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[osiBnenune cexBenupoBanus cienytomiero nokoienus (NGS) mpuBeno k renepanuu
OTPOMHBIX 00BEMOB JTaHHBIX. BBICOKOTIPOM3BOAUTEbHBIC TUIATPOPMBI, Takue kak |llumina
HiSeq, mpousBoasT TepabailThl HEOOPaOOTAHHBIX TAHHBIX, KOTOPBIC TPEOYIOT OBICTpPOIl
o0paboTku. KoHTposb KauecTBa JaHHBIX SIBJISIETCS BaXXHbIM KOMIIOHEHTOM IEpe]
MOCJIEYIOIUM aHalIu30M. B paMkax Hallero npoekTra Mo MOMCKY M HICHTH(PHUKAIUU
nosumopdu3moB (SNP) B reHoMe ueoBeka MbI cO3/aii mporpammy Ha Python, kotopas
MO3BOJIMJIa HaM pelnTh 3Ty npobiemy. Hamia mporpamma BBINOJHEHA MOJHOCTBIO C
UCIIOJIb30BAaHUEM $3bIKa TporpammupoBanus Python. Ona MoxkeT HCHoib30BaThCs Kak
aBTOHOMHOE€ IPUJIOKEHUE U MOKET 00pabaThIBaTh KaK CxKaThle, TaK U HecKaTble (hailibl ¢
TaHHBIMH CcekBeHUpoBaHust Qopmara FASTQ. Hame mnpunoxeHne mOIIEPKUBACT
uHTerpanuoo Python ¢ apyruMu MHCTpyMEHTaMU U SI3bIKAMH MPOTPAMMHUPOBAHUS C
OTKPBITBIM KOJIOM, HampuMmep, s3bIK mporpammupoBaHuss R. Tlpu oleHKe maHHBIX
UCIOJB3YETCS pachapajuieIiBaHue 3aJad C HCIoJb30BaHueM OubOmuorexkn Python
multiprocessing, a oOIeHnE C MOJIB30BATEIIEM IPOUCXOIUT Yepe3 KOHCOIb. Kpome Toro,
Halle MPWIOKEHUE MPEBOCXOAUT MO CKOPOCTH Ipyrue aHalOTW4YHbIE MpPOTpaMMbl Ha
Oompmux ~ 00bEMaxXx  JTaHHBIX. [IpunoxxeHne  JMOCTYMHO  TIO URL-anpecy
https://github.com/IvanTrusov/Quality_control ams OwIcTpoii OLEHKH KayecTBa JaHHBIX
reHomHoro cekBerupoanus (lllumina).

Kniouesvie cnosa: NGS; Python; orienka kauectBa; Buzyanm3amus ganHbix; SNP.

MATEPHUAJIBI U METO/bI

B kauecTtBe JTasioHa B JaHHOM paboTe MBI HCIOJB30BaIU CaAMYIO
MOIMYJIIPHYIO TIporpamMmy Jutsl onleHkr kadectBa NGS-urennii — FastQC [1].
bubnumorexu st TectupoBanus 0buTH B3sTH U3 European Nucleotide Archive
(xomer moctyma Ombmmorek SRR11479148 m SRR1608628). Ilpu pabote B
Python ucmonp3oBanuck makersr pyfastx, matplotlib, numpy, pandas, scipy,
seaborn,  statsmodels, PyPDF2, multiprocessing. is  OIEHKH
OBICTpOICHiCTBUS MporpamMMbl Ha Python mcnonbs3oBanace 6ubnmoTeka time.
s onenku ckopoct FastQC Owin umcmosnw3oBan ckpunt Ha bash ¢
komaHgoi time. Pacy€rbl mpoOBOAMINCH HA KOMIIBIOTEpE C 8-sAICpHBIM
npoIeccopoM u TakToBor yactoTort 3,2 I'T'm u 16 I'6 onepatuBHOM mamATH, a
Takxke SSD-nuckom.
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3AI'PY3KA INIEPBUYHbBIX JAHHBIX '’EHOMHOI'O CEKBEHUPOBAHMUSA
B CPE1Y PABPABOTKHU PYTHON

J1ist 3arpy3KH JaHHBIX B cpeay Python 6wt ncnons3oBan maket pyfastx [2]
¢ ¢yukuuein pyfastx.Fastq. JlaHueii maker ObL1 HaMH BBIOpaH B XOJe
CpaBHEHHMsI CKOPOCTH 3arpy3KH U MOTPEOJICHUSI ONEPATUBHON MaMITH MEXKITY
ananoramu Ha Python u co cTOpoHBI TAKETOB Ha SI3bIKE IPOTPaMMUPOBaHUS R
[3]. OCHOBHBIMH TPEHUMYIIECTBAMU JTAHHOTO MAKETa SBJISIOTCI CKOPOCTh U
HU3KOe moTpebsIcHHe onepaTUBHOW mamsaTh. Takke pyfastq omimuaetcs
BBICOKOW THOKOCTBIO, TaK KakK MpU MPOYTeHUHU (ailina HaHHBIE MOTYT OBIThH
coxpaHeHbI B J1t000M popmare.

