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JlaHHBIE TOJTHOTEHOMHOI'O CEKBEHUPOBAHUSI MO3BOJISIIOT HE TOJIBKO I1OJydyaTh MH(POPMALIMIO O TeHETUYEe-
CKMX BapMaHTax, HO TaKXKe OLEHMBATh OOIIYIO CTAOMJIBHOCTh TeHoMa. CUTHaJ IMMOKPHITUS CEKBEHUPOBa-
HUSI, TIOHMMAEeMBbIii KaK KOJIMYECTBO BbIPABHEHHBIX ()parMEHTOB B JaHHOM TOYKE FeHOMa MOXKET OBITh
HCIOJIb30BaH B KAYeCTBE LIEHHOTO UCTOYHMKA JaHHBIX KAK O MECTOHAXOXIECHUU CTPYKTYPHBIX ITEPECTPO-
€K, 00 0011IeM COCTOSSHUM TeHOMA M O TOYHOCTH TIpeACKa3aHUsI CTPYKTYPHOTO BAPUAHTA BEIYMCINTEIbHBIM
anroputmoM. [TociienHee 0COGEHHO BaXKHO, T.K. METOIbI TTOMCKA MePECTPOEK B TEHOME YacTo J1aloT OYeHb
MIPOTUBOPEUMUBYIO MHGOPMALIMIO O UX HaxoxaeHur. OQHaKO J10 HeJaBHETo BpeMEHU Baluaalus IpeacKa-
3aHHBIX BApMAHTOB OblIa 3aTpyaAHEHA, BO MHOTOM M3-3a OTCYTCTBUSI MH(MOPMAIIMOHHBIX PECYPCOB, MTO3BO-
JISIIOLIMX HAMPSIMYIO paboTaTh C CUTHAJaMU MOKPBITUSI Y BU3YaJIM3UPOBATh UX C BBICOKOI CTEIIEHBIO e~
tanmzauuu. B pa6ore npencrasieH SCOPE (Sequence COverage ProfilEs) — nporoturt pecypca Takoro po-
Ila, BKJIIOYAIONIMii B cebs1 0a3y maHHBIX, BeO-uHTepdeiic 1 Habop TMporpaMm mWisi 00pabOTKUA JaHHBIX
CEKBEHUPOBAHMSI, U3BJIEYECHUST U XpaHEHUS Mpoduieil CUTHAJIA MOKPBITHS. BeiurcinTenbHas riardopMa
U uHTepdeiic peaJm30BaHbl B MPOrPaMMHOM KOZIE OTKPBITOTO JOCTYIIA MU MOTYT ObITh pa3BEepHYThI Ha
JIOKAJIbHOM Y3JIe, YTO JaeT BO3MOXHOCTD MOJIb30BaTe/IsSIM MPOBOIUTh 00PAGOTKY M aHAJIN3 COOCTBEHHBIX

JaHHBbIX.
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JlaHHBIE ITOJIHOTEHOMHOIO CEKBCHUPOBAHUS —
He3aMEHUMBbIA ICTOYHUK MHMOPMALIMU He TOJIBKO O
FeHETUYECKUX BaprallMsX, HO U O COCTOSTHUU TeHOMa
B nejioM. CHrHajd IIOKPBLITUS CEKBEHHPOBAHUS,
MPEeACTaBIISIET COOOM MOCIEA0BATEIbHOCTh BEJINUNH,
COOTBETCTBYIOLIMX YMCTY (PparMeHTOB CEKBECHUPO-
BaHUSI, BBIPAaBHEHHBIX Ha JAaHHYIO MO3ULMIO pede-
pEHCHOTro TeHOMa. AHAJIN3 CUTHAaja TTOKPBITUS IITH-
POKO HCITOJIb3YETCS IS OOHAPYKEHUST CTPYKTYPHBIX
BapMaHTOB, OCOOCHHO BapMaHTOB KONUITHOCTHU, I10-
CKOJIbKY JaHHAasl BeJIMYMHA HE 3aBUCUT OT IIPOTOKO-
JIOB ¥ CIOCOOOB CEKBEHUPOBAHUSI, & TAKKE OT JJTUHBI
¢dparMeHTOB CEeKBEHUPOBAHMS M UX TuNa (CM., Ha-
npuMmep, padory [1]). OgHako Do cUX ITOp He CyIle-
CTBYET HAACKHOTO pEeIIeHUs 3a1a4u TTOUCKa CTPYK-
TYPHBIX BapUaHTOB B JAHHBIX CEKBECHUPOBAHUS [2—
4]. 'eHOMHBIE KOOpOMHATHI CTPYKTYPHBIX BapuaH-
TOB, TTOJTyYCHHBIE C TIOMOILBIO PA3IMYHBIX aAJITOPUT-
MOB, IUUIOXO COINIACYIOTCS APYr C OPYTOM, IO3TOMY
JOMOTHUTEIBHO TIPUXOIUTCS TIPUMEHSITh TaK Ha3bI-
BaeMble meta-callers T.e. mporpamMMBbI TTO3BOJISIOLINE
MOJIyYUTh KOHCEHCYCHOE MpeacKa3aHWe Ha OCHOBE

