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MocraHoBKa 3agaum.

JKCNepuMMEHT Mo CEKBEHUPOBaHUIO TpaHcKpunToma (RNA-seq) y pacTeHuit cTan NpakTUYeckn pyTUHHOWM
npoueaypon Ana N3y4eHUs Kak MoAeNIbHbIX OPraHM3MOB, Tak U 1A Ce/IbCKOXO03ANCTBEHHbIX KyNbTyp. B
pe3ynbtate 6MonHbOpPMaTUYECKON 06PABOTKM TaKMX IKCMEPUMEHTOB NOyYatoTCA 06 beMHble
pa3HOpOAdHble AaHHblEe, NPeACTaBNEHHbIE HYKNEOTUAHbIMWN NOCNeA0BaTeIbHOCTAMM TPAHCKPUNTOB,
aMMUHOKMCNOTHLIMM NOC/AEL0BATENBHOCTAMM U UX CTPYKTYPHO-OYHKLMOHANbHOM aHHOTauUMeE.
MonyyeHHble AaHHble BaXKHO NPeaCcTaBUTb LUMPOKOMY Kpyry uccnegosaresieit B Buge 6a3 gaHHbix (bA).

B paboTe npeasioxeH rubpuaHbIi NOAX0 K CO34aHNI0 MONEKYIAPHO-TEHETUYECKMX 633 AaHHbIX,
KOTOpble coAepKaT MHGOPMALMIO O NOCAeL0BaTE/IbHOCTAX TPAHCKPUMNTOB U UX CTPYKTYPHO-
dYHKLMOHaNbHOW aHHOTaumMK. CywHOCTb N0AX0A4a B O4HOBPEMEHHOM XpaHeHUn B Bl MHGopmaLmMmM Kak
CTPYKTYPUPOBAHHOIO TUMA, TaK U €/1abo CTPYKTYPUPOBAHHbIX AaHHbIX. TEXHO0MMA UCMO/Ib30BaHa A1
peanusaumn B, TPaHCKPUNTOMOB CENbCKOX03AMCTBEHHbIX pacTeHuiA. B paboTe paccmaTpusatoTca
0CcOBEeHHOCTM peannsaumm Takoro Nnogxoaa v NpUmMepbl GOPMUPOBAHNA KaK NPOCTbIX, TaK MU COMKHbIX
3anpocoB K Takoi 6a3e AaHHbIX Ha s3bike SQL.

CoBpemeHHOe cocTosiHMe npobaembl.

MN3yyeHne TPAHCKPMNTOMOB PACTEHWUI C MOMOLLbIO BbICOKONPOU3BOAMUTENBHOIO CEKBEHMPOBAHNA
(cekBeHupoBaHue PHK, RNA-seq) LWWMPOKO NCMONb3yeTCcA B HACTOALLLEE BPEMA AN pelleHnn Takux 3a4ad
KaK OL,eHKa 3KCMNPECCUN reHOB A/1A PasHbIX FeHOTMNOB U B Pa3HbIX YCI0BUAX cpeabl, naeHTuduKaLmsa
nocneposatenbHocTelt PHK (419 He MoaenbHbIX OPraHNM3MOB), MOUCK MAPKePOB K GpYHKLUMOHANbHO
BaXKHbIM reHam [1,2]. kcnepumeHT RNA-seq cTan NpakTUYECKN PYTUHHOW NpoLLeaypoit s nsydeHums
Kak MmoaenibHbIx opraHnamos (Arabidopsis thaliana) [3], Tak U AN ceNbCKOX03UCTBEHHbIX KYAbTYP
(Tomar, KyKypy3a, AuMeHb, NweHuua u ap.) [4]. Pe3ynbTaTtbl TPAaHCKPMNTOMHOTO 3KCNEepPUMEHTa
npeAcTaBAAOT CO60M KOPOTKME PparmeHTbl HYKNEOTUAHbIX NOCNef0BaATENBHOCTEN U NNLLb
6uonHbopmaTHMyecKas 06paboTKa, BKAOYAKOLLAA HECKOIbKO CTaaui [5—8], no3BoNsSeT NoyuYnTb Ha UX
OCHOBE NOC/Ie0BaTE/IbHOCTU TPAHCKPUNTOB U UX GYHKLIMOHAbHYIO aHHOTaLUMI0. UMEHHO pe3ynbTaThbl
61uonHpopmaTnyeckoit 06paboTKm NpeacTaBAAIOT MHTEpPEC ANA 6Moora U MoryT 6bITb
WMHTEPNPETUPOBaHbI B TEpMUHAX QYHKLMIA FreHOB, UX NPOAYKTOB, YPOBHEMN IKCMPECCUM, TEHETUYECKNX
Bapuaumii n 1.0. [9,10]. HeobxoaMMO OTMETUTb, YTO B pe3ysibTaTe TPAHCKPUNTOMHOIO SKCNEPUMEHTA
noJsiy4aetca 60/blOe KONMYECTBO AaHHbIX (4ECATKM M COTHU TbICAY NOCNeL0BaTeNbHOCTEN), CBOOOAHbIM
M yao06HbIM [OCTYN K KOTOPbIM BaXKHO NPeAOCTaBUTb LUMPOKOMY Kpyry BM0I0roB, Aaneknx oT pyTUHHOWN
61onHpopmaTUYECcKo 06paboTKMN pe3ynbTaToB CEKBEHUPOBAHMA. ITOM LN CNyKaT 6a3bl AaHHbIX,
nmetrowme yaobHbIM Noib30BaTENbCKUM MHTEPEC U OpraHM3yoLMe CBA3N MeXKAy BMoaormMyeckumm
nocnenoBaTelbHOCTAMU U UX GYHKLMOHANbHOM aHHoTaumel. Cpeam Takux 6a3 MOXKHO yKa3aTb



Expression Atlas EBponeiickoro MHcTuTyTa BuonHdpopmatmkm [11], EGENES, 6a3y aaHHbIX MHbOpMaLMK
0 MeTabo/IMYECKMX NYTAX FeEHOB, OCHOBAHHYIO Ha TPAHCKPUNTOMHbIX AaHHbIX [12], 6a3bl AaHHbIX NO
3KCMNpeccum reHoB gns onpeneneHHbix BUAo0B opraHnamoBs: TodoFirgene ans nuxtbl Abies sachalinensis
[13]; aTnac akcnpeccun reHoB gas po3bl [14]; 6a3y aHHOTUPOBAHHbIX TPAHCKPUNTOMOB MPUMOPCKOM
cocHbl EuroPineDB [15]; v ap.

