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B cooTBercTBUU ¢ mopyueHueM [Ipe3unenra Poccuiickoit @enepanvn HUL “KypuaroBckuit ”HCTUTYT”
coznaeT HanuoHanbHylo 6a3y reHetudeckoilt uHdopmaunu (HBI'M). ComacHo nomnpaskam B Denepaib-
HbII 3aKOH OT 29 nekabps 2022 r. opraHU3alluU, OCYIIECTBISIONINE TeHHO-UHXEHEPHYIO NesITeIbHOCTb,
MMPOM3BOJICTBO UJIM MOCTABKY FT€HHO-WHKEHEPHO-MOAN(DULIMPOBAHHBIX OPTaHW3MOB WU MPOAYKIIUHU, [TO-
JIYYEHHOM € UX MPUMEHEHUEM, TOJIKHBI B 00s13aTEILHOM MOPSsIIIKe NenoHnpoBaTh nHbopmaiuio B HBI'U.
[Inanupyercs, yro HBI'M cTtaneT Ki1oueBbIM 371eMEHTOM UH(MPACTPYKTYPhl TeHETUUSCKUX UCCASI0OBAHMUI
u pa3paboTtok B Poccuiickoit @enepalinu, 06ecriednBaloIMM XpaHeH e, MTHTerpalyio U aHaJIM3 TeHeTh4Ye-
ckux gaHHbIX. [IpencrasieHa nHdopMalus 0 BEBIYMCIUTEIBHON U ceTeBOU MH(PacTpyKType, porpamm-
HOM 00ecIle4eHUU, JeNOHUPOBAHUN JAHHBIX U aHATUTUYECKUX Bo3MoxXHOCTsIx HBI'M.
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OIJIABJIEHHUE

BBenenue

1. BeruucnuTesabHasl U ceTeBast UH(ppacTpyKTypa,
XpaHWJINILE TaHHBIX

2. [IporpamMHoOe obecrieueHre U MHTepdeiic
3. JlemoHMpyeMble JaHHBIE

4. AHaIUTUYECKHE CI)YHKLII/IOHaJILHBIC BO3MOX-
HOCTH

5. Maker HBI'1
3axkiroyeHue

BBEAEHME

KitoueBBIM 00BEKTOM HaydyHOUW WHQPPACTPYKTY-
DBI SIBJISIIOTCSI 6a3bl TEHETUYECKUX JaHHBIX, KOTOPbIE
o0ecrieunuBalOT XpaHEHWEe U aHaJu3 TeHEeTUYEeCKMUX
JNaHHBIX JJI HAYKU W pa3JIMYHBIX OTpacjieid 3KOHO-
MUKU. B HacTosilee BpeMsi B MUPE HAaCUMTHIBAETCS
0oJiee mosyTopa Thicsid 0a3 JaHHBIX T€HETUYECKO
nHGOPMAIIMH, BKITIOYAIONINX B ce0sI KaK CIIeIaIn-
3MpOBaHHBIC 0a3bl JaAHHBIX IJISI TIPOBEACHUST UCCTIe-
JIOBaHUM, TaK 1 0a3bl TaHHBIX TeHETUYECKOU MHDOP-
Maluu HaceneHus [1].

B cootBerctBUM ¢ mopyueHueM IlpesmnenTa Poc-
cuiickoit Peaepanuu Ne [1p-920 ot 4 urons 2020 .
HUII “KypuatoBckmii mHCTUTYT” co3maeT Harmo-
HajbHYyI0 0a3y reHetmdeckoili nuHdopmanuu (HBI'U).
B 2022 r. 6111 IpuHSATHI TonpaBku B DenepanbHbIit
3aKoH OT 29 nexab6ps 2022 1. Ne 643-dD3 “O rocymap-
CTBEHHOM PETrYJIUPOBAHUU B 00JACTU T€HHO-UHXKE-

HEPHOM AesTeIbHOCTH, collacHO KoTopomy B HBI'1
“madopMannsa B 003aTCITBHOM MOPSIIKE TIPEIOCTaB-
JIsieTcsl obyiagaTeNissMA TeHEeTUYECKUX JaHHBIX, OCy-
IIECTB/ISTIOIIMMY T€HHO-UHXEHEPHYIO IeSITeJIbHOCTD,
MPOM3BOACTBO U (MJIM) IIOCTaBKY T€HHO-MHXKXEHEPHO-
MOIGUIIMPOBAHHBIX OPraHW3MOB, MPOU3BOACTBO U
(1I1) TOCTaBKY MPOAYKLIVHU, TTOIYIEHHOM C IPUMEHEe-
HUEM T€HHO-MHXEHEPHO-MOAU(MUIIMPOBaHHbBIX Opra-
HU3MOB WIM cofepXKallleil Takrue OpraHu3Mbl, rocyaap-
CTBEHHBIMU YUPEXKICHUSIMHU, MHBIMH I0PUINYECCKUMU
JIMIIaMU ¥ MHIWBUIAYaJIbHBIMM TIpEANPUHUMATEIS -
MU, OCYILIECTBJSIIOIIUMU MOJIEKYISIPHO-TeHEeTHYe-
CKUi1 aHaIN3 B LEJISIX IIPOBEASHUS SKCIIEPTU3, UCTIBI-
TaHWUN U HAYyIHO-UCCIEI0BATEILCKNX padoT” [2].

HBI'U nomxHa pemars ciaeaytonme 3agadm:

— XpaHeHUEe TeHETUYECKOM WH(OpMAILIMU BCETO
MHOTroo0pa3ust 0mooOpa3loB, BKIIIOYas pacTeHUS,
KUBOTHBIX, MUKPOOPTAaHU3MEl IUKOI IPUPOIbLI U
METareHOMbI DKOCUCTEM, PACTEHUS Y XKUBOTHBIX JIJIST
CEJIbCKOTO XO3SICTBA, MUKPOOPTAHU3MBI IJISI TIPO-
MBILIUIEHHOCTH, YeJOBeKa, a TakKKe ITaTOreHHBIS
MUKPOOPTaHU3MBI;

— KJaccuuKaius reHeTUIeCKo MH(pOpMaIIny;
— MoUCK (110 METagaHHBIM U ITO TOMOJIOTUH);

— obecrieueHre BU3yalIM3aLlii U aHAIN3a TeHETH -
YeCKUX JaHHBIX B UHTETPUPOBAHHOM Te HOMHOM Opa-
y3epe,

— TIpeIOCTaBIIEHHE IOCTYMa K BBICOKOIIPOU3BO-
IUTEIBHOM M OOJIAYHOM BBIYMCIMTEIBHONM WHOpAa-
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BbICOKONPON3BOAMTEILHAS 00PAOOTKA JAHHBIX
m [OoTOBbIE CLIEHApUU U OMOMH(pOPMATUIECKUE
uHcTpyMeHTH (Galaxy, Nextflow)
IMonnepxka rmuatdopmbl Cromwell
m [logmepxka cnemudpukauuiit CWL u WDL
Co0cTBeHHas1 r1aTdopma st KOHCTPYMPOBaHUS
clieHapueB 00pabOTKM T'eHETUYECKOU MH(bopMauu

TakcoHOMMUSI OPraHM3MOB .
B OrtpacneBasi/IpoeKTHas Kiiaccudukaust o0,

B [lomxnepxka NCBI Taxonomy
B [IpociexnBaeMOCTb MEPBOMCTOYHUKA TAHHBIX
4yepe3 KPOCC-CChUIKU
B YeThipexypoBHeBasi cucTeMa paboThl ¢ MeTaJaHHbIMU

HWncTpymeHTHI

B JlennoHUpOBaHUE Yepe3 BeO-caiT
[lakeTHOE HEMOHUpPOBaHUE

® daiiyoBble CEPBUCHI LTSI pAOOTHI € TEHETUYECKUMU
NaHHBIMU

B BcTrpoeHHBII reHOMHBII Opay3ep BioUML

B PaciuupsieMble CPEeICTBa BU3yaIU3alM1

303

Bas3a reHeTneCKUX JaHHBIX

® [Tonnepxka dpopmaros nanusix FASTA, FASTQ,
GenBank, GFF u np.

