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AHHOTaLuA. PEKOHCTPYKUUA TpaHCKpUNTOMa de novo — BaxkHaA CTagus 6UMOMHGOPMATMYECKOro aHanm3a AaHHbIX
RNA-seq, KoTopas no3BonAeT Nosly4ynTb NOCE[0BaTENIbHOCTY TPAHCKPUMTOB, NMPUCYTCTBYIOLMX B U3y4yaeMom 6rosno-
rmyeckom obpasue. Hannume TOYHOM 1 NONHOW NOCNEA0BATENbHOCTM TPAHCKPUINTOMa OpraH1M3Ma, B CBOIO ouepeqp,
ABNAETCA HeobXoAMMbIM yCroBUeM AnAa fanbHeliwen pabotbl ¢ AaHHbIMKM RNA-seq. BuorHpopmatnyeckum coobue-
CTBOM 6bIfI0 CO34aHO MHOXECTBO MPOrPaMm-COOPLUMKOB AN PEKOHCTPYKLMM TPAHCKPUNTOMa U3 KOPOTKMX npouTe-
Huii RNA-seq. C60pLUMKI MO3BONAIOT MPOBOAUTL KaK de Novo PeKOHCTPYKLMIO TPAHCKPUNTOMA, TaK Y PEKOHCTPYKLMIO,
OCHOBAHHYI0 Ha KapTMPOBaHWUN KOPOTKMX NpouTeHnit RNA-seq Ha nocnefoBaTeNibHOCTb pedepeHCHOro reHoma opra-
HM3Ma. bonblnHCTBO de novo cbopLymkoBs, paboTatowmx ¢ AaHHbIMU RNA-seq, NpYMEHAIOT TEXHONOTMI0 PEKOHCTPYK-
uuv nocnefosaTenibHOCTeN meToaoM rpacdos e bpéiHa. OgHako AeTanu nx paboTbl MOTYT CYLLECTBEHHO Pa3nnyaTbes,
NO3TOMY Pas3nNumnA MOTYT BCTPeYaTbCA U B pe3ynbTaTax. HekoTopble aBTOPbI peKoMeHAyI0T AfiA nonyyeHus 6onee non-
HOW 1 KayeCcTBEHHOW COOPKM MCNONb30BaTb rMOPUAHYI0 COOPKY TPAHCKPUMNTOMA — NMOAXOA, OCHOBAHHbIN Ha KOM6K-
Haummn pe3ynbTaToB paboTbl HECKONbKMX COOPLIMKOB. [penmyLLecTBO Takoro noaxofa 6o110 NpoAeMOHCTPMPOBaHO
B pAfe UCCcnefoBaHUA MO aHanu3y TpaHCKpUnToMoB Ha nnatdopme lllumina. Hamu npennoxeH rubpugHslin noaxon
no cosfaHuo c6opok TpaHcKpunToMa AumeHa Hordeum vulgare n3oreHHoM nHUKM Bowman v iBYX MOYTW N30T€HHbIX
JIMHWUIA, NONYYEHHbIX Ha OCHOBe Bowman 1 KOHTPaCTHbIX MO OKpacke Kosoca, NCMNosb3yA AaHHble, MOyYeHHble npu
ceKkBeHUpoBaHUM maTpuyHon PHK Ha nnatdopme lonTorrent. B jaHHOM noaxoae NPUMEHSIOTCA HECKONTbKO MHAVBU-
ZyanbHbix cooplymkoB: Trans-ABySS, rnaSPAdes 1 Trinity. Bbinu oLeHeHbl HEKOTOpblE NMOKa3aTenu, XxapakTepusyiowme
NMOMHOTY U TOYHOCTb COOPKU: AONA OOHAPYKEHHbIX B COOPKE N3BECTHBIX TPAHCKPUMTOB AYMEHSA, AONA 3aAeICTBOBaH-
HbIX B cOOpKe npouteHnii u3 6ubnmnotek RNA-seq, 3HaueHue Kputepua BUSCO. Mo coBOKYNMHOCTU 3TWX NoKasaTtenei
MeTacbopKM fEeEMOHCTPUPYIOT Goriee BbICOKOe KaueCTBO NOMyYeHHOro TPaHCKPUMTOMa MO CPaBHEHMIO C UHANBYAYanb-
HbIMU cOopLYMKaMU.

KntoueBble cnoBa: RNA-seq; TpaHCKpUNTOMMKA; de Novo peKOHCTPYKLMUA TpaHCKpmnToma; lonTorrent.
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Abstract. De novo transcriptome assembly is an important stage of RNA-seq data computational analysis. It allows the
researchers to obtain the sequences of transcripts presented in the biological sample of interest. The availability of ac-
curate and complete transcriptome sequence of the organism of interest is, in turn, an indispensable condition for fur-
ther analysis of RNA-seq data. Through years of transcriptomic research, the bioinformatics community has developed
a number of assembler programs for transcriptome reconstruction from short reads of RNA-seq libraries. Different as-
semblers makes it possible to conduct a de novo transcriptome reconstruction and a genome-guided reconstruction.
The majority of the assemblers working with RNA-seq data are based on the De Bruijn graph method of sequence
reconstruction. However, specifics of their procedures can vary drastically, as do their results. A number of authors re-
commend a hybrid approach to transcriptome reconstruction based on combining the results of several assemblers in
order to achieve a better transcriptome assembly. The advantage of this approach has been demonstrated in a number
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TPAHCKPMNTOMOB AYMEHA Ha OCHOBe I'VI6pVI,EI,HOI'O nogxona

of studies, with RNA-seq experiments conducted on the lllumina platform. In this paper, we propose a hybrid approach
for creating a transcriptome assembly of the barley Hordeum vulgare isogenic line Bowman and two nearly isogenic
lines contrasting in spike pigmentation, based on the results of sequencing on the lonTorrent platform. This approach
implements several de novo assemblers: Trinity, Trans-ABySS and rnaSPAdes. Several assembly metrics were examined:
the percentage of reference transcripts observed in the assemblies, the percentage of RNA-seq reads involved, and
BUSCO scores. It was shown that, based on the summation of these metrics, transcriptome meta-assembly surpasses

individual transcriptome assemblies it consists of.

Key words: RNA-seq; transcriptomics; de novo transcriptome reconstruction; lonTorrent.
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BBepeHune

B Hacrosiiee BpeMs JTHAMPYIONLYIO MO3UIMIO B TPAHCKPHII-
TOMHBIX HCCJIICJOBAHHUAX 3aHHUMACT TCXHOJIOIHA MAaCCOBOI'O
BBICOKOIIPON3BOUTEIHHOTO CEKBEHHPOBAHMS BTOPOTO II0-
kosenus, npumensiemast K PHK (RNA-seq). Ona 3akmouaercst
B BBIJICJICHNHU ToTalnbHOU MaTpuuHoit PHK Guonorudeckoro
o0pasia, ee pparMeHTHPOBAHNUY U ANbHEHIIIEM CEKBEHUPO-
BaHWHU OJJHOBPEMEHHO OOJIBIIIOrO YHCIIA MOITYYCHHBIX KOPOT-
kux ¢parmentoB (Engstrom et al., 2013; Hrdlickova et al.,
2017).

