rnobaHkn cosaa-
Hbl Ha 6azax: PIrBY «HMUL| TMM» MuHspgpasa Poccumn??,
OreyY «HMULL nm. B.A. Anmazosa» MuHsapasa Poccumn®®
n lepsoro MIMY um. NM. CeveHoBa MwuH3OpaBa
Poccun?, Broobpaslibl 13 3TUx 61oBaHKOB MCMOSb3Y-
OTCH ANS NPOBEAEHNS Pa3NHHbIX UCCNefOBaHNIA, BKIIO-
4as U3ydeHre reHeTUHECKX BUoOMapKepoB 3aboneBaHNi
1 pa3paboTKy HOBbIX JIEKAPCTBEHHbIX NPenapaToB.

B pabote aHanuampoBanv UHMOOPMaLMIO UCKIIO-
4ATENBHO N3 OTKPbLITEIX 6a3 AaHHbIX 6e3 y4deTa penosu-
TOPUEB C 3aKpbiTbiM AN YYPEeXAeHNA 13 Poccuinckom
dPenepaunm 1 NaaTHbIM OOCTYMNOM, YTO SBASETCH OCHOB-
HbIM OrpaHV4YeHNneM NPOBEAEHHOMO NCCNe0BaHMs. Takxe
MOXHO OTMETUTb, YTO B 3aJa4u1 NpeacTaBneHHon paboTsl
He BXOOWMIO MPOBEdEHNE aHanmMsa 1 yCTaHOBMIEHNE OCO-
OEHHOCTEN BCEX CYLLECTBYIOLLMX PEMO3UTOPUER, B CBA3M

C YeM B MccnenoBaHvie bl BKKOYEH TObKO Psif, penosu-
TOpWeB C BOMbLUMM KONMMYECTBOM XOPOLLO AOKYMEHTUPO-
BaHHbIX JaHHbIX.

CTranfapTusaums peno3ntopreB reHETUHECKINX AaHHbIX
NrpaeT KMtoYeBYO POsib B 06ecrneYeHn COBMECTUMOCTU,
BOCMPON3BOOMMOCT U 3(MPEKTUBHOIO MNCMONB30BaHIS
NH(POPMALIN, TaK Kak YHUPULMPOBaHHbIe hopmaThl xpa-
HeHus, Takne kak FASTQ pnsa nocneposatensHocteln, VCF
0N reHOMHbIX BapuaHToB 1 BAM/SAM onst BblpaBHMBa-
HUM, MUHUMUSVPYIOT PUCKWN OLLMOOK MpW aHannae, a nof-
JeprKka 0bnadHbIX MHTerpaumin n oTkpbiTeix APl (Application
Programming Interface, wHTepdenc npuknagHoro npo-
rpamMM1POBaHKS) MO3BONSET MacLITabupoBaTb UCCNEao-
BaHus, n3beras py4yHoOro ckadmBaHvs 6onblnx 06bEMOB
OaHHbIX. CTaHOapTbl MeTafaHHbIX rapaHTUPYHOT MOHOTY
onncaHna 0bpasLoB (MCTOYHVK, MEeTOObl CEeKBEHMPOBA-
HUS), YTO BaXKHO 17151 KOPPEKTHOIO CPaBHEHNS PE3yNLTaToOB
MEeXOy pasnuYHbIMN MccnegoBaHuaMn. EguHble G1omH-
dopmMaTUHeCcKme NPOTOKOSbI CHXKAIOT BapUaTBHOCTL 0O-
paboTKK AaHHbIX. Bes Takon cTaHaapTU3aUMmM MHTErpaums
MacLLTabHbIX MPOEKTOB, Taknx Kak IGSR, ¢ KNMHUYECKMM
6azamu 6bina 6bl HEBO3MOXKHA, YTO CYLLECTBEHHO 3ames-
mno 6bl NOEHTUUKALMIO MaToreHHbIX MyTaLuii 1 pasBu-
TVE NePCOHaNM3MPOBaHHOW MeaviLIMHbL. B HacTosLee Bpe-
MS1 MPOBOANTCS PS[, UCCNEe0BaHNIA C LIENIO ONTUMM3aLMN
hopMaToB XpaHeHWs FEHETUHECKINX OaHHbIX [21] 1 npoTo-
KOMOB VX BronHopMaTUHecKon 0bpaboTku [22].