Pe3synbTaTbl 06paboTkM RNA-seq sKCnepMmMeHTOB, NpeacTaB/eHHble B TaKMX 6a3ax gaHHbIX, ABAAOTCA
KOMMIEKCHBIMM M BK/IOYAIOT: NOC/eA0BaTEIbHOCTU TPAHCKPUMTOB, UX NOKANM3ALMIO B TEHOME,
Knaccuduraumto no tunam reHos (MPHK, gHKPHK, muPHK, TPHK 1 np.), dbyHKUMOHANbHYO aHHOTaUMIO
TPaHCKPUNTOB, OLEHKY YPOBHENM 3KCNPEeCccumn, oLeHKY BapuaHToB N30pOpM TPAHCKPUNTOB. ITU
pe3ynbTaTbl NPeAcTaBieHbl B BUAE BUHAPHBIX U TEKCTOBbLIX $aliNoB B pa3nyHbIX popmaTtax. 3To moryT
6bITb Palinbl nocnegosatenbHocTel (Gopmatbl FASTA, FASTQ), BbipaBHMBaHUIA (dopmaTsl BAM, SAM,
PSL 1 T.4.) unn pasmetku (BED, GFF, GTF) [16—19]. Pe3ynbTaTbl aHanunsa anddepeHumanbHol
3KCMNpeccum reHoB 06bIMHO NpPeacTaBAAoT B BUAe Tabauu, (popmatbl TSV, XLS) [20,21]. NoaobHbie
XOPOLLO CTPYKTYPMPOBaHHbIE AaHHble yA06HO ONUCLIBaTb B BUAE KNACCUYECKOW pefiALuMOHHON moaenu
OoTHoLeHu i RDBMS (PensiumoHHan cuctema ynpasneHmsa 6asamum gaHHbIX, aHr. Relational Database
Management System): Hanpumep, y 04HOTO reHa MOXET BbITb HECKO/IbKO M30pOpPM, B SIKCMEpPUMEHTE
paccmMaTpuBaloTCA HECKOJ/IbKO 006pa3sL,0B TKaHM Pa3HbIX Pas3/inyHbIX ocobel 1 T.4.

OTmeTnMm, 0gHaKO, YTO HapA4y C XOPOLIO CTPYKTYPUPOBAHHbIMUM SAaHHbIMUK, B pe3ynbTaTe aHann3a RNA-
Seq 3KCNepPUMEHTOB reHepupyoTca c1abo CTPYKTYPUPOBaHHbIE U HECTPYKTYPUPOBAHHbIE AaHHbIE,
KOTOpPble He MOTYT 6bITb ONMCaHbI C NOMOLLbIO PENALMOHHOM Mogenn. CNOXHOCTU MOTYT BO3HWKATb B
CUY Pa3HOPOAHOCTM AAHHbIX, NOy4aeMbIX B NPoL,ecce BbINOAHEHUA BUOMHDOPMATUYECKUX
BbIYMCAUTENBbHBIX KOHBEWEPOB. ITAa PA3HOPOAHOCTb 06YCNOBEHA pasHOObpa3neEM METOLO0B, KOTOpble
BOBJIeYEHbl B KOHBeNepbl bMoMHPopMaTUYECKOM 06PabOTKM TPAHCKPUNTOMHbBIX AaHHbIX [7,22]. Y3namu
B KOHBelepax ABNAITCA Pa3/INYHbIe MPOrpammbl, KOTOpble peannsytoT meToabl 06paboTku AaHHbIX. Ha
npaKTUKe 06bIYHO ObIBAET TaK, YTO B CYLLECTBYHOLLMIN BbIYUCIUTE/IbHBIN KOHBEVEP ANA pelleHns KaKo-
TO 33434y B npouecce paboTbl BHOCATCA U3MEHEHMWA: HAaNPUMeEpP, NPOUCXOAMUT 3aMeHa HEKOTOPbIX Y3/10B
Ha HOBble, KOTOpble peannsytoT 6osee TouHble Uan 6osiee NPon3BoAUTENIbHbIE METOAbl 06paboTKM
AaHHbIX. Mo3ToMy 3apaHee HEBO3MOXKHO NOJIHOCTBIO AEKIAPUPOBATb CTPYKTYPY AaHHbIX, KOTOpas
6yaeT nosyyeHa B pesysibTate nx 06paboTkK. OnmcaHne Taknx cnaboCcTpyKTypPUpPOBaHHbIX SAHHbIX
yaobHee aenatb ¢ ucnonbloBaHuem TexHosornn NoSQL (He Tonbko SQL, aHra. not only SQL) [23,24].