pe3yJabTaTOB padOThI HECKOJIBKHUX MporpamMm [5]. Bece
5TO CYILIECTBEHHO 3aTPyIHSET pa3pabOTKy AUAarHo-
CTMYECKUX TECTOB HA OCHOBE aHaJM3a CTPYKTYPHBIX
BapMaHTOB.

OnHuM u3 GaKTOpOB, 3aTPYAHSIIOLIUX CO3TaHUE
HOBBIX METOIOB IIOMCKA CTPYKTYPHBIX BapHUaHTOB,
SIBJISIETCSI OTCYTCTBHE OTKPBITBIX PECYPCOB, COAepKa-
X B JOCTAaTOYHOM 00beMe MHPOopMaLIIIO 0 hopMe
M XapaKTepe CUTHaIa MOKPBHITHSI, COOTBETCTBYIOIIETO
TeM WJIA UHEIM CTPYKTYPHBIM BapuanusM. B maHHoI
pa6ote mbl nipenctasiasieM SCOPE (Sequence COver-
age ProfilEs) — 06a3y maHHBIX W IIPOrpPaMMHBIA
uHTepdeiic K Hell, TTO3BOISIIOIINE XPAaHUTh, aHAIU-
3UPOBaTh M BU3YAJIM3UPOBATh CUTHA IIOKPBITUSI, TIO-
JIyYeHHBII 13 JaHHBIX ITOJJHOTEHOMHOT'O CEKBEHUPO-
BaHus. baza naHHBIX peajin3oBaHa B popmate SQLite
1 MOXeT OBITh pa3BepHyTa Ha II0JIb30BATEILCKOM
KOMIbIOTEpe BMecTe ¢ mHTepdeiicoM. Takke MbI
paszpaboTay HaboOp MPOTPaMMHBIX CPENCTB ISl 00-
pabOTKM TaHHBIX CEKBEHUPOBAaHUS U TOATOTOBKU UX
K 3arpy3ke B 0a3y JTaHHBIX.
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NCTOYHUKHN JAHHBIX

B xayecTBe 1eMOHCTpPALIMOHHBIX JAaHHBIX 1JIs1 Oa-
3bI OBIJIM MCITOJIb30BaHbI 1Ba HA0Opa TaHHBIX CEKBE-
HUPOBAHUSI:

1. OnuH U3 BTAJIOHHBIX 00pPa31I0B KOHCOPLIMYMa
GIAB (genome-in-a-bottle) [6, 7], a umerHO HG002
[8] u cooTBeTCTBYIOIIIME EMY CTPYKTYpPHbIE BapuaH-
THBI.