CnenyeT OTMETUTb, YTO COBMECTHOE XpaHeHue reHe-
TUHECKUX U UMMYHOMOMMYECKUX [aHHbIX YCMELUHO pea-
nmayetcd B cnepytowmx penosutopusax: Allele Frequency
Net Database, FHLdb, AIRR Data Commons, EGA, IEDB.
HeobxooMMo noa4epkHyTb, 4TO paspaboTka eauHOro
MWPOBOIO PenosnTopusa C BO3MOXXHOCTBIO MHTErpaumm
MOLYNEN, coaep KaLlyX CTaH4APTU30BaHHbIE Pe3ynbTaThl
FeHETUYECKNX U MOMNYASALMOHHBIX UMMYHONOMMYECKNX UC-
CNegoBaHNMii, MOXXET OKadaTb 3HAYMMOE MOSTOXKUTENBHOE
BVISIHME Ha pasBUTUE MEANLMHBLI 1N MPUBECTN K YCKOpEe-
HUIO TEXHOSIOMMHYECKOro Nporpecca.

OTnHeCcKoe perympoBaHvie reHeTUHecKnX 1nccnenoBa-
HUM HaNpaBneHo Ha 6anaHc MeXXay Hay4YHbIM MPOrPECCOM
1 3aLIMTON NpaB Ntoden, Bkovas obsizatensHoe nony4de-
HMe MHPOPMMPOBAHHOIO COrnacys, rapaHTU aHOHUMHO-
CTW AaHHbIX W MpeaoTBpalleHne BO3MOXHOM ANCKPUMM-
Hauun. Mpy aToM 0cob0e BHUMaHNE YOENSAETCS YA3BUMbIM
rpynnam (KOPeHHbIM HapodaMm, MauveHTam C  PeakMm
3a60/1eBaHNAMY), Ybl faHHble MOryT OblTb MCMONB30Ba-
Hbl TOMTbKO MPW YCMOBUWN WX MPSIMOro y4acTusl B MPUHATAN
pelueHnin. CoBpPEMEHHbIE BbI30Bbl, TakMe Kak PUCK pe-
naeHTUUKaLUMM aHOHVUMHBIX FEHOMOB WU MPUMEHEHME
NCKYCCTBEHHOro UMHTeNnekta B aHanmse OHK, TpebyioT
MOCTOSIHHOrO OBOHOBMEHWUST MPAaBOBbIX HOPM W YCUNEHUS
Knbepbe30MnacHOCTN 1A COXpaHeHWsa 0oBepus obLLecTBa
K TreHeTndecknum wuccnenoBaHusM. CyllecTByeT MHeHve
0 TOM, YTO 3TUHECKNE KOMUTETbI AOMKHbI METL Honee 3Ha-
YAMbIN BEC, YeM B HaCTOSALLMIA MOMEHT [23]. BaxkHo oTMme-
TUTb, YTO 3aLUMTA OT STUHECKIX PVICKOB SBMSIETCA aKTyasb-
HOW TemMon 06Cy>KaeHN Kak B Poccum, Tak 1 3a pybexom.

Ha Tepputopum Poccuinckon ®depepauyn reHeTude-
cKas MHhopMaLVsa 1 onpeaeneHre ee NpaBoBOro pexmnma

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

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

2 BurobaHk Ha 6ase OrBY «HMULL um. B.A. AnmasoBa MuHsapasa Poccun. http://www.almazovcentre.ru/?page_id=69701 (gaTa obpatyeHns: 29.11.2024).