MoapobHoe onucaHue paboTbl, BKAKOYAA UCNOJb3yemMble aiIr0PUTMbI

B HacToAwel paboTe Mbl Npeasiaraem KOMMIEKCHbIN NOAX0A K ONUCAaHUIO TPAHCKPUNTOMHbIX AaHHbIX,
KOTOPbI 3aKA04aeTCa B MCNO/b30BaHMM 3n1emeHToB RDBMS npu onmMcaHnm XopoLwo CTPYKTYPUPOBaHHbIX
AaHHbIX M NoSQL ana onucaHua cnabo CTPYKTYPUPOBAHHbIX AAHHbIX, MOJYYEHHbIX B pe3y/abTaTte
liMpoKomacwuTabHoro 6uonHPopMaTUYECKOro aHanM3a TPaHCKPUNTOMHbIX 3KCNEePUMEHTOB Yy 5
CeNbCKOXO03AMCTBEHHbIX PacTeHUI (KYKypysbl, puca, aumeHa, TomaTta 1 Kaptodena). AHanm3 3TUX AaHHbIX
6blN1 HanpaBieH Ha MAEHTUPUKALMIO HOBbIX TPAHCKPUNTOB, KOTOpble NMB6O He BbIPaBHWUBAKOTCA Ha
pedepeHCHbIN reHom pacTeHus, AMBO BbIPaBHUBAIOTCA Ha ero HeaHHOTUPOBAHHbIE YYACTKU M, TaKUM
obpa3om, npeacTaBnAoT coboli HOBYIO, paHee HeuccnefoBaHHYIO YacTb TpaHCKpUnToma. Ha npumepe
33341 MaccoBOro aHaM3a TPAHCKPUNTOMOB CE/TIbCKOX03AMCTBEHHbIX PacTEHUA Mbl Npeanaraem Habopbl
PENAUMOHHbBIX OTHOLIEHWUA ANA OMNUCaHMA OCHOBHbLIX CYLLHOCTEM: WCCAeAoBaHME, 3KCNepPUMEHT,
HyKNneoTugHble u 6enkosble NOC/eA0BaTeIbHOCTU. B TO e Bpems, A1A KarKAoW UX 3TUX CYLLHOCTEN Mbl
npeanaraem BBOAUTb BO3MOMKHOCTb A8 aHHOTaUMM Habopamu CAaboCTPYKTYPUPOBAHHbIX AaHHbIX,
dopmaT npeacTaBNeHUA KOTOPbIX MOMKET bbiTb 3apaHee HeusBecTeH. Ha ocHOBe npeasiosKeHHOoro
rmbpmuaHoro nogxoga paspaboTtaHa 6asa pgaHHbix OORT (Out Of Reference Transcripts), KoTopas
Mo3B0/IAET M0/b30BaTENAM, C MOMOLLLbIO MOUCKOBbIX 3aNpPOCOB, U3BAEKaTb MHPOPMALIMIO O CTPYKTYpe U
dOYHKUMAX paHee HeaHHOTUMPOBAHHOW 4YacTU TPAHCKPUMNTOMOB Ce/bCKOXO3ANCTBEHHbIX PacTeHW, B



YaCTHOCTU: MAEHTUOULMPOBATL HOBbIE reHbl YCTOMYMBOCTU K 3aboneBaHMAM M abuoTUYeCcKoMy cTpeccy,
ONnHHbIe Hekogupylowme PHK, nochegosatenbHoct MPHK, nony4aTb OUeHKM YPOBHA 3KCNPeCccum aTmux
TpaHcKpunToB. basa gaHHbIX NOCTPOeHa Ha OCHOBE aHan3a 1241 TPaHCKPUNTOMHbIX SKCMNEPUMEHTOB U
coaepKuTt nHdopmauuto o 20440228 HykneotuaHblXx U 4055996 aMMHOKUCNIOTHbBIX aHHOTUPOBAHHbIX
nocnefoBatenbHOCTAX. OYHKUMOHAbHbIE BO3MOMXKHOCTM 6asbl AaHHbIXx OORT AeMOHCTpUpYlOTCA Ha
npumepe HeCKOIbKMX 3aNpOoCoB.

B KauecTBe UCXOAHbIX AaHHbIX MCMO/Ib30BaHbl apxMBbl SRA (Sequence Read Archive), KoTopble XpaHAaT
«Cblpble» AaHHble CEKBEHMPOBAHMA TPAHCKPUNTOMHbIX BMBAMOTEK. ApXMBbl 3arpy*KeHbl C caita ENA
[25,26]. Kaxapbin apxmB B 6a3se gaHHbix ENA conpoBoxxaaetca meTanHbopmaLmen, CTPYKTypa KOTopoW
BK/IlOYAET onucaHue: naeHTMOUKaTop OGMONOrMUYECcKoro MPOEKTa, B pPamMKax KOTOpPOro npoBOAWMIOCH
cekBeHMpoBaHne (BioProject) wuaeHTUdMKaTop wuccnesosaHne (study), K KOTOpPOMY OTHOCUTCS
6ubnunoteka, obpaseu, ANA KOTOPOro NOJIY4EHO CEKBEHMPOBAHME TpaHCcKpunTtoma. MeTagaHHble ans
NCCNefoBaHUA COAEPXKAT TaKKe ero KpaTKoe OnucaHue, CMMCOK Nyb6nKaumii B KOTOPbIX pes3y/bTaThbl
TPAHCKPUNTOMHOIO 3KCnepumeHTa Obinv  onyb6aMKoBaHbl, AaHHble 06 wuccnegyembix obpasuax
(BioSample, sample), Hanpumep, BUA, N0, TKAHb UKW OPraH, reomeTKa 1 T.4. U3 KaxKaoro o6pasua MmoxeT
6bITb NONYYEHO HECKONbKO MpenapatoB AN CeKBeHupoBaHMA (experiment), B meTagaHHbIX
3KCNepMMmeHTa onucaH metos BblgeneHma PHK, akcnepumeHTanbHyto nnatpopmy cekBeHnpoBaHua. C
3KCNEPMMEHTOM aCcCOUMMUPOBAHO OAMH UM HECKONbKO SRA apXmnBOB, KaAbli U3 KOTOPbIX COOTBETCTBYET
Habopy NpoYTEHMN, NOSIlYYEHHbIX B pe3ynbTaTe CEKBEHUPOBAHUA 06pasu,a Ha KOHKPETHOM CeKBEHaTOpeE.
Kaxkapbli 3anyck cekBeHaTopa cooTBeTcTBYeT B TepmuHax NCBI SRA oaHomy daiiny apxuea. JeTanbHoe
ONnuCaHWe CTPYKTYPbl OTHOWEHWM MeXAy YKasaHHbIMW  YPOBHAMW OMUCAHUA  JaHHbIX MO
cekBeHuMpoBaHuio PHK npeacrasneHo Ha caiite NCBI [27].

