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7 . Variant allele frequencies
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NGSCheckMate is a software package for identifying next generation sequencing (NGS) data ( > 1‘@ Fﬁ{% %& ‘EIZIIJ = ,a_
files from the same individual. It analyzes various types of NGS data files including (but not VAF 0) eSS T A—E—
limited to) whole genome sequencing (WGS), whole exome sequencing (WES), RNA-seq, % % Cf

/

ChlP-seq, and targeted sequencing of various depths. Data types can be mixed (e.g. WES and
RNA-seq, or RNA-seq and ChIP-seq). It takes BAM (reads aligned to the genome), VCF
(variants) or FASTQ (unaligned reads) files as input. NGSCheckMate uses depth-dependent
correlation models of allele fractions of known single-nucleotide polymorphisms (SNPs) to
identify samples from the same individual. Our alignment-free module is fast (e.g., less than
one minute for RNA-seq using a single core) and we recommend it for a quick initial quality
check, before pooling / aligning sequenced reads. The BAM and VCF modules can be used
after the alignment and variant calling steps, respectively, to ensure correct sample

annotation before further downstream analysis. Currently, it works only for human data.

[ HH B8] https://github.com/parklab/NGSCheckMate
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1 13.4% 34.7x 55.6% 4.7x 79.5%
2 34.0% 30.7x 59.5% 10.4x 59.2%
3 36.4% 106.8x 78.9% 38.9x 42.2%
4 36.4% 176.3x 77.8% 64.2x 43.0%
5 36.6% 180.5x 78.7% 66.0x 42.0%
6 36.6% 63.4x 77.7% 23.2x 42.9%
7 36.7% 102.4x 78.3% 37.6x 42.2%
8 36.8% 149.9x 78.9% 55.2x 41.6%
9 36.9% 62.0x 78.6% 22.9x 41.6%
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NGSCheckMate B TFEFE

NGSCheckMate & LN D Y —Jb
Z FA\UN, Normal & Tumor T[]
—DEEIBFENT-T—XK
& D &, Variant allele

| o | | frequencies (VAF) D FEE{% %K
e o s ol Hamesen ot s ot 4G5 e s e oot | CHITE T B F iR

limited to) whole genome sequencing (WGS), whole exome sequencing (WES), RNA-seq,

ool
jooin-

ChlP-seq, and targeted sequencing of various depths. Data types can be mixed (e.g. WES and
RNA-seq, or RNA-seq and ChIP-seq). It takes BAM (reads aligned to the genome), VCF
(variants) or FASTQ (unaligned reads) files as input. NGSCheckMate uses depth-dependent
correlation models of allele fractions of known single-nucleotide polymorphisms (SNPs) to
identify samples from the same individual. Our alignment-free module is fast (e.g., less than
one minute for RNA-seq using a single core) and we recommend it for a quick initial quality
check, before pooling / aligning sequenced reads. The BAM and VCF modules can be used

after the alignment and variant calling steps, respectively, to ensure correct sample

annotation before further downstream analysis. Currently, it works only for human data.

[ HH B8] https://github.com/parklab/NGSCheckMate
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