CoOopxka de novo mocnenoBareIbHOCTEH TPAHCKPHUIITOB
13 CEKBEHUPOBAHHBIX (PPArMEeHTOB SIBJISIETCS] OJTHO M3 BaX-
HEHIIUX CTaauil aHaNM3a dKCIIEPUMEHTA M0 MPOPIITHPOBA-
Huro tpanckpunroma (Chang et al., 2014). Ona no3BonsieT
MOJTyYUTh MOCIEN0BATEILHOCTH, cOOTBeTCTRYOmMMKE MPHK,
MPE/ICTABICHHBIM B H3ydaeMoM oOpasie. CymiecTByroT /1Ba
OCHOBHBIX I0/IX0/Ia K PEKOHCTPYKIINH ITOCIIEJ0BATEILHOCTEH
TPAaHCKPUITOMA U3 OHOTHOTEK KOPOTKUX MMPOYTESHUH — TaK Ha-
3eiBaeMbIil MeTonr OLC (overlap—layout—consensus) u MeTon
rpagoB ne bpéiina (Li et al., 2012; Schliesky et al., 2012).
Meton OLC 3akiroyaercs B MOMapHOM BBIPAaBHUBAHHUHU TIPO-
YTEHUH 1 CO3JJaHUH OPUEHTUPOBAHHBIX IPaoB, I/ KaXIbIH
y3eJ — 9TO OJIHO IpouTeHue. B xauecTBe pedep BHICTYMAIOT
MepeKPbIBAaHMS MEXKTY IPOUTCHUsIMU. Takum 00pa3zom, nyTh
1o rpady MO3BOJISET PEKOHCTPYHPOBATh KOHTHI, KOTOPBII
MOYKHO cOOpaTh M3 NepeKphIBaromuxcs npoureHuii. Mc-
nonp3oBanue Metona OLC mpennodtuTensHee A cOOpKU
KOHTHTOB M3 CPAaBHUTEIFHO MaJIOTO KOJMYECTBA MPOUTECHUH
OOJIBIION JUTMHEI ¢ OOJNBIIMMH Y4acTKaMH TIePEKpPBIBAHUS 1
MOATOMY MCIOJIB3yeTCs Yalle Jyisi cOopa rmocie0BaresibHO-
CTeH, MoTydeHHbIX MeTooM CaHrepa, WM METOAaMH CeK-
BEHMpOBaHus TpeThero noxonenus (Cui et al., 2020).

Bropoii MmeTox 3axiouaercs B HocTpoeHu  rpada ae bpéii-
Ha, B KOTOPOM BEPIIMHAMH BBICTYIIAIOT k-MEpBHI, T. €. TOCIIe-
JIOBaTeJIbHOCTH HYKJICOTHIOB 33/IaHHOM JUIMHEI k. 3aTeM Ha
rpade OTMeUaroT BCe MyTH, COCTABIISIONINE [TOCIIEe[0BATEIb-
HOCTH KOPOTKHX IIPOYTEHUH, ITOTYUIEHHBIX B PE3YyJIbTaTE CEK-
BeHHpoBanust. [locie yero ormMevaroT Bce My TH, CoJIepKaliue
HENPCPBIBHBIC MOCJICAOBATCIIBHOCTU NMEPEKPHIBAIOIINXCA
npouteHnid. Takum 0Opa3oM, HAXOIAT MTOCIIEIOBATEIIEHOCTH
KOHTHTOB, KOTOPbIE MOJKHO COOparh M3 MPOYTCHUH OHOIHO-
TEKH. DTOT METOJ] UCTIONB3YETCs B TAKUX MPOTrpaMmMax-coop-
MIMKax TpaHcKpurToma, kKak Trinity (Grabherr et al., 2013),
Trans-ABySS (Robertson et al., 2010), SOAPdenovo-Trans
(Xie et al., 2014), Oases (Schulz et al., 2012).

Jis cOOpIINKOB, OCHOBAaHHBIX Ha MeToze rpadoB ne bpéii-
Ha, CYIIECTBYET BRXHBIN MapaMeTp k — JUIMHa k-MepoB, HC-
TOJIb30BAaHHBIX MTPH co31aHKuu JanHoro rpada. [Tox k-mepom

MOHUMACTCA IJIMHA CJIOB, ABJIAIOMIUXCA BEPUIMHAMHA Fpa(ba
ne bpéitna. DToT mapamMeTp MOKET YCTaHABIHBATHCS ITOJTB30-
BaTeJIeM TIPH 3aITyCKe MPOTrpaMM-COOPIINKOB. YBenndeHue k
MOBBIIIACT TOYHOCTh CGOpKI/I, HO OJHOBPEMECHHO YBCINYUBACT
cnoxkaocth Beraucnenus (Fu et al., 2018). ITpu Gonee BbI-
COKHMX 3HaYEHHSX k COOPIIMK MOXET He OOHAPYXHTh Orpa-
HUUYCHHOE NePeCceUeHre M 1y IIPOUTEHHUSIMH, pPa3Mep KOTO-
poro MeHsbIue k. Hepenko npuMeHseTcs cienytomas crpare-
THsI — TIPOBEJICHNE TPEIBAPUTEIBHBIX COOPOK TPH Pa3HBIX
3HAUCHHUSIX k, TMOCIIE Yero U3 HUX IyTeM OOBbEIUHEHHS OT-
JEITTbHBIX COOPOK 1 IOCIESIYIOLIET0 yaleHUs H30BITOUHOCTH
(cM. HIKE) cocTaBiseTcst puHaNbHAs de novo cOopka TpaHc-
kpurntoma (Wang, Gribskov, 2017).

[TockonbKy Ha CETOAHSANIHAN JE€HB pa3paboTaHO MHOXKeE-
CTBO ITPOTPaMM, OCYIIECTBIISIOMUX COOPKY TPAHCKPUIITOMA
de novo, otnenbHbIE MCCIEI0BaHUS ObLIM MOCBSIICHBI BO-
IPOCY O NPOU3BOIUTEILHOCTH U TOYHOCTH ATUX COOPIIHKOB.
0O030pHI, B KOTOPBIX CPABHUBAETCS] HECKOJILKO TIPOTPaMM JIsS
cOOpKH TpaHCKpHIITOMa de novo, KaK TPaBHIIO, BBLICISIOT
B Ka4yecTBE JIyYIINX M HauOoJee IOIYISPHBIX IPOTrpaMMBbI
Trinity, SOAPdenovo-Trans, Velvet-Oases (Jain et al., 2013;
Honaas et al., 2016; Wang, Gribskov, 2017). Trinity, moMumo
HENOCPEICTBEHHO cOOpIIHKA, BKIIOYAeT B ce0S MUPOKUH
Ha0Op yTWJINT IJIsl OLIEHKH KadecTBa COOPKH, yAaJICHUs Clla-
60 mpencTaBICHHBIX KOHTUTOB U APYTHX MaHUMYIALUN C
de novo c6opxoit. SOAPdenovo-Trans oTMedaroT Kak Ipo-
rpaMmy, HOJIXOJSIITYTO JUTsl COOPKH PACTUTEIIBHBIX TPAHCKPHIT-
tomoB (Paya-Milans et al., 2018).

[Ipu Bcem pa3sHOOOpa3my COBPEMEHHBIX COOPIIIUKOB TPaHC-
KPHITTOMOB de n0vo HY OIMH N3 HUX HE HJIealleH HaCTOJBKO,
‘ITO6BI TMOJHOCTBIO YIOBJICTBOPUTH Tpe6OBaHI/IHM KaueCTBa U
MOTHOTHI cOOpKH. [10AaTOMY OBLIIO BBICKAa3aHO MPEIIIOIONKE-
HHE, YTO NPUMEHEHNE HECKOJIBKHX COOPIINKOB 1 JlalIbHEH-
1Iee CO3aHne OTHON «MeTacOOPKM» JOMOIHUTEIEHO MOTYT
YITy4IIHUTh YyBCTBUTEIEHOCTD M TOYHOCTD [IOJIyYEHHMS TT0CIe-
noBaresbHOCTEH TpaHckpuntoma (Cerveau, Jackson, 2016).
[Ton MeTacOOpKoii MPU ITOM MOHUMAETCSI COBOKYITHOCTh
BCeX de novo COOpaHHBIX Pa3HBIMHU IPOrPaMMaMH KOHTHIOB
rocie yfajdeHusi H30BITOYHOCTH. YAaJeHUEe H30BITOYHOCTH
COCTOUT B YJAAJICHUU KaXXIO0T'O0 KOHTHUTA, KOTOpLIfI SIBIIACTCA
HIOZICTIOBOM XOTSI OBl OJHOTO JPYroro KOHTUTA B JAHHOM
MHOKECTBE KOHTHTOB. Takoil moaxos ObUT ompoOoBaH s
PEKOHCTPYKIIUU TPAHCKPUIITOMA HEMOJIEJIbHBIX PACTEHUN C
WCTIONB30BaHueM Tpex cOoprmkoB — Trinity, Trans-ABySS,
rnaSPAdes (Evangelistella et al., 2017). beum takxe mpea-
MIPUHSTHI TOMBITKU CO3JaHUsI METacOOPOK TPAHCKPHUIITOMA,
OTTAJIKMBAACH OT TEHOM-OPHUEHTHPOBAaHHBIX cOopok (Ventu-
rini et al., 2018).
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OJ1HaKo, HACKOJIBKO HAaM U3BECTHO, MOITBITOK OLEHUTD MPO-
M3BOJMTEIEHOCTh TAKOTO ITOAX0/1A, Kak GOpMHUpOBaHHE MeTa-
cOOpPOK TPAHCKPHIITOMA U3 MHAWBUAYAIBHBIX de novo c0o-
POK, Ha JIaHHBIX, [TOJTyYEHHBIX Ha IIIaTGopMe CEeKBEHUPOBAHMS
IonTorrent, 70 cux mop He ObUIO TpeanpuHATO. [IpH 3TOM
wiardopma lonTorrent, XoTst ¥ ycTynaeT B MOMYJISIPHOCTH
wiardopmam Illumina, ocraercst BOocTpeOOBaHHOI B OHOIOTH-
YECKHX HCCIICOBAHMSX, B TOM YHCIIE B M3y4EHUH MUKPOOHBIX
merareHomoB (Lee et al., 2019), BHyTpHUBHIOBOTO T€HETH-
4ecKoro pasHoobpasus aoxaeBbix yepseil (Shekhovtsov et
al., 2019), Tpancrennsix muHUH Kpoic (Birckert et al., 2017),
CEKBEHMPOBAaHWU T'eHOMOB pacteHuit (Salina et al., 2018).
Psin aBropoB cpaBauBaroT miargopmsl [1lumina u lonTorrent,
yKa3bIBas, uTo npoureHus lonTorrent, B oMuue OT npoyre-
uuii [llumina, B cpeHeM UMEIOT HECKOJIBKO 0oJiee HU3KYIO
TOYHOCTB U HEKOTOPBIH pa3zdpoc 1o uimHaM npoutenuii (La-
hens et al., 2017).

