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BWA-MEM Lt 3¢

# BR5| (=R

bwa index reference.fa

# LEX (B HEA)
bwa mem -t 8 -R "@RG\tID:samplel\tSM:samplel\tPL:ILLUMINA" \
reference.fa samplel Rl.fqg.gz samplel R2.fq.gz \

| samtools sort -@ 4 -o samplel.sorted.bam

samtools index samplel.sorted.bam

-rR SE0 read group 158, GATK FEELSBALTE,

E“EE + BQSR

# #7ic PCR BE
gatk MarkDuplicates \
-I samplel.sorted.bam \
-0 samplel.dedup.bam \
-M samplel.dedup metrics.txt

# Base Quality Score Recalibration
gatk BaseRecalibrator \
-R reference.fa \
-I samplel.dedup.bam \
--known-sites dbsnp.vcf.gz \
--known-sites mills_indels.vcf.gz \

-0 samplel.recal_ table

gatk ApplyBQOSR \
-R reference.fa \
-I samplel.dedup.bam \
--bgsr-recal-file samplel.recal_ table \

-0 samplel.recal.bam
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HaplotypeCaller (FRZTR

# BHEREN (W gver)
gatk HaplotypeCaller \
-R reference.fa \
-I samplel.recal.bam \
-0 samplel.g.vcf.gz \
-ERC GVCF

# SEFHKE DR
gatk CombineGVCFs -R reference.fa \
-V samplel.g.vcf.gz -V sample2.g.vcf.gz \

-0 cohort.g.vcf.gz

gatk GenotypeGVCFs -R reference.fa \
-V cohort.g.vcf.gz \

-0 cohort.vcf.gz

Mutect2 ({FHRETER

gatk Mutect2 \
-R reference.fa \
-I tumor.recal.bam \
-I normal.recal.bam \
-normal normal_ sample \
--germline-resource gnomad.vcf.gz \

-0 somatic_unfiltered.vcf.gz

gatk FilterMutectCalls \
-R reference.fa \
-V somatic_unfiltered.vcf.gz \

-0 somatic_filtered.vcf.gz

k&I R
Fog tEARXEGLBE S . HER nf-core/sarek:

nextflow run nf-core/sarek \
--input samplesheet.csv \
--genome GRCh38 \
--tools mutect2,haplotypecaller \

--outdir results/

V]
dif
N

iR

e BWA Fii
e GATK Best Practices

e nf-core/sarek

e DeepVariant
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https://bio-bwa.sourceforge.net/
https://gatk.broadinstitute.org/
https://nf-co.re/sarek
https://github.com/google/deepvariant
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