Mpn dopmuposaHnmn 6asbl gaHHbix OORT paccmaTpuBaaMCb 3SKCMEPUMEHTbl AAA MATM BMAOB
CeNIbCKOXO3AMCTBEHHbIX pacTeHuit: Hordeum vulgare (aumeHb, taxonomy ID 4513); Oryza sativa (puc,
taxonomy ID 4530); Solanum lycopersicum (Tomat, taxonomy ID 4081); Solanum tuberosum (kapTodens,
taxonomy ID: 4113); Zea mays (KyKypy3a, taxonomy ID 4577). Aina aHanu3a 6biamn oTobpaHbl SRA apxuBbl
c 6ubnnotekamm RNA-seq, KOTOpble COOTBETCTBOBA/M C/AeAyloWwum Kputepuam: naatdopma
cekBeHupoBaHus lllumina HiSeq 2000 nau lllumina HiSeq 2500; gaHHble nonyyYeHHble meTodamu PolyA,
Inverse rRNA nnu cDNA; aavHa npouteHuii bubanotekn He meHee 75. B utore, 3anpoc ana nonyyeHms
CNMCKa AaHHbIX 13 6a3bl SRA popmynmpoBsasnca cnegyowmm obpasom:

"instrument_platform == 'ILLUMINA"' & library_strategy == 'RNA-Seq' & library_source ==
‘TRANSCRIPTOMIC' & (instrument_model=='lllumina HiSeq 2000' | instrument_model=="lllumina HiSeq
2500') & sra_has_ftp == True & mean_read_len>=75 & (library_selection == 'cDNA' | library_selection ==
'PolyA' | library_selection == "Inverse rRNA')".

JdaHHomy 3anpocy ygosneTtsopsao 3883 SRA apxusa, 200 nccnegosaHmin, 3419 obpasuos n 3578
3KcnepmmeHToB. M3 nonyyeHHOro cnucka ¢aiioB Mbl OTOOPaAnM fAaHHble, HA KOTOPble eCTb CCbIJIKU B
nyb6anKaumax. B pesynbTaTe Mbl NOAYYUIN CIUCOK M3 69 UCCNeaoBaHUIA. ITU AaHHble BKAoYaloT 1395 SRA
daitna obwmm pasmepom 695 Ib.

Mepeblin 3Tan dopmupoBaHus 6asbl  gaHHbix OORT 3akntoyanca B de novo cbopke
nocneaoBaTeNibHOCTEM TPAHCKPUMNTOB M3 CbipbiX NpouTeHuid. [na atoro 6bin paspaboTaH KoHsewep,
KOTOPbIA COCTOMT M3 YeTblpex NocsenoBaTesbHbIX Waros: (1) n3sneyeHne npouteHunin ns SRA daina c
nomolubto naketa SRA Toolkit [28]; (2) noarotoBka AaHHbIX (Cbipble AaHHble 6blM MNOABEPrHYTHI
dunbTpaumm npu nomowy nporpammsl fastp [29]); (3) cbopka, c ucnonb3oBaHMemM nporpammbl Trinity-
v2.6.6. [5]; (4) oueHKa ypoBHA 3KCMPECCUM TPAHCKPUNTOB C nomollubio nporpammbl Kallisto [21]. B
KauyecTBe KOJIMYECTBEHHOW Mepbl SKCMPECCUM TPAHCKPMMTOB Mbl McMo/sib3oBaau Transcripts Per Million
(TPM).



Bcero Hamu 6bi10 obpabotaHo 1298 SRA ¢alinos - 6UBAMOTEK KOPOTKMX MpOYTEeHMK. [ns
KnaccuduKaumMm TPAHCKPUMTOB B COOPaHHbIX HAaMMU TPAHCKPUMNTOMAX Mbl MCMO/Ib30BaAW NMPOrpammy
rnaQUAST v. 1.5 [30]. C ucnonb3oBaHMeM BblpaBHUBAHWUSA TPAHCKPMNTOB Ha pedepeHCHbI reHoM U
M3BECTHYIO ero aHHoTaumio, nporpamma rnaQUAST knaccuduumpyeT Bce TpaHCKpMNTbl Ha 5 rpynn: (1)
Unaligned - HeBblpaBHEHHbIe TPaHCKPMNTbI Ha reHom; (2) Multiply aligned - TpaHcKkpunTbl, KOTOpble
BblpaBHMBAlOTCA Ha 2 M 6onee yyacTka pedepeHcHoro reHoma; (3) Misassembled - TpaHcKpunTsl,
BblpaBHMBaHME, KOTOPbIX MMeeT pasHoriacua c aHHoTauuei; (4) Uniquely aligned - TpaHcKpunTl,
UMelolme pPoBHO 1 BblpaBHMBAHWE Ha pedepeHCHbI FTeHOM, KOTopble MpPW 3TOM He CoAepKaT
pasHoriacuii ¢ aHHoTtauumelt; (5) Unannotated - TpaHCKPUNTbI, KOTOPbIe BbIPOBHEHbI Ha pedepeHCHbI
reHOM Ha ero HeaHHOTUPOBAHHbIE YY4ACTKU. N5 BblpaBHUBAHUA TPAHCKPUMNTOB Ha pedepeHCHbIi FreHOM B
nporpamme rnaQUAST wucnonb3soBanca naker gmap v. 2018-07-04 [31]. Mbl ucnonb3oBanu
nocnenoBaTe/IbHOCTU M aHHOTauuKM pedepeHCHbIX FeHOMOB MATM PAcTeHMIA, 3arpyeHHble C caiTa
Ensembl Plants [32,33]. Hamn 6b1lAn KUCNonb3oBaHbl cneaylolme Bepcun cbOpoK M aHHOTauui: Ans
AumeHs v. 42 (Hordeum_vulgare.IBSC_v2.42), ana puca v. 40 (Oryza_sativa.lIRGSP-1.0.40), gna Tomata v.
40 (Solanum_lycopersicum.SL2.50.40), ana kaptodens v. 40 (Solanum_tuberosum.SolTub_3.0.40), ana
KYKypy3bl v. 40 (Zea_mays.AGPv4.40).

Ona KoHTUroB, KoTopble OblaM KnaccuduumposaHbl Kak Unaligned n Unannotated, ¢ nomoupbto
nporpammbl TransDecoder v5.5.0. [5] 6blanM nonydeHbl npeanonaraemMblie 6enoKk-kogupytowme
nocnenoBaTeNbHOCTH,. [Ona aHHOTAaUMM aMWHOKMUC/IOTHLIX MOCAeAoBaTeNbHOCTEeM MCNo/ib30Banach
nporpamma InterproScan v.5.36-75 [34].

