OT3hIB

u7eHa JUCCepTALMOHHOTO COBeTa Ha Juccepraimio [Ipyknubenbckoro Axgpes JIMHTpneBHua Ha
TEMY: «AJTOPHTMEI A1 COOPKH reHOMOB W TPaHCKPHUITTOMOB», NPeCTaB/IeHHYI0 Ha COMCKaHue
YUeHOU CTerneHy KaHAuaTa (PH3HKO-MaTeMaTHUeCcK1X Hayk o cneyuansHoctd 03.01.09
“Maremarrueckas duonorus, 61onHGopMarnka”,

Paseurie W Bce DoJiee MIMPOKOE HCIIO/Nb30BAHME HOBbIX TexHomoruit cexseHupobanvs (NGS)
MO3BOJISET MOAyYaTh TIuraeTckue ofeembl uHGopMauud. OfHAKO CLIphle  JaHHBIE HE
npeAcTaBAsoT ocoboro vHTEpeca, NMoKa oHM He OyayT npepBapuTekHO 06paboTaHel. VcXogHbIe
JAaHHEIE, KAK MPaBH/I0, NPEACTaR/AI0T HAbOPE! COTEH MWIIHOHOB KOPOTKHUX mnpoureHuii JJHK,
KOTOpble [JA AanbHeHuiero OHOMOrHYecKOro aHaiM3a ciesyeT cobpaTb B HeNpephIBHEIE
NoCneA0BaTe/IGHOCTH — TeHOMbL. JIPYrMM HMCTOYHHKOM TaxkuxX JaHHBIX AB/IAKOTCA LaHHbiE O
TPAHCKPHIILIHH — IIPOUMTAHHbIE KOPOTKHE q:tparmeﬂ’rm PHK, xoTopkle GbLLTH CKOMHPOBEHBI C
AHK. 3geck Toxe cToMT 3afaya cOOpKM U3 KOPOTKUX cbpamef—won T10/IHOpa3MepHLIX

nociegopaTenbHocTed PHK.

Crpykrypa aucceprauud oObiuHa. Benende CcofepKMT OCHOBHBIe cBefleHus © paborte.
JluteparyHelii 0630p, fpeicTaBneHHLIH B OEDBOM riaBe BechMa Kparok (5 CTpaHMII), XOTS H
COAEPHHUT JOCTATOYHO OOMbIIIOe KOMHUECTBO CCHUIOK, MOCEAIIEH UL OOeMy OnMCaHHio

npo6nemMsl 1 W3BeCTHRIM IOAXOAAM K UX DELIEeHHIO.

CranzgaprHas ripolieiypa c60pKd reHOMOB OCHOBEIBAETCS Ha JAHHBIX, MOMYYEHHBIX U3 COTEH
TBICAY OJWHAKOBBIX KJIETOK, UTO MpEAIoaraeT NpeJBapHTE/LHYI0 Ky/ILTHBALMIO KY/BTYD.
OpHako 3HauMTe/bHas 4acth GaKTepHabHBIX KIETOK SB/SIOTCA «HEKY/ILTHBMPYEMbIMH», T.e.
A7l HUX HE M3BeCTHbI Y C/IOBHA, NPH KOTOPbIX MOXKHO U3 OTHENbHOM K/IeTKHM IONYYHTs KYILTY Y.
310, B 4acTHOCTH, Oaktepym, obpasylompe GHOIUTeHKM. HekoTopble BH/LI TakKMX Oakrepuit
AB/EOTCA MaToreHamMu. [l Toro, yroOul MOJYYHTH [EHOMBI 3THX OakTepuii, NMPHMEHSIOT
CTPAaTervio «OAHOK/IETOUHOTO» CeKBEHHDOBAHUS, KOTZHA HE3aBHCHMO YHTAeTCA FeHOM KaKIOMH
OTAe/bHOH K/IeTKH. [1pH ceKBeHHMpOBaHMM MacCHBA KJIETOK IIOJIy4YaeTcs oYeHb GO/bILOA MacCHB
UH(OPMALHH, KOTOPLIH MOIBOJIHET, B YACTHOCTH, HCIIPABHTH BO3HHUKAOILME MHCTPYMEHTA/IbHELe
owHOKH, CeKBEHHPOBAHHE Ke OJMHOUYHLIX K/IETOK He TO3BO/IAeT WCIIPAB/IATh TAKHE OLIMGKH.
Oru pegkue olmHOKM He npecTaBnsioT 0coBoit yrpos3s! A4S NIOHMMAHKMA TeHOMA, OITOMY HX
MOXXHO ¥ TIPOIIYCTHTh, HO TaKHe OWMOKM CTaHOBATCA KPHTHYHEIMM TpH cOOpKe TEHOMOB —
MOCKO/IbKY HE IO3BO/AIOT TI0 TOYHOMY TIEPeKpRITHIO 00beAMHWTL OTAeNbHBIE (parMeHTHL

