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Pa3paboTana MoJeb JaHHBIX B CEPBEPHOE MPUIOKEHUE I XPAHEHUS, CTPYKTypH3a-
UK U OTOOpa)XCHHUsI B yIOOHOM JIJIsl YEJIOBEKa BHJIC JAHHBIX 00 OJHOHYKJICOTHIHBIX IO~
mumop¢usmax JJTHK manueHToB n CBSI3aHHBIX C HUIMH JMArHO30B 1 Oolee ynoOHOi pa-
OOTBI C 3TUMHU JAaHHBIMH. ABTOMaTHU3UPOBAHbI M COOPaHBI B €AMHBIA HHCTPYMEHT MOJIO-
ToBKa MaHHbIX ¢ nmomoipio Genome Analysis Toolkit (GATK) u mouck Bapuaiuii uncia
KOMHI TEHOB C MOMOIp0 HHCTpyMeHTa eXome-Hidden Markov Model (XHMM). O6e
CHCTEMBI PeaIM30BaHbl KaK CEPBEPHbIC MPHIIOKECHHUS, YTO YIIPOIIAET MOJIb30BATEN0 Pabo-
Ty C HUMH.

Knroueevie cnosa: oHOHYKICOTHIHBIN MOJTUMOP(U3M; BApHAIIMN YHCIIa KO TEHOB;
pensaionHble 0a3el anubix; MySQL; variant call format; XHMM; GATK.

OBPABOTKA OJJHOHYKJIEOTUIHBIX ITIOJIMMOP®U3MOB

Jlanuble 00 OJHOHYKJICOTHAHBIX THOJUMOp(dU3MaXx MNOCTyHaroT B (haiimax
Variant Call Format (VCF), koTopble npeAcTaBistoT u3 cedsi TEKCTOBBIC (aii-
bl C JOKYMEHTHUPOBAHHOM CTPYKTYpOM, cojlepxalieil MeragaHHble (mapa
CUMBOJIOB «##») M CTpPOKH, cojepkanue MHPOpPMaIMo 0 MoJuMopdusmax,
paznenéHnpie Ha cronOupl. KaxkaoMmy mnoauMop@usMy COOTBETCTBYET OT-
JenpHas cTpoka (puc. 1).

##fileformat=VCFv4.3
##fileDate=20090805

##source=myImputationProgramV3.1

ences/1000GenomesPilot-NCBI36.fasta

##reference=file:///seq/refer

##contig=<ID=20, length=62435964, assembly=B36,md5=f126cdfB8a6e0c7£379d618ff66beb2da, species="Hom

taxonomy=x>

sar
##1
# # INFO=<ID=DP, Number=1, Type=Integer, Description="Total Depth">
##INI =Float, De
##IN Y
##FILTER=<ID=gl0,Description="Quality below 10">

’

ID=NS, Number=1, Type=Integer, Description="Number of Samples With Data">

riptic le Frequency">

=<ID=AF, Number

<ID=DB, Number=0,

)SNP membership, build 129">

pe=Flag,Description="

% of samples have data">

"Less than

<ID=s50,Descript

<ID=GT,Number=1,Ty string, Description=" otyr
=Integer, Description="Genotype Quality">
>=Integer,Description="Read Depth">
=Integer, Description="Haplotype Quality">
ID REF ALT QUAL FILTER INFO FORMAT NAOOOO1
370 rs6054257 G A 29 PASS NS=3;DP=14;AF=0.5;DB GT:GQ:DP:HQ 0]0:48:1:51,5

Puc. 1. Cxkpunmor cokpamgnnoro ais npumepa VCF ¢aiina
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B VCF ¢aiinax moxer xpanutcs 6osee 500 000 ctpok. A obmiee Koiamde-
CTBO MOJMMOP(U3MOB Aa)ke s JAecATKa MalMeHTOB OyaeT JOCTUraTh He-
CKOJIbKUX MWIUIHMOHOB. [Ipu 3TOM mpu HMCnosib30BaHUM Takux (paijioB KpaiiHe
CJIOKHO COOTHOCUTH TOJIMMOP(U3MBI C AUArHO3aMH, a TaKXKe MPOU3BOJIUTH
KaKyl0-JIM0O COPTHUPOBKY AAHHBIX, KpOMe Kak mo marmeHTtam. [lostomy Obut
MOJIyUYEH 3amnpoc Ha pa3pabOTKy CHUCTEMBI, KOTOpas Obl YIpoCTHia paboTy C
JTAHHBIMU O MOJMMOP(U3MAaxX KaK UCCIEeI0BATENAM, TaK U Bpadam.

