ITPOI'PAMMHA 4 PEAJIN3AILINA CBOPKN
TPAHCKPUIITOMA YEJ/JIOBEKA

Apranosa /I. I1., dukos H. H., I'punes B. B.

Kademapa cucremnoro ananmsa u KOMIBIOTEPHOIO MOJIEIMPOBaHusI, Kadeipa reHeTuky, Besopycckmii

TOCYyZIapCTBEHHBIA YHUBEPCUTET

Mursck, Pecny6snuka Bemapycs

E-mail: {yatskou, grinev_vv}@bsu.by, darya.artanova@gmail.com

B dannoti pabome udyuena u 8wnoanera cbopka mpanckpunmoma npomué pegepenca. IIpedaoscerv. pexomer-
dayuu 0na oNMUMANEHOT NPOPAMMHOT PEAAUIAUUYL COOPKU MPAHCKPUNMOMG NPOMUE pepepercHoli nocaedo6a-

menvHocmu.

BBEJEHUE

OnruMaJibHOE IIPUMEHEHUE CyIeCTBYIOIMX
aJTOPUTMOB ¥ IIPOTPAMMHBIX CPEICTB It cOOp-
KU CEKBEHMPOBaHHBIX ItocjejioBaTesbaocTeit JTHK
u PHK asnsieTcs omnoit n3 Barkueimux 3aaad 61o-
urdopmaruku [1|. Bouiesnsior aBa NIpUHIUINAIBHO
Pa3IUIHBIX TTOIX0/a K COOpKe: C MCIIOIb30BAHUEM
pedepeHcHO# ToC/IeI0BaTEILbHOCTA — yKe cOOpaH-
HOrO TPAHCKPHUIITOMA WM DeHOMa JAHHOIO Opra-
HU3Ma, WX OPTaHN3Ma, POJICTBEHHOI'O MCCJIEyeMO-
My, u cbopka de novo.

Henpro mammOl pabOTHI SIBISIETCS WU3yYEHUE
HamboJIee TOMY/ISIPHBIX IIPOTPAMMHBIX CPEICTB s
CcOOpKM [TaHHBIX CEKBEHUPOBAHWS TPOTUB pede-
PEHCHOI TI0C/IeI0BATEIbHOCTH, UCCAETOBAHUE OCO-
GeHHOCTE MX PabOTHI Ha MIPUMEPAX CMOJAEINPOBaH-
HBIX HAOOPOB JAHHBIX U B IIpoIecce COOPKHU IIPO-
9TeHN TPAHCKPUIITOMa YeJOBEKAa, MOJYIEeHHBIX B
pe3yIbTaTe CeKBEHHPOBAHU, a TaKXKe pas3paboTKa
MIPOrPaMMHON PeATU3AINY OIMTUMAJIHLHOTO (CTI0c006a,
cOOPKHU B yCJIOBUSIX OIPAHUYEHHBIX BBIYUCIUTEIb-
HBIX PECypCOB.

I. MOAEJIUPOBAHUE ITPOUYTEHUN

MogenupoBanne [TaHHBIX CEKBEHUPOBAHUS
[IpeJICTaBjIsieT COo00il MPOrpaMMHYIO TIE€HEPAIHIO
[POYTEHH CYIeCTBYONMEH (TaKKe CMOJIEINPOBAH-
HOI MJIU 1I0JIy YeHHO SKCIIEPUMEHTAIBHO) MOCIIEI0-
BaTEJIBLHOCTH HYKJI€oTHI0B. HeobxomMocTh B MO-
JeJIMPOBAHUH ITPOUTEHNIT BO3HUKAET, KOTIa HY2KHO
[IPOBEPUTH IMPABWIHHOCTH PAOOTHI TE€X WJIA HHBIX
WHCTPYMEHTOB I 00pabOTKM ITPOYUTEHUH, a Clie-
JIATB 9TO HA SKCIIEPUMEHTAJIHHO MTOJIYIEHHBIX ITPO-
YTeHUSX HEBO3MOYKHO, TaK KAK UX XapPaKTEPUCTUKH
OOBITHO HEU3BECTHBI.

B mporiecce MosienpoBaHus JIAHHBIX CEKBEHH-
pPOBaHUS MOXKHO BBIJE/IUTD 2 JTAIA!

— (dparmenTaius;
— CEKBEHUPOBAHIE.