2. Tpu reHoma neteii u3 cemeii YRI, CHS u PUR,
onyOJIMKOBAaHHBIX B paboTe [9]

Br16op maHHBIX 00pa3LoOB OOYCIOBJIECH CJIEAYIO-
mumMu akropamu. B TeueHue mocienHero necsaTv-
netusi KoHcopuuymoMm GIAB co3maeTcs u mopaep-
JKMBAETCS 9TaJIOHHAS KOJIEKIIMSI TeHOMOB UeJioBeKa.
Oo6pa3zusl JJTHK cexBeHUpYIOTCS ¢ UCIIOIb30BAHUEM
Pa3IUYHBIX MMPOTOKOJIOB, TTOCJIe YeTO B JAHHBIX Ce-
KBEHUPOBAHUS OCYIIIECTBISIETCSI TOUCK TeHEeTUYe-
CKMX BapMallMii: OMHOHYKJIEOTHUIHBIX 3aMEH U CTPYK-
TYpHBIX BapuaHTOB. O0pas3ibl KOHCOPLIMyMa TIpe-
CTaBJISIIOT Cco0Oil de facto cTaHOapT JaHHBIX
CEKBEHUPOBAHUS U HUCIIOJb3YIOTCS JJII CpaBHEHUS
MPOM3BOIUTEIbHOCTU METOIOB MOMCKA BApUAHTOB, a
TakKe IJIs OLleHKMU uX TouHocTu. Oopazen HGO002
MpuUMeyYaTesieH TeEM, 4YTO JiS HEero BIlepBble Oblia
MpoBeJeHa MaciiTabHasi TpoBepKa TOYHOCTU TIpe/I-
CKa3zaHUsI CTPYKTYPHBIX BApUAHTOB C TTIOMOIIBIO KY-
paTtopoB [10]. AHanmu3 Tpex TEHOMOB, OITyOJIMKOBaH-
HBIX B paboTe [9] U coCTaBISIOIIMX BTOPYIO 4YacTh
JIaHHBIX, MTPOBOJAUJICS C MTOMOIIbIO MPOTOKOJOB Ce-
KBEHUPOBAHUS IJIMHHBIMU U KOPOTKUMU (pparMeH-
TaMH, 4TO MO3BOJISIET OOECTICUUTDb MPUEMIIEMYIO TOU-
HOCTb MpeAcKa3aHUsi CTPYKTYPHBIX BapuaHTOB, 3a
CUYET CPAaBHEHUS U MHTErpalvy Pe3yIbTaToB, MOJIY-
YEHHBIX TPU TIOMOIIM Pa3HbIX TPOTOKOJIOB CEKBEHU-
poBaHus. bonee Toro, Tak Kak B paboTe ObLI ITpOBE-
JIeH aHaJIM3 TEHOMOB CEMEUHBIX TPUO, B OTJIUYUE OT
OOJIBIIIMHCTBA T€HOMHBIX HCCIEAOBAHUI, T€HOTHUII
neteit He ObLT mpeacKa3aH MPU TMTOMOIIM BBIYMCIM-
TeJIbHBIX MPOLIEIYP, a OTpeieSieH TOUHO Ha OCHOBa-
HUU TaHHBIX POAUTEIICH.

Hawmu OblIM MCNIoNb30BaHbI (aiiyibl BRIpaBHUBA-
Hus B ¢popmate BAM, u nHdopmanus o CTpyKTyp-
HBIX BapuaHTax B popmare VCF, ommyO0iankoBaHHEIE
aBTOpaMu JAHHBIX MCCleaoBaHUi. JlaHHBIE Haxo-
ISITCSI B OTKPBITOM JOCTYIIE U MOTYT CBOOOIHO WC-
MOJIb30BaThCsI U PACIIPOCTPAHSITHCS.

N3BJIEYEHUE CHUTHAJIA ITOKPbITUA
1 KOOPAMUHAT TOYEK PA3PBLIBA

Jas xpaHeHusT B 0a3e JAHHBIX M TOCJEIYIOLISH
BU3yaJU3alii ObLIM MCIIOJb30BaHbI IIPOMUIN CUT-
HaJjla MOKPHITUSI B OKPECTHOCTU £256 HYKICOTHIOB
OT TOYKHU pa3pbiBa, COOTBETCTBYIOLICH TOMY WU
MHOMY CTPYKTYpHOMY BapuaHTy. CUTHaI HOKPBITUS
XpaHUTCS B CIIEIMAJIbHOM JIBOWYHOM ¢opmare
BCOV [11]. IIporpaMMHBII KO MpeaycMaTpUBaIOT
ajanTalyio pecypca IOl 3ajadyd MoJb30BaTeNsl 3a

BE3IBOPHBIX u mp.

CUeT MaHUITYJISIHUM TapaMeTpaMu TeHepauuu aii-
JIOB 6a3bl JAHHBIX U TIOCTPOEHUS rpadUIecKoro nH-
Tepdeiica.