beuto pemeno Hauath pa3paboOTKy 0asbl JaHHBIX Ui XpaHEHUs MOJUMOp-
GU3MOB W WX CBSI3eH C MAlMCHTaMM M JUArHO3aMH, a TakKe CEPBEPHOE MPH-
JIOKeHUE 11 paboThl ¢ HUMHU. Mcmonb3oBanue 0asbl JAHHBIX MO3BOJHT d(-
dbexkTuBHO paboTaTh C JAHHBIMU, YTO KPUTUYHO I OOJBIIUX 0OHEMOB JIaH-
HBIX. DBBIIO pereHo HCmosik30BaTh PEIIIMOHHYIO 0a3y JaHHBIX, TaK Kak
npenMeTHasi 00J1acTh, O CBOEH CYyTH — HECKOJIBKO OTHOIIEHHH (Ta0uIT), CBSI-
3aHHBIX ApYr ¢ npyroMm. Tak, teno variant call format cxoxe ¢ oTHOIIEHHEM B
PENSAIIMOHHOW MOJIETH JaHHBIX, & METAJaHHbIC TIOSICHSIOT TO, YTO HAXOIUTCS
B Tene ¢aiia. V3 pensinoHHBIX CUCTEM yIpaBieHus 0a3aMH JaHHBIX MMajl Ha
MySQL. Moaens naHHbIX Ha puc. 2.

Fatient VT e
_

© idPatient INT © idReference INT

< first_name VARCHAR(45)
< last_name VARCHAR(45)
2 birthdate DATE

© idVCF VARCHAR(255)

¥ Patient_idPatient INT
< header TEXT . path VARCHAR(255)

m > file_format VARCHAR(45) Indexes
I0VCF VARCHAR(255) file date DATE
- m
IGFILTER VARCHAR(S0) “» Reference_jdReference INT - @xonomy VARCHAR(S)
Indexes 10VCF VARCHAR(255) T
idContigs VARCHAR(100)

Indexes

© idContigs VARCHAR(100)
2 length BIGINT

. assembly VARCHAR(45)
> md3 VARCHAR(32)

. species VARCHAR(43)

2 name VARCHAR(45)

idPatient INT m

Diagnosis_idDiagnosis INT
<o start_date DATE

idVCF VARCHAR(255)

idvariantBIGINT

idvCF VARCHAR(255)
idINFO_fields VARCHAR(50)

> expiration_date DATE e Indexes

m

idVCF VARCHAR(255)
idFORMAT_fields VARCHAR(50)

© [dFORMAT_fields VARCHAR(S0)
s number CHAR(2)

> type VARCHAR(45)

> description TEXT

L Indexes
© idDiagnosis INT

. diagnosis VARCHAR(45)
. description TEXT
Indexes

vaant L =

:
* IdFILTER VARCHAR(S0) idFORMAT INT

© idVariant BIGINT

‘o chrom CHAR(3)

* pasition BIGINT

> dbsnp_id VARCHAR(45)

o ref VARCHAR(255)

5 alt VARCHAR(255)

Indexes

m

idDignaosis INT
idvarant BIGINT

Indexes

idVariantBIGINT

idINFO INT
Indexes

oqual INT
< idFILTER VARCHAR(50)

Puc. 2. Monens nannbix s VCF daitna
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© idFORMAT INT

© IdINFO_fields VARCHAR(50)
o number CHAR(2)

 type VARCHAR[45)

2 Description TEXT

% idFORMAT_fields VARCHAR(
“value VARCHAR(45)
“» sample_name VARCHAR(45)

m

CIdINFOINT
(1% idINFO_fields VARCHAR(S0)C]
< value VARCHAR(45)