O6bwmini obbeM MoJiy4YeHHbIX TakMm obpasom AaHHbIX coctasun 20440228 HyKNEOTUAHbIX
nocneaoBaTeNbHOCTEN TPAHCKPUNTOB CYMMapHOW panamHoi 9659793403 Hykneotnaos m 4055996
aMMHOKMCNOTHbIX MOC/ef0BaTe/IbHOCTEN CyMMapHOW AnnHon 877229075 ammnHoOKUCNOT. B ganbHelwem
3TU fAaHHble, A TaKXKe [AaHHble 06 UccefOBaHUAX, 3KCMEPUMEHTax WM pesy/bTaTbl aHANUTUYECKUX
nporpamm B6blM 3KCNOPTMPOBAHbI B 6a3y AaHHbIX OORT

Copepanue b OORT BkatovaeT:

e meTanHdpopmaLmio 0 BUBAMOTEKaX TPAHCKPUNTOMHbIX S3KCNEPUMEHTOB;

®  HYK/JeOoTUAHble NOC/ieAoBaTe/IbHOCTU TPaHCKPUMNTOB, MOAYyYeHHble B pesynbTate de novo
cbopKu;

® aMWHOKUC/IOTHblE  MOC/Nef0BaTeNbHOCTU, MNOJyYeHHble B  pe3yabTaTe  TpaHCAAUUK
HYKNEOTUAHbIX NOC/eA0BaTeNIbHOCTEN TPAHCKPUNTOB, KOAMPYOLWMX Benky;

® aHHOTaUMA  HYKNEOTUAHbIX MnocnedosBaTefibHOCTel  (npeAckasaHMe  Koaupyloliero
noTeHUMana, BbipaBHMBaHUE Ha pedepeHCHbIN FeHOM, OLLEHKY YPOBHA 3KCNpeccum);

®  aHHOTaUMA aMWHOKMC/IOTHOM MocneaoBaTebHOCTU (NpeackasaHue  GYHKLMOHaNbHbIX
[OMEHOB, acCoLMNPOBaHHbIE C NOC/NeA0BaTe/IbHOCTbIO TEPMUHbI OHTOIOMMN FEHOB).

Mpu paboTe c 6a30i AaHHbIX 415 NOMb30BATENA BayKHO pPellaTh PAJ NOUCKOBbIX 33434, CBA3aHHbIX C
naeHtTMdmMKaumel nocnegosatenbHocTelr B 6ase gaHHbIX Mo MeTanHpopmaumm o6 3KcnepumeHTe,
NPUHAANENKHOCTU K OpraHu3my, romonorumn, GyHKUMOHabHbIM XapaKTepUCTMKaM, YPOBHIO 3KCNpeccuu
TpaHcKpunTa. MoAO06HbIN MOWCK MOMKET OCYLLEeCTBAATLCA KaK ANA HYKAeoTUAHbIX, Tak WU A4nd
aMUHOKMCNOTHbIX MNocnegosaTesibHocTel. Mpu 3Tom cnegyeT NPUHMMATb BO BHMMAaHWE OTHOLLEHUA
MeXAy aMUHOKMCIOTHOM NOCAeA0BaTeIbHOCTbIO M HYKAEOTUAHOM NOCAeA0BaTeNbHOCTbIO TPAHCKPUNTA,
M3 KOTOPOro OHa bblna nony4yeHa.

B kauecTtBe CYB[ npu popmuposaHnm 6a3sbl aaHHbix OORT mbl ncnosb3osanu PostgreSQL sepcum 12
[35,36]. C ee nomoupto bBblla NOCTPOEHA PENALMOHHAA CXeMa [aHHbIX CBA3bIBAOLWLAA UCCNef0BaHMA,
3KCNEPUMEHTbI, KOHTUTK U 6enkun (cm. pasgen “CTpyktypa 6a3bl AaHHbIX”). Basa AaHHbIX No3BoAnser
onpeaensaTb PeNAUNOHHbIE OTHOLWEHMA C MOMOLLBIO NEPBUYHBIX U BHELLHUX KNtOYEr.



C nomowplo A3blka NporpammupoBaHua Python paHHble w3 daitnos ¢ pesynbTatamu
6uonHpopmaTnyeckoit obpabotkm (cm paspen “CopepskaHve B OORT) 6bin npeobpasoBaHbl B
CTPYKTYpY TMNa “cnoBapb”’, KOTopyto 3aTem KoHBepTupoBanu B JSON dopmat ¢ nomoubio 6ubnmnotexkm
SQLAIchemy [37]. SQLAIchemy no3BosaseT TpaHCAMPOBaTb KOA Ha A3blke Python B KOMaHAb! Ha A3bike SQL
W nepeaaBaTb UX Ha BbiNoaHeHWe CYB/, nonyyan pe3ynbTaTbl 3anNpocoB B BUAE 06beKTOB A3blka Python.
[anee 3Tn gaHHble 6611 Npeobpas3oBaHbl B CTPYKTypbl dopmaTa JSSONB ana ganbHenwero xpaHeHus m

Joctyna.

CospaBaemas Hamu cxema 6asbl AaHHbIX paspabaTbiBanacb 418 MNOUCKa  WHdopmaumm,
NPeacTaB/NeHHbIX Kak B TUMNU3UMPOBAHHbIX  (XOPOLWIO  CTPYKTYPUPOBAHHbLIX), Tak M B
CNaboCTPYKTYPUPOBaHHbIX NOAsAX. TUNU3NPOBaHHbIE NOAA NpeAHa3HaYeHbl A4 ONUCaHUA CyWHOCTeN B
B, TWNbl KOTOPbIX W3BECTHbl W onpeaefieHbl 0AHO3Ha4YHO. Hanpumep, nocnenoBaTeNbHOCTb
npeacTtasNeHa B BWAE TEKCTOBOW CTPOKW, AJIMHA MNOC/AeA0BaTeNbHOCTM OMMcaHa nonem Tuna int,
Ha3BaHWe opraHM3ma OMNMcaHo B BUAE TEKCTOBOro nons. [na noucka MHGopmaunm B TUNMU3UPOBAHHbIX
AaHHbIX (int, real, n text) npoBogunacb WHAEKCaUMA C MOMOLLBIO CTPYKTypbl B-tree, Kotopas B
AanbHenlem No3sosANa BbINOAHATL B TOM YMCAEe M OMnepaLumn NoMcKa C y4eToM OTHOLWEHMI “paBHO”,
“bonblwe”, “menbwe” [38]. CrpyKTypa B-tree no3Bo/sifseT ONTUMMU3NMPOBATb BbINMOJIHEHWE 3aMPOCOB C
YKa3aHHbIMM onepaumamm.