Kpome TOro, HepaBHOMEPHOCTh MOKOPBITHA TAKKE NDHBOAUT K DAY AITOPHTMHYECKHX
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TPYAHOCTeH. PellleHWio MMeHHO 9TOH mpofsiembl — COOPKM IeHOMOB TPH OFHOKIETOUHOM
CEeKBEHMPOBAHMH — W TIOCBALUEHA [epBad 4acCTh Jucceprauud. B pabote, B vacTHoOCTH,
Npej/ioxKeH METOJ[, UTepaTHRHOH COOpKM IeHOMa, KOTODBIH [MO3BOMAET YaCTHYHO PELUHTE
npobseMy HH3KOTO NOKPbrrusa. JApyrof mpobiemoii cOGOpkHM reHoOMOB, B YACTHOCTH COOPKM
TEHOMOB IMPH OfIHOK/IETOYHOM CEKBEHHPOBAHUM — 3T NpobieMa rorTopoB. EC/IH J/IMHA HOBTOpa
NpeBBIIAET  JUIMHY  NPOYTeHHdA, TO TIPUHIMIMAALHO  HEBO3MOXKHO  BOCCTAHOBHTh
MOC/Ie0BAaTeNEHOCTE  TeHoMa. OpHako A1 pellleHus 3T0H  npofieMbl  NpPUMEHSIOT
JOTOJIHHTeNBHEIE 3KCIIEPHMEHTa/bHbIe TPOLeaYPsl — NapHO-KOHIIeBOe uTeHWe ¥ MeToj mate-
pair. [lanHble, MoJiyvaeMble B pesyakTaTe TakKHX 9KCIIEPHMHHTOB, MO3BOJIAIOT BO MHOTOMX
C/Iyvasix paspelmTh [MOBTOPLL B paboTe mpefjioxeH SBpUCTHYECKHI HOAX0J, OCHOBAHHLIH Ha
aHa/lM3e PacCTOAHMA MEXK[Yy NpOYTEHMAMY B [APHO-KOHLIEBRIX M Mate-pair jadHbix. Bee 3mH
TOAXOAR! H A/NTOPHTMBI JIETTIM B OCHOBY IporpaMmel SPAdes. B KOHLe raBbl IpeACTaBsieHk!
pe3ynbrarkl TEeCTHpOBAaHHA anropuTMa SPAdes, xoropele 10  OOMBIIMHCTBY IapaMeTpoOB
:
[OKa3aJM IPeHMMYLIECTBO 10 CPABHEHWKD ¢ JPYTHMH  MeTouamd. HcronbsoBanue
[ePCIeKTHBHEIX TEXHOMOTHE CeKBeHUWPOBAHUA JIMHHBIX NnpouTeHHi (PacBio) B komGMHayuu ¢
coBpeMHHbIME ~ MeToAamMH NGS MMoKasano, YTo OHH TO3BOMAIOT CYILECTBEHHO IOBBICHTH
KauectBO cOopku. TIpu TakuX moAxojaX K CeKBEHMpOBAHWIO pa3paboTaHHas aBTOPOM

nporpamma cbopku rewoma SPAdes TakKe MMOKAa3an0 Hawiydlllee KayecTBO COOPKM IO

BONBIHHCTBY KPUTEPHER.

