BxoaHble gaHHble: bam-dainn lonXpress_012 R 2013 03 23 04_40 32 _user_SN2-16-
AmpliSeq_318 Auto_user_SN2-16-AmpliSeq_318 51.bam

C KapPTMPOBAHHbLIMW YTEHUAMM (OTCOPTUPOBAHHBIN N €CTb MHAEKC bai)

OTKpoem IGV, Bbibupaem opraHmam (Genome/Load genome from server, hg19)
MepexoayM B KaKON-HMOYAb FeH: MPOCTO NevyaTaeM Ha3BaHWE B NOUCKe

Jenaem zoom in B 3K30H, CMOTPUM, YTO BCE HOPMaJIbHO.

Craumaem pedepeHc (Hanpumep,
http://hgdownload.cse.ucsc.edu/goldenpath/hg19/chromosomes/chr9.fa.gz)
PacnakosbiBaem: gunzip chr9.fa.gz

Jdenaem nHgekc ana pedpepeHca: samtools faidx chr9.fa

Jenaem pile up: samtools mpileup -uf chr9.fa

IonXpress 012 R 2013 03 23 04 40 32 user SN2-16-

AmpliSeq 318 Auto user SN2-16-AmpliSeqg 318 51.bam > chr9.bcf
KaK BapmaHT, MOXKHO 3anycTuTb mpileup TonbKo Ha reHe TSC1, yKasaB onumio -r: samtools
mpileup -uf chr9.fa -r chr9:135,764,735-135,822,020

IonXpress 012 R 2013 03 23 04 40 32 user SN2-16-

AmpliSeq_gl 8_Xugo_usgr_§N2jl 6tAm;ligeq_3I8_5l .bam > chr9.x.bcf
CKoHBepTupyem pesynabtaTt B vcf: bcftools view -cvg chr9.x.bcf > chr9.x.vcf
[ns Bcelt xpomocombl: bcftools view -cvg chr9.bcf > chr9.vcef
Bblbupaem TonbKo cTpoukm c chr9: grep chr9 chr9.vef > chr9.gr.vcef
CmoTpum Ha vcf daiin, Konupyem KoopgmHaTbl B IGV.

KoHBepTupyem BapuaHTbl B dopmaT aHHOBapa: . /annovar/convert2annovar.pl -
format vcf4 chr9.gr.vcf > chr9.annovar

CkaumBaem 6a3y hgl9 gns aHHoBapa: . /annovar/annotate variation.pl -
buildver hgl9 -downdb refGene humandb/ -

3anyckaem aHHOBap: . /annovar/annotate variation.pl -build hgl?9
./chr9.annovar humandb B

OTtdunnbTpoBaTh BapmaLmum

CMOTpUM Ha dalin c aHHOTUPOBAHHbIMM Bapuaumammn: less -S
chr9.annovar.variant function