B wameili pabGore s OLIGHKHM KadecTBa OWOJMOTEKHM YTEHUW MBI
WCIOJB30BAIM  YAaCTUYHBIM aHanu3 Bcero (¢aitna ¢ ganHeiMU.  Js
HaXOXJICHUSI PEMPE3CHTATUBHONW BBIOOPKM MBI TPOBEJIIM  CPaBHEHHE
pacripefiesieHuss ¥ TUIOTHOCTH KayecTBa UYTCHHMM B pa3HBIX BhIOOpKax. B
NIEPBOM IKCIIEPUMEHTE U3 OUOIUOTEKU MOTHOPa3MepHBIX 150-HYKICOTUTHBIX
YTEHUMN ObLTH B3SITHI
6 BBIOOPOK C pa3HbIM uuciioM uteHudt (puc. 1 A). Ilo pe3ynpTaTtam, pa3HUIIBI
mexay 100000 m 1 MaH dreHmit He ObUIO BbISIBIEHO. Bo BTOpOM
AKCTIEPUMEHTE CPaBHHUBAIUCH 3 BBIOOPKH C Pa3HbIM METOJOM TE€HEpaluu U
pazmepoM 100000 yTeHuii, a Takke KOHTpPOJIbHAsA, MPEACTABIAIONIAS BECh
daiin nemrkom (puc. 1 B). Tlo pe3ynbraram ObLI clelaH BBIBOJ O TOM, YTO
100000 mepBBIX YTEHUH JOCTATOYHO ISl OLICHKU Ka4eCcTBa BCelt OMOIMOTEKH.

JlanHble pe3yabTaThl MO3BOJIMIA HaM CYIIECTBEHHO YBEJIMYUTH CKOPOCTh
00paboTku 60abIIUX 00bEMOB JaHHBIX, B cpaBHeHun ¢ FastQC. CpaBHeHue
CKOPOCTH TPOBOAMIIOCH Ha JBYX OMONHOTEKax pa3sMepoM | MIIH YTEHH
(puc. 1 B) u 65 man (puc. 1 I') urenuit ¢ ayrHo# yteHus B 150 HyKI€OTHIOB.
W3 pe3ynbTaToB BUAHO, YTO HAa | MIIH YTEHUN CKOPOCTH pa3IMyaeTcsi He
CYIIECTBEHHO, OJTHAKO Ha 65 MJIH YTEHUM pa3HUIla cocTaBuia B 38,5 pas.
Taxum 00pa3om Halll MOIX0]] MO3BOJIMI CYIIECTBEHHO BBHIUTPATh B CKOPOCTH,
Py 3TOM HE TOTEPSB TOYHOCTH B OILIEHKE KaueCTBa JIaHHBIX T€HOMHOTO
CEKBEHUPOBAHUSI.
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Puc. 1. Pactipenenenue kauecTBa YTEHUS B 3aBUCHMOCTH OT pa3Mepa BIOOpKH (A) u
MeTo/1a reHepanuu Beioopku (Bb), cpaBHeHne ckopoct Mexay Python u FastQC na 1 muH
yreHuii (B) u Ha 65 mu (I)
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OIIEHKA KAYECTBA IEPBUYHbIX JAHHBIX U UX BU3YAJIN3ALUA