Bropas uacTh JucCepTaljMy NOCBAIIEHa [APYroil, Ho popcTBeHHOM mnpobneme — c6opka
TpaHCKpUNTOMOoB de-novo. JT1a 33fauya BO3HMKAET TOTA4, KOra MCCNELyeTcs HOBHIH He
CeXBEHUPOBAHHBIH TOJHOCTRI0 OPralUaM, NMO0 B CJIyyasx, KOLAA TPAHCKDPHIITOM HHTEHCHBHO
PeeKTHPYeTCsl, HanpuMmep, A1 HHAY30puid. B 3THX IyuasX IIpUMEHSIOT TeXHOJOTHIO
cekBeHHpoBanus PHK, ms Toro, urobel y3Hath, Kakde reHbl paGoTaloT, MCCIefoBaTh MX
AubhepeHianbHy0 SKCIPECCHI0 W pAla Apyrux GHonormueckux 3agau. Jlas cnyuas, xorga
FeHOM HCC/IeyeMOro OpraHH3Ma M3BeCTeH H He C/THIUKOM NOMuMep§eH NPUMEHAIOTCS MEeTOAbI,
OCHOBaHHLIC Ha KaPTHPOBAHWH [POYTEHMH Ha reHoM. EC/H e reHOM opraHi3Ma He H3BeCTeH,
TO BO3HMKAeT 3a/ja4a COOPKM TPaHCKDUITTOMA 110 MPOYTeHMsM. DTa 3aJada POJCTBEHHA 3a/jaue
cGopkH reHoMa, OJHAKO eCTh CYLIECTBeHHBI® OT/IMuMs. [leo B TOM, uTo, BO-TIEPBEIX, [IOKPLITHE
He pasHOMEPHO, &8 BO-BTOPBIX, B 3YKAPHOTHUECKHMX OrPAHM3MAX eCTh TIPOLIECC CIUiaifcuHra, B
TOM MMC/Ie a/ibTepHATHBHOTO. TecThl I0Kas3elBAIOT, YTO HENOCPEACTBEHHOE HCIIOMbL30BAHME
FeHOMHBIX COODPUIHKOB JAIOT [IOCPEACTBEHHbIE pe3y/brarsl. B AHCCEPTALMY TpefCTaBieH pAaj,

aITOPUTMHYECKMX [PHEMOB, OCHOBAHHBIX Ha aHanu3e rpadoB, KOTOPble MO3BOIMIM




BOCCTEHAR/IHWBATE TPAHCKPHUIITOMEI [MPH Ha/JIHYHWHK ailbTepPHATHBHOI'O CHJIBI‘E"ICHHFH, B YaCTHOCTH

NpY HAIMYMH MHHOPHBLIX M3ohopm. IIpoBefeHO MCTEHCHBHOE TeCTHPOBaHME MpPOrpaMMbI

rnaSPAdes M ToKasaHo, 4TO 1Mo BONBIUMHCTBY KPMTEpPHEB 3Ta MPOTrpaMMa JaeT Haumydlilpe

pe3yabraThbl, B TOM UHC/IEC M Ha crnabo [TOKPBITBIX DeruoHax.

3aMeuaHH,

Xotenock Bbl Gonee noapobGHOrO BReJEHMs, TPEANOJIAraiOLIEr0 MEHbLIMH ypoBeHb
TIPEBAPUTE/ILHLIX 3HAHHHA UMTATEA.

OcHOBHBIE @Bl HAYMHAIOTCA K KDAaTKOTO BBegeHHs. [lpu 3TOoM He faHo veTkod
TpaHMLIbl, [4e KOHYAeTCs BBEAEHHE, a [/ie HaUMHAIOTCA Pe3y/IbTaThl aBTOpa.

IpexcTapieHHbIe aNTOPUTMElI HMEKOT pAJL CylleCTBEHHe orpaHddeHHe NPH TTPHMEeHEeHHH
K 3YKapHoTaM. 3T0 TNOMWMOpP(H3M eHOMAa H JAHIVIOHAHOCTb. EcCiuW y  uesioBeka
noumopgusM cocrasasier 1 samena Ha 1000 nosuupii, TO y HEKOTOPBLIX JPYTHX BHAOE
nonuMopGusM MoXeT pocturar 1 Ha 10 nosuimii, B 3ToMm Cnyqae TIpeCTaBAeHHEIe
aAropUTMB! OY/Y T HCTIBITHIBATE CYilieCTBEHHBIE TPYAHOCTH.