Bonee Toro, myrem moadopa U yCTaHOBKU COOT-
BETCTBYIOIIUX ITApaMETPOB MOXKHO CO31aTh 0a3y TaH-
HBIX CUTHAJIOB MMOKPBITUS 151 TPOU3BOIBHBIX TUIIOB
npoduneit curHana (T.e., HallpuMep. He TOJbKO OJIsl
CTPYKTYPHBIX Bapualuii, HO U [JIS1 JJOKYCOB OIHO-
HYKJICOTUIHBIX 3aMEH) U B MHTEpBaaX IIPOU3BOJIb-
Hoii muHbl. MHpopMalius 0 TeHOMHBIX KOOpAWHA-
Tax TOYKU pa3pbiBa u3Biiekaercsa n3 VCF-gaiinos,
TUII CTPYKTYPHOT'O BapHaHTa U e€ro JJIUHA ONpeaesi-
1otcs 1o paaram SVIYPE u SVLEN cooTBeTCTBEH-
HO IIpY MOMOIIY nporpaMmmel import_vcf.py (cm. pe-
no3utopuii mpoekra Ha Github: https://github.
com/comp-bio/scope).

IMpu aHanu3e npoduisi curHaia MOKphITUS C 11e-
JIbI0 OOHapYyKEeHUsI CTPYKTYPHOI'O BapuaHTa XKeja-
TEJIBHO €T0 «000COOUTh» IS YIIPOILIEHUS 3a0a4H I10-
WcKa Touyku. MMHaye roBopsi, HEOOXOAUMO U30eraTh
cuTyalluii, KOorjia B OKHO ITIOMCKa IT0I1agaeT HECKOIb-
KO KaHAWIaTOB MJIM TaK Ha3bIBAEMbBIX «CJIOXKHBIX» CO-
OBITHI1, KOTJA OHM HACJauBaroTCs OPYyr Ha Apyra B
pe3yibTaTe Ipoliecca xpomorpuncuca [12, 13]. Kak
CJIEICTBUE, IS BU3yaJn3allii Mbl OTOMpaeM B 0a3y
JIAaHHBIX TOJILKO T€ TOYKU pa3phbiBa, IJISI KOTOPBIX B
yKa3aHHYI0 OKpPeCTHOCTh (256 1m.0.) He IMomagaioT
HUKaKue Ipyrue BapuaHThl. Eciiu pa3mep cTpyKTyp-
HOM BapMaluy CIUIIKOM MaJ (T.e. MEHBIIE, YeM
30 HyKJICOTUIIOB), TO OHA MO YMOJYaHUIO OYAET Mpo-
nymieHa. [locienHee peleHrne MOTHMBHUPYETCS TEM,
YTO IIPOrpPaMMBI JJIsI ITOMCKa KOPOTKUX CTPYKTYPHBIX
BapMaHTOB OCHOBBIBAIOTCSI HA AJITOPUTMAX HAXOX/IE-
HUST OMHOHYKJICOTUAHBIX 3aMEH 1 OCHOBAaHbI Ha ApY-
rMX MPUHLUIAX HEeXeJIM METONbl MOMCKa IJIMHHBIX
coObITUii. OMHAKO BITOJIHE BO3MOXHO, YTO CUTHAJIBI,
BO3HUKAIOIIME B pe3yJibTaTe KOPOTKMUX MEPECTPOEK,
MOTYT IIPEACTaBJISITh HAYYHBIM HHTEpPEC, IO3TOMY
UMIOPTUPOBATh CUTHAIBI KOPOTKUX CTPYKTYPHBIX
BapMalMii MOXXKHO, yKa3aB B ITapaMeTpe IporpaMMbl
«special» MXx MUHUMaJIbHBIN pa3zmep. B pesynbrare
yKa3aHHbIE TeHOMHBIE TTePEeCTPOMKU OyIyT JobaBe-
HBbI B 0a3y JaHHBIX C MapKePOM «SpSV» (cnenuaabHO-
ro tuna).llpemycMOTpeHO 4YeThIpe THUIIa MapKepoB,
CBSI3aHHBIX C TUITOM TOYKHU pa3pbiBa: «L» 1 «R» — co-
OTBETCTBEHHO JI51 JIEBOM M MpaBOi I'paHuW1 BapuaH-
Ta, «BP» — mmpucBauBaeTcs 111 TaK Ha3bIBa€MBbIX I1€-
pECTpPOeK «HYJAeBOI IJMHBI». IlepecTpoiiku «Hyje-
BOM JIUTMHBI» — 3TO cOAJIaHCUPOBAHbBIC MIEPECTPONKH,
Takye KakK, HampuMep, WHCEpLUM, HHBEPCUU U
TpaHCJIOKALIUM, TJIe TEXHUYECKN 00€ TOYKM pa3pbiBa
MOMAagaT B OTHY KOOPAUHATY B pe()epeHCHOM T'e€HO-
Me. Tun «SpSV» cooTBeTCTBYeT BapuaHTaM, IJIMHA
KOTOPBIX MEHBIIIE, YeM IIIMPUHA PErMoHa, UCIIOIb3Y-
€MOro I U3BJICUeHHUSI CUTHAJIA ITOKpBITUS (512 1.0.
10 yMOJ4yaHu1o). PazMeTka XxpoMOCOM AOCTYITHA IS
obeux Bepcuil yemoBeueckoro reioma (GRCh38 u
GRCh37).