Lenbto Hate paboTHI SIBISETCS CO3JAHUE BBIYUCIUTEIb-
HOTO KOHBei#epa, OCHOBAaHHOI'O Ha IIOCTPOEHUU METacOOpKH
TPAHCKPHUIITOMA C MOMOIIBIO TPOTpaMM cOOpKHU de novo
rnaSPAdes, Trans-ABySS, Trinity, a Takxxe Bepcuu cOOpKH
Trinity ¢ ucnons3oBanueM pedepeHcHOro renoma. Berdmc-
JTUTETHHBIN KOHBeHep ObUT anmpoOupoBaH Ha 3agade COOpKH
TPAHCKPHUIITOMOB stuMeHst Hordeum vulgare L. m3oreHHOH
auHUM Bowman 1 oyt u3oreHHsIX juHui i:BwAlm ¢ 4a-
CTUYHBIM aTbOMHU3MOM Kostoca U cTe6ist 1 BLP ¢ vacTuaHbIM
MEJIaHU3MOM KOJIOCA. YCTAaHOBJICHO, YTO KauyecTBO COOPKH
TPaHCKPHUIITOMOB Y Pa3HbIX COOPIIMKOB PA3JINYaeTCsl, OJHAKO
B 1I€JIOM HX Pe3yNbTaThl JOMONHSAIOT Apyr apyra. Hammyu-
Iee KauecTBO cOOpkM obecrieunBaeT MeTacOOpKa TpaHc-
KPHIITOMa, KOTOpasi MPEBOCXOANT MHANBUIyaIbHbIE COOPKH
10 Py NapaMeTpoB, XapaKTEPU3YIOIIUX KaueCTBO cOOPOK
TPAHCKPUITOMA.

MaTepmanbl n metogbl

Bubaunorexu KopoTKkux npourtenuii. lcronszosanncs O1o-
JMOTEKH TPAHCKPUIITOMOB stuMeHsi H. vulgare u30reHHON
muHEAM Bowman u AByX MOYTH M30TEHHBIX JIUHUH: 1:BwAlm
(xapaxTepuzyeTcs YaCTHIHBIM aJIbOMHU3MOM KOJI0ca 1 cTe0-

Improving the quality of barley transcriptome
de novo assembling by using a hybrid approach

1) u BLP (xapakrepusyeTcs 4aCTUYHBIM MeEIaHU3MOM
Kojoca). [lanHble ObIIH 3arpykeHbl U3 0a3bl JaHHBIX SRA
NCBI BioProject PRINA342150 (6ubnuoTekn mouTH M30-
reHHod nuHuK 1:BwA/m w u3oreHHoit simauu Bowman) u
PRINA399215 (6ubnmmoreku modTH u3oreHHou Jmanu BLP
W M30TeHHOW JTnHUN Bowman).

OkcnepumeHT PRINA342150 cocTouT B CpaBHEHUH TPAHC-
KPUIITOMOB JIEMMBI ITOYTH U30TCHHOW JMHUH 1:BwA/m, mo-
JIy4€HHOM Ha OCHOBE M30TreHHOM auHUM Bowman, u camoi
nuand Bowman, B3sTo# B kKauecTBe KOHTpOosst (Shmakov et
al., 2016). s xaxxaoit u3 TUHUHA OBLTO B3ATO MO TpH OWO-
JIOTHYECKUX MMOBTOPHOCTH. TakuM 00pa3om, B SKCIIEPUMEH-
Te 3a/IeiCTBOBAHO LIECTh OMOIMOTEK KOPOTKUX MPOYTECHUN
RNA-seq. DTOT SKCTIEpIMEHT ISl KPATKOCTH 1 yA0OCTBA Ja-
nee Oy/ieM Ha3bIBaTh «IKCIEPUMEHT almy.

B skcniepumente PRINA399215 cpaBHIBanuCh TpaHCKPHII-
TOM IOYTH M30TeHHOU JUHUM stuMeHst BLP, nonyueHnHol Ha
OCHOBE M30reHHOM nuHuu Bowman, u cama nunus Bow-
man, B3siTast B kauectBe koHTposs (Glagoleva et al., 2017).
Jlnist Kax 101 JIMHUY sTIMEHsT ObLIO B3STO 110 TPU OHOJIOTHYe-
CKHUX TIOBTOPHOCTH. TakuM 00pa3om, B IKCIIEPUMEHTE ObLTH
UCIIOJIb30BaHbI HiecTh onomorek RNA-seq. [list kparkoctu
OyzeM Ha3bIBaTh €ro «IKCIIEPUMEHT blpy.

Bce 6uOmuoTekn ObUIN MOTYYEHBI C TOMOIIBI0 CEKBEHH-
poBanus Ha rargopme lonTorrent. [lanee Gubarorexu npo-
I TIPOLEAYPY PUIBTPALMH, KOTOpast COCTOSUIA B YIAJICHUT
a/IalITePHBIX MOCIIEI0BATEIBHOCTEN C TIOMOIIBIO ITPOTPAMMEI
CutAdapt Bepcuu 1.9.1 (Martin, 2011) u ynaneHun npoyteHuit
CO CpeIHUM 3HaueHHeM KadecTBa Hike 20, IITMHAMHU HIDKE
50 wm 6omenre 270 ¢ momomipio porpaMMel PRINSEQ-lite
Bepcun 0.20.4 (Schmieder, Edwards, 2011). Xapakrepuctuxu
UCTIONIb30BAaHHBIX B MICCIIEIOBAHUY ONOIMOTEK IPUBEICHBI B
Tabm. 1.

IMosydyenue c6opKH TPaHCKPUITOMOB. Vcrionb3oBauch
Tpu cOopmruka Tpanckpunroma: Trinity (Grabherr et al.,
2013) Bepcun 2.2.0, Trans-ABySS (Robertson et al., 2010)
Bepcuu 2.0.1 u rnaSPAdes (Bushmanova et al., 2018) Bep-
cum 3.12.0. Bce ykazaHHBIC TIPOTPaMMBI B HCCIIEIOBAHISIX
T10 CPABHEHHIO ITPOU3BOIUTEIILHOCTH M KaUECTBY COOPIIIMKOB

Ta6nuua 1. XapakTeprcTuKn UCMosib30BaHHbIX 6UBIMOTEK KOPOTKUX MPOYTEHWI

JKCnepuMeHT JNnHna Brubnuoteka Cblpon pa3mep OunweHHbI pa3mep  CpefdHAA AnviHa NPOYTeHUA

PRJNA342150 ........... i BWA[mA|m_1459639538749‘|2 .......................... 16694 ......................................
A|m_230564132372255 .......................... ]9952 ......................................
A|m7357946445332600 .......................... 18147 ......................................
BowmanA_bOW‘|4]225992450068 .......................... 17549 ......................................
Ab0W240235012356572 .......................... 12656 ......................................
Abow36887599652326620158 ......................................

