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Работа на кластере

Заходим на kodomo

2



Работа на кластере

Заходим на узел calc

Используем свой пароль от kodomo
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Работа на кластере

Идем в рабочую директорию

Здесь есть папка DATA с нашими данными

ТУТ нужно создать свою директорию и работать только в ней!
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Поиск вариантов

.bam

.gvcf

.vcf

.filt.vcf
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Таргет

Construction protocol: Genomic DNA was extracted using the DNeasy Blood and 

Tissue kit (Qiagen) according to the manufacturer's protocol. All the exon genes 

were captured using a SureSelectXT Human All Exon kit v3 (Agilent) according to 

the SureSelectXT Target Enrichment for Illumina Paired-End Multiplexed 

Sequencing Protocol 1.1.1. Enriched libraries were sequenced using Illumina 

Genome Analyzer IIx. whole-exome sequencing
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bam -> gvcf

gatk3 -T HaplotypeCaller
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bam -> gvcf

gatk3 -T HaplotypeCaller
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gvcf -> vcf

gatk3 -T GenotypeGVCFs
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gvcf -> vcf

gatk3 -T GenotypeGVCFs
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Vcf filtration

gatk3 -T SelectVariants

https://gatk.broadinstitute.org/hc/en-us/articles/360035531112--How-to-Filter-

variants-either-with-VQSR-or-by-hard-filtering

11



Объединение snp + indel

bcftools

http://samtools.github.io/bcftools/bcftools.html
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?Аннотация?

ANNOVAR
https://doc-openbio.readthedocs.io/projects/annovar/en/latest/

refgene

dbsnp

1000 genomes 

GWAS

Clinvar

Далее – клиническая интерпретация
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Bedtools

http://bedtools.readthedocs.io/en/latest/index.html

https://media.readthedocs.org/pdf/bedtools/latest/bedtools.pdf

Очень хороший инструмент для работы с геномными 

интервалами

Более 35 опций + параметры
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http://bedtools.readthedocs.io/en/latest/index.html
https://media.readthedocs.org/pdf/bedtools/latest/bedtools.pdf


Bamtobed
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Bamtofastq
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Bedtobam
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Getfasta

18



Maskfasta
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Maskfasta
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Flank
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Slop
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Shift

23



Complement
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Subtract
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Merge
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Cluster
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Intersect
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Window
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Random
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Shuffle
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Coverage
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Genomecov
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Genomecov
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Genomecov
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Genomecov
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Jaccard
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Makewindows

hg19.txt:

chr1    249250621

chr2    243199373

...

chr18_gl000207_random   4262

bedtools makewindows -g hg19.txt -w 

1000000

chr1 0 1000000

chr1 1000000 2000000

chr1 2000000 3000000

chr1 3000000 4000000

chr1 4000000 5000000
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Sort
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И это всё еще далеко не всё …
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