B Pernnukanus otkpbIThix 6a3 NCBI, EBI/ENA,
a TaKKe APYrux Creluaan3upoBaHHbIX 0a3

L l'[oz[,uepn(xa BEPCUPOBAHUS T€CHETUYCCKMX JaHHbBIX

T'eHoMHbIIT aHAIN3

B ABTOMaTHyecKasi BaTUAallns BXOTHBIX TaHHBIX

B MHCTpyMEHTBI aBTOMaTUYECKO COOPKU

e- F€HOMOB U3 UCXOMHBIX TaHHBIX

B CrpyKTypHas 4 (yHKIMOHAJIbHASI aHHOTALIUS
UM aHHOTHMpOBaHME Ha ocHoBe Prokka

B VIHCTpyMEeHTapuii U1t aHAJIM3a TeHETUYECKMUX Bapualinii

Pacnpenenennas paGora ¢ GuonpoekTamu_
[MpocTpaHCcTBO COBMECTHOI paboThl OMOUHGpOPMATUKOB
JlocTyr K peHOTUITMYECKUM CBOMCTBAM OMO0OBEKTA
PeecTpbl 6ropecypcHbBIX KOLIEKLIMI

I/]HTel"paLU/lH C MEIMIIMHCKHUMMU CUCTEMaMU

Puc. 1. ®ynkumnoHanbHas ctpykrypa HBI'A.

CTPYKTYype g 06pabOTKM M aHaI3a TeHETHIECKHX
TAHHBIX;

— TIpemocTaBJIeHNEe BO3MOXHOCTH KOHCTPYHUPO-
BaHWs CPeACTB aHaIu3a (“KoHBelepoB™);

— obecrneyeHre pabOTBI C MHCTPYMEHTAMU aHa-
JIN3a Ha OCHOBE TEXHOJIOTUIT MAIIIMHHOTO OOyUEeHMS;

— obecrieueHne cpelbl KOMMYHMKAIUU (COLU-
aJIbHOM ceTn) IsI Ipo(deCCUOHAIBHBIX COOOIIECTB;

— obecnieuyeHUE MyOIMKAIIUM HAyYHBIX CTaTelt;

— MHTErpanyus ¢ BEIOMCTBEHHbBIMU CUCTEMaMU B
YaCTu IIpE€aAoCTaBJICHUA OOCTyIIa K T€HETUYECCKUM
JaHHBIM;

— MHTETpalus ¢ MeXAYHApOOHBIMU 6a3aMu TaH-
HBIX;

— HaKOIUICHNE TaHHBIX, ITOJTydaeMbIX B XOIE pea-
Jm3auum “PenepayibHOM HAayYHO-TEXHUYECKOM ITPO-
rpaMMbl pPa3BUTHUSI TEHETHMYECKMX TEXHOJOTUiT Ha
2019—2027 rogw1” (puc. 1).

ITnaampyercs, uro HBI'M craHer KiIOYeBBIM
3JIEMEHTOM MHQPACTPYKTYpPhl T€HETUYECKUX HC-
clenoBaHuii 1 padpadboTok B Poccuiickoit @enepa-
11U, o0ecTreynBaOIIUM XpaHEeHWE, UHTETPalUIo U
aHaJIM3 TeHETUYECKUX JaHHBIX, MOJydaeMbIX OTe-
YECTBEHHBIMU U 3apyOE€XHBIMU OpPTraHU3ALUSIMUA U
UCCIIENOBATEIISIMU.

POCCUVICKUE HAHOTEXHOJIOTUMU  Tom 18  Ne 3

1. BBIYHMCIIMTEJIIbHAA
N CETEBAA UH®PACTPYKTVYPA,
XPAHMIINIIE JAHHBIX

Buiuucaumenvhas ungppacmpykmypa

Apxutektypa HBI'M u cpencrtBa mporpaMMHO-
TEXHUYECKOTO U aIlllapaTHOTO 00CCIIeUeHUST TOJIKHBI
obOecrneuynBaTh NPUEMIIEMYIO CKOPOCTh BBHITTOJTHEHUS
oriepalmii, CBI3aHHbBIX C TIOMCKOM, BU3yaJiM3allei,
aHaJIM30M U BBICOKOIIPOM3BOAUTEIBHOII 00paboT-
KOil TeHeTn4yecKoil MH(pOpMaluM ¢ HNPpUMEHEHUEM
TEXHOJOTMiA MAIIMHHOIO OOYYeHUSI U CYIEPKOM-
NbIOTEPHBIX BhIYUCACeHMI. 711 obecIieueHUs 3a1u-
T mHPOopManit B HBI'U BeIIeaeHBI TpM KOHTYpa
00paboTK1 MHGOPMAIIUU: OTKPBITHIN, KOH(MUICH-
LUaJbHbBIMA U cieuaabHblii. [IporpaMMHoO-armapar-
HBIE apXUTEKTYPHI KaXKIOTO U3 KOHTYPOB CXOXKH, O -
HaKO NMEIOTCS pa3inyusi, 00yCJIOBICHHbIC BbIABUTA-
eMBIMM TpeOOBaHUSIMHU II0 3aluTe WHGOPMALIUN.
B ocHOoBe MH(MOPMAIMOHHO-BBIYMCIUTEILHON WH-
dpactpykrypsl HBI'U nexat cienyromime pelmeHus:

— pacripenejeHHas CCTeMa XpaHeHUsT 1T pabo-
ThI C TEHETUYECKUMU JaHHBIMU;

— BBIYMCJIUTEIBHBIN KiIacTep AJIs1 paGOThI MIPUIO-
JKEHWI ¥ CEPBUCOB Ha OCHOBE KOHTEWHEPOB;

— CHCTeMa YIpaBJIEHUs] BBIYUCIUTEIbHBIMUA pe-
cypcamu, XpaHWJINAIIEM JAHHBIX U BBIYMCITUTETbHBI-
MU KJIaCTEPAMU;
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— JICHTOYHAasA CUCTEMA NOJITOBPEMECHHOI'O XpaHC-
HUs.

PacnipeneneHHasi cucteMa XpaHeHUsI oOecIieuu-
BaeT paboty ¢aiiyIoBOi CUCTEMEI 1 OOBEKTHOTO Xpa-
Humima. OO0beKTHOE XpaHWJINIIE OCHOBAHO HA He-
MepapxXru4yecKoil CTPYKType XpaHEeHUST C JOCTYIIOM K
00BEKTaM 4Yepe3 YHUKaIbHBIC UAeHTU(UKATOPEI, B
KOTOPOI JTaHHBIE XpaHSTCS B BUIE OOBEKTOB. Takoe
pelieHue TPeaoCTaBsIeT IMPOKUE BO3MOXHOCTHU
TSI XpaHEHUSI MeTadaHHBIX, OpTraHMU3alli1 JOCTyIa K
ITaHHBIM 1 oOecrieynBaeT 3pHeKTUBHOE MaCIITA0M -
poBaHue. B oobekTHOM xpanwiuine HBI'M oynyt
pa3MelleHbl TeHeTUYEeCKNE JaHHbIEe, TeIIOHMPOBaH-
HBIE€ TOJb30BaTEISIMU, a TakKKe HaHHBIE, IOJIyYeH-
Hble B XOAe MMIOpTa U oOMeHa WHdopMalueit ¢
BHEIIHUMU Oa3aMu.

st yripaBJieHUsI BBIYMCJIUTEIbHBIMU PECypcamu,
KJlacTepaMy U XpaHWJIUIIEM JTaHHBIX B OTKPBITOM U
KOHMUAECHIIUATbHOM KOHTYpax IIpUMEHSeTCs 00-
JlauHas TexHosorus. JlaHHoe pelleHUe IO3BOJISIET
rMOKO yNpaBisiTb MH(PPACTPYKTYpOii BBIYUCIUTEb-
HOTO KJlacTepa, peajin30BaTh IMOBBIIIEHHYIO MU30JIsI-
LIIIO0 CETMEHTOB 00paboTKu nHMopMauy 1 GajaH-
CUPOBAaTh Harpy3Ky Mexiy KiacrepaMu. B oTkpbiTom
1 KoHbuneHuuaibHoM KoHTypax HBI'M npumensi-
eTcsl aJanTUPOBaHHOE OKpYyXeHMWe ISl paboThl C
KOHTECMHEPMN30BAHHBIMU NPWJIOXKEHUSIMHI B OOJIAUHOM
UHGpPACTPYKType, CepPTUDUIIMPOBAHHOE Ha COOTBET-
ctBue crangapram CNCF (Cloud Native Computing
Fondation) n TpeboBanMsIM 10 3aIIMTe MHAOOPMALIUHA
COIVIaCHO JIEMCTBYIOIIEMY 3aKOHOAATENbCTBY. Takoe
OKpYXeHUE OyIeT MNpenoCTaBIsITh pacIIUpeHHbII
MPUKJIATHON MporpaMMHBIN MHTepdelic M pele-
HUS CJIEAYIONIMX 3a7ay; Co3IaHue, KOH(UTyprupoBa-
HUe, ynajJeHue IMCKOB, OajlaHCUpPOBKa HarpysKwu,
yIpaBjieHWe BHEUIHUMU CETSIMU, HACTPOIKa TpymIl
Oe3zomacHoOCTU M Ap. HdaHHOe pelleHue IT03BOJIsIeT
YIIPOCTUTH TEXHUYECKOE OOCTY>KMBaAHUE BBIYMCIIM-
TeJIbHBIX cpencTB. OlleHKa MPOU3BOANUTEIBHOCTH 00-
IIUX BEIYUCTIUTEIbHBIX PECYPCOB C YYETOM PEKOMEH-
Jaluii K pecypcam sl BBICOKOIIPOU3BOAUTEIbHOIO
CEeKBEHMPOBaHHUSI Ha OCHOBE 3aMepa BPEeMEHU LIS
TUIOBBIX omepaluii o0padotrku coctasiser 30000
BBIYUCIUTEABHBIX simep [3]. T MCOoab30BaHUS
aHAJIUTUYECKUX MpPOrpamMM, UMEIOIIUX IOBBILIECH-
Hble TPeOOBaHUS K BBIYMUCIUTEIbHBIM pecypcam, B
YAaCTHOCTH IIJIsl BBIYMCJIEHUI Ha 0a3e rpacduyeckmux
ycKopuTesieil U onepauuit, Tpedyromux O0JbIIOro
ob0beMa IIaMsSITU, B COCTaBE€ OTKPBITOTO KOHTYypa
HBI'M mpenycMoTpeH KiaacTep BbICOKOMHTEHCHB-
Heix BerumciaeHuit (High Performance Computing).
Jas obecriedeHUsT COXpaHHOCTM ITAHHBIX Ha JJIW-
TeJIbHOM BPEMEHHOM Tepuojie OyaeT UCIOIb30BaTh-
Csl JICHTOUHAasi CUCTEMAa XpaHEeHUs1 JaHHbIX.