BUODU3NUKA Tom 68 Ne2 2023
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target signal sqlite_sequence
o id integer id integer name unknown
+ Name text(255) g target_id integer seq unknown
o file t(25 chr text(128)
+— dataset 2 start
genome_versione) end sqlite_master
i text(2:
population oxt(255) type type bex
region text(255) side text(32) .
name text
sex text(255) size integer L
tbl_name text
float integer
meancov float genotype integ —— int
coverage_offsetnteger '
= sql text

|

J target_id:id

Puc. 1. Cxema 6a3bl faHHBIX Ipodueii curHaia nokpeitus SCOPE.

CurHayi NOKpHITUS U3BJIEKaeTCs U3 (paiiyioB BBI-
paBHuBaHus B opmare BAM miu CRAM c nomo-
mpio IporpaMMbl mosdepth [14], ompenensionieit
YUCJICHHbIE 3HAYEHMUS TTOKPBITHUS IJIsI KaXKI0I'0 OCHO-
BaHMS B reHoMme. B 0a3ze maHHBIX NpoduiId CUrHajia
CEeKBEHUPOBaHUS coxpaHsioTcss B dopmare BCOV,
cIielIajbHO pa3paboTaHHOM IJisl OBICTPOTrO JOCTYIIa
K 3HAYeHUSIM ITIOKPHITUS B 1100011 Touke. Unes ¢op-
MaTa MaKCHMMAaJIbHO MPOCTa: IJIsd KaXKO0M IMTO3UIINU B
XpOMOCOME OTBOJUTCSI POBHO ABa OaiiTa. DTO CBOIi-
CTBO MO3BOJISIET MOJIYYUTh JOCTYTI K JTIIOOOI YacTu re-
HOMa, MCIIOJIb3Ysl IT00AaMTOBBIN OTCTYII B (paiiyie I10-
KpPBITUSI, paBHBIM YIBOEHHOM KOOPAMHATE UCKOMOTO
MOKpPBITUS. Takoe KoaupoBaHUE HE TTO3BOJISIET CO-
XpaHSITh TJIIyOMHY TIPOYTEHMS, IIPEBHIIIAIOIIYIO
65536 mpodTeHMI Ha OIHY ITapy ocHOBaHM. Takum
obpa3oM, B cilyyae OOHapy>KeHUS IMTOKPBITUSI CO 3HA-
YEeHUSIMHU, IIPEBBHIIIAIOIINMA 3TO YMCIIO, 3HAYCHUS
OyayT NPUHYIUTEIBHO OrpaHMYeHBI cBepxy. OOpa-
0OTKa TaHHBIX ITOKPBITUS ITIPOBOIUTCS IIPOrpaMMOIi
import_coverage.py (CM. peIlo3uTOPHUii MpOeKTa Ha
Github).