Ha »srame dparmenranum mOCIeI0BATENb-
HOCTBb, C KOTOPOI OyJIyT MOIEIUPOBATHCS MTPOUTE-
HUs, Pa30dMBAETCsd HA yYACTKH, [JIMHBI KOTOPBIX
pacIpe/iesieHbl 110 OlpeiesieHHOMY 3akony. Ha sra-
e CEKBEHUPOBaHUSI ¢ PPATMEHTOB MOCIIEI0BATE b=
HOCTHU CUMTBHIBAIOTCS [IPOYTEHUSI.

Jlns MOneJIMpOBaHUS IIPOYTEHUN MCIOJIB30-
BaJIcs IporpaMMHbIil maker Polyester, koTopsiii co-
37aeT IPOYTEHNUs, MAKCUMaJIbHO IIOXOXKHAE Ha IIOJIY-
qaeMble C IIOMONIBIO TEXHOJIOTUN CEKBEHUPOBAHUSA
Tllumina, A7 T€ero UCIOJB3yeT TPOTPAMMHYIO UMU-
TaAITAIO ITOM TEXHOJIOTUH, T€HEPUPYA U KOMILJIEMeH-
TapHBIE IIOCJIEI0BATEC/ILHOCTH.

II. CBOPKA C BHIPABHUBAHUEM HA PE®EPEHC

OcHoBHasT uyest B COOPKe IOCJIEI0BATETHHO-
creifl ¢ BbIpaBHUBaHUEM Ha pedepeHc COCTOUT B
TOM, YTOOBI HailTh B pedepeHCHON OC/Ie0BATE b
HOCTHU Y4YaCTKU, MAKCUMAJIHHO ITOXOXKHUE Ha, IKCIIe-
PUMEHTAILHO MOJTyYeHHBIE MPOYTEHUsI, — KAPTHPO-
BaTh MPOYTEHUS] — TEM CAMBIM OIPEJIEIUB UCXO/I-
HBI TOPSATIOK WX cienoBanus [2|. B cesisu ¢ Tew,
970 TEHOM YeJioBeKa cocTouT u3 3 253 848 404 map
HYKJIEOTHIOB, 9Ta 3aJ1a9a UMeeT OOJIBIIYI0 BBIUUC-
JINTEJIHHYIO CJIOKHOCTD.

IIpomecc cbopku ¢ BhIpaBHUBaHIEM Ha pede-
PEHC MOYKHO Pa3J/Ie/IUTh Ha CJIEIYIONIHE STAIbL:

— WHIEKCHpOBaHUE pedepeHCHON IOoCaeI0Ba-

TEJLHOCTH;

— KapTUPOBAaHUE IPOYTECHUIA;
ITONCK BapUaHTOB U COOPKA.
C6opka TpPaHCKPUIITOMa IIPOM3BO/IMIACH Ha
koMmIbiorepe ¢ mporeccopom Intel Core i5-4210U
@1.70 I'Ty x4 u 8 I'B omepaTuBHOi MaMsITH.

JIJ1st KapTUPOBAHUS IKCIIEPUMEHTAIBHBIX IIPO-
arennii B ¢popmare FASTQ Ha pedeperncHyro 10-
CJIEJIOBATEIHHOCTh HCIIOJIb30BAJINCH TPOrPAMMHBIE
nakersl Bowtie 2 [3] m BWA [4]. B ux ocHose
JIEXKUT AJITOPUTM, UCIIOJIB3YIOMIHIT TTpeobpa3oBanme
Bappoysza—Yusnepa u FM-unneke [5,6]. B xauecrse
pedepencHoit ocIeI0BaTeIbHOCTH PACCMOTPEH Te-
nom uejoBeka hg38 B dopmare FASTA. [lnsa o6-
paboOTKU Pe3yIbTATOB BHIPABHUBAHUS UCIOJIHL30Ba~
Jinck porpammubie maketsl SAMtools u BCFtools.