B xadecTBe BBICOKONIPOM3BOIUTEIBHON BBIYMC-
JINTEIbHON MHGPACTPYKTYPHI UCIIOJIB3YIOTCS CYIIep-
KOMITBIOTepHBIE pecypcHl. [1J1sT obecTieueHUsT XpaHe-
HUsI TCHETUYECKUX JaHHBIX B COCTaB CUCTEMBI BXOMIST

POCCUNCKUE HAHOTEXHOJOI'MU

KOJECHHMWKOB u np.

JIBE€ CHCTEMbI XpaHEHMS: CUCTeMa XpaHEeHUs IS 3a-
Jlay ¢ MTHTEHCUBHBIM BBOJIOM—BBIBOJIOM U pacIpeie-
JIeHHasl CUCTeMa JIOJTOBPEMEHHOTO XpaHeHWUs s
apxuBa T€HOMHbIX JAaHHBIX, MOCTpOEHHass Ha 06aze
HaKOIUTEeNe Ha XecTKUX auckax. Ilpu cozgaHuu
BBIUMCIIUTENbHON MHDPACTPYKTYypbl OCHOBHOI yIIOp
JejlaeTcst Ha obecreyeHue 0TKa30yCcTOiUYuBOii pabo-
el HBI'U 1 cokpailieHne BpeMeHU OOCITy:KMBaHMSI.
Komnonentel mHppactpyktypet HBI'M Ha Bcex
YPOBHSX UCIIOJB3YIOT Tropsiuee pe3epBUpOBaHUE,
MPUMEHSIETCS KOHTeHepU3alys MPpUKIagHOTO MpO-
rpamMHoro obecriedeHus (ITO) [4].

Ilnanupyemole 06sembl XpaneHus ungopmayuu

CymmapHnbiii pazmep xpanunuina HBI'U onpene-
JIEH UCXOs U3 pa3MepOB XpaHWINIL ASHCTBYIOIINIX
3apyOekHBIX 0a3 maHHbBIX. CornacHo JaHHBIM Euro-
pean Bioinformatics Institute (EMBL-EBI) B 2021 r.
00beM XpaHUMBIX faHHBIX IpeBbicil 390 I1h 1 mpo-
JIoiskaeT yBemuamBaTthed [S]. Ha ceromHs B MexkmyHa-
poaHbIX 0a3ax maHHbIX International Nucleotide Se-
quence Database Collaboration (INSDC, MexnayHa-
pomHast kojiadbopanus 0a3 JaHHBIX HYKJICOTHUIHBIX
rocJjiefoBaTeIbHOCTEM ) onyoaukoBaHo okoio 10 ITh
OTKPBITBEIX TEHETUYECKOIl HAHHBIX, COOOIIAeTCsI O
XpaHEeHUH CPAaBHUMOTO 00beMa 3aKPHITHIX TaHHBIX, a
TaK>K€ HECKOJIbKO IeTa0aliT HOBBIX JAaHHBIX ITyOJIU-
KyeTcst exxerogHo [6]. [IpyuHuMast BoO BHUMaHUE, YTO
00BEeM OOIIETOCTYIIHBIX TEHETUYECKUX TaHHBIX, KO-
TOPBIE MOT'YT ObITh MCITOJIb30BaHbI IIMPOKUM KPYTroM
ucciienoBareiieil, 3HauuTenbHO Bhie (mis1 NCBI
SRA 00beM OOIIEeTOCTYITHBIX JaHHBIX COCTaBIISIET
okoJ10 45 I1B) 1 HeoOXxoauMO 00eCeUnTh U30BITOY-
HOCTb IIpU XpaHeHuU gaHHbIX, 111 HBI'U B HacTosI-
1ee BpeMsI IIPEAyCMOTPEHO XPaHWJIMIIE C TI0JIE3HBIM
oobemoM 50 ITb [7].

BaxxHoi1 0COOEHHOCTBIO T€HETUYECKMX TaHHBIX
IBIISIETC MAJICHBKWII CpenHMit pasmep daiina,
~1 Mobaiita. Tak, 1 ITb reHeTuYecK1X JaHHBIX BKJIIO-
yaeT B ce0s1 0KOoJIO MuJIIHapaa ¢aiiaoB, YTO 3HAUYM-
TEJILHO MPEBHBIIIaeT BO3MOXHOCTH COBPEMEHHBIX CH -
creM xpaHeHus. IToatomy npu paszpadorke HBI'M
OBLIV IPUHSITEI MEPbI IS pellleHs] JaHHOM po0Jie-
MBbI: TEHETUIECKIE JaHHBIE OOBEINHSIIOTCS B apXUBBI
repe pa3MelIeHUEM B CUCTEME XpaHEHMUsI, CEPBUCHI
10 paboTe C JaHHLIMY U3BJICKAIOT (Paiijibl 13 apXUBOB
HampsIMyI0, UCIIOJIb3YeTCSI OOBEKTHASI CUCTeMa Xpa-
HEHUSI, TI03BOJISIIONIAsI Pa3MECTUTh MHOXECTBO (haii-
JIOB 6€3 NageHUs IIPOU3BOAUTEIIBHOCTH.

Moodenb danHbix

st opraHU3alM JaHHBIX MCIOJIb3YETCS MOIM-
(GULMPOBaHHBII ITOAXOM, peaJlu30BaHHBIIl paHee Ha
npumMmepe INSDC, Kkotopas rpencrasiisieT coO00it o~
HY M3 CaMbIX M3BECTHBIX NIOOAJbHBIX MHUIIMATUB B
001acT 0OMEHA FreHETUYECKUMHU JaHHBIMU, ChOp-
MupoBaBuiasica B Hauane 1980-x rr. [6]. YyacTHU-
Ne 3
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OKCIIpECCUN

T'enomHast cbopka

Puc. 2. Nepapxus meramanHubix Maketa HBI'M. CepbIM LIBETOM BbIIEICHBI YPOBHU METaJaHHbIX, HEIIOCPEICTBEHHO CBSI3aH-

HBIC C TCHETUYCCKMMU JaHHBIMU.

kamMu INSDC o6rnu1a co3naHa rimob6ajibHasi BCEOOb-
eMJTIONIAsT KOJJIeKIMSI HYKJICOTUIHBIX ITOCJIEa0Ba-
TEJILHOCTEN W CBI3aHHBIX ¢ HUMW MeETaTaHHBIX,
HaXOISIINUXCS B OTKPHITOM gocTyne. [laHHbIe BapbU-
PYIOTCSI OT He0OpabOTaHHBIX IIPOYTEHUM, TeHOMHBIX
cOOpPOK M BEIpaBHMBAHMI 10 pa3HOOOpa3HOM (PyHK-
LMOHAJIbHOI aHHOTauu. PeryisipHbelii oOMeH maH-
HBIMH, CTAaHAAPTU3UPOBaHHEBIE (hOpPMATHI 1 BCE Yallle
0OMEH TEeXHOJOIMSIMU OOeCIeUYMBaIOT ITIOOAIBLHYIO
CUHXPOHHOCTb B paMKaX COTPYIHMYECTBAa. 3a CYET
YKa3aHHBIX BBIIIE JOCTOMHCTB MepapXusi MeTadaH-
HBIX 1 MX CTaHAAPThI IPUMEHSIIOTCS B 6a3ax, HE BXO-
pammx B INSDC, B wactHoct B NGDC (National
Genomics Data Center, HanmmoHaabHBIIT LIEHTp Ie-
HOMHBIX JaHHbIX, KuTaii) [8].