PRJNA399215 ........... B |_p .......................... B |p_13583143 .......................... 13”442 .......................... 18539 ......................................
B|p_24710862 .......................... 1637239 .......................... 15695 ......................................

B|p_34070591 ........................... 1864073 .......................... 14602 ......................................

Bowman ................. B bow1 .......................... 1769261 ............................. 433702 .......................... 16466 ......................................
BbOW23740926 .......................... 1092191 ........................... 19948 ......................................
Bbow35253524236403420900 ......................................
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TpaHCKpHUIITOMA de novo 6bIJ'II/I OTMEUYCHBI B YUCJIC JIYUYIIUX
(Honaas et al., 2016; Lafond-Lapalme et al., 2017; Fu et al.,
2018; Holzer, Marz, 2019).

Pabory ¢ OubnnorekamMu U3 ABYX IKCIIEPUMEHTOB IPO-
BOJIMJIH 110 OTAENbHOCTH. MHIMBUIyabHEIE COOPKH TpaHC-
KPHUIITOMOB JUUISI K&JKAOTO 3KCIEPUMEHTA OBUIN IOJYYCHBI
CIICYIOIIUM 00pa3oM.

3amyck coopurika Trinity mpoXoaw ¢ mapaMeTpaMH «IIo
YMOJIYaHHIO», Ha BBOJ NMPOTPaMMbI OBUIN MOJAHbI IIECTh
OMOIMOTEK, OTHOCSIIUXCS K JJAHHOMY SKcrepuMeHTy. [lpu
3amycke nporpammsl SPAdes Ha BBOI TOXe OBIIH TTONAHBI
BCE IIECTh OMOIMOTEK KOPOTKUX MPOYTEHUH, OTHOCSIINXCS
K 9TOMY JKCIIEPUMEHTY, M YKa3aHbl OIIMH ‘—iontorrent’ u
‘—only-assembler’.

Coopxka mporpammoii Trans-ABySS 0Oputa mposeneHna mo
OTIEIBHOCTH I KaXJI0H M3 OMOIHMOTEK, OTHOCSIIUXCS K
JAHHOMY 9KCIIePUMEHTY, IIOCJIe Yero MporpaMMoi transabyss-
merge, Bxozsmeil B naket Trans-ABySS, nomydennsie cOopku
ObuTM 00BbEAMHEHBL. JTa cOOpKa IPOXOAMIIA C ITapaMeTpaMu
«TI0 YMOIJTYaHMIO», IPY KOTOPHIX IUTMHA k-Mepa paBHa 32.
AHaNOrMYHEIM 00pa30M IPOBE/ICHBI COOPKH CO 3HAYCHUSIMHU
napametpa k 48 u 64. Takum oOpaszom, ¢ nomoisio Trans-
ABYySS 06b11H co31aHBI TPH COOPKH de novo, pa3nuvaronIrecs
JUTMHAMH k-MEpOB. 3aTe€M 3TH TpH COOPKH ObIIIN 00BETMHEHBI
mporpamMmoii transabyss-merge. Pe3yibsrupyroinyr cOopky
Jiajiee MCIIONB30BANIM KaK MHANBHIYaJIbHYIO COOPKY TpaHC-
KpHIITOMa de novo, TMOTYYEeHHYIO C ITOMOIIBIO MTPOTrPaMMBbI
trans-ABySS.

JomnoiHUTeNBbHO ObLIA IIPOBEAEHA TeHOM-OPHEHTHPOBAH-
Has cOopka nmporpammoii Trinity. st Toro cHavana 6ubmmo-
TEKH KOPOTKHX MPOYTEHUH OBUTM KapTHPOBaHBI HA T€HOM
saMeHs. 3aTeM u3 (paiiioB KapTHPOBaHUS OMONMHOTEK B Op-
Mmare sam (sequence alignment/mapping) ObLII CKOMITOHOBAH
o01Mi (aiisl, 00beIMHSIOIIN BCE IECTh KAPTUPOBAHUH, IPH
TTOMOIITM KOMaHBI merge mporpaMMel samtools Bepcuu 1.6.
OtoT (hailsr, BMecTe ¢ MIeCThI0 OMOINOTEKaMH, OTHOCSIIIIMH-
Csl K JIAaHHOMY DKCIIEPUMEHTY, ObLJI UCIIOJIb30BaH JUIsl COOPKH
nporpamMMoii Trinity B pexmume T€HOM-OpPHEHTHPOBAHHON
cOOPKH TPAHCKPHUIITOMA, C YKA3aHHEM IIPH 5TOM MaKCHMaJlb-
HoM anmuHbl UHTpoHa B 500000 HyK1€oTHI0B.

s ynanennst n30bITOYHOCTH COOPOK ObLiTa 3a/1eficTBOBaHA
nporpamMa tr2aacds.pl u3 nuueiiku nporpamm Evidential
Gene Bepcun 20.05.2020 (Gilbert, 2019). Kaxayro u3 coo-
POk 00paboTany 3TOH MPOrpaMMON 10 OTAETBFHOCTH. TakuM
00pa3oM, TMOJXYYMJIN TPU HEHU30BITOUHBIE COOPKM TpaHC-
KpHunroma de novo W OJHY HEM30bITOYHYIO I'€HOM-OPHEH-
THPOBaHHYIO COOPKY. B mampHEWIIIEM 11 IPOCTOTHI OyaeM
Ha3bIBaTh de novo COOPKH COKpAIIEHHBIMH Ha3bIBAHUSIMU
COOTBETCTBYIOIUX IporpamM: abyss, spades u trinity — st
cOOpoK, co3maHHBIX ¢ momotbio Trans-ABySS, rnaSPAdes
u Trinity. [eHoM-opueHTHpOBaHHYI0 COOPKY Oy/ieM Ha3bIBaTh
cokpartieHHo GG (om awnen. genome-guided — reHOM-OpUCH-
THPOBaHHASA).

JU71st oty 4eHust ONTUMalIbHOTO METaTPaHCKPUITTOMa cOOp-
K1 OBbUIM KOHKaT€HWPOBAHBI B OIMH (haiii1, MOCie 4ero 3ToT
(hatim ans ynaneHus: H30BITOYHOCTH Takke ObIT 0OpaboTan
nporpammoit tr2aacds.pl. Cieyer oTMETUTB, YTO 371€Ch U
Jlajiee paccMaTpPUBAIOTCS KOHTUTH, UMEIOIIUE OTKPBIThIE
paMKH CYMTBIBaHUA, TaK Kak tr2aacds.pl mcmomesyer mms
JIaTbHEHIIIeT0 aHaIn3a TOJIBKO Te KOHTUTH, B KOTOPBIX OBLTH
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HensbbiTouHas meTacbopka

Puc. 1. Cxema nonyyeHns NHAMBUAYaNbHbIX CG0POK de novo 1 metacbop-
KW TPAHCKPUNTOMA AUMEHS.

MPE/ICKa3aHbl OTKPBITHIE PAMKU CYMTBHIBAHUS, UMEIOIINE [N~
HY HE MEHBIIIE OporoBoi. OCHOBHBIE ITAITBI TOTY4YEHHS He-
M30BITOYHON MeTacOOPKH MOKa3aHbI Ha pHC. 1.

