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PepnakTtnpoBaHue B RNA-seq

AG = pepakTupoBaHue + TexHuU4ecknn wym + SNPs
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CylwecTByoLime nogxoabl

@ REDITools

@ RED

@ GIREMI

@ OunbTpaumsa No PpPakuMnN/MoKpbITUIO/KA4YeCTBY...

@ Ncnonb3oBaHme DNA-seq nam HeCKOJIbKUX pernnk
ans otbopa canTos

LWyknHa U.A. Mouck canToB pegakTmpoBaHua PHK



REDITools denovo

MpuHuMn paboTsbl:

©@ OueHuBaeT BEpPOSATHOCTb 3aMeHbl Ka)4oro Tuna
Mo BCEMY 3KCNEPUMEHTY
. — _Ng
HO . pAG - nG+nA
Hi:pag < g8

© TouHbIV TecT Pulepa ANA KaXKA0N No3nLun
© [lMonpaBka Ha MHOXKECTBEHHOE TeCTUPOBaHME
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Llenb n 3apaym npoekTa

Lenb: pa3paboTaTb MeTOA NOMCKa CanToB
penakTuposaHua PHK B naHHbIX RNA-seq

3apayu:

© V3yunTb 1 MOANDULMPOBATL CYLLECTBYIOLLNIA
anroputM REDITools denovo

MpumMmeHNTbL 6anecoBCKMN NoAxon K uabTpaunmn
TEeXHNYeCKOro wyma

(2]
© Pa3zpaboTaTb anropuT™m ans punbTpauumnm SNP
o

CpaBHUTbL Moagxo4bl C aHaJloraMn 1 NPon3BecTHr
oTtbop
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Moaudgukaumnsa REDITools

@ 3HaeM, 4YTO peaKTUPOBaHUNIO COOTBETCTBYET
TOJIbKO 3aMeHa Tuna AG. OcCTaslbHble TUMbI - LWYM,
Oynem oueHnBaTb BEPOATHOCTU OLLINOKKM TONIBKO NO
HUM

@ [JONOSIHNTENbHbIN TEeCT Ana punbTpaumn
rOMO3UroTHbIX SNPs (opurnHanbHbIN MeTo HUKAK
He 3aTparuBaeT 3Ty npobnemy).
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BanecoBckun noaoxon

© OueHuM no wymy anpuopHoe pacrnpeneneHue
ppakumnmn
Pac ~ B(ao, o)
© [na Bcex canToB Tuna AG HangéM anocTepnopHoe
pacnpegneneHune
Pag | na,ng ~ B(ag + ng, fo + na)
© OueHuM BEpPOSATHOCTb
P[pac [na,ng < thr]
© YcTaHoBMM FDR 1 0TGEpEM caliTbl B COOTBETCTBUM
C HUM

HaHHbIN MeToa no3BonseT N3baBUTbLCS OT TEXHUYECKO-
ro wyma
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dunbTpaumnsa SNP
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dunbTpaumnsa SNP

MeTonAbl:

@ dunbTpaums NpoTuBe
dbSNP — 6a3bl BCcex
BCTpevatowmxca SNP
(n36bITO4YHO)

@ Cmogenupyem cMecb
pacnpeneneHnn (EM
anropuTM) N yganumm
nosvumm, n3
“SNP-KOMMNOHEHTHLI”

CpaBHeHWe MeTo0B BblaeneHus SNP
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CpaBHeHMe MeTon0B

B ponn baseline-meToaa ncnonb3oBaH 6GMHOMMANbHbIN
TecT

HaHHble:
@ GM12878 — poctoBepHO n3BecTHbl SNP

@ ICE-seq — akcnepuMMeHTasbHbIA NPOTOKO ANSA
nomncka canToB pefakTupoBaHus. CywiecTsyeT
OOWH paTaceT ¢ HabopoM (He NOoJIHbIM)
NOATBEPXKAEHHbLIX CAauTOB pefaKTUPOBaHUS.
CanTbl pa3buTbl Ha NOArpynMnbl B 3aBUCUMOCTU OT
CTeneHn BananpPoBaHHOCTMU.
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Mony4yaeMmble pacripeneneHns dpakuuii

Oxmpaemblid B, pacnpegeneHus Baiiecosckmnii noaxon
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CpaBHeHMe MeTon0B

ROC-kpvBas no ICE-seq MpoueHT HaaeHHbIx cainTos ICE
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CpaBHeHMe MeTon0B

CpaBHEHME NPON3BOANTENBHOCTN METOO0B
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HononHnTeNnbHble BO3MOXHOCTW

MOMMMO OCHOBHOIO asiroOpMTMa peajin30BaHbI:
@ BO3MOXXHOCTb huabTpaLmn n onpepeseHme
CTpeHAa C MOMOLLbI0 aHHOTaLMN reHoMa
@ MeTpuKa ANS PaHXXUPOBaHNA CAauTOB Ha OCHOBE
knn (3Ha4yumoe pasnuydune ona TP cantos ICE:
p <22-10716)
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Pe3ynbTaThl

@ MOANMNLNPOBAHBbI OLLEHKa BEPOATHOCTU U
dunnbTpauna SNP B cywecTBytowemM aaropntme
REDITools

@ npumeHeHne 6anecoBCcKOro nogxona Aasao
OLLYTMMOE yNy4dlleHne pe3ynbTaToB (huibTpaLmn
TEeXHNYeCKOro wyma

@ paspaboTaH anropuTtm gna dunbTpaunm SNP Ha
ocHoBe 6a3bl dbSNP 1 pazgeneHns no3muun no
hpakumam

@ Ha ocHoBe 0TOb6paHHbIX METOL0B peasim30BaH
nanmnnanH ans HaxoXaeHnsa canTos
pefakTupoBaHua B gaHHbIX RNA-seq
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CpaBHeHMe MeTon0B

Hona SNP B HaiaeHHbIX cairTax

BaiiecoBckuii
noaxon
6UHOMNANbHbII
TecT

REDITools

moaudonkaums
REDITools

%SNP
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