AnroputM COODKH TPaHCKPHIITOBMOB HCNO/B3YIOT TO/IBKO IIPOYTEHMsA, MOMyYeHHbIe B
sKcriepumente. OfHaKo eCTh DOMBIIOA MAaCCHB J@HHBIX O TPAHCKPHIITOMAX APYTHX, B
TOM 4WC/Ie DOACTBEHHBIX, OPraHU3MOB H [I0C/Ie0BATeNILHOCTeH Gesikos. Mcnons3oBaHne
3THX JJaHHBIX MOMET ellfe MOBBICUTE KauecTBo CHOPKH.

Benpurna Support npuUHEMaeT JUCKperHbie 3HaueHWsa (0 wmi 1), OCHOBBIBAACH Ha
pacrpefesieHl  pacCTOSHME € WCMOABL30BAaHUEM 3apaHee OMpeJeNeHHOro [Oopora.
Ipeacraenserca Oosee pasyMHbIM HCTIOMB3OBATH BMECTO 3TOH BenuuuHbl Gaitecomy
OLIeHKY BEPOATHOCTH Iy TH ¥ Ha €@ OCHOBe HaxOAWTh NMyTk. [IpH 9TOM B peayssrare Oyaer
OLiEHEHA eIle K JOCTOBEPHOCTE COODKM, a TAKXKe [JOCTOBEDHOCTh OT/eibHbIX

(pparmerTos c6opki. BripoueM MpH TAKOM TOAXOAE MOKET OKA3AThLCH 3aTPYAHHTENLHBIM
nocTpoeHHe 3 (eKTUBHOrO aNropUTMa.

CTp. 24. Vicnosib3oBaHue (yHKUMH B3BEIIMBAHHUS [JA€T MOUTH BCerfa eAWHCTBEHHBIA

pesynerar, Ho He sCHO, noueMy WCIIOAB30BAHUE (YHKIMH B3BELIABAHUA AT
NIPABH/ILHBIA De3y/LTar.

PefakioHHEIe 3aMeyals,
Crp. 15. A66penuarypa ONT se onpefieneHa

Crp. 19, OtmeueHo Hab/eHKE, YTO A1 OAHOKTETOUHOTO CEKBEHMPOBAHKA OIITUMA/BHBIE
3HayeHHs k paBHbl 21, 33, 55 He 3aBMCHMO OT AMMHBI MPOUTEHHS, Xopouo b1 KMETh X0Th
KaKyH)-TO HHTEDIIPETALHI,

Crp. 22. “ Density(e 1, e 2, d) = 0 npu Expected(e 1, e 2, d) = 0”, Ho Expected(e 1,e 2, d)
CTOMT B 3HaMeHarene!




CjlenaHHble 3aMevaHMA HOCAT PeJAKIMOHHBIA WM JUCKYCCHOHHBIH XapaxTep W He yMajfioT

BKJ1a/] COMCKATe/Isl B PelLIeHHe BOKHON HayuHOH ¥ NPUK/iagHoH 1po6iieMs!.

Oucceprauus TIpxubensckoro AHapes IMMTpHEBHYa Ha TeMmy: «AJropuIMBbL Ana cOopxu
TEHOMOB M TpPAHCKPHIITOMOB» COOTBETCTBYET/HE COOTBETCTBYeT OCHOBHEIM TpeOOBaHMAM,
ycraHoRAeHHsIM [pukazom ot 01.09.2016 Ne 6821/1 «O nopsjgke NpHCYXREHWUS YUEHBIX
crerteneli B CaHkr-IleTepfyprckoM  rocyjapcTBeHHOM — YHUBEPCHTETe»,  COMCKATeNb
[Tpxubenbckuii Angped [IMATpHEBWY 3aC/Iy’KHBAET NMPHCYKAEHHS YUeHOH CTeleHH KaHjujara
(H3UKO-MaTeMaTHUeCKMX HayK no crneruanbHocTH 03.01.09 “Maremarnueckas 6uonmorss,

bronHdopmaruka”. ITyHKT 11 ykasarHoro [Topsagka JUCCEPTaHTOM He HapyIileH.

UiteH fUCCepPTANMOHHOIO COBETA

Jdoxrop fnonorivuecknx Hayk, kaHgugar ¢us.-mar. Hayxk, ‘
npodeccop, npodeccop PaxynbTera BHOMHKeHePHU W

BuouHbopMariky MTY um, M. B.JIoMoHOCORa ‘//Z/ A.A MupoHoB
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