2 BuobaHk Ha 6ase lMepsoro MIMY um. V.M. CedeHoBa MuHsgpasa Poccun. https://www.sechenov.ru/pressroom/news/zamorozhennaya-kollektsiya-kak-
sechenovskiy-universitet-sozdaet-biobank-dlya-nauchnykh-issledovaniy-/ (aata obpatyenus: 29.11.2024).
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perynupytotcs  PefepanbHbiM  3aKOHOM OT 3 Aexkabps
2008 . Ne 42-03%, B COOTBETCTBUM C KOTOPbIM FEHOM-
HYIO MHOPMaUMIO OMPedenstoT B Ka4eCcTBe MepCcoHaslb-
HbIX OaHHbIX, BKIIOHAIOLMX KOANPOBAHHYIO NH(OPMAaLO
00 onpefaeneHHbIx (hparMeHTax Ae30KCUPUOOHYKNENHOBOM
KUCNOTbl (PU3NHECKOro SMLa WM HEeONO3HaHHOro Tpyna,
He XapakTepunaytoLLme nx (P3noNorm4eckmne 0CO6EHHOCTH,
1 depepasbHbIM 3akoHOM 0T 27 nions 2006 1. Ne 152-03%6,
B COOTBETCTBUM C KOTOPbIM FEHOMHasA MH(OpMaLMa TECHO
CBA3aHa C Karteropuer OGUOMETPUHECKUX MEePCOHasbHbIX
JanHbIX (CT. 11) n TpebyeT ohopMeHMs cornacus MHOVBK-
0a Ha ee mocneaytoLlyto 06paboTky 1 pacnpocTpaHeHue
(cT. 7). OpHaKo CyLLEecTBYET MHEHME O TOM, HYTO HEKOPPEK-
THO OTHOCUTb FEHETUYECKYO MH(OPMALIMIO TONBKO K Mep-
COHaJlbHbIM AaHHbIM, MOCKOSbKY ObnagaTensMn OaHHOM
NHOpMaLIN ABNSKOTCHA HE TOSMBbKO Camo MU0, MPUHSBLLIEE
y4acTne B WUCCNedOBaHWM, HO N ero reHeTun4eckre popa-
CTBEHHUKN [24]. B CcBA3WM C 3TUM NpeacTaBnseTcs Leneco-
06pasHbIM Ha 3aKOHOAATENIbHOM YPOBHE onpedeneHne re-
HETNYEeCKOM MHOPMaLM B Ka4eCTBE CaMOCTOSATENBHOMO
BMAa AaHHbIX. [locne dhopmmMpoBaHns Takoro onpeaeneHns
BO3HWKHET HEOOXO0OMMOCTb AallbHENLLEro 3akoHoaaTe b-
HOro perynmpoBaHns obpaLLeHVs ¢ reHeTUHecKom HAOoP-
Mauven. CTOUT MoAYepKHYyTb, YTO MHOMME POCCUNCKME
ABTOPbI Hay4HbIX NyGAMKaLmi OTMeHatoT HeobXxoaMMOCTb
YCOBEPLLEHCTBOBAHVS HOPMaTWBHO-MPaBoOBOM 6a3bl, Ha-
NPUMEP B HaCTW FEHETUHECKOM NacnopTU3aLmm HaCceNeHns
[25], 3alTbl FEHETUHECKMX AaHHbIX [26] nnv passuTng re-
HOMHOrO npaga [27].