BepxHuM ypoBHEM opraHM3anui JaHHbIX SIBJISIET-
cs1 ouornpoekT (BioProject), ynpoiaroiuii Kjiaccu-
duKauMio U cucTeMaTU3alUIO JAaHHBIX U MeTagaH-
HBIX 1J1s1 Bcex ydacTHUKOB INSDC. buonpoekrt — 3To
IJIaBHBIM 0Opa3oM MeTagaHHble 00 McceaoBaTe b-
CKHUX IIPOEKTaX, KOTOpbIC ITO3BOJISIIOT OOBEIUHUTH
OosblIMe O0bEMbl HAayYHOU HHGOpMaLUU, YIPO-
CTUTD €€ MMOUCK, ITOBBICUTDH JOCTYITHOCTbD AJIsA ITOJIB30-
BaTeJieil 0a3 MTaHHbBIX, a TAKXKE OOBENIMHUTh YYaCTHHU-
KOB HUCCJI€EJOBaHUSA B €OWHOM I/lH(I)OpMaLlI/IOHHOM
KoHTeKkcTe. baza maHHbBIX 6M0006pa3ioB (BioSample)
ObL1a pa3paboTaHa IJIsl XpaHeHUSI OITcaTeIbHOM UH-
¢dopMaliu (MeTagaHHbBIX) HEIOCPENCTBEHHO OMOJI0-
rMYeckux o0paslioB, U3 KOTOPHIX B TaJIbHEUIIIEM Obl-
JIY TIOJIyY€HBI IETIOHUPYEMbIEC TeHETUUECKUE JaHHbIE
[9]. CnenyromuM (HUXKHUM) YPOBHEM OpraHu3aluu
B 6a3ax INSDC gsnseTcs ypoBeHb ONNMCAaHUS TeHe-
TUYECKUX TaHHBIX — MeTaJaHHbIE O TEHOMHBIX COOp-
KaxX ¥ TaHHBIX CEKBEHUPOBaHMSI.

POCCUMCKHNE HAHOTEXHOJIOTUU

TOM 18 Ne 3

B HBI'U coxpaHsioTcsT ypOBHM MeTagaHHBIX,
npenctaBieHHBIe B 0azax INSDC, u mobGasisercs
HOBBIII YPOBEHb METAaJaHHBIX — OMOOOBEKT, PacIio-
JIaralolIMiics B MepapXyuu MeXIy OMOIpPOEKTOM U
6uoo6pasiom (puc. 2). BUooOBEKT MO3BOISIET CBSI-
3aTh HECKOJIBKO 6M000pa3L0B, OTOOPAHHBIX Y OAHO-
ro XMBOTO OpTraHU3Ma WIN OOQHOM KYIbTYPhI KJIIETOK,
HO IIpU pa3IUYHbIX YCIIOBUSX, B pPa3HbIE MOMEHTHI
BpeMEHM WM U3 pa3HbIX TKaHeil. Hampumep, 0uo-
00BEKTOM MOTYT SIBJISIThCSI METaIaHHBIE IO KOHKPET-
Holi JJabopaTtopHoii Kpbice (R. norvegicus) ¢ onuca-
HHEM OOLIUX XapaKTePUCTUK 3TOTO XKMBOTHOTO, B TO
BpeMsl Kak O0uooOpasuaMu OyayT MeTagaHHBbIE I10
KaXXIoMy OTaeJbHOMY 3a00py OrMomMaTepuasa B pas-
HbIe TPOMEXYTKU BPEMEHU TOCIe BO3AeiCTBUSI Jie-
KapCTBEHHBIMU BelllecTBaMU. BBeneHre 0M000beK-
Ta COXpaHSET COBMECTUMOCTb C METaJlaHHBIMU 0a3
INSDC, Tak Kak IIpy UMIIOPTE JaHHbIA YPOBEHb MO-
JKeT ObITh BOCCTAHOBJIEH HAa OCHOBAaHUM METalaHHBIX
OouoobOpa3sia.

Takum oOpa3zoM, KaxXIblit U3 YpOBHeil nepapxuu
MeTaJaHHbIX MO3BOJISET pelllaTh OTACAbHYIO 3a1a4y
TMOJIb30BaTeIsl: OMOMPOEKT — TMOUCK HCCASAOBAHUIMA
110 TeMaTUKE U 3a/lauaM, a TaKXKe CTPYKTypUpPOBaHUE
1 CBsI3bIBaHHWE OOBEKTOB 0o0Jiee HU3KUX YPOBHEM,
OMOO0OBEKT — COXpaHEHME METaTaHHBIX 110 KOHKPET-
HOMY OOBEKTY MCCIEAOBaHUSI C BO3MOXHOCTBIO IO~
HMCKa 1Mo aTpubyTaM U CTPYKTYpUpPOBaHME 00pa3IloB,
MOJIYYEHHBIX U3 3TOI0 00BbEKTa pa3IUuYHBbIM CIIOCO-
0OM /WM MPU PA3IMUHBIX YCIOBUSIX, OMoOOpasel —
COXpaHEHME MeTaJaHHbIX 10 KOHKPETHOMY 00pasIly
00BeKTa UCCASO0BaHMsI, BKJIIOYasl BCE HIOAHCHI IIPO-
000TOOpa 1 BO3ACHCTBUI HA OPTAaHU3M C YYETOM BO3-
MOXHBIX IMHAMUYECKUX NU3MEHEHUIA.
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OmHUM 13 BaXHEWIINX aTpUOYTOB MeTamaHHBIX
SIBJISIETCSI  TaKCOHOMUYECKWiII  UIeHTU(PUKATOP.
3a ocHoBHI TakcoHoMuM B HBI'M ObL1a B3siTa cuCcTe-
Ma NCBI Taxonomy — xypupyemas 0a3a HaHHBIX,
OpraHM30BaHHas B BUE HAIlpaBJIeHHOIo rpacda 1 cu-
cTeMaTU3upylolass MH(GoOpMalMIo O BCEX JTOMeHaxX
XknBbIX oprann3MoB [10]. Ha magamo 2023 r. NCBI
Taxonomy BKkJoyajga B ce0s1 mHPOpMalLUio OoJjiee
yeMm o 100000 pomoB u 2 MJIH. BUIOB, IIpu4eM 0a3a
JMaHHBIX TMHAMWUYHO U3MEHSIETCS KaK 3a CYET ITOMOJI-
HeHuii (B 2022 r. 661710 1o0aBiaeHO 80 ThIC. HOBBIX BU-
JIOB U ITOYTU 4 TBIC. HOBBIX POJIOB), TaK W 3a CUYET
amarnTaluyy U3MEeHeHHW, BHOCUMEBIX B OCHOBHEBIE TaK-
COHOMMYEecKMe KoaeKchl [11]. B TakcoHOMMIO BKITIO-
YyeHbl KaK CEMb OCHOBHBIX PAaHIOB: JOMEH WJIM Ha-
HapCTBO (PYKapHOTHI, apXxeu, OaKTepuu, BUPYCHI),
buayM WM TUI, KJacc, MOPpsIIoK, CEMECTBO, poa 1
BUI, TaK U IIPOMEXKYTOUYHBIE, KOTOPbIE ITO3BOJISIIOT
0OoJiee TOYHO Ki1accuPUIIMPOBATh OpraHnu3Mbl. CTOUT
y4yecTh, uTo TakcoHoMust NCBI He gBaseTcss enmH-
CTBEHHOI HCHOJb3yeMOIl B OMOMH(OpMATUUECKUX
0a3ax JaHHBIX, TaK, OOJIBIIYIO ITOITYISIPHOCTb UMEIOT
TaKCOHOMMYECKUE KilacCudUKaluyu B paMKax Mpo-
ekTa Silva-LTP (All-species Living Tree Project) u 6a-
3a JaHHBIX TeHOMHOIT TakcoHomuu GTDB (Genome
taxonomy database), Kiraccuurpyomas IIpoKapu-
OT Ha OCHOBAaHMU MX TeHOMHBIX I10CJIeIOBATEIbHOCTEM
n ¢wiorennn MapkepHbIX reHoB [12, 13]. B HbI'A
obecnieyrBaeTcs moaaepkka HEeCKOJIbKHUX BapUaHTOB
TAaKCOHOMMYECKOM KJIACCU(PUKALIMA C BO3MOXKHOCTBIO
JaJbHEHUIIEH X B3AUMHOMN MHTErPaLllUu.