CymiecTByeT MHOXECTBO KPUTEPHEB ISl OIICHKM KauyecTBa IEPBUYHBIX
JAHHBIX TEHOMHOTO CEKBCHHPOBAHHS, OJHUMH W3 BAXKHEHIIMX SBISIOTCS
MOKa3aTelid  KadecTBa HYKICOTHIHBIX UYTEHWH, a TaKkKe CTCICeHb
KOHTAaMWHAIIMA YTCHWH ajgantepamu. [l Bu3yalmM3alid JaHHBIX MBI
ucrons3oBanmu  Oubauoreku Python matplotlib, seaborn, statsmodels.
OCHOBHBIM HW3MCHCHHEM B BH3yaJlbHOH COCTaBISIONICH, B CpPaBHCHUU C
FastQC, sBnsiercss UCHONB30BaHUE CTOJIOYATBHIX JUarpamMM, a Takke
CIEIMaNbHO TMOJ00paHHAs I[BETOBAas IaJUTpa, CIIOCOOHAss OOECIeYUTh
MIOJTHOTICHHYO Tiepeaady WHGOpPMAIuu IS JIOACH ¢ pasIuYHbIMUA BHJIAMHU
nanpToHU3Ma (puc. 2). Bce alropuT™Mbl, HCIOIB30BaHHBIC TPU MOCTPOSHUHN
rpadukoB, ObUIM HamWcaHbl 0€3 WCIOJIB30BaHMS CTOPOHHHX TIAKETOB U
OMOJIMOTEK, a TaKXKe SIBISIOTCS aHamornuHbiMu nporpamme FastQC. Omgnako
JUISL TIPOBEJICHUS CJIOXHBIX BBIYUCICHHH M YAOOHOH pabOThl C JaHHBIMU
npuMeHsINCh OuOnmoTteku Python pandas, numpy, scipy. ®yskiuoHam
roToBoro mpuiaoxenus Ha Python ssasercst cxoxkum ¢ FastQC. Opnako B
XOJIe Halllel paOdoThl OBLIM psJl TPa@HUKOB MOABEPrCs JOpabOTKE, HAPUMED,
rpaduk geMoHcTpupytouid  pacnpeaeneHue GC-HYKICOTHIOB  BJIOJb
yTeHus. Mbl J100aBWIM OILIEHKY HOPMAaJbHOCTH 3TOTO paclpeesieHus,
npeacTtaBieHHoro B Buje Q-Q rpaduka BMecte ¢ Tectom Illammpo-Ywuka,
pea30BaHHOrO ¢ TIOMOIINBIO MakeTa SCIpy u Statsmodels. /lanHoe n3MeHeHue
MIOMOJKET JIy4Ille OIEHHWBATh 3arpsi3HEHHOCTh M OJHOPOJHOCTH IMOJTYyYCHHOM
OMOJIMOTEKN KOPOTKHUX YTeHUU. [[pyruM H3MEHEHHEM CTajo J00aBlIeHHE
rpadyKka, TIOKA3bIBAIOIIETO KOJIMYECTBEHHOE COJCP)KAHHME aJlallTePHBIX
MOAMOCIISIOBATEILHOCTEH 0 KaXKI0M MO3WIUM B uTeHWH. JlaHHBIN Tpaduk
MOXKET CTaTh OYEHB IMOJIE3HBIM B TEX CIIydasx, Korjga TpeOyeTcs COXPaHUTh
OTPEICNEHHYIO INTMHY YTCHUS, P 3TOM M30aBUBIINCH OT aJallTePOB.

Z-400r

NpoueHT

1 5 10 15 20 25 30 35
MO3ULHs B YTEHHH

Puc. 2. T'paduk 1011 4eTHIPEX OCHOBHBIX HYKJICOTHUIIOB TS KaXI0H
MO3ULIMHA BHYTPU YTEHUS
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3AK/IIOYEHHUE

ITo pesynpratam Harmieit paboThl BUAHO, UTO SI3BIK MporpaMmMupoBanus Py-
thon oGmagaer OoraThiM (QYHKIMOHAIOM M YIAOOHBIMH HWHCTPYMEHTAMHU,
MO3BOJISIIOIIMMHU CO3/1aBaTh HA WX OCHOBE IOJIHOIICHHBIE OpPraHW30BaHHBIC
OpOeKTHl ¢ TalmiaifHaMu, KOTOphIE HHYEM HE YCTYmalT  yke
CYIIECTBYIOIUM PEIICHUSM WU JakKe MPEBOCXOAAT UX. Tak Kak KOJ Halllero
NPWIOKEHUST  SIBJISIETCS  OTKPBITBIM, TO €ro MOXHO 0e3 mpoOjem
pelIaKTHpPOBaTh, MOAM(PHUIMPOBATH W HHTETPHUPOBATH B APYTrU€ MPOEKTHI.
Taxke mpenMylIecTBaMu SIBISIIOTCS KPOCCIUIAT(OPMEHHOCTh, MPOCTOTa B
yCTaHOBKE M HWCIOJB30BaHWU. BBIXOMHOW (hopMaT MaHHBIX MPEACTaBICH B
Buje (aitna ¢ BekTopHbIMHU Tpadukamu gopmara PDF, uto oGecneumBaer
yIOOHBIN TOCTYN KakK JUISt MPOCMOTPA, TaK U JIsl pEAaKTHPOBAHHSL.

Takum 0o0pa3oM 1Mo wuroraM pabOThl MBI MONYYHIH OYEHb YIAOOHYIO H
ruOKyl0 Tporpammy, KOTOpas IO3BOJISIET HaM OYeHb OBICTPO IMPOBOIUTH
OLICHKY JIaHHBIX TE€HOMHOTO CeKBeHHpoBaHHUsA. Kpome Toro, Omaromaps
MHTETPAllMd C JAPYTUMHU TporpamMmmamMu oOecredymBaeTcs MpsiMas Tepeaada
MOJMYyYSHHBIX  PE3yJbTaTOB  MMOCIEAYIOIIMM  JTallOM  aHajim3a, 4TO
oOecrnieunBaeT OBICTPOTY HE TOJIBKO OIICHKH KavyecTBa JAHHBIX, HO M BCETO
Ipoliecca aHaau3a B IEJIOM.
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