st pyHKIMOHMpOBaHUS 0a3bl MAaHHBIX TaKXKe
HeoOxoauMbl MeTadalinbl, comepxXkaliue Ccleayro-
1y1o UHGOPMAIIUIO: TUCTOTPpaMMbl MOKPBITUS LIS
pPa3IMYHBIX TPYIIT oOpa3loB (HANpUMEp, TOIYIsI-
1IMi1), CTaTUCTUKA KOJIMYECTBA TOUEK pa3pbiBa pas-
JIMYHBIX TUMOB U HAKOHEl XPOMOCOMHAasl KapTa
TUIOTHOCTH TOYEK pa3pbiBa B reHOMe. [ eHepalius Me-
TadaiiJioB OCYIIECTBISIETCS MPOTPaMMOii overview.py
(cM. pento3uTopuii mpoekTa Ha Github).

CTPYKTYPA U UHTEP®ENC BA3bI JIAHHBIX

SCOPE cocTronT 13 Tpex KITFOUEBBIX YacTeil — MH-
CTPYMEHTOB, 0a3bl JaHHBLIX M MHTepdeiica, Kaxmas
13 KOTOPbIX MAaKCUMAaJILHO M30JIMpOBaHa U He3aBU-
cuMa OT MpOoYUX. DTO (PAKTUYECKH O3HAYAET, UTO Y
HCcieaoBaTeIeii eCTh BO3MOXHOCTh HMCIIOJIb30BaTh
OIMH MHTepdeiic U MOAKITIIOYATh €r0 K HECKOJbKUM
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06azaM JTaHHBIX, PACTIOJOXEHHBIM JIOKAJIbHO WIN Ha
yIaJeHHBIX cepBepax U CMOHTUPOBAHHBIX Yepe3 UH-
CTPYMEHTHI YIAJIECHHOTO AocTtyIia (Harpumep, SSH).
basbl gaHHBIX 1 UHTEpdEC TTOAACPKUBAIOT OObEIN -
HEeHMe HECKOJIbKUX Ha0OpOB JaHHBIX B OMHOM MeECTe.
Cxema 0a3bpl JaHHBIX TIPUBeIeHA Ha puc. 1.

l'otoBas x Bu3yanu3auuy 6a3a TaHHBIX BMECTE C
¢aitioM curHajaoB NOKPHITUS U MeTahaitioM MOXKeT
pACIIPOCTPaHSTLCI KaK OTAENAbHbI HaOOp AaHHBIX,
HaIpuMmep:

EXAMPLE/index.db — 6a3a manubix SQLite;

EXAMPLE/storage.bcov — Bce cUTHaJIbI CO 3HA-
yeHusiMu nokpuituii B BCOV-dpopmare;

EXAMPLE/overview.json — MeTa-uHdopmMaius
O TIPOEKTE.

INonxmouenne wuHTepdeiica K yKa3zaHHO 0ase
npousBoauTcs yepes rmapametp «db» (db:EXAMPLE).

ITonp3oBaTenbckass yacth MHTepdeiica peannso-
BaHa Ha JavaScript (React, SASS, Webpack, D3.js),
cepBepHass — Ha Python3 (Flask, gevent, tslearn).
ITosHOCThIO CKOMITMJIMPOBAHHASI BEPCHUST HAXOAUTCS
npsiMo B peno3utopuu (pa3gei build), ns ee pa3sep-
TBIBAaHUSI Ha JIOKAJIBHOM Y3JIe TpeOyeTcs yCTaHOBKaA
CJIENYyIOIMX MOMOyJeil s3blKa IIporpaMUpOBaHUS
Python, Bepcus3:

pip3 install flask tslearn gevent.
3anyck cepBepa OCYILIECTBIISIETCSI KOMaHIOM:
python3 server.py db:EXAMPLE DB.

HHuTepdeiic TO3BONSIET BU3YyaTU3UPOBaTh U3BJIE-
YeHHBIe MTPOGUIN, OCYIIECTBISTh MOUCK MPpodUIei
110 UX TEHOMHBIM KOOpAWHATaM, TUITY CTPYKTYPHBIX
BapMaHTOB M TOYEK pa3pbIBa, a TAKXKE 10 TEHOTHUITY.
IMpumep rpadrdeckoro npeacTaBIcHUS JTaHHBIX MO-
Ka3aH Ha puc. 2.