2. MTPO'PAMMHOE .
OBECINEYEHUE U MHTEP®EUC

Apxumexmypa npoepammuoeo peuleHus

Apxutektypa I1O npenycMaTpuBaeT BHITIOJIHEHUE
CIIeNyIoIMNX 3a1a4:

— BBICOKOIIPOM3BOIMUTENBHYIO O0OpabOTKY TeHe-
TUYECKOW MHMOpPMaIUU C UCTIOJb30BAaHUEM CyTIep-
KoMITbloTepHBIX pecypcoB HUIL “KypuaroBckuii
WHCTUTYT”;

— 3arpy3Ky reHeTu4ecKoi MH{oOpMaluM, ITOUCK
(mo mMetagaHHBIM, romonorndeckuii, BLAST u ero
BapuaHThl) U JOCTYN K MH(MOPMaIIUH;

— TAKCOHOMHUYECKYIO U (DEHOTUIMUUECKYIO KJIac-
cudukaiio 61ooodpas3nos;

— TeHOMHbII aHaInu3;

— COBMECTHYIO paboTy ¢ OMOIPOEKTaAMHU, BKIIIO-
yas cpeny KOMMYHUMKALIMi, eqHoe MHGOpMAalIMOH-
HOE ITPOCTPAHCTBO A1 pa3pabOTUMKOB U MCCICA0BA~
TeJei.

AHaJIN3 TaHHBIX IPOBOAUTCS C UCTIOJIb30BAaHUEM
reTeporeHHoil MHOPacTpyKTyphbl, BKIIOUAlOlICH B
cebs 001auHyI0 TUIATPOPMY M CUCTEMY BBEICOKOIIPO-
W3BOJUTENILHBIX BbIUMCICHUN. BblunciauTenbHbIe
Bo3MoxHoctu HBI'M OynyT mpenocTaBiIsITbCS HC-
cieoBaTeNsIM JJI KOJUJIEKTUBHOTO TI0JIb30BAHUS B

POCCUNCKUE HAHOTEXHOJOI'MU

paMKax JOCTYITHBIX KBOT. AHAIUTUYECKIEe KOHBeie-
pbl GOPMUPYIOTCS U3 TIPOTPAaMMHBIX 00PaOOTUMKOB,
npenctasieHHbIX B HBI'W. Ilonb3oBaTesib MOXeET
pa3paborarb M IepenaTh IUISI MCIIOJIb30BaHUS B
HBI' cBoit 00paboOTYMK, OMUCAB €r0 B COOTBET-
CTBMHU C 3aaHHBIMU npaBuiamu. [IpukitagHoii mpo-
rpamMHubiil nHTepdeiic (API) HBI'M Gymer obecne-
YUBaTh NOMAEPXKKY IIIUPOKOTO CIIEKTPpa IMPUKIIaTHBIX
IIPOrpaMMHBIX ITAKETOB 1 IIAT(OPM IJISI TEHOMHOTO
aHamm3a. CucremMa KOHTEMHEpM3allMUd COIAEPXKUT
MpUKIaJHbIE IIPOrpaMMBbl BMECTE C UX CpelaMU BbI-
IMOJTHEHUSI, HEOOXOMMMBIMHU ST KaXKIOM MPUKIIAI-
HOM MporpaMMbl, YTO ITO3BOJIMT OPraHU30BBLIBATh
KOHBeMephl UIs1 aHaIu3a JaHHBIX KaK Ha CyIIepKOM-
MMBIOTEPHBIX, TAK X Ha 00JIAYHBIX pecypcax. APXUTEK-
typa HBI'U nipencrasiena Ha puc. 3.

Taxke B cucTeMe IIpenyCMOTpPeHa MHTerpauusi ¢
MONyJASIPHBIMA OMOMH(POPMATUISCKUMU TIIaTdhOop-
MaMM, KOTopasi obecreuynBaeT OSCIIOBHBINM 3aIlycK
IOJIb30BaTEIbCKNUX ClLICHAapUeB Ha OMHOIM M3 ILIaT-
dopM 13 BeO-TIOpTaa WM Yepe3 OOIIeaOCTYITHBIN
API. Ilongepxka gaHHBIX IIATHOPM oOecreunBaeT
JIOCTYITHOCTh OOJBIIIOr0 Habopa TOTOBEIX HMHCTPY-
MEHTOB U clieHapueB. /11 6ecIIoBHOTO B3aUMOACH -
CTBUS ¢ TUIaTopMaMu pa3paboTaH yNpaBJsionInit
cepBuc BioControl, obecrieunBaomnii yHUOUIIUPO-
BaHHBIN MHTEepQEIC 11 B3aUMOACHCTBUS ¢ OMONH-
dopmaTnyeckuMu iaTopMaMu, B TOM YUCIE IS
aBTOMATUYECKOIO CO3HAaHMS CHUCTEMHOTO OKpYxKe-
HUSI JIS1 BBI30BA CLIEHAPHEB, a TAKXKE MOHUTOPUHTA 1
yIIpaBJeHUs] BBIYMCIUTEIbHBIMU 3a1a4aMu.

ITonb3oBarenun OydoyT B3aMMOACHCTBOBATH C
HBI' uepes enuHblit MHOOPMALMOHHBIN TMOpTaI
(web portal), a Takke ¢ MICTIIOJIb30BAaHUEM IIPOTrpaMM-
Horo uHTtepdeiica. sl IeHTPOB CEKBEHUPOBAHMUS C
OOJIBIIMM O0BEMOM CEKBEHUPYEMBIX TaHHBIX IeJIe-
CO00pa3HO CO3MaHNE BhIASICHHBIX KAHAJIOB CBSI3U.

Humepdgeiic

OcHoBHbIMU pazaeiamu Beo-noptana HBI'U saB-
JISIIOTCSI:

— OMOIMOTEeKa TaHHBIX, coaepKallas JeITOHNUPO-
BaHHbIC JaHHbIC, AHHOTUPOBaHUE, METaJaHHBIC, pe-
BEpCHBIC JaHHBIE;

— CepBUCHI IMYHOIO KaOMHETa I0JIb30BaTeIs;

— KOHCOJIb aIMUHUCTPUPOBAHMS, BKJIIOYAIOIIAs B
cebst cpencrtsa ynpasieHuss HBI'Y, MoHuTOprHIa U
JTUArHOCTUKU WHOOPMALIMOHHO-BBIYUCIUTENbHOM!
MHOPPACTPYKTYPHI.

OCHOBHBIE CEpBUCHI OyAYyT JTOCTYIHBI ITOJI30Ba-
TeJISIM MOCJIe aBTOPU3allu 1 BKJIIOYAIOT B ceOsl:

— JCMOHUPOBaAHMEC W BaluvaallMi0 '€HECTHUYCCKUX
JaHHDBIX;

— aHaJIM3 TeHEeTUYECKMX JAHHBIX, BKJIIOYas Ipe-
oOpa3oBaHue (opMaTOB U MpeaBapUTEILHYIO 00pa-
OOTKY;

Ne 3
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Puc. 3. Crpykrypa maketa HBI'M.

— ITOUCK Y BU3YAIU3aIIMIO TEHETUYECKUX TaHHBIX,
BKJTIOYAsT CpeICcTBa TeHOMHOTO Gpay3epa u 3D-Bu3y-
aJ3aInu;

— MOHUTOPMHT KadyecTBa JaHHBIX, oOecIieueHre
CPEICTB IJIsl pabOThl KypaTOpPOB JaHHbBIX;

— CUCTEeMY YBEIOMJICHU I, 0OeCIIeynBaoUIyI0 OT-
MPaBKy COOOIIEHNI TT0 KOMMYHHUKAITMOHHBIM Cpell-
CTBaM.

3. ZETTOHNPOBAHWE JAHHBIX

B xome mporecca AenoHUpPOBaHUSI JAHHBIX OCY-
IIECTBIISIIOTCS. BBOII METalaHHEIX, 3arpy3Ka T'eHeThJe-
CKMX TAaHHBIX M X IIPOBEpKa. MeTamaHHbIE CO3MAI0TCS
WX BBIOMPAIOTCS U3 YK€ CO3MaHHBIX B KOHIIEIIIMU
ypoBHeili MeTtagaHHbIX. B HBI'M nmpenycMoTpeHbI 0051-
3aTeJbHbIC MOJIS IS METaTaHHBIX B 3aBUCUMOCTH OT
YPOBHSI MeTaJaHHBIX U TUIIa OMoOpas3ia, a TaKXKe MO-
IryT OBITH HOOABJIEHBI I'PYMIILI MOJIeil, 13 KOTOPHIX
TpeOyeTcs 3alOoJIHUTDL He BCE, a XOTs OBl OMHO TTOJIE.