[NaTteHTOBaHe TEeHETUYECKNX MOCNenOBaTeIbHOCTEN
Kak BeLlecTBa AOMYCTUMO, HO COMPSKEHO C pUCKamu
OybnvpoBaHNst MpaB Ha WOEHTWYHblE MOCnenoBaTesb-
HOCTW, YTO TPebyeT OrpaHnyeHust abCOMOTHOM 3allnTbl.
AnsTepHaTBa — MaTeHTOBaHNE KOHKPETHOIO MPUMEHEHNS
rnocnefoBaTeNlbHOCTY (HanpUMEP, TepaneBTUHECKOro METO-
[0a), TpebytoLLee MexxayHapOaHOM rapMOHM3aLINM 13-3a KOH-
HMKTOB MHTEpPecoB. CoBpeMEHHbIE HOPMbI HOKYCUPYIOTCS
Ha MPOMBbILLNEHHONM MPUMEHNMOCT, 0B53bIBast PacKpbIBaTb
YHKUMOHABHYHO @HHOTALMIO FeHa, a He TOSTbKO ero CTPyK-
TYpy. Pexxvm Hoy-xay XOTS 1 BO3MOXXEH, HO OrpaHu{1BaeT
OOCTYN K JAaHHbIM, MPensTCcTBYs HayYHbIM WMHHOBALMSIM,
1N MasonpuBIeKaTenieH 13-3a OTCYTCTBUSA WUCKIIIOYNTESb-
HbIX MpaB. Takxe CyLIeCTBYET MHEHME, YTO Heobxoaumo
Bonee YeTKoe pasrpaHnYeHIe MOHATUA «OTKPbITUE» N «U30-
OpeTeHme» B 0ONacTh reHeTUHECKUX 1ccneaoBaHuin [28].
B 60MbLUMHCTBE MPaBOBLIX CUCTEM, BKIIKOHAA POCCUNCKYHO,
B HACTOsILLIEe BPEMS MPU3HAETCS NPUHLMNansHas BO3MOX-
HOCTb MaTeHTOBaHWS reHa (HacTu reHa), HO Mpw onpeneneH-
HbIX YCMOBUSX, YCTAHOBIIEHME KOTOPbIX MPU3BaHO He JOomMy-
CKaTb MOHOMONM3AaLIMM 3HAHVA O MPUPOAE.

BbIBOAbI

B 0ONrocpoYHOn NnepcneKkTnBe pa3BnUTne reHeTUHeCcKmx
1N NONYNASLUMOHHbBIX MMMYHONOMMYECKMX UCCNEea0BaHN
Jintepartypa / References

7. KouetoBa OB, AsganetavHosa [, KopbitHa [®,

Mopyroea TB, bo6oenosa OB. Ponb reHOB MMMYHHOIO OT-
BETa B pasBUTUM caxapHoro amadeta 2 tuna. MeguumHa.

