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You have a variant calling pipeline

wi-variantcall.cwl

get_parallel_regions

https://github.com/bcbio/bcbio-nextgen
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s it good? How good? What data types?

GATK4, human build hg38

SNPs: HaplotypeCaller
MAZ4631 (HiSeq 2500) TF: 196014 FN- 125 FP: 1955
MNAZ24385 (x10 + 10x) TP: 200226 FM: 731 FP: 31612
NA12878 (NovaSeq) TP 197743 FN: 1010 FP:6531
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/bcbio_validations/tree/master/gatk4
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Does it work on my difficult samples?

Somatic tumor-only FFPE

SNPs: Low frequency RAS combined

vardict TP: 202 FN: 95 FP: 156
pisces TP: 210 FN: 103 FP: 257
freebayes TP: 221 FN: 97 FP: 640
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https://github.com/bcbio/bebio_validations/tree/master/somatic-lowfreq
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Can | use it to improve callers?

DeepVariant: CHM haploid diploid
SNPs: CHM1_CHM13

Strelka2 TP: 222267 FN: 6061 FP: 1655

GATKA soft filter TP: 220511 FN: TB17 FP: 2028

HeeBayes TP: 223974 FN: 4354 FP. 3774

DeepVariant 0 6 TP: 223248 FN: 5080 FP: 2254
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https://github.com/bcbio/becbio_validations/tree/master/deepvariant
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Will it run correctly on my platform?

m Local machines and HPC: Cromwell, Toil
m AWS, GCP, Azure

m Arvados

m DNAnexus

m SevenBridges

http://bcbio-nextgen.readthedocs.io/en/latest/
contents/cwl.html
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Automated validations for everything

m Workflows

https://github.com/bcbio/becbio_validation_workflows

m Analyses

https://github.com/bcbio/becbio_validations

m Join the community: GiaB, GA4GH, NIH

Data Commons
https://github.com/bcbio/bcbio-nextgen
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