Taknm 00pazoM, A KaKAOTO M3 IBYX SKCIIEPHMEHTOB
OBUIO CO37aHO 110 YEThIpEe MHANBHU/yaIbHbIE COOPKH TpaHC-
Kpuritoma: spades u trinity, COCTaBJIeHHbIE KaKAasi U3 BCEX
mecTH ONOMMOTEK KOPOTKUX MPOYTEHHUH, BXOSIINX B 3TOT
9KCIICPHMEHT; abyss, POBEICHHAsT IS KyKI01 13 OMOIHoTeK
Mo OTACJIBHOCTH C pa3HbIMH 3HAYCHUSAMU k—MepOB, mocJie
4yero cOOPKH [T pa3HbIX OMOMMoTeKk ObLIM OOBEIMHEHBI B
o7IHy cOOpKy abyss ¢ TOMOIIBIO MPOrpaMMbl abyss-merge;
reHoOM-opHeHTHpoBaHHas coopka GG, cocTaBIeHHAs 13 BCEX
mrectu OMOIMOTEK, BXOSIINX B 3TOT SKCIIEPUMEHT, U (aiina
KapTUPOBaHUS, 0OBEIUHEHHOTO M3 (ailIoB KapTHPOBAHUS
BCCX ICCTU 6I/I6ﬂl/IOTeK, BXOJAIIUX B OKCIICPUMEHT, HAa TCHOM
saMeHs. Jlanee U3 4eTbpex WHIUBHIYalbHBIX COOPOK ISt
Ka’K/IOTO 3 3KCTIEPIMEHTOB OblIa IOJTydeHa oiHa MeTacOopKa
TPAaHCKPUIITOMA STYMEHS.

OneHka kayecTBa cOOPOK TPaHCKpUNTOMOB. Bee naan-
BU/TyaJIbHBIC U METacOOPKH ITPONLIN 00pabOTKy mporpamMmma-
mu BUSCO Bepcun 3.0.2 (Simao et al., 2015) mist oneHku
MOJTHOTB! COOPOK MCXOsl U3 MPENICTABIEHHOCTH XapaKTep-
HBIX Ul pacTeHHH nocnenoBarenbHocTel U TransRate Bep-
cun 1.0.3 (Smith-Unna et al., 2016) muis aHHOTaMK KOHTHTOB
Y OLIEHKH TTOJTHOTHI HAJIMYHSI TCHOB sSTUMeHs B cOopke. [locie
3TOTO MPOBeAEHO cpaBHeHue HabopoB CDS stumenst, 00Hapy-
JKEHHBIX IIporpammoii TransRate B kax 1011 U3 HHAMBUAYaJIb-
HBIX cOopok. Ha ocHOBaHMM nepexpbiBanms MHOXecTB CDS,
BBISIBJICHHBIX B Ka)KI0H N3 MHIMBHIYaIbHBIX COOPOK, OBLTH
MOCTPOEHBI narpaMmbl BeHHa, WILTIOCTPHUPYIOIINE BKIIA]
Ka)KI0TO 13 COOPIINKOB TPAHCKPHUIITOMA de noVo B CTPYKTYpy
MeTacOOpKH.

Jlasee KOHTHIH JIByX METacOOPOK TPAHCKPUIITOMA TUMEHS,
OTHOCAIINECS K JIBYM 3KCIIEPUMEHTaM, ObIIH BBIPOBHEHBI
Ha TI0CJI/IOBATEIBHOCTD IreHoMa stuMenst H. vulgare ¢ mo-
moripio porpammbl aQUAST (Bushmanova et al., 2016).
maQUAST moacyuThIBaeT M MPEerIoCTaBIsACT IS OICHKU
TIOJTE30BATENSI PA3IIMYHbIC TApaMEeTPhl, OCHOBBIBAsICh HA BBbI-
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paBHUBAHUM KOHTUTOB U pedepeHca, braroaps 4emMy MOKHO
OLICHUTb KaueCcTBO cOOpKH. B uactHOCTH, 3Ta IIpOrpaMma pas-
JiensieT KOHTUTH Ha TPH KaTerOpHH: KOHTUTH, BEIPOBHEHHBIC
Ha pedepeHc 1 COBITAIAI0IINE C aHHOTHPOBAHHBIMU T€HAMM;
KOHTHT'H, BHIPOBHEHHbIE Ha pe()epeHC, HO HE COBMAIAIOIINE
C M3BECTHBIMH aHHOTHPOBaHHBIMU T€HAMH; MU KOHTHTH, HE
MMEIOIINE CYIIECTBEHHOW rOMOJIOTMH K pedepeHCHOMY Te-
HOMY. DTy HOCIEIHIOK TpyMiy OyleM Ha3blBaTh «HOBBIMHU
KOHTHUTaMU.

CpaBneHne kauecTBa c00pok Tpanckpunroma. C 1ensio
KOJINYECTBEHHOTO CPABHEHHS Ka4eCTBA COOPOK UCIIONB30BAITH
noaxof, mpeanokernsi B (Holzner, Marz, 2019). O coctout
B TOM, YTOOBI JUIs Psi/ia BHIOPAHHBIX TAPAMETPOB, OTPaXKAF0-
IIUX Ka4eCTBO COOPKH TPaHCKPHIITOMA de novo, IPOBECTH
IpoLeLypy HOPMATIH3AIMHK TI0 opmyIe

; R} —min(}7)
7~ max(V?) — min(V?) -

3nech R J’ — 3HaYEHWE napamerpa i 1isk COOPKU TPaHCKPHII-
TOMa j JI0 HOpMau3anuu; N; — 3HaYE€HHe 3TOr0 NapameTpa
TOCITe HOPMAITU3AINH; '/ — BEKTOp, COCTABICHHBIH U3 BCEX
3HAYCHUI mapamerpa i 1Jisi BceX k cOOpOK TpaHCKpHUIITOMA
de novo no wopmanusauuu: Vi = (V|,..., V). Takum oGpasom,
MoCIie HOPMAIM3aUN KaKIBIH U3 TapaMeTpoB MPUHUMAET
snaueHue ot 0 10 1 s kax ot coopku de novo. [locne 3to-
TO IS KaKA0H 13 cOOpOK BCE 3HAYCHUS HOPMAIN30BAHHBIX
mapaMeTpOB CYMMHUPYIOTCS M TPOBOAMTCS TPpagarusi COOpOK
10 3HAYECHUIO CyMMBbI BCEX HOPMaJIM30BaHHBIX MapaMETPOB.
Coopka, umeroIiasi HanOOIBIITYI0 CyMMY HOPMAJIM30BaHHBIX
mapaMeTpOB, CUUTACTCS HanOoee KaueCTBECHHOM.

Jlnist cpaBHEHUsI KadecTBa MHMBUAYaIbHBIX COOPOK U Me-
TacOOPOK TPAHCKPUIITOMA SIUMEHSI, IIOJIyYSHHBIX MpH pabo-
Te ¢ OMONMMOTEKaMHU KOPOTKUX MPOYTEHHH, OTHOCSIIHNXCS K
JIBYM DKCIIEPUMEHTaM, ObIIH UCIIOJIb30BAaHbI CEMb ITapaMeT-
POB, XapaKTEPU3YIOIIUX Pa3HbIE aCIEKThI Ka4eCTBa COOPKH
Tparckpunroma: 1) N50; 2) Meanana pacrpeneneHus IITHH
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KOHTHT'OB; 3) KOJIMYECTBO 0OHAPYKEHHBIX (KaK LIETMKOM, TaK
u ¢parmenTapHo) reHoB u3 cnrcka BUSCO; 4) nonst KOHTH-
TOB, JUI KOTOPBIX ¢ moMomisio TransRate Obuta BhIsSIBIEHA
romoJiorus ¢ u3BecTHbiMU CDS stumens; 5) konmuaectBo CDS
STIMEHS, C KOTOPBIMH KOHTHUTH U3 COOPKH de 10vo NMEIOT TO-
MoJtoruto; 6) kommaectBo CDS sramens, He MeHee 95 % IUTHHBT
KOTOPBIX MMOKPBITO BBIPABHUBAHUEM C KOHTHUI'aMH U3 C60pKI/I
de novo; 7) mons npouTeHn it 13 ONOINOTEK, NCTIOIH30BAHHBIX
JUIS CO3JIaHusI COOPKU de novo, TICeBJOKapTUPOBAHHBIX Ha ATy
cbopky ¢ nomorisio porpammsr kallisto. [Tapametpsr 1 u 2
OTpaKaloOT paclpefesieHie JTHH KOHTUTOB, 3—6 — MOJTHOTY
cOOpKN TPAHCKPHIITOMA, a Mapamerp 7 — MOJHOTY cOOpKH
TPAHCKPUIITOMA U TTOJHOTY MCIIOJIb30BaHUsI OMOINOTEK KO-
POTKHX MPOYTEHUN TIPU COCTABICHUH TOI COOPKH.

