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1. Haznauenue u 00/1a¢Th IPUMEHEHHSI
Hacrosiias ﬂ‘dﬁOp‘d’l'OpHaH MECTOAHKA npejHasHa4dcHa JUTA IpOBE/ICHHS

GHOMH(OPMATHUECKOTO aHAIN3A TPAHCKPHUITTOMHOTO NPO(UIMPOBAHHs 3yKapHOT.

2. MlpyHuun MeToIUKH
Metojnka OCHOBAHA Ha T10JICHETE PHJIOB, KAPTHPOBAHHBIX HA KaXblil ren B oOpasie u

JanipHeiimeii onenke auddepeHIMaIbHOR IKCTIPECCHH TEHOB MEK/1Y HCCIeyeMbIMH 00pa3iaMu.

3. OGopy1oBaHHEe U MATEPHAIBL.
3.1.060pynopanue jList OHONHPOPMATHYECKOT0 AHAIN3A TPAHCKPUIITOMHBIX JAHHBIX

3.1.1. BpruucadrenbHbli Kiactep Supermicro

9

1.2, TlepcoHalibHBIH KOMIIBIOTED

3.2. MarepuaJibl
3.2.1 Puasl ¢ BbIcOKOnpou3BoauTensHoro cexpenaropa SOLID xI 5500 Wildfire (Life
Technologies, CIIA)  mmmHO# 50 HYKJICOTHIOB WM PHIBI € BBICOKOINPOU3BOIUTEIBLHOTO
cexsenatopa lon Proton (Life Technologies, CIIIA) anunoii 1o 200 HyKI€OTHIOB.
3.2.2  PedepencHblii reHoM uceieyemoro opranusma ((aitn B popmare fasta).

3.2.3 AHHOTALMS FEHOB HceeayemMoro oprannsma (daitn B popmare gtf nnm gff).

4. Meroauka npope/ieHust 0HONH(POPMATHYECKOT0 AHAIN3A TPAHCKPHIITOMHBIX IAHHBIX
IWKAPHOT
4.1 Onenka kavecrsa H GUABTPAIMSA HCXO/AHBIX PHI0B
OLEHKY KAauecTBa MCXOAHBIX PHIOB TPOBOMIN ¢ nomolibio nporpammbl FastQC [1]. Ha

pucyHke | npe/icTaBICH OTHYET JaHHOH [IPOTrPaMMBbI.

Quality scores acrass all bases (Sanger / llumina 1.9 encoding)
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Puc. 1. Oruer o kadecTBe pujioB, nporpamma FastQC.



JUtst pUoB, MojydeHbix ¢ cexpeHaropa SOLID 5500, kauecTBO Ka)K/10ro HYKJICOTHIa B
KakKJIOM pHIE CUMTACTCS NPUEMJICMbIM, €CJIH OHO Gonpime 20. Jlis lon Proton - Gonbme 14.
KauecTBO HYK/ICOTHIOB HEH30EKHO CHHIKACTCS K KOHIY puia, MO3TOMY HeoOXxo Mo 00pe3arth
PHJIBI 10 TAKOH JUIMHbL, YTOOBI KayecTBO HYKJIEOTHIIOB ObUT0 npuemiieMbiM. Jlas TpUMMHHTA

ucnosb3oBazachk nporpamma FastX [2].

4.2 Boipapuusanue Ha pedepeHcHblii reHoM, aHHoTalus

B ciyuyae amanmsa jaHHbIX ¢ cekBeHatopa SOLID 5500 juis BLIpABHUBaHMs PHJIOB HA
pehepeHCHBIH TEHOM HCCIIEYEMOro OpraHi3Ma, aHHOTAllH HallJICHHBIX TPAHCKPUIITOB, MOJICYETA
PHIOB, OTKAPTHPOBAHHBIX HA KaXIbI TPAHCKPHIIT, MOMCKA HOBBIX TPAHCKPHIITOB mbo u3odopm
uenosp3oBaiack nporpamma LifeScope (v2.5.1).

Jlng ananmsa ganHbix ¢ lon Proton juist BbIpaBHWBAHMS PHJIOB Ha pedepeHCHBIH TeHOM
uenonpiosatach nporpamva BowTie [3] [4] u naacrpoiika TopHat [S] [6]; juist anHOTaumu
MOJICYETa PUJIOB, OTKAPTUPOBAHHBIX HA Ka/Ibll TPAHCKPHIIT, W TMOUCKA HOBBIX TPAHCKPHIITOB H

usoopm ucnonbzopasics naxker nporpamm Cufflinks [6].

4.3 Hopmasimsauust u onenka auddepennainnoii skenpeccny

HopManuszalusi — NpUBEICHHE 3HAYEHHs YPOBHs OKCIIPECCHH KajOro TpaHCKpHrTa K
YCJIOBHOM  €/IMHMLE, KOTOPAs YUMTBLIBAET HE TONBKO UHCIO  PHIOB, OTKAPTHPOBAHHBIX HA
TPAHCKPHUIT, HO M JUIHHY TPAHCKPUIITA, U 00LIee HHCII0 PHIIOB.

Jltd  aHaiM3a  JaHHBIX € CEKBEHATOpa SOLID 5500 HopMayiM3alMio W OUCHKY
nuddepermuanbHOi HKCIPECCHH TIPOBOJMIM B Cpe/Ie R ¢ ucnosnszosanuem nakera EdgeR [7].
Takke ¢ TOMOIIBIO HTOrO MAKETa BU3YAIH3MPOBAIM MOJTyUeHHbIe JanHbie. B ciaydae ¢ Ion Proton
JUIs HOPMANM3allud M OLEHKH JH(pepeHiuanbHoi SKCIpeccui UCMob30Ball TAKET MPOrpamMm
Cufflinks [6]. st BU3yaIM3aiMy pe3yabTaToOB aHaIM3a HCIOJL30BAIM TTAKET CummeRbund [8] B

cpene R.
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