POCCUMCKUE HAHOTEXHOJIOTUU

TOM 18 Ne 3

ITonb3oBaTeILCKMIT BBOJ B ITOJISI METagaHHBIX IIPO-
BepsIeTCs. HA COOTBETCTBHUE TUITY MO (YKUCIIO, CTPO-
Ka, IaTa ¥ T.[.), a TaKXKe MpaBUIaM 3arOJIHEHUSI, eC-
JIM OHM YKa3aHbI (HallpuMep, orpaHM4YeHNe Bo3pacTa
o6pasna ot 0 mo 200 net). OTHUM U3 KIIIOYEBBIX IO~
JIeil TIpy 3aMOTHEHUU MeTadaHHbBIX SIBIISIETCSI BBIOOD
TaKCOHA, KOTOPBI OCYIIECTBIISIETCS TIOMCKOM Y371a B
CYLIECTBYIOILIElA B cuUcTeMe TakcoHomuu. Ilocie
MPOXOXKICHUS aBTOMAaTUUECKUX IIPOBEPOK Ha KOp-
PEKTHOCTh BBEJICHHBIX METaJaHHbIX IOJIb30BaTEIIO
MPEIOCTaBISIETCSI BO3MOXHOCTh 3arpy3uTh I'€HETH-
YeCcKUe JaHHBIe CIeAYIOIINMHU CITOCO0aMM:

— yepe3 BeO-uHTepdeiic moprana HBI'U;

— 4Yepes 3arpy3Ky JaHHBIX KineHTckuM 10 (Ha-
npumep, ftp/webdav-KJImeHTsI, rsync);

— ¢ nomotibio API.

B HBI'M 3aruianunpoBaHa MOoAASpKKa CASAYIOLIX
TUTIOB M (pOpPMATOB TaHHBIX:
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— JIaHHBIE CEKBEHUPOBAHUS, B TOM YHCJIE BBICO-
KOIpoM3BoauTeIbHOTO (abl, fastq, hS, fast5);

— JAHHbIC CEKBEHUPOBAHUS, KAPTUPOBAHHBIC Ha
pedepeHcHbI reHoM: (BAM, SAM, CRAM);

— HYKJICOTUAHBbIE U aMUHOKHUCJIOTHbBIE TIOCJIEIO-
BarelbHOCTH (fasta);

— aHHOTUPOBAHHbIE HYKJICOTUAHBIE U aMUHO-
KMCJIOTHBIE TTIocaenoBaTenbHocTH (gbk, gff, gtf);

— CTPYKTYpPhI OMOMOJIEKYT;

— JAHHBIE O CTPYKTYPHBIX BapualMsIX B TeHOME
(vef);

— maHHEBIe o Tpekax (bed, bigwig, bedgraph);

— JAHHbIE TCHOMHOTO U TPAHCKPUIITOMHOTO ITPO-
GuUIMpoBaHUS MTPY MTOMOIIIM YUITOB (mictoarray);

— JaHHbIE TPEXMEPHON CTPYKTYpPbl MOJIEKYI,
BKJIIOYasi OeJIki W HyKJIenHoBble KucaoTel (PDB,
PDBx, mmCIF).

B HBI' peann3oBaHa makeTHas 3arpy3ka reHe-
TUYECKUX JAHHBIX, OOecneurBaroIias aBTOMaTU3U-
POBaHHYIO 3arpy3Ky U MO3BOJISIIONIAs TPOBOAUTD 3a-
rpy3Ky (paitjtoB GOJBIIOro pa3mepa WIXA OOJIBIIOTO
KoymmuecTBa (paiinoB. [lakeTHas 3arpy3ka mpencraB-
JIIeT co00it 3arpy3Ky JaHHBIX U3 (aiiia, chopMupo-
BaHHOTO B TEKCTOBOM (hOopMaTe C YKa3zaHHEM IIeped-
Hs (haiiyloB 1 HEOOXOOMMBIX MeTamZaHHBIX. TakKe B
HBI'U pazpaboTaHbl IpOTOKOJIbI OOMEHA FreHeTu4e-
CKVMMM U METaJaHHBIMU C IPYTUMHU O6a3zaMu JaHHBIX
reHeT4IeCKOM MHGpOPMAIINH.

4. AHAJINMTUYECKHUE
OYHKILMOHAJIBHBIE BO3MOXHOCTU

ITlouck eomonoeuunsix nociedosamenvHocmeil

ITorck roMOJIOrMYHBIX MOCTEA0BATEIbHOCTEN pe-
aJ3yeTcs MNPy MOMOIIM IPOrpaMM JIJisi HAPHOTO BbI-
paBHUBaHUs Kak HykyieoTuaHbiX (JIHK 1 PHK), Tak
1 aMUHOKHUCJIOTHBIX (O€1KW) ToceaoBaTeIbHOCTe |
M BKJTIOUAET B ce0sI HECKOJILKO PEXXNMOB PaOOTHI: T10-
HICK B HYKJICOTUIHOM 0a3e JaHHbBIX IO HYKJIEOTUIHO-
MY 3aMpocy; MMOUCK B O€JIKOBOI 6a3e JaHHBIX MO aMU-
HOKHWCJIOTHOMY 3aIlpocy; NMOMCK B OeIKOBOI 0ase
JMIAaHHBIX MO HYKJIEOTUIHOMY 3aIlpocCy, BbIpaBHUBA-
Hue dopMupyeTcsi Ha OCHOBE IIIeCTM BapUaHTOB
TPaHCJISILUU 3aMpoca; NMOUCK B HYKJIEOTUIHOI Oa3e
JMIAHHBIX TT0 aMUHOKWCJIOTHOMY 3ampocy, BbIpaBHU-
BaHUe (OPMUpPYETCS Ha OCHOBE IIECTUM BapUaHTOB
TPaHCJSILIMU peEPEHCHBIX TaHHBIX; TOUCK B HYKJIEO-
TUIHOM 6a3€ TaHHBIX [0 HYKJICOTUAHOMY 3a1pocCy, BbI-
paBHUBaHUE (OPMUpPYETCsST Ha OCHOBe 36 BapHMaHTOB
TpaHCJISILIMK 3anpoca U peepeHCHBIX JaHHbBIX.

3anaHue 3ampoca U yKazaHue IapaMeTpOB I0JIb-
30BaTesIeM BKJIIOYAET B ceOsI TP 3Tamna:

— (opmupoBaHue 3ampoca OCYILECTBIISIETCS
BCTaBKOII MCKOMOM TTOCIE€I0BAaTEIbHOCTU B CIIEIIM-
aJIbHO€ OKHO MHTepdelica nin 3arpy3Koii aiina;

— BbIOOP 0a3bl JAHHBIX B COOTBETCTBUU C 3ajaya-
MM T10JIb30BAaTEJISI U TUTIOM T10CJIeI0BATEIbHOCTH;

POCCUNCKUE HAHOTEXHOJOI'MU

— yKa3aHHUe IMapaMeTpoOB — HeoOsI3aTeIbHbI 111aT,
TaK KakK ITapaMeTphbl IO YMOJYaHUIO, ITOOXOISIIE
JIJTsl TUTIOBBIX 3a/1a4 y3Ke MPeIyCTaHOBJIEHbI.

IIpocMOTp MOMCKOBOI BblJauM — BTO KpaTKasi
TabaulIa pe3yJbTaTOB, BKIIIOYAIONIAS B ce0sI OCHOB-
HBIE XapaKTepUCTUKN BBIpABHUBAHUI, Tpadrmyeckoe
OTOOpaxkeHue BbIpaBHUBAHUIT U MPOCMOTP BhLIpaB-
HuBaHUii. I3 oKHa IIpocMOTpa IIOMCKOBOM BbIIaYn
BO3MOXEH TIepexo Ha COOTBETCTBYIOIIYIO 3aITMCh B
HBI'N. [Ins ynoO6cTBa Ioab3oBaTejeit MOXET ObITh
peanu3oBaHa PYHKIIMS CKaUMBaHUS ITOC/IEA0BATE b~
HOCTH WJIM TTIOCJIEA0BATEIILHOCTE HEITOCPEICTBEHHO
M3 BbIJaYM MHCTPYMEHTA MTOMCKa 10 TOMOJIOTUU.