III. PE3VJIBTATHI

B maxere Polyester cmomenupoBanbl HaOOPbI
MPOYTEHUN C PA3INIAIONIMMUCH XapPaKTEPUCTUKA~
MU, TAKAMU KaK JJINHA W BEPOSITHOCTH OIMMOOIHOTO
HykjeoTua. Ha cMOeMpOBaHHBIX JIAHHBIX IIPO-
TeCcTUPOBaHa paboTa MHCTPYMEHTOB KapTUPOBAHMS
BWA u Bowtie 2.
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Ha mabope maHHBIX ¢ MPOYTEHUSIMU, JJIHHOM
OKOJIO 15 map OCHOBaHUM, ¢ 3aJadeil KapTHPOBAHUIS
e cupasuiics Hu BWA, au Bowtie 2; Ha Habope
JAHHBIX C IPOYTEHUSIMU, JJIUHON OoJibite 250 map
OCHOBaHUIi, yJAJIOCh BBIDOBHSITH Ha pedepeHc ad-
COJIFOTHO BCE IMPOYTEHHUsI C MOMOIIBIO 0DOMX IPO-
rpamMMubix maketoB. BWA u Bowtie 2 opunakoBo
XOPOIIIO CITPABUINCH ¢ 0OPAOOTKOM JTAHHDBIX, COIEP-
2Kamux OOJIBITIOe KOJUYIECTBO OMMUOOK: Ha Habope
JIAHHBIX, cojepzkaineM 5% OommGOYHbIX HYKJICOTH-
7108, 99,7% npouTreHuii OLUIM yCHENTHO KapTHPOBa-
HBI, IpU ucnoJb3oBannn kak BWA, tak u Bowtie
2. Ilpu sTOM 3TH TporpamMMHBbIE HAKETHI HE DPEKO-
MEH/IYIOTCsI [ 0OpabOTKU JAHHBIX, COJIEPIKAIIIX
6osee, veM 2% omubOK, BBULY TOTO, 9TO HEIEJIeCO-
00pa3HO WKCIOJIb30BAaHUE METO/A CEKBEHUDOBAHMUSI,
CO3/IAIOIIEr0 HACTOJIBKO HETOUHBIE HAOOPHI JTAHHBIX.

W3 nostyueHHBIX Pe3y/IbTATOB KapTUPOBAHUS
MOXKHO cjiesiaTh BbiBojI, YTo BWA u Bowtie 2 cipa-
BUJIKCH C 3ajia4eil KapTUpOBaHUS Ha OJHOM YPOBHE,
[IpUYeM CYIIEeCTBYET SIBHASI 3aBUCHMOCTH KadecTBa
BBIPABHUBAHUS IIPOYTEHUIT OT UX JIJIMHBI U TPOIICHT-
HOT'O COJIEPKAHUS B HUX OIMMOOYHBIX HYKJICOTHIOB.

DKCHepUMeHTATbHBIA nabop coJiepIKa
101 948 412 mapHBIX TPOYTEHUs, U B pe3yabTaTe
paborsr BWA 80 354 002 u3 uux (78,8%) BbIpOBHSI-
Jich Ha pedepeHC MOMapHO, B pe3yJibraTe PabOThI
Bowtie 2 nomapuo BbipoBusiiuch 78 527 108 (78%)
npodTennit; okoso 1% mpodrenuii He BHIPOBHSIOCH
BOODIIIE, YTO SABJISETCA IPUEMJIEMBIM PE3YJIHTATOM
KapTUPOBaHUsI TPAHCKPUIITOMA, YEeJIOBEKA; OCTaJIb-
HBIE IIPOYTEHNST BEIPOBHSLINCH HA PedepPEeHCHY O 1M0-
CJIeZIOBATEILHOCTD IO OTIAEIHLHOCTH B XOZE PabOTHI
Ka2KJIOro U3 MHCTPYMEHTOB. Takoil pe3ysIbTar Kap-
TUPOBAHUS MPOYTEHUN TPAHCKPUITOMA YeJTOBEKA
MOXKHO CUHATATH YCIIEITHBIM.

IIpu cbopke B yC/IOBHSIX OI'DAHUYEHHBIX BbI-
YUCJIATE/IBHBIX PECYPCOB OOMBIINYI0 POJIb UIPAIOT
BCTPOEHHBIE CPEJCTBA ONTUMU3ANANA BBIYUCICHUIA
[POrPAMMHBIX IIAKETOB, OIIPEIEJAONINX U Bpe-
Ms1 paboThbl, W MOTpedseHne pecypcos. B tabiu-
e 1 mpejicTaB/IeHbl OIIEHKY XapaKTEPUCTUK BBIUUC-
JINTETLHBIX PECYPCOB, WCIOJb3YEMbIX B IIPOIIECCE
c6opku (uepe3 ApoOb yKa3aHbl 3HAYEHUS JIJIsi CMO-
JIeJIMPOBAHHBIX U 9KCIIEPUMEHTAJIbHBIX IIPOYTEHUIH).