MoMMMO TUNU3MPOBAHHbLIX, XOPOLIO CTPYKTYPUPOBAHHbLIX AAHHbIX, cogeprknumoe 6asbl BKAOYANO
cnabo CTpYKTypMpoBaHHYO MHPopMaLmio. K TaKMM AaHHbIM OTHOCMAMUCH B TOM YMUC/IE U aHHOTALMK
aMMHOKMCNOTHbIX NOCAeA0BaTeIbHOCTEN B TEPMUHAX OHToN0rMK reHoB (GO) [39] n 6enkoBbix JOMEHOB
[34]; pe3synbTaTtbl BblpaBHWMBAA KOHTUIOB Ha pedepeHCHble reHOMbl; Pe3y/bTaTbl OLEHKM YPOBHA
3KCMNpPeccum TPaHCKPUNTOB U T.4. JaHHble NoA06HOro copta NPeACTaBAANNCD B BULE TEKCTOBbLIX CTPOK B
dopmate JSON: 3anucu BUAa KAOY-3HAYeHWEe 6e3 onpedesieHHbIX 3apaHee orpaHuuyeHuin. CYB[
PostgreSQL 12 nossonseT xpaHUTb MHPopMaLmio B popmaTe JSON B CTPYKTYpe pensiumoHHoM 6asbl Kak
nons cneymanbHoro Tuna, JSONB [40]. 3To aaHHble B popmaTe JSON, NnpeactaBaeHHble B BUHapHOM BUae
Ans 6bICTporo obpalleHns K CTPYKType Takux noseit 6e3 NoBTOPHOrO CUMHTAKCMYeCcKoro pasbopa, npwm
3TOM K/IHOYM U 3HAYEHUA B 3TOM MoJsie He onucbiBaloTcAa B dopmaTte s3bika SQL. Moeepx Katouyei nons
JSONB MOXXHO c034aBaTb WMHAEKCHbl A1A ObICTPOro MOMCKa [AaHHbIX, TaKXKe HeKoTopble WHAEKCHI
NO3BOAOT UCNO/Ib30BaTb HOBbIE MOWUCKOBbIE OMUUM HAA, 3HAYEHUAMM, HaNpUmep, NMOUCK MCKOMOro
obbeKkTa B maccuse. MHaeKcauusa nonen popmarta JSON nposoamnachk ¢ nomoluibto GIN uHaekcos [40].
Takaa MHAEeKcauma no3BosAeT ObICTPO MPOU3BOAUTL MOWUCK TEKCTOBbLIX CTPOK B YKa3aHHOM Mmaccuse
TEPMUHOB, HANPUMeEp, TEPMUHOB OHTOIOTMN N BENKOBbIX OMEHOB.

[na nHaekcaumm KoopaMHAT KOHTUIOB B FEHOME MCNO0J/1b30BaNach CTPYKTYpa “maTepuannsoBaHHoe
npeacrasneHune”, cneumanbHas TexHUKa, peanunsoBaHHana B CYB[, PostgreQSL, KoTopasa no3Bonset
COXPaHUTb B BUAE OTAE/NbHOW Tabauubl 6asbl AaHHbIX pe3yabTaT onpegesneHHoro 3anpoca [41]. 3To
No3BO/IAET, NOC/IE BbIMNOJIHEHWA 3anpoca B BUAE “MaTepuanM3oBaHHOro npeactaBneHuns”, obpalatbea K
Hemy KaK K oTAe/IbHOM Tabauue pensumoHHol b, Takas TeXHO0rMA No3BoAAET CYLLECTBEHHO YCKOPUTb
BbINOJIHEHWE 3aNpPocoB (0COBEHHO CNOXKHbIX) K 6a3e AaHHbIX, MOCKOJIbKY B C/ly4ae NOBTOPHOrO 3anpoca
ob6palleHne NPoM3BOANTCA TONbKO K 3TOM Tabauue, a He K peanbHbim nonaam b,

JocTyn K nseneyeHunto u mogmdukaumm ganHbix 8 b, OORT npounssoamnica Ha A3bike 3anpocos SQL.
TUNMYHDBIN 3aNPOC Ha MOUCK AaHHbIX BKAKOYAET, KaK NpaBu/o, caeayowme CEeKLMN 3TOro A3blKa:

e SELECT - cekuua Bbibopa nosieit Tabnuu. 3aecb Yepes 3anATYHO HYXKHO yKasaTb MMeHa
KOJIOHOK, KOTOpPble HYXHO 0TOBpPasnTb, Uan * yTobbl 0TO6PA3UTbL BCE NOAA.

e FROM - ceKkuma Tabauu. B aToi cekumm cnegyeT yKasaTb Tabauupl, U3 KOTOPbIX HYMKHO
NoJIly4MTb pe3ynbTaTbl. TaKKe B 3TON CEKUMU MOKeT mcnonb3oBatbca onepatop JOIN, ¢
NOMOLLLbIO KOTOPOTO BbINOAHAETCA 06beamHeHMe Tabany,



e WHERE - ceKkuma ycnosua. B Helt No/1b30BaTe b YKa3bIBAET YCA0BUA NOUCKA U 06beANHAET UX
C nomolLbto nornyeckux onepatopos AND, OR 1 NOT (ycnoBue He BbiNoNHAETCA).