ITenomubtii bpaysep

ITonp3oBaTenb MOXET BU3YaTU3UPOBATh TEHOM -
Hble TaHHBbIC B TEHOMHOM Opay3epe, IoAaepKuBa-
IOllleM aHHOTalMM B CTaHIApPTHHIX OMOMHQpOpMa-
THYecKuX ¢dopmarax, B TOM uducjie B (opmarax,
noaaepxuBaeMbeix obpaboruunkamu HBI'U. Te-
HOMHBIN Opay3ep OpPHMEHTHMPOBAH Ha M3y4YeHUE
CTPYKTYpPHlI T€HOMA, BHIOOP OIpeneIeHHBIX T€HOM-
HBIX PETMOHOB U pabOThl ¢ HUMU, BKJII0Yasi OTAEIb-
HEIE MOCJIENOBaTEIbHOCTH, pa3MEeYCHHEIE B TaHHBIX
peruoHax. BTopbIM npuoKeHneM IS IT0JIb30BaTe-
JIST SIBJISIETCSl BU3YaJIbHBIN OCMOTP CTPYKTYpPhI IeHa,
BKJIIOYasi PaCIOI0KEHMS TOMEHOB, HaJIU4ME CIICII-
¢ryecKnxX NOAIIOCIeI0BATEILHOCTEM, BTOPUIHOM U
TPETUYHOM CTPYKTYpbl TreHa. IeHOMHBIIN Opaysep
oOecrneunBaeT I0JIb30BaTEelI0 JOCTYH KaK K IMyOImd-
HBIM JaHHBIM, TaK ¥ K JTaHHBIM OrpaHUYCHHOTO JI0-
CTyTIa, AeTIOHUPOBAHHBIX 3TUM ITOJIb30BATEJICM.

Tunosvwie cuenapuu 06pabomiku 0aHHbIX

Banupaiiys naHHBIX B TIpoliecce NeNOHUPOBaHUS
o0ecrneyrBaeT MX ILEJIOCTHOCTh, COOTBETCTBUE 3asiB-
JIeHHOMY OuouHpopMaTryeckoMy ¢dopmary U BO3-
MOXHOCTb AaJibHel1Ieil 00pabOTKU U UCTIOIb30BaHMS
nonb3oBaresisiMu HBI'M. [lemoHupoBaHue MaHHBIX B
HBI'U ocyiiectBisieTcs: B pa3inyHbIX (popmaTax, He-
KOTOpbIE M3 KOTOPbIX MOTYT UMETh clieluduyeckre
ocobeHHocTu. Hampumep, Bamugauus ITapHOCTHU
MPUMEHSIETCS IS TTIPOBEPKU MapHBIX MPOUYTEHUI B
dopmare FASTQ — 0OBIYHO TakMe HAaHHBIC TIpem-
CTaBJieHbl B BMjE Tapbl (aitioB U AOKHBI UMETh
OIMHAKOBOE KojnyecTBO 3anuceil. IIpu 3ToM wmx
npenBapuTeabHasi 06pabdoTKa MoJb30BaTeIeM MOXET
MPUBECTU K HAPYIIEHUIO COOTBETCTBUSI 3aluceil B
¢daiinax ¥ mpuBecTU K olIMOKaM MJIM HEBO3MOXKHO-
CTHU JajabHEUIIIE 00padbOTKM.

Tunosble cueHapuM OOpPabOTKM TI€HETHMYECKUX
JTaHHBIX MOTYT OBITh peajJM30BaHbl KaK WHIWBUILY-
aJIbHBIMJA 00paboTUYMKaMM, TaK M IIPOrpaMMHBLIMU
KoHBelepaMu. K TUIIOBEIM ClieHApUsIM, BBIIIOJIHSIC-
MBIM 3JIEMEHTApPHBIMU 00pabOTYMKAMU, OTHOCSITCS:
Ne 3
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HALIMOHAJIbHAS BA3A TEHETUUYECKOW MH®OPMAILIUU

— HOJYYCHHUEC KOJIMNYCCTBCHHBIX CTATUCTUYCCKUX
JaHHBIX O I'€HOMHBIX c60p1<ax: CyMMapHas OJINHa,
YUCJIO0 1 M€OMaHHad JJINHAa KOHTUTOB, F+L[—COCTHB;

— OILIEHKA KauyecTBa U CTATUCTUYECKUE XapaKTepU-
CTUKM JaHHBIX CEKBEHUPOBAHMS: YKCJIO MPOYTECHUIA,
UX CPEOHSS IINHA U ee CTAaHJAPTHOE OTKIIOHEHUE, pac-
npeneneHne 3HadyeHWi KadyectBa M [+1I-cocraBa,
orpeesieHUe 01 CITY>KeOHBIX TTOC/IeI0BATeIbHOCTEIA;

— TaKCOHOMMUYECKas KiacCU(UKAIUs ITpoUTe-
HHU 1 TeHOMHBIX COOPOK;

— OLIEHKa ITOJIHOThI U KOHTAMUWHAIIMU T€HOMHBIX
CcOOPOK MIPOKAPUOT U 3YKAPUOT HA OCHOBAHUU TTOUC-
Ka ¥ MoJcyeTa MapKepHbIX T€HOB;

— KapTUpoBaHME MPOYTEeHUil Ha pedepeHCHBIN
TeHOM;

— OBICTPHI MOUCK TOMOJIOTUYHBIX TEHOB;

— INIOUCK HOCHC,I[OBaTeHI)HOCTCfI, COOTBETCTBYIO-
X CKPBITBIM MapKOBCKMM MOICJIAAM M KOBapualun-
OHHBIM MOIECJIAM.

MHCcTpyMeHTHl 00paOOTKU OJaHHbBIX, IIPEaCTaBIIsI-
olIre co0oii KOMOMHAIIMIO 3JIEMEHTapHBIX O0pa-
OOTYMKOB U IIPU HEOOXOAUMOCTHU 0a3 JaHHBIX, MOTYT
BBITIOJIHATH CIICAYIONIME 3amadu, Halpumep cOopKa
TEHOMOB C IIpeOBapUTEIbHON 00pabOTKOI IIpoUTe-
HUM, TIpencka3zaHue 0eT0K-KOIUPYIOIUX FTeHOB, aH-
HOTalMsI TEHOMOB IMPOKAPUOT U HUBMINX 3YKapHUOT,
aHa/IM3 ITOJIHOMETareHOMHBIX TaHHBIX. Takke OynmeT
JIOCTYITHO 3HAYMUTEbHOE KOJIUYECTBO MPOTPaAaMMHBIX
KOHBEMEPOB C MOAYJIbHOM apXUTEKTYPOM, TTO3BOJISI-
FOIINX TTIPOBOAUTH: ITOUCK MYTAlIU B COMAaTUUECKUX
1 3apOIbIIIEBbIX KJIETKaX Ha OCHOBAHMWM IIOJIHOTE-
HOMHOTO WX TapreTHOro CEKBEHUPOBAHMS; aHAIU3
IaHHBIX TPAHCKPUIITOMHOIO CEKBEHHUPOBAHUS C
MOJICYETOM YMCJIa TEHOB U U30(OPM M OOIIMPHBIM
KOHTpPOJIEM KauecTBa; aHajIu3 MeTuaupoBanus JHK
Ha OCHOBAaHUU JAaHHBIX OUCYIb(UTHOTO CEKBEHUPO-
BaHWSI; aHAJIM3 JaHHBIX aMIIJIMKOHHOTO CEKBEHUPO-
BaHUS OJIsI METar€HOMHbBIX WCCIEIOBAHMIA; aHAIU3
npesHeil JIHK ¢ BBICOKOIT BOCITPOM3BOIMMOCTHIO;
cOOpKYy METareHOMOB U PEKOHCTPYKIIMIO T€HOMOB
HEKYJIBTUBUPYEMBIX OPTaHU3MOB; COOPKY Y aHHOTa-
o0 0aKTepUaIbHBIX TEHOMOB; (PHIOTeHETUIeCKUIA
aHaIn3 6aKTepHUaIbHBIX TEHOMOB C UCITOJIb30BaHUEM
JMIAHHBIX CECKBEHUPOBAHMUSI.

Jnss HBI'M 6p1mn mipoBeieHBI pa3paboTKa 1 TECTH-
pOBaHUe MPOrPaMMHBIX KOHBEHEPOB ISl CIICIYIOIINX
3a7a4: TeHOTUIIMPOBAaHUE ITOCPEICTBOM ITOJTHOTEHOM-
HOTO WM aMIUIMKOHHOIO CEKBEHMPOBAHMSI; aHAIU3
KayecTBa MW 0OOpaboTKa JaHHBIX CEKBEHUPOBAHMUSI;
cOopka M aHHOTALMS IIPOKAPUOTUIECKOTO T€HOMA;
¢unoreHeTUYECKUA aHAIN3 C MHOXKECTBEHHBIM BbI-
PaBHMBAHUEM TIOCJIEA0BATEIbHOCTEN C JadbHENIIEH
aBTOMAaTUYECKOI 00pabOTKOI BhIpaBHUBAHUS.