Indexes




Jns noctyna k 6a3e gaHHBIX U 00pabOTKH (Hampumep, umMmnopTa (aitaos B
0a3y MaHHBIX) CTOSUI BBIOOP MEXIY OTHAEIBHBIM NPIJIOKCHHEM IS TepCo-
HAJILHOTO KOMITIBIOTEpA M CEPBEPHBIM NPUIOKEHHEM C MHTep(deiicoM B Opay-
3epe. Boibop nan Ha cepBepHoe npuioxkeHue [IpernmyiecTBo 3Toro moaxosaa
B MaKCUMAaJbHOW MPOCTOTE — TOJB30BATEIIO0 HE HYXHO HUYETO YCTaHABJIH-
BaTb M HACTPaMWBaTh, a JOCTYN MOXHO IMOJYYUTh C JIFOOOTO YCTPOWCTBA, Ha
KOTOPOM YCTaHOBJIEH Opay3ep ¥ KOTOpOe UMEET OCTYI K CepBepy.

ABTOMATHM3AIIASA MTOUCKA BAPUAIIAA YHUCJIA KOIIA TEHOB

OnHuUM U3 TUNOB MOJUMOP(PU3MOB SIBJISIETCS BapHUallMsl YHUCIO KOMUN FeHOB
(manee — CNV). D1oT THN MOJUMOPPU3MOB HANPSIMYIO BIHSIET Ha dKCIpec-
CUIO T€Ha, KOTOPBIA OH 3aTpOHYJ. AHaIM3UpPys U3MEHEHHE YucCia KOMUH re-
HOB TIAI[MEHTA IO OTHOIICHHUIO K pedepeHCHOMY T€HOMY MOKHO TMOJYYUTh
OoJiee MOJHYIO MH(QOpPMAIMIO O €ro 3a00JieBaHUH, JIydllle MpecKa3aTh Teue-
Hue 00JIe3HH | €€ JIeUeHHE.

Jlis moucka CNV wucnosb3oBaiics uMHCTpyMmMeHT eXome-Hidden Markov
Model (XHMM). JIns oOHapyxkeHust ¢ ero nmomoinsto CNV HE00X01UuMO BHI-
poBHATH moay4deHHble ¢dparmentsl [IHK marmmenTta Ha pedepeHCHBI TeHOM,
noyiyurB B pesynbrate BAM (aitn. 3aTemM omnpenenuTh MOKPHITHE TeHOMA.
3aTeM MOJydeHHBbIC JaHHBIE HEOOXOAUMO coOpaTh B oAuH (aiia, oTHUILTPO-
BaTh, MCIOJIH30BATh METO]I TJIABHBIX KOMIIOHEHT U HOPMaJIM30BaTh UTOTOBHIC
nanHbie. I TopKO mocie 3Toro MokHo nerekrupoBath camu CNV. Ilpome-
JKyTouHble JaHHble BMecTe ¢ wuroroBeiMu DATA.vcf, DATA.xcnv wu
DATA.aux-xcnv Ha puc. 3.

Wmsa daitna vV Paamep Tun daiina MNocnegHee U3MeHeHWe

group1.DATA.sample_summary 244 B sample_s... 05/14/19 04:38:23

group1.DATA.sample_statistics 6.9 KB sample_st.. 05/14/19 04:38:23
group1.DATA.sample_interval_summary 25.6 MB sample_in... 05/14/19 04:38:23
group1.DATA.sample_interval_statistics 5.4 KB sample_in.. 05/14/19 04:38:23
DATA.xcnv 15.8 KB xcnv-¢airn 05/14/19 04:39:09
+ DATA.vcf 30.2KB vCard 05/14/19 04:39:33
DATA.same_filtered.RD.txt 12.5 MB txt-oaiin 05/14/19 04:38:36
DATA.posteriors.DUP.txt 7.8 MB txt-¢aitn  05/14/19 04:39:10
DATA.posteriors.DIP.txt 78 MB txt-dain  05/14/19 04:39:09
DATA.posteriors.DEL.txt 7.8 MB txt-¢aiin 05/14/19 04:39:10
DATA filtered_centered.RD.txt filtered_targets.txt 62.1KB txt-daiin 05/14/19 04:38:29
DATA filtered_centered.RD.txt.filtered_samples.txt 0B txt-daitn 05/14/19 04:38:29
DATA filtered_centered.RD.txt 12.3MB txt-daitn  05/14/19 04:38:29
DATA.aux_xcnv 1.5 MB aux_xcnv-... 05/14/19 04:39:09
DATA.RD_PCA.PC_SD.txt 51B txt-daitn 05/14/19 04:38:30
DATA.RD_PCA.PC_LOADINGS.txt 109 B txt-cdaitn 05/14/19 04:38:30
DATA.RD_PCA.PC.txt 10.8 MB txt-dbain  05/14/19 04:38:30