Cnepyet otmeTtutb, yto CYB/ PostgreSQL Bepcumn 12 pacwmpaeT guanekt asbika SQL:2016 3a cyet
OO0NONHUTE/IbHbIX ONEPATOPOB, KOTOPbIE CAYXKAT ANA U3BNEYEHUA AaHHbIX U3 nonent dopmaTa JSSONB [40].
K aTum onepatopam OTHOCATCA onepatop '—>', KOTOPbI UCNOAb3YETCA ANA U3BAEYEHUA BIOXKEHHOIO
JSON-3HauyeHMA no KAako4y, M onepatop '->>', KOTOpbIA MCNOAb3YeTCcA A1A MNOJYYEHUA CTPOKOBBIX
3Ha4YeHM No Kawody. Mcnonb3oBaHWe 3TUX OMNepaTopoB MPOAEMOHCTPUPOBAHO HUKEe B pasgene
“Mpumepbl NONCKOBbIX 3anpocoB”.

NHTepdelic SQL K paspaboTaHHoi B OORT MoKeT bbITb peann3oBaH C MOMOLLbIO TAKUX MPUSIOKEHUN,
Kak DataGrip [42], pgAdmin [43] nan KoHconbHOro npuaoxenua psgl CYBA PostgreSQL.
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MonyyeHHble pe3yabTaThbl.

PenAaumoHHaa cxema 6asbl AaHHbIX BK/OYAET OMUCaHWe MeTadaHHbIX TPaHCKPUNTOMHOMO
3KCMepMMeHTa W pesynbTaToB CHOPKM TPaHCKPUNTOB de novo B BuAe Cheaylowmx O6beKTos:
uccnegoBaHue  (study), 3sKcnepumeHT (exp), HyYK/IeoTMAHas nocnefoBaTeNbHOCTb (contig) M
aMUHOKMCNOTHaA nocnedoBaTenbHOCTb (pep) (puc. 1). Kak 6bi1o ykasaHo B pasgene “GopmupoBaHue
6a3bl AaHHbIX, MHAEKcaumAa”, MpM CO3Z4aHUM CCbLIOK Mexay Tabanuamu B mbl Mcnonb3osanwu
nepBuYHbIE M BTOPUYHbIE KNtOUM, KOTOpble BblM Co34aHbl cneayowmm obpasom:

e Kaxpgana u3 Tabnuy B xpaHUT none id, KOTopoe ABNAETCA NEPBUYHbBIM K/THOYOM

e Tabnuua exp coaep>KUT BTOPUYHBIN Ktod study id, KOTopbll ccbinaeTca Ha Tabanuy study.

e Tabnuua contig cogepKnT BTOPUYHBIN KoY exp_id, KOTopbI CCblNaeTcs Ha Tabauuy exp.

e Tabnuua pep comepKUT BTOpPUYHbIe Katoum contig_id u exp_id, KoTopble ccblnatoTca Ha

Tabnumubl contig U exp, COOTBETCTBEHHO.
B pe3synbTaTe, mexay yKazaHHbIMW Tabnmuamm 6b1am co3gaHbl peNAuUMOHHbIE CBA3K, NO3BOAAOWMNE

3G PeKTMBHO OCYLLECTBAATL MOUCK MHOOPMALUM MO IKCMEPUMEHTY, UCCNEAOBAHUIO U MONYYEHHDbIX B
pesy/ibTaTe 3KCNepMmeHTa nocnenoBaTenbHOCTAX. CTPYKTypa OTHOWeEHUM mexay Tabanuamu b, OORT
npeacTaBneHa Ha pucyHke 1. MNMpumepbl 3anpocoB AN PeLIeHUs PasnyHbIX BMonorMyecknx 3agau
MOKa3aHbl Ha PUCYHKe 2.

CosgaHHaa Hamy 6as3a f[aHHbIX Ha OCHOBe rMBpPUAHOrO MeToda OMMCaHWUA KOMMNEKCHbIX
MONEKYNIAPHO-6MONOTMYECKMX OaHHbIX B BMAE KaK XOPOLWO CTPYKTYPUPOBAHHbLIX (TUNU3MPOBAHHbIX)
[AaHHbIX, TaK 1 cNabo CTPYKTYpUpoBaHHOW MHGopMaumm, obnagaet paaom npenmyluects. MNpexae Bcero,
Takaa opraHM3auusa XpaHeHWUA AaHHbIX 0b6/erd4aetT WX CONPOBOXAEHWE: Mpu M3MeHeHuM Habopa



Nporpamm aHHOTaLMK, UX BEpPCUit MAM Habopa BbIBOAMMbLIX MMM MAPaMeTPOB, BMECTO TOro, YToObl
MOANOULMPOBATL PENALMOHHYIO cxemy 6asbl M MOBTOPHO 3arpy)KaTb AaHHble B 6a3y, paspaboTtumk
MOKET COCTaBNATb cN1abocBsA3aHHbIe CTPYKTYpPbl B popmate JSON.

MpeanoxkeHHan apxmuTekTypa b/l coxpaHAaeT cBA3HOCTb TabaumL, NPM NOMOLLM METOA0B NEPBUYHbLIX U
BTOPUYHBIX KAtoyei. CnegyeT OTMETUTb, UYTO CTPYKTypa JSON-onMcaHWs HeTUNU3IMPOBAHHbLIX AAHHbLIX
CTPOro He onuncaHa 1 4sa pa3HbiX 3anucen gaxke ogHOM TabanLbl MOXKET OT/INYATbCA. B KOHEYHOM UTOTE,
3Ta CTPYKTYpa 3aBUCUT OT TOro, Kakne AaHHble 6blM BHECEHbI B KOHKpeTHoe none BA. Mogaep:kaHune
OAHOPOAHOCTN AaHHbIX B popmaTe JSON npu Takol opraHU3aLUmMKn NEeXUT Ha pa3paboTymKe: KOHTPO/b
CTPYKTYpbl nonei JSON npoucxoamt nMbo B MOMEHT 3KCMOPTa AaHHbIX, U\Mam nytem peanusaumu
dYHKLMN-06paboTUMKOB, KOTOPbIE 3aMyCKaOTCS NPU KaxKaAoM 06HOBAEHUN U A06aBAEHUN AAHHbIX.