MO3BONINT 3HAYUTENBHO YAYYLINTbL 340P0OBbE Hacene-
HWS N MOBbLICUTb Ka4ecTBO >XW3HW. MexxayHapoaHble
PENO3UNTOPUM TEHETUYECKNX [AaHHbIX UrpatT Ktoye-
BYIO POJib B Pas3BUTUM COBPEMEHHOW MeanLMHBbI 1N Ha-
VKW, MpeaocTaBnas uccnegosatensMm AoCcTyn K 0O0b-
eMHbIM 0asaM faHHbIX A1 U3Yy4YeHUs FeHeTUYecKom
N3MEHYNBOCTW, MPeapacnoNioXXeHHOCTU K 3abonea-
HUAM U peakuun Ha nedeHune. OgHako Ons addek-
TUBHOIO MCMOMb30BaHUA 3TUX AaHHbIX HeobXxo4nmo
pewnTb NpobaeMbl, CBSA3aHHbIE C MOBbILLEHNEM Kade-
cTBa M 6e30MacHOCTN XpaHuMol MHhopMaunn, obe-
crneYeHnemM KoHpuaeHUnaneHOCTW, cTaHgapTusauun-
erl MeToAMYEecKUX pelleHnin ans yoobctBa aHanmnaa
N MHTepnpeTaunn OaHHbIX crneumanncTaMmm WUpoKoro
npodunsa, B TOM 4ncne He obnagatolwMmn HaBblKamm
nporpaMMmnpPOBaHnNg (MONIEKYNSAPHbIE BUONOMK, Bpayu
n ap.). NocToAHHOE pasBuTNe TEXHONOTNIA 1 NOABNEHNE
HOBbIX CTaHOAPTOB MO3BONAIOT PEMNO3UTOPUSM CTaHO-
BUTbCA BCe 6onee apeKTUBHbIM U YAOOHbBIM UHCTPY-
MEHTOM ANns nonb3osartenen. C TOHKN 3peHns pasBnTus
pPeEnO3nTOPMEB MEPCNEKTUBHOW NpeacTaBnseTcsa pas-
paboTka WHTerpayyoHHOro Moayns ANA NpUMEHEeHUs
npu 06paboTke 1 aHHOTaUMM AaHHbIX UCKYCCTBEHHOIO
MHTENNeKTa Co CTaHOapTU3npOBaHHbIMK MPOTOKONAa-
MU. VIcnonb3oBaHWe Takoro MoAayns Ofs aHHoTauuu
OaHHbIX 1 aBTOMaTM3auum aHanm3a no3BONNT YCKOPUTb
06paboTKy MHOopMaLMK 1 NOBbICUTb 3PEKTUBHOCTb
NCNOSIb30OBAHNA MACCUBOB XPaHVMbIX OaHHbIX. Takxke
pas3BUTNE TEXHOMOIMMN KOHMUOEHUMANbHOrO aHanmMaa
OaHHbIX, Takux Kak enepaTnBHOE OBOYy4YEeHMEe UCKYC-
CTBEHHOIro MHTENNeKTa, 06ecnednT BO3SMOXKHOCTb CO-
BMECTHOIO MCMOMb30BaHNA AaHHbIX 6e3 1X nepenaym
TpeTbuM nuuam. CoBeplleHCTBOBaHME pPeno3nTopmueB
OAaHHbIX CNOCOOCTBYET BHEAPEHNIO PE3YNLTATOB reHe-
TUHECKNX U UMMYHOTOMMYECKUX NCCNEO0BaAHU B NpakK-
TUYECKYIO MEONLIMHY.

3Ha4nTENbHbIA 0ObEM TEHETUYECKUX [aHHbIX, Ha-
KOMJIEHHbIX B Poccun B peaynsrtate npoBefeHusi OKO-
no 15 000 Hay4Ho-uccnemoBaTenbckux pabot ¢ 2010
no 2025 roa, NOAYEPKMBAET HaCYLLHYO HEOBXOOMMOCTb
CO30aHVIs U pasBUTUSA HaUMOHAa bHbIX FEHETUHECKIX U M-
MYHOMOMMYECKNX Penoa3nTopmes. ShdPeKTUBHOE NCMOSb-
30BaHVe 3TUX AaHHbIX KparHe BaXkKHO, MOCKOSbKY aHanms
FEHETNYECKOM N VMMYHOMOMMYECKOM MHopMaumm mno-
3BONGET ryoxKe MOHATb OCHOBbI 3aboneBaHWi, ycoBep-
LEHCTBOBATb OLIEHKY PWUCKOB, pa3paboTaTb HOBble Me-
TOAbl ONArHOCTUKK, MPOMUIaKTUKKX, Tepannun 1 co3oaTb
VHHOBaLMOHHbIe nekapcTsa. [Mpy 3TOM AN MOBbILIEHVS
MEXOYHapPOAHOW KOHKYPEHTOCMOCOBHOCTM U BKNada
POCCUNCKNX PenO3UTOPUEB B rNobaibHble NCCneaoBaHms
cnepyeT NpeayCMOTPETb MEXaHN3Mbl YaCTUYHOIMO OTKPbI-
TOro AOCTYNa K aHOHUMN3NPOBaHHbBIM 1 arperpoBaHHbIM
OaHHbIM OTEYECTBEHHbIX PEMO3VTOPUEB, a TakxXe npopa-
60TaTb BO3MOXXHOCTWU WHTErpaumm ¢ MeXayHapOaHbIMM
6azamun gaHHbIX.

2022;4:1-9.
Kochetova OV, Avzaletdinova DS, Korytina GF, Morugova TV,
Boboedova OV. The Role of the Genes of Immune Response
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