Puc. 3. IlpoMexyTOYHBIE U UTOTOBBIE (DaiiIIbI
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00 Postman

New v == MyWorkspace ¥ &, Invite Sign In

No Environment v o %
te te re http ] X 4 oo

HIstory http://193.176.181.150:8099/xhmm

Clear all Save Responses
POST v http://193.176.181.150:8099/xhmm “ Save v
v Today

- http://193.176.181.15 m -
) f + @ (1) Body @ Cookies Code

http://193.176.181.150:8099/xhmm
none form-data x-www-form-urlencoded @ raw binary  JSON (application/json) v Beautify

i

http://localhost:8099/xhmm

http://localhost:8099/xhmm "pathGATK": "/home/mike/prog/GATK/GenomeAnalysisTK. jar",

"pathBamList": "/home/mike/ForTest/EXAMPLE.bam.1list",

"pathRefDirectory": "/home/migas/refseq/hs37d5_hgl9/Reference/human_glk_hs37d5.fasta",

"pathExomeList": "/home/migas/refseq/hs37d5_hg19/ExonsIntervals/SureSelect_Human_All_Exon_V5
/504380110_Covered.no_header.no_chr.bed",

6 "pathParam": "/home/mike/ForTest/params.txt",

"pathOutput": "/home/mike/NEW_OUTPUT/"

http://localhost:8099/xhmm

VA wN e

http://localhost:8099/xhmm

http://localhost:8099/xhmm

~

http://localhost:8099/xhmm 8 }
http://localhost:8099/xhmm

http://localhost:8099/xhmm

v Yesterday
http://localhost:8099/xhmm
http://193.176.181.150:8099/xhmm
http://193.176.181.150:8099/xhmm
http://193.176.181.150:8099/xhmm
O R B © Bootcamp M &= @

Puc. 4. Tlepenaua mapaMeTpoB NPUITOKEHUIO

Takum oOpa3zoM, ISl OJIydeHUs pe3yibTraTta He0OX0IUMO MpoJieNaTh MHO-
’KECTBO PA3JIMYHBIX 11ar0B, OOJBITUHCTBO U3 KOTOPBIX — OYEHb PECYPCOEMKHUE U
3aHUMAIOT MHOTO BpeMeHHu. OJHaKO BCE 3TH ILIArd JIETKO aBTOMAaTH3UPOBATh,
yKa3aB B HavaJjie UCXOJHbIC (ailyibl U Kemaemble mapameTpsl. s 3Toro 66u10
pa3paboTaHO MPUIIOKEHHUE, COUeTarollee B ceOsl BHI3OBBI PA3IMUHBIX UHCTPY-
MEHTOB, bash komann u ckpunToB. [Ipunoxxenne padboTaer Ha cepBepe, OKuaas
3anpoca, CoJIepIKaIllero mapaMeTpsl JJjIs cTapTa 00padoTku (puc. 4).

Takum 006pa3zoM, BMECTO MOCIEIOBATEIILHOTO BhI30BA MHOKECTBA MHCTPY-
MEHTOB M3 KOHCOJIM (KaK MpaBWIO CepBEpa) U OXKUAAHUS BBITOJHEHUS Kax-
JIOW M3 HUX TOJIB30BATENIO JIOCTATOYHO MOCIATh MPUIIOKEHHUIO OJIMH 3aMpocC C
KOH(Urypauueit 1 nmoay4yuTh OKOHYATENbHBIA pe3ynbTaT. C MOMOIIBIO TaKUX
3aMpoCOB MPUJIOKEHUE MOAACPKUBAET MHOKECTBO MOJIb30BATENEH.

bubaunorpaguyeckue CCbLIKHA

1. Cenko [Jorc. Ctunb nporpammupoBanus [xo Cenko va SQL. CII6., 2006.

2. Computational tools for copy number variation (CNV) detection using next-generation
sequencing data: features and perspectives / Min Zhao [et al.] // BMC Bioinformatics.
2013. Ne 14. Art. Ne: S1.

153