Pe3ynbratbl

SKcnepumeHT alm
Jlist mubun stamenst 1:BwAlm v ucnons30BaHHON B KA4ECTBE
KOHTPOJISI M30T€HHOM TMHUY Bowman ObUTH ITOTy4eHbI YEThI-
pe HHIMBHAYAIbHBIC COOPKH de n0Vo TPAaHCKPUIITOMA JIEMMBbI
W IIepHKapIia U 0JjHa MeTacOopKa, COCTABICHHAsS U3 YEThIPEX
WHAWBUAYAIBHBIX cOOpoK. B Tabm. 2 mpuBeneHbI pe3yabTaThl
cOopKHu de novo TPAaHCKPUNTOMA STIMEHS JIMHNHN 1:BwAlm n
Bowman, Britouas MeTacOOpKH, a Takxke oOLIel It ABYX
JUHAN TeHepaTbHOU COOPKH.

Metacbopka TpaHCKpUNTOMa SYMEHs JTUHUH 1:BwAlm
u Bowman, nosyueHHas u3 cOOpOK de novo, CO3MaHHBIX
¢ momonipio rnaSPAdes, Trans-ABySS u Trinity, u reHOM-
OPHEHTHUPOBAHHOW COOPKH trinity, 10 ymajaeHUs: U30BITOU-
HOCTH cocTouT U3 169232 xonTturos. HeuszObiTounas me-
TacOopka BKIO4aeT 68414 KOHTHTOB CyMMapHOH ITHHOW
46440750 ocHoBaHui. MakcuMmanbHast JJHHA KOHTHTA B
coopke — 9920 HyKIICOTHIOB, CPEIHSIS JuTnHA — 678.8 HyKII€0-
tuga, N50 — 936 HykimeoTnaoB. YnaieHne n30bITOYHOCTH
YMEHBIIIIO pazmep Metacoopku 110 40.4 % OT ncxomHOTO.

Ta6nuua 2. XapaktepucTtrku de novo c6opok TPaHCKPUINTOMa AUMEHS B SKCNeprmeHTe alm

C6opka Pa3mep c6opKu, KOHTUrOB

N50 CpegHas gnuHa

MpouteHunin
KapTupoBaHo, %

Ta6nuua 3. Konnyectso n3secTHbix CDS AumeHs, 06Hapy»KeHHbIX B de novo cbopkax TPaHCKpMNTOMa B SKCNepumeHTe alm

Cbopka KoHTnrn

CDS HanpeHo p_95
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GG trinity

Puc. 2. lnarpamma BeHHa, nokasbiBalowaa nepekpbiBaHNEe MHOXeCTB
CDS, ob6HapyXeHHbIX B WHAMBUAYaNbHbIX COOPKax TPaHCKpUNTOMa
de novo B aKkcrepumenTe alm.

IIpoBeseHa oLEHKA MOKPBHITUS KOHTUTOB IPOYTCHUSMHU
OUOIOTEK B MHANBHAYAIBLHBIX COOPKAX M MeTacOOpKe TpaHC-
KPHUIITOMA C ITOMOIIbIO TEXHOJOTUHU TICEBIOKapTHPOBAHMS.
YcTaHOBIIEHO, YTO HAMOOIbIIAs OIS IPOYTEHUH ObLIA BBI-
poBHEHA Ha cOOpPKY TpaHCKpHITOMa abyss, TOTna Kak Hau-
MeHbIIas — Ha cOopKy spades. Ha meracOopKy TpaHCKpHII-
TOMa ObLIO BHIPOBHEHO 61.47 % BCEX KOPOTKUX HMPOYTECHUN
(cm. Tabm. 2).

Bout nmposezen nonck u3BectTHbIX CDS stumens B cOopkax
TPaHCKpUIITOMA de novo ¢ ToMolibio nporpamMmbl TransRate.
Pesynsrarer naeatudukanmu CDS mi1st pa3HBIX cOOPOK Mpe-
CTaBJICHBI B Ta0OM. 3.

Haubosneiiee konuuectBo ussectHbix CDS (29790) 06-
Hapy»KeHO B MeTacOOpKe TpaHCKpUNITOMA. Takxke 371ech BbI-
SBJIEHO camoe Oopiioe konmnyecTBO CDS, MOKPBITHIX KOH-
turamu cOopku He MeHee 4eM Ha 95 %. OgHako mpu 3TOM
MaKCHMaJbHasl J10JIs1 KOHTUTOB, JUIS KOTOPBIX BBISBICHA 3HA-
yumas romonorus ¢ CDS sumeHs1, mpencrabieHa B cOOpKe
spades — 90.3 %. B metacOopke 3TOT 1MoKa3areib COCTABHUII
Bcero 62.7 % — MeHbIe, YeM BO BCEX MHIWBUIYaJTbHBIX
cOopKax.

Jasee 1y1st OLIEHKH BKJIa/1a KaXKI0T0 M3 COOPILMKOB B CTPYK-
Typy MeTacOOpKH TpaHCKPHIITOMA ObLIa IPOBEICHA OI[CHKA
nepexpbiBaHusl MHOXKecTB CDS staumeHs, BCTpeUeHHBIX B
KXJ0M U3 MHAMBUIyalbHBIX cOOpok (puc. 2). Kak MoxHO
BUAETH, 7191 CDS stamens Op11 00HapyKEH BO BCEX YETHIPEX
WH/IMBUTyaIbHBIX COOpKax TpaHckpunroma, eme 9305 CDS
HaliJIeHbI B TpeX cOopkax u3 uetbipex. 14615 CDS 6bu1un 006-
HapyKEHBbI TOJIBKO B OJHOM M3 UETBIPEX COOPOK, 13 KOTOPBIX
HaunOosnbIIee KomnaecTBo (5173) BBISBIEHO TOJIBKO B COOpKE
trinity, Haumenbiiee (2086) — TosbKo B cOopke spades. Mak-
CHUMaJIbHOE TIepeKPHIBAaHNE MHOKECTB, 00HapykeHHBIX CDS,
HaOII0OAI0Ch MEXK/Ty WHIUBHIYILHBIMHA COOpKaMu trinity
n GG - 18258 CDS.

B kxoHTHTax Ka)kmoi m3 cOOpOK OBLTH TpeacKa3aHbl OT-
kpbIThle pamku cunthiBanus (OPC). HalinenHble B KOHTHTax
obmieir coopku OPC komupyror 58636 OCIKOBBIX MPOIYK-
TOB JTTMHAMHY He MeHee 30 aMMHOKHCIIOTHBIX OCTaTKOB. DTH
0eJIKOBBIC MPOIYKTHI OBUTH MCIOIB30BAHBI IS TOTO, YTOOBI
OLIEHUTb MOJIHOTY COOPOK 1pH oMoty nporpamMmsl BUSCO
(puc. 3). B merac60opke TpaHCKPHUITOMA KOJINYECTBO BBISB-

YnyulieHune Kauecta cbopkm de novo 2021
TPaHCKPVNTOMOB AYMEHA Ha OCHOBE r’MOPUAHOro Noaxoaa 25.1
1.00
Type
M fragm
075 W ful
M missing
s
§ 0.50
0.25
0

abyss GG

spades Total trinity

Puc. 3. lNonHoTa c60poK TpaHCKpunToma no Kputepuio BUSCO B akcne-
pumeHTe alm.

JIEHHBIX MOIHEIX mocienosarenbHocTeil BUSCO oxka3zanocs
0oJple, YeM B MHIUBUAYAIBHBIX COOpKax, a KOIUYCCTBO
(hparMeHTUPOBAHHBIX — MEHBIIIC, KAK U KOJIMYESCTBO OTCYTCT-
BYIOIIMX. JTO TOBOPHT O IIPEMMYIIECTBE METaCOOPKH TPaHC-
KPUIITOMA TI0 TIOJTHOTE U Ka9€CTBY.

3KcnepumeHT blp

Junst 6nbmmorex RNA-seq u3 skcnepumMenTa blp Obim mo-
CTPOEHBI HH/IMBH/IyalIbHbIE COOPKHU TPAHCKPHUIITOMA de 1novo
1 MeTacOopKa TPAaHCKPUIITOMA, TIOCIIE YeTO ITPOBEJCHO CPAB-
HEHHE MX KauecTsa (Tali. 4).