PE3VJIBTATBI 1 OBCYXIEHHUE

SCOPE — koMIuiekc ImporpaMMHOI0O obecriede-
HUS JJIsl BU3yaIM3alluM CUTHaJIa IOKPHITUS CEKBE-
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SCOPE - Sequence COverage ProfilEs
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Puc. 2. I'pacduueckuii unrepoeiic pecypca SCOPE (scope.compbio.ru).
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MHCTPYMEHTDBI BU3YAJIIU3ALIUU CUTHAJIA 267

HUPOBaHUSI, BKJIIOYalolMii B cebs 0a3y NaHHBIX,
BeO-uHTEpdeiic 1 Habop MporpaMm jisd 0OpadboTKU
MaHHBIX. Permo3nTopuii OTKPHITOTO KOAda HaXOIHUTCS
o agpecy https://github.com/comp-bio/scope.

Hoctyn K pecypcy € IOJTHO(PYHKIMOHAJIBHON
Bepcueit uarepdeiica SCOPE, Bktoyaroleil BU3ya-
JM3aluio npoduiieii curHaia, IMOMcK Mo TeHOMHBIM
KoopAuHaTaM U ¢pUiIbTpalueil mo TUIIAaM TOYEeK pas3-
pbIBa OCYLIECTBISIETCS IO azapecy: https://scope.
compbio.ru/.

Co3gaHHBIil pecypCc OTKPBIBA€T HOBBIE BO3MOXK-
HOCTH JJIsl UICCJIEIOBAHMSI HOBOI'O TUIIA JaHHbBIX, ITO-
JIydaeMbIX MPU MOJTHOTEHOMHOM CEKBEHHPOBAHUU.
JlaHHBIe TAKOTO THUTIA MOTYT OBITh UCITOJIb30BAHBI KaK
IIJIsT pa3pabOTKKM HOBBIX METOMOB MOMCKA CTPYKTYP-
HBIX BapUaHTOB, TaK W IJIS aHajlW3a MEXaHU3MOB
MOAAepXXKaHUS CTAaOMJIBHOCTU T€HOMA.

OUNHAHCUPOBAHUE PABOThHI

Pa6oTta BeImostTHeHA TpU GUHAHCOBOM ITOIEPIKKE
Poccuiickoro HayuyHoro ¢onHaa (rpaHt Ne 20-14-
00072).

KOH®JIMKT MHTEPECOB

ABTOpBI 3asIBISIIOT 00 OTCYTCTBUM KOH(PJIMKTA
MHTEPECOB.

COBJIIOAEHUE STUYECKHUX CTAHIAPTOB

Hacrosiias padota He comepXUT OMUCAHUS UC-
CJIeIOBaHWM C MCITOJIb30BaHUEM JIIOIeil M JKWUBOTHBIX
B Ka4eCTBE OOBEKTOB.
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A Toolbox for Visualization of Sequencing Coverage Signal

L.V. Bezdvornykh*, N.A. Cherkasov*, A.A. Kanapin*, and A.A. Samsonova*

*St. Petersburg State University, Universitetskaya nab. 7—9, St. Petersburg, 199034 Russia

Whole genome sequencing data allow access not only to information about genetic variation, but also provide
an opportunity to evaluate the overall genome stability. Sequencing coverage signal considered as the number
of fragments alligned to a given region within the genome can be used as a trustworthy source of data both on
discovery of genomic rearrangements and the current state of whole genome sequencing as well as on preci-
sion of structural variant predictions by computational algorithms. The latter is of utmost importance as con-
flicting data on gene rearrangement events obtained by tools for finding gene rearrangements often appear.
However, until recently, validation of predicted variants may present a significant challenge mainly due to the
lack of information sources that may assist researchers with direct work with coverage signals and signal visu-
alization with high precision. The present study proposes Sequence COverage ProfilEs (SCOPE), a proto-
type toolset that includes databases, web-interface and a series of programs for the processing of sequencing
data, visualizing and storing of signal coverage profiles. The computer platform and interface is equipped with
open-source software, supports local host deployment and allows users to process and analyze their own se-
quencing data.

Keywords: whole genome sequencing, database, visualization, coverage signal
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