UnniocTpauumm, Bu3yanusauma pesynbTaTos.

w1 id

name 1ar(12

mdS 1 2

seq et

len

ann

exp_id

contig_id integer

contig_id:id
A 4
exp
contig 1Fid
1Fid study_accession AL

name secondary_study_accession va id itege
gene_name varchar(128 study_id secondary_study accession var
seq experiment_accession scientific_name
len teger run_accessions character va title text
refaln_type varchar(128 run_accessions_count abstract text
ann jsonk scientific_name links jsonb
exp_id teger short_name

ann

Puc. 1. CTpyKTypa pensumoHHoi 6a3bl aaHHbIXx OORT. MNoKa3aHbl Tabanubl B M OTHOWEHMA MeXKaY HUMU.

# Bampoc 1: IloyuMTb MNOCJIENOBATEJIBHOCTM I'€eHOB nJs Bupma 'Oryza sativa'
01 select contig.seq
02 from contig join exp on exp.id = contig.exp_ id

03 where scientific name = 'Oryza sativa'

# Bampoc 2: HaliTu BCce T'eHH, C YyPOBHEM BKCIpeccuyu B mnpenejax oT 3.0 mo 7.0
TPM

01 select *
02 from contig

03 where ((ann -> 'kallisto' -> 'g' ->> 'tpm')::real)



04 between 3.0 and 7.0

# 3Bampoc 3: BrBECTM CHOMCOK TEHOB, KOOUPYOUUX MWIOSHTWUUHEE [IENTUILE C Pas3HBM
YPOBHEM DKCIPECCHUM B PABHHX DKCIEPMMEHTax

01 select subseq.exp id, subseq.study id,
02 max(subseq.contig_g tpm) as contig_g tpm,

03 study.scientific _name, tissue_ type

04 from (
05 select (contig.ann->'kallisto'->'g'->'tpm')::real
06 as contig_g_ tpm, contig.id as contig_id, pep.id as

07 pep_id, contig.exp id, e.study id, pep.mdS5,

08 e.ann->'ebi'->'tissue type' as tissue_ type
09 from pep join contig on pep.contig_id = contig.id
10 join exp e on contig.exp_id = e.id

11 where pep.md5 = '857c1634328c5333ab73efccll1a45038'
12 )

13 subseq join study on subseq.study id = study.id

14 group by exp id, study_id, study.scientific_name,

15 tissue_type

# Banpoc 4: HaliT BCe aMMHOKMCJIOTHEE IIOCJI€HOBATEJBHOCTM C ONpeleJIeHHEM
HabopoM TepMMHOB I['eHHOM OHTOJIOTMMU

# cospmaHmMe MHIOEKCa HJIs BHIIOJHEHMsS 3anpoca
0l create index ix pep ann_interpro_go_ann on pep using
02 gin (((ann -> 'interpro'::text) -> 'go_ann'::text))

# nomck OeJIKOB COIJVIACHO AaHHOTALMM TI'€HHOM OHTOJIOTMM Ha OCHOBE CO3I0aHHOTI'O
MHOEKCa

03 select * from pep

04 where (ann -> 'interpro' -> 'go_ann')

05 ?& array['GO:0055085', 'GO:0006811"']

# Bampoc 5: IloMck CJIOBa B ONMCAHUSAX MCCJENOBAHUS
# CO3IOaHMe MHIOeKCa OJI4d IIOJIHOTEKCTOBOI'O IIOMCKa

01 create index study abstract_idx on study

02 (to_tsvector('english'::regconfig, abstract));
# BEIIIOJIHEHME IIOJIHOTEKCTOBOI'O IIOMCKAa

03 select *

04 from study

05 where to_tsvector(study.abstract)

06 @@ plainto_tsquery('Categorizing')



# Bampoc 6. HanTu BCe O€JIKM, KOTOPHE TPAaHCAMPYITCS M3 KOHTUIOB B I'€HOMEe Zea
mays BO 2 xpomocoMe Mexny 2000 m 5000 HykJIeoTMIaAMU.

# peammzauua MaTepMaJbHOT'O IpencTabiyieHMs contig gmap view sglalchemy
01 create materialized view

02 contig _gmap view_sqglalchemy as

03 select db.id, jsonb_array elements(

04 db.ann -> 'gmap'::text) AS gmap

05 from (

06 select contig.id, contig.ann

07 from contig ORDER BY contig.id

08 ) db;

# coszmaHMe MHIEKCOB NOBEPX KOJIOHOK GMAP

09 create index gmap_start end_chr idx

10 on contig gmap view_sqglalchemy

11 (((gmap ->> 15)::integer), ((gmap ->> 16)::integer),
12 (gmap ->> 13));

# momck 6eNkKOoB, CHUHTe3MpyouMxcs co 2 xpomocomu ¢ 2000 mo 5000
# nmosuuUMM B T'€HOME

13 select pep.id AS pep_id

14 from exp join contig ON exp.id = contig.exp_ id

15 join contig_gmap view_sqgqlalchemy

16 on contig.id = contig_gmap view_sqlalchemy.id

17 join pep ON pep.contig id = contig.id

18 where

19 cast(contig_gmap view_sqlalchemy.gmap ->> 15

20 as integer) >=2000 AND

21 cast(contig gmap view_sqlalchemy.gmap ->> 16

22 as integer) <= 5000

23 and(contig_gmap view_sqlalchemy.gmap ->> 13) = '2'
24 and exp.scientific_name like 'Zea mays'

Puc. 2. Peanunsauma 3anpocos 1 1 6 K 6a3ze gaHHbIx OORT Ha s3bike SQL.

3bPEKT OT NCNOb30BaHMA KNacTepa B OCTUNKEHWUU Leneit paboTbl.

Denovo cbopKa nocnefoBaTe/IbHOCTEN TPAHCKPUMNTOB, HAa OCHOBE KOTOPbIX CO34aBasacb 6a3a AaHHbIX
OORT BbINoHsANAck Ha KnacTepe HIY. MpoueccopHoe Bpemsa, KoTopoe noTpebosBanock gas denovo
CcOOpKM 3TUX AaHHbIX Ha cepBepe ¢ AByMmA npoueccopamu Intel(R) Xeon(R) CPU E5-2680 v4 @ 2.40GHz
(cymmapHo 28 aaep) u 128GB onepaTtnusHoi namaTtn coctasndeT ~9011.7 yacos (unu ~375.4 aHeir).
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