Wcxonnas n30bITOYHAss MeTacOOpKa TPAHCKPUIITOMA S4-
MeHst muHui Bowman n BLP cocront n3 133070 koHTHTOB.
[Tocne ynanenus u30BITOYHOCTH B METacOOpKe OCTaIOCh
32466 koHTUTOB cCyMMapHO# JuinHO# 25 184753 ocHOoBaHwUsI.
Takum 00pa3om, B X0/I€ yAaJIeHNS H30BITOYHOCTH KOINYECTBO
KOHTHTOB OBbIII0 yMeHbIIeHO /10 24.4 % ot ncxonHoro. Otme-
THUM TaK¥Ke, YTO MeTacOOpKa TPAaHCKPUIITOMA B OKCIIEPUMEH-
Te blp nmeer Gonee BrICOKOE 3HAYCHNE THH KOHTHTOB N50,
YeM WH/NBHUTyalbHbIC COOPKH, M3 KOTOPBIX OHA COCTaBIICHA.
72.1 % Bcex mpouTeHui n3 OMOIMOTEK dKcrepumenTa blp
OBLTO KAaPTUPOBAHO Ha METACOOPKY TpaHCKpurToma. 1o 3To-
My ITOKa3areio Metacbopka ycrymaet coopke GG (77.6 %),
HO OIeperKaeT TpH APYIrue HHANBUIyaTbHbIE COOPKH.

B cOopxke TpaHCKpHNITOMa de novo UCCIeNyeMbIX JTHHHUN
ObuLT MpoBeieH nmouck u3BecTHBIX CDS ¢ momoinsio mpo-
rpammel TransRate (ta6um. 5). Fomonoruto k nzsectubiM CDS
SYMEHs TOKa3biBaloT oT 19848 koHTHTOB B cOopke spades
10 29412 xouturos B coopke GG. [Ipu sToM HambobIIee
kosmuectBo CDS staumeHst oOHapy»KeHo B cOopke trinity, a Mak-
cuManbHoe KonrmuecTBo CDS saMeHst, TOKPBITBIX KOHTUTAMHU
cOopku He MeHee yeM Ha 95 % cBoel JUTMHBI, — B MeTacOop-
ke TpaHckpuntoma (1825). Jlosiss KOHTUTOB U3 COOPKH, ISt
KOTOPBIX OBLIA YCTaHOBIICHA TOMOJOTHA K n3BecTHBIM CDS
STYMCHS, B MeTacOOpKe cocTaBisieT 74.5 %, 4To HIDKE, YeM Y
BCEX MH/MBUyaJbHBIX COOPOK, KpoMe trinity.

Jarnee ObII IPOBEIICH ITOKMCK MIEPEKPBIBAHNS TTOIYIEHHbBIX
JUISL MHAUBUAYAIBHBIX COOPOK TPAHCKPUITOMA CIIMCKOB
CDS u oueHeH BKJIaa KaXJ0H MHAWBUIYaIbHOW COOPKH B
o0mryIo cTpyKTypy (puc. 4). Bo Bcex ueThIpex HHINBH Ty ab-
HBIX cOOpKax TpaHCKpHUNTOMa de novo ObLIH 0OHapY>KEHbI
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Ta6nuua 4. XapakTepucTukm de novo c60poK TPaHCKPUNTOMa SUMEHs B SKcnepumeHTe blp

C6opka Pasmep c60pKu, KOHTUTOB

N50 CpenHaAa gnvHa

MpouteHnin
KapTupoBaHo, %

Ta6nuua 5. Konnuectso nssectHbix CDS sumeHs, 06HapyKeHHbIX B de novo cGopKax TPAaHCKPUNTOMa B 3KcneprimeHTe blp

C6opka KoHturm

konwsecteo %
abyss 25804 0738
‘spades 19848 0813
Cwnity 2793 0663
e« 29412 0748
Meracbopka 24194 o745

GG trinity

Puc. 4. MepeceyeHne mHoxecTB CDS, o6HapyXeHHbIX B UHAUBUAYaSb-
HbIX cOopKax TPaHCKpUNTOMa de Novo sKkcnepumMeHTa blp.

1.00 Type

M fragm
M full

0.75 W missing

0.25

abyss GG

spades Total trinity

Puc. 5. MonHoTa c6opok TpaHCKpunToma B 3KkcnepumenTe blp no BUSCO.

CDS HanpeHo p_95
"""""""""""""" 18081 124
"""""""""""""" 6818 1017
"""""""""""""" 21ees 148
"""""""""""""" 19047 1se7
"""""""""""""" 19665 185

9742 CDS. 8656 CDS Obliu 00Hapy»KEeHbI TOJIBKO B OIHOM
U3 UHIUBHAYAJIBHBIX COOPOK, M3 KOTOPBIX MaKCHMalbHOE
koinuecTBO (3554 CDS) Obu10 yHUKaTBHBIM AJISI COOPKH
abyss, a Haumenbliee (1289 CDS) — s coopku GG. Han-
6ompmee xonmaectBo o0mmx CDS (17281) mmeror cOopku
GG w trinity.

[pu orieHKe MONHOTHI COOPOK C MOMOIIBIO MPOTPAMMBI
BUSCO ycraHOBI€HO, UTO MOTHOTA METACOOPKH TPAHCKPHUTI-
TOMA MPEBBIIACT MOIHOTY HHIUBUIYaJIbHBIX COOPOK (pHC. 5).
B Heli oOHapykeHO HauOOJIbIlICe KOJIMYSCTBO MOJIHBIX I10-
cienoBarenbHocTe BUSCO, a Koan4uecTBO HEBBISIBIIEHHBIX
nocnenoBarensHocTeit BUSCO MeHbIe, YeM B HHIUBHITY-
anpHbIX cOopkax. CyMMapHO B HEM30BITOUHOIH MeTacOopke
TPAHCKPHUIITOMA BCTPEYAIOTCS B TIOJTHOM MITH YACTHYHOM BHJIE
57.6 % Bcex nocnenosarenpHocTeit BUSCO u3 Habopa juts
MOKPBITOCEMEHHBIX OPTaHU3MOB.

CpaBHeHMe KauecTBa c60pok de novo

C 1enbIo oIpe/iesieH sl KauecTBa COOPOK ObLTH OLIEHEHBI CEMb
mapaMeTpoB HHINBUAYAIBHBIX COOPOK de novo n metac0o-
POK TPAaHCKPHUIITOMA. DTO JUTMHBI KOHTHTOB B MOJYYEHHBIX
cbopkax de novo (N50 u MmenuaHa pacrpe/e/IeHuUs JJTHH KOH-
TUTOB); HAJIM4KE B cOOpKe de novo nzBectHbix CDS sumenst
(10715t KOHTHTOB, UMEIOIINX cxocTBO ¢ CDS samenst, Konu-
4yecTBO 00HapyxeHHbIX CDS n koimuectBo CDS, MOKPHITHIX
HE MeHee 4eM Ha 95 % OT UX AJIMHBI) U TeHOB, XapaKTEPHBIX
Jutst cocyaucThix pactennit (BUSCO-3nauenust); HoHOTa HC-
T0JIb30BaHMUS OMOIMOTEK KOPOTKHUX ITPOYTEHUH ITPY CO3IAaHUHI
cOopku de novo (DONA TICEBIOKAPTUPOBAHHBIX TMPOUTECHUIN).
3HaueHus HTUX apaMeTPOB ObIIM HOPMAJIN30BAHBI U TIPHUBE-
nenbl B muarna3on ot 0 1o 1 (Holzer, Mars, 2019), nociie yero
MIPOCYMMHPOBAHBI JUISl KaKAOH MHIMBUAYAJIbHONW COOPKH
TpaHCKpUNTOMA de novo u uia Metacobopok. Hanbonpmme
3HAYEHHs] CYMMbI HOPMaJIM30BaHHBIX IapaMeTpoB OymyT
YKa3bIBATh HA CAMYIO OIITUMAJIbHYIO0 COOPKY TPAaHCKPUIITOMA
(Tabmn. 6).
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Ta6nuya 6. CymmapHble HOPMaIM30BaHHbIE 3HAUEHNA KayecTBa
NHAVBMAYaNbHbIX C6OPOK TPAHCKPUMTOMa 1 MeTac6opoK

C6opka JKCnepuMeHT JKCnepuMeHT

(nMHWKM i:BWAIm n Bowman) (nunun BLP n Bowman)
abyss ................ 416 .......................................... 172 ..................................
Spades ............. 300 .......................................... 336 ..................................
tr ,n,ty ............... 407 .......................................... 361 ...................................
GG .................... 285 .......................................... 522 ..................................
MeTaC6opKa 432 .......................................... 556 ..................................