IpemyaraeMble MOTB30BATENISIM BO3MOXKHOCTH aHA-
JIN3a TeHETUYECKUX JTAHHBIX MOAXOMST JJIsI UCITONIb30-
BaHWS KaK B KpaitHe IITMPOKOM KpyTe 3amad (O1MOTexXHO-
JIOTHsI, OMOMEIUIIMHA, MOJICKYJISIPHAST SBOJTIOITMOHHAS
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OuoJsiorus, CelbCKOe XO34HCTBO, >KUBOTHOBOICTBO,
MUKPOOMOJIOTHSI, 9KOJIOTHSI 1 AP. ), TAaK M Ha pa3IMYHbBIX
aTanax aHajium3a — OT TPEABAPUTENIBHONW 00padOTKU
JIAHHBIX JI0 MOJyYeHUs1 (PUHATIbHBIX PE3YJIbTATOB.

5. MAKET HbI'1

C umenplo anpoOanyMu TEXHUYECKUX PEILIeHUI,
MPUHUMAEMBIX B XOJIe TEXHUYECKOTO MPOEKTUPOBa-
Hust HBI', B HUII “KypuaToBcKuit HFHCTUTYT” CO-
3gaH MakeT cucteMbl. Maker HBI'U mipencrasiser
coboii mporpaMMHO-amnmapaTHbIi KOMIJIEKC, pa3-
BEPHYTHI Ha JOCTYITHBIX BBIYMCIMTEILHEIX pECyp-
cax HUII “KypuaTtoBcKmMit MHCTUTYT” M BKJIIOYAIO-
1uii B ce0sl KaK BHOBB pa3pabaTeiBaemoe 110, Tak u
3auMcTBOBaHHOe OTKphIToe I10. Maker HBI'M
obecrieynBaeT BO3MOXKHOCTb OTHOBPEMEHHOI padbo-
ThI 10 20 roab30BaTtesieil; opraHM30BaHO XPaHUINIIIEC
C CyMMAapHbIM oJIe3HbIM 00beMoM 1 T1Db.

Kommteke mpuxiagnoro [10 peanm3syer cireayro-
e GyHKIIMOHAIBHBIE BO3MOXHOCTH:

— IEeNOHUPOBaHME IeHEeTUYEeCKUX JTaHHbIX. IToma-
nepxuBatoTcs opmarnl .fasta, .fastq. PeanmuzoBana
BO3MOXHOCTh ITAKETHOM 3arpy3KM MTaHHBIX IIyTeM
MpeaBapuTe/bHON 3arpy3kyd OnMcaHus B ¢opMmate
.tsv 1 camux ¢aiitoB JaHHBIX B paboudylo 00JIacTh
XpaHWINIIA;

— BaIMOalys TeHeTUYEeCKMX JaHHBIX. ABTOMAaTH-
YeCKU MPOBOAMUTCS IpoBepKa (POPMATOB JTaHHBIX U
aHHOTHMPOBaHUE HYKJICOTUIHBIX ITOCIEIOBATEILHO-
CTel;

— XpaHEeHHME M OpraHuU3alus JHOCTyIla C YYEeTOM
pasrpaHU4YeHus NpaB JOCTYIIa K FEHETUYECKUM aH-
HBIM. OOBEKTHO-OPUEHTUPOBAaHHASI MOJIE/Ib TaHHBIX
BKJTIOYAET B CceOs CIEAYIOIIYIO CTPYKTYpPY: OMOIIpO-
eKT — 6uoobpaszelnr — 61M00OBEKT;

— TIOUCK IN€HETUYECKMX JAaHHbIX KakK Ha OCHOBE
YKa3aHHOIO oInMcaHus (MeTagaHHBIX), TaK U Ha OC-
HOBE CXOXECTM HYKJICOTUIHBIX ITOCIEIOBATEIbHO-
CTeH;

— pabora ¢ JaHHBIMU U3 BHEITHUX MUCTOYHUKOB C
COXpaHEeHUEeM KpPOCC-CBsI3eil MeXIy TaHHBIMU U UH-
JIeKcalueit st GbICTPOTro TTOMCKa;

— aHaJIM3 JaHHBIX C UICMIOJIh30BaHUEM OMOMHPOP-
MaTUYeCKNX KOHBeliepoB. Peann3oBaHa nHTerpanys
MOIYJISIPHBIX TJ1aThOPM, TTPEAOCTABIISIONIVX IITNUPO-
KWif HAOOp TOTOBBIX CLICHAPUEB;

— paboTa ¢ CUCTEMOI BO3MOXHAa B 3allIMIICHHOM
CeTU MOCPEICTBOM pa3paGOTAHHOIO TOHKOTO-KJIV-
eHTa — BeO-TIopTaa.

ITunotHas skcnyaTalus NOATBEpAUIa KOPPEKT-
HOCTb 3aJTOXKEHHBIX TEXHUYECKUX PEIIEHU B apXu-
TeKTYpy CHUCTEMbI, a TakKXke IMOATBEpAnJia BO3MOX-
HOCTb MaclITaOMpPOBaHUS BBIUMCIMUTENBLHON IIAT-
dopMbl U MHOMPACTPYKTYPhl XpaHEHUs JaHHbIX. B
Hactosee BpeMst HBI'M noctynna 8 HULL “Kypua-
TOBCKHWI MHCTUTYT , BHEIMTHUM TIOJI30BaTEIISIM MO-
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XKET OBITh MPEIOCTaBIeH YIAJIEHHBIA JOCTYII 10 CO-
mIacoBaHMIO ¢ pa3dpadborynkamMu. ChopMUpoBaHHBIC
Ha OCHOBE OIlbiTa Hcmojib3oBaHMs Makera HBI'M
MpEIIOKEeHUSI II0 YIYYIIeHUIO (PYHKIIMOHAIBHBIX
XapaKTepUCTHUK 1 TTOBBIIIEHWIO yTO0OCTBa pabOTHI Oy-
OYT YYTECHBI ITPpU CO3JaHUM CUCTEMbI B ITPOMBIIIJICH-
HOM HCIIOJIHCHUMN.

3AKJIIOYEHHME

B HacTog11Iee BpeMs cUcTeMa TOCTYITHA TS TECTU-
pOBaHUS B peXUME IMIOTHOM (IKCITEPUMEHTAILHOM)
skciutyatayu. Ionpasku B @enepaibHblii 3aKoH 2022
oT 29 mekabps . Ne 643-D3 “O rocymapcTBEHHOM pe-
TYJIMPOBAHUU B 001aCTU TeHHO-UHXEHEPHO JIesITe b~
HOocTH”, cormmacHo Kotopomy B HBI'M moimkHEI B 0051-
3aTeJIbHOM MOPSIIKE JEIOHUPOBAThCSl TaHHBIE, TO-
JIy4eHHBIE B XOJIe¢ TeHHO-MHKEHEPHOM AeSITeIbHOCTU
U MOJIEKYJIIPHO-TeHETUYECKOTrO aHAJIM3a, BCTYIAIOT
B cuiry 1 centsopst 2024 r. Ilpu 3ToM He mo3mHee
31 nexabps1 2025 r. B HBI'M nomkHa OBITH ASTIOHUPO-
BaHa reHeTHYecKass MH@oOpMalus, IMOJlydeHHas ro-
CYyIApCTBEHHBIMU KOPHOPALUSIMU, KOMIAHUSIMU,
OIOIKETHBIMU U MYHULIMTIAJIbHBIMU YUPEKISHUSIMU,
a TakKe XO3SIMCTBEHHBIMU OOIIIECTBAMM, B YCTABHOM
KanuTaje KOTOphIX Aost yuactusi Poccuiickoit De-
nepauuu, cyobekToB PD 1 MyHUIIUIIANBHBIX 06pa30-
BaHUIi cocTabiisieT He MeHee 50% [2].

Pa6otsr mo cozmanuio HBI'M BexyTcst Bo ncnol-
HeHue Ilepeuns mopyuyeHuii IlpesmaeHra Poccuii-
ckoii Degepanyi Mo UTOTAM COBELIAHMS 10 BOIPO-
caM pa3BUTHUS TeHETUYECKNX TexHouoruii B Poccmii-
ckoit Demepanuu or 14 mag 2020 r. Ne ITp-920
(Ne TTp-920 ot 04.06.2020r.)
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