Tabauma 1 — CpaBHUTEIBHBIN aHAIN3 TOTPEOIISIEMBIX
BBIYHC/IUTEIbHBIX PECYyPCOB

Oranm IIporpamma | Ilamsars,| Ilapan- | Bpewms,
I'b JIeJIbHBIE | MUH
BbIYH-
cJIeHust
Kapru- | Bowtie 2 <1/4,1 | nma 11/570
poBanue
Kapru- | BWA <1/5,3 | mer 11/590
poBanue
C6opka | SAMtools | 3 HeT 3/30
Coopka | BCFtools 3 HET 20/180

Kpowme npoanamuzapoBanubix B TabJAIE BbI-
YUCJIUTENBHBIX PECYPCOB, HEOOXOIUMO YUUTHIBATH
€MKOCTb HAKOIIUTEJIs, MCIIOJIb3yeMOI0 IS XpaHe-
Hust uaopMarmu. CyMMmapHbIil pasMep Bcex daii-
JIOB, HEOOXOJUMBIX JIjisi COOPKHU U CO3aBAEMBIMU B
ee mporiecce, coctapiseT okojo 80 I'b.

3AKJIIOYEHUE

B nannoit paboTe peasim3oBaHa UMUTAITNOHHAS
MOJIeJIb CeKBEHUPOBAHUsI TPAHCKPUIITOMA U UCCJIe-
JIOBaHBI IPOTPAMMHBIE ITAKETHI COOPKU TPAHCKPUII-
TOMa TPOTUB pedEpPeHCHO MOCIeI0BATETHbHOCTHT;
npeaaoxkeH 3MPEKTUBHBIN MPOrpaMMHBIA CITOCOO
cOOPKM TPAHCKPHUIITOMA, BKJIIOYAIONIIIT UHJICKCH-
poBaHMe pedepeHCHON MOC/IeI0BATETBHOCTH U BhI-
paBHUBaHUE Ha Hee MPOYTEHUIl C MOMONILIO IIpe-
obpazoBanust Bappoyza—Yuiepa. C ncnosib30BaHu-
€M TIPEJJIOKEHHOTO ITPOrPaMMHOTO Ccrrocoba cHbop-
KI BBIIOJTHEH AHAJN3 CMOJETMPOBAHHBIX JAHHBIX
u cOOpKa 3KCIIEPUMEHTAJbHBIX [IPOYTEHUN TpaH-
CKPUIITOMA dYeJIOBEKA U IMPOBEJEH aHAJU3 HeoOXO-
JUMBIX JIJIg 9TOTO BBIYUACIUTEIBHBIX pecypcos. Ilo
pe3yJIbTaTaM ITOr0 AHAJIN3a MO2KHO CJI€JIATH CJIEITy-
IOII[Fe BBIBOJIBI:

— MUHUMAJIbHOE HEOOXOJIMMOe KOJIMIECTBO OIle-
PATUBHOI HaMsITH JJisi COOPKHM TPAHCKPHUIITO-
Ma JesnoBeka — 6 I'B;

= npuUMepHOe HeOOXOIUMOEe KOJUIECTBO BpeMe-
HU JiJIsi COOPKHU ITOJTHOTO TPAHCKPUIITOMA {6~
JioBeka — 23 u;

— BpeMsi COOpKM HAIPSIMYH 3aBUCUAT OT BBI-
YUCJIUTEIBHON MOIHOCTH IIPOIECCOpa U OT
KOJIMYECTBA TPOIECCOPHBIX EIUHUI], TaK KaK
B HEKOTOPBIX IPOrPAMMHBIX ITAKETaX CYIIle-
CTBYeT BO3MOXKHOCTH PacrapaJiieinBaTh Bbi-
YUCJICHUSL;

— [IpU  WCIIOJIb30BAHUU IPEJJIOKEHHOIO IIPO-
IPaMMHOIO CII0C00a, COOpKa TPAHCKPHUIITOMA,
JeJIOBEKA C BhIpABHUBAHUEM Ha pedepPEHC BbI-
[TOJIHUMA B YCJIOBUSIX OIPAHUYEHHBIX BBIUHC-
JINTEJLHBIX pecypcoB, HampuMmep, na I1K.
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