HaubonpImme 3HaueHst CyMMbI HOPMaJIM30BaHHBIX Mapa-
METPOB B 000MX IKCIICPUMEHTAX MPHHAIIC)KAT METacOOpKe
TpaHckpunToMa (cM. Tadi. 6). D10, BKyIle ¢ MAKCUMAJIbHOU
Cpear BCeX MMEIOITUXCS COOPOK MOITHOTOH MPECTaBICHHO-
CTH TE€HOB, XapaKTePHBIX JIJIs COCYAUCTHIX PacTCHUHN, 0OHA-
PYXeHHbIX ¢ oMonibio porpamMmsl BUSCO, n Han0osbmmm
KOJTMYE€CTBOM MOJHO PEKOHCTpyHpoBaHHBIX CDS samens,
yKa3bIBacT Ha TO, YTO METACOOPKH TPAHCKPHUIITOMA, TIOTyUCH-
HBIC yTeM 00bEINHCHHS HHIUBUIYABHBIX COOPOK de novo
1 yajeHus N30BITOYHOCTH, OTIEPEIKAIOT 110 CBOEMY KaueCTBY
BCC MHIUBHUIYaJbHBIC COOPKU TPAHCKPUTITOMA.

O6¢cyxpeHue

B nameit pabote ObII IPOTECTHPOBAH ITOXO K PEKOHCTPYK-
LMK TPAHCKPHUIITOMA de novo, COCTOSIIIUI B CO3JaHUU Me-
TacOOPKH M3 HECKOJIBKHX MHIMBHIYAJIbHBIX COOPOK TpaHC-
KPHIITOMa. YCTAHOBJICHO, YTO METACOOPKH TPAHCKPUIITOMA
MMEIOT OOJIBILYIO TTOJTHOTY, UCXOJISl U3 TAKUX KPUTEPUEB, KAK
KOJTM4YeCTBO 0OHapykeHHbIX (hparmernToB BUSCO, xommye-
ctB0 CDS sTuMeHsI, TOMOJIOTHYHbIE KOTOPBIM TTOCIIC/I0BATEIIb-
HOCTHU ObLTH OOHAPYKCHBI B COOPKE TPAHCKPUIITOMA, H J0JIS
TICEBIOKAPTUPOBAHHBIX Ha COOPKH MPOUTSHUH U3 OMOIHOTEK
RNA-seq. Takum 06pa3om, MOXKHO 3aKITFOYHTh, YTO OTUCAH-
HBIH BBILLIE [TOJIXO0/1 K de novo PEKOHCTPYKIMU TPAHCKPHUIITOMA,
COCTOSIIINN B CO3/1aHUN HECKOJIBKUX MHIMBUAYaIBHBIX COO-
POK TPaHCKPHUIITOMA de novo U MOCIEAYIOIEM 00beIMHEHUN
UX B METaCOOPKY, HOBBIIIAET KAYECTBO PEKOHCTPYHPOBAHHOTO
TPAHCKPHUIITOMA.

CpaBHEHHE HECKOJIBKUX MPOTPaMM Ul PEKOHCTPYKIINH
TPAHCKPUIITOMA TI0Ka3aJ1o, 4To mporpamma rnaSPAdes pexon-
CTPYHpYyeT HaUMEHbIIIEe KOJIMUYECTBO KOHTUTOB, B TO BPeMs
kak Trans-ABySS — camoe 00JbI10€ KOJMYECTBO KOHTHTOB.
Coopuuk Trinity peKOHCTPYUpPYET CpaBHUMBIE KOJIMYECTBA
KOHTHTOB TIPH 3aITyCKe B JIBYX PeXHMax — de novo u geno-
me-guided. [Tpn 3ToM ynanenne u30bITOYHOCTH YMEHBIIACT
pa3mep coopok Trans-ABySS cuiibHee Bcero: B 3KCIIEpUMEH-
Te alm O6buT0 ynaneHo 94.3 % Bcex KOHTHIOB, PEKOHCTPYH-
poBanHbIX Trans-ABySS, B skcnepumente blp — 83.7 %.
B citydae co coopkamu spades 0bu10 yaasieHo 15.3 u 22.4 %
BCEX KOHTHTOB COOTBETCTBEHHO. B cOopKax trinity ymansercs
B cpenHeM 80.5 1 70.6 % Bcex KOHTUIOB, B TEHOM-OPUEHTUPO-
BaHHBIX cOOpKax — 87.3 1 67.8 % KOHTHIOB COOTBETCTBEHHO.
T'eHOM-OpHEHTHPOBaHHBIE COOPKH B 000MX HKCIIEPIMEHTAX
MMEIOT HanOOJIBIINI pa3Mep MOCIIe yAalIeHHs U30BITOYHOCTH,
cOopku spades — HAUMEHBIIIHH.

Spades pexkoHCTpynpyeT camble JUIMHHbIE KOHTUTH U3 BCEX
WH/JMBU/TyaJIbHBIX COOPIMKOB, YTO XapaKTEPU3YETCs CAMBIMH

2021
25.1

yJ'Iy‘—ILIJeHI/Ie KayecTBa C60pKI/I de novo
TPAHCKPMNTOMOB AYMEHA Ha OCHOBe I'VI6pVI,EI,HOI'O nogxona

6onpimnMu 3HaueHUsIMH N50 1 MeauaHbl pacnpeseseHus
JUTHH KOHTUTOB. Hanmensinee 3nadenne N50 B skcmepu-
MeHTe alm Habmromaercs y coopku GG, Torma Kak B SKCIIC-
pumenTte blp — y cOopku abyss.

Haubonpmeit momHOTOM, coracHOo mapamerpy BUSCO,
B DKCIIEpUMEHTe alm M3 BCeX WHMBUIYabHBIX COOPOK 00-
nanaet coopka trinity. B axcniepumente blp 3to coopka GG.
Hawnmensmieit moroToi mo BUSCO o6nanarot coopka spades
B 3KkcniepuMenTe alm u coopka abyss B akcniepumente blp.

3aknioyeHune

Takum 00pa3om, B ABYX IKCIIEPUMEHTaX HAOIIONACTCSI pa3Hast
MPOU3BOJIUTENILHOCTh COOPIMKOB TPaHCKpUIITOMA de novo,
HECMOTPS Ha TO YTO B 00OMX CIydasx HCIIONB3YyIOTCs OMo-
JIMOTEKN KOPOTKHUX MPOYTEHHUH, OIydeHHBIC Ha TIaThopMe
IonTorrent, 1 peKOHCTPYUPYEMBII TPAHCKPUIITOM IIPUHA[-
JIEKUT OHOMY OpPTaHM3MY — SUMEHI0 H. vulgare. 310 yKa-
3bIBAaCT HA YyBCTBUTEIILHOCTD 3371eHCTBOBAHHBIX COOPIIINKOB
K BXOJHBIM AAaHHBIM, T.€. UX HNPOU3BOAUTCIHLHOCTH MOXKCT
CHJIBHO Pa3/INyuaThCs B 3aBUCHUMOCTH OT JIaHHBIX.

OnHako B 000MX CIlydasx METacOOpPKHM TPaHCKPHUIITOMA,
COCTAaBJICHHBIC U3 MHIUBHIYaJbHBIX COOPOK, UMCIOT Oosiee
BBICOKOE KaueCTBO, UeM JIt00ast U3 MHAUBUAYaIbHBIX COOPOK
TPAHCKPHUNTOMA. DTO TOBOPUT 00 3(h(HEKTUBHOCTH TAKOTO
MO/X0/1a PEKOHCTPYKIMHU TPAHCKPHUIITOMOB, KaK CO3aHUE
MeTacOOpOK, OOBEAUHIOMHNX B cebe pe3yiIsTaThl paboTHI
HECKOJIBKHMX COOPIINKOB TPAHCKPUIITOMA de novo.
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