[bookmark: _3fwokq0]Supplementary Data 1: Resources used
	Resource
	Source
	Identifier

	TruSeq Nano DNA HT library
	Illumina
	

	HiSeq X clustering and sequencing reagents
	Illumina
	v2.5

	Human reference genome, 1000 Genomes Project phase 3 build 37 with decoy
	1000 Genomes Project
	ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/technical/reference/human_g1k_v37.fasta.gz

	ΦX174 genome
	NCBI RefSeq 
	NC_001422.1

	Consensus CDS coding regions, accessed 21 Nov 2017
	UCSC browser table ccdsGene
	https://genome.ucsc.edu/cgi-bin/hgTables

	Repetitive regions, last updated 27 April 2009
	UCSC annotations database
	http://hgdownload.soe.ucsc.edu/goldenPath/hg19/database/rmsk.txt.gz

	ENCODE excludable regions, DAC, last updated 5 May 2011
	UCSC browser table wgEncodeDacMapabilityConsensusExcludable
	http://hgdownload.soe.ucsc.edu/goldenPath/hg19/database/wgEncodeDacMapabilityConsensusExcludable.txt.gz

	ENCODE excludable regions, Duke, last updated 29 March 2011
	UCSC browser table wgEncodeDukeMapabilityRegionsExcludable
	http://hgdownload.soe.ucsc.edu/goldenPath/hg19/database/wgEncodeDukeMapabilityRegionsExcludable.txt.gz

	Poor alignment or uniqueness, CRG, last updated 27 April 2010
	UCSC browser table wgEncodeCrgMapabilityAlign100mer score < 1
	https://genome.ucsc.edu/cgi-bin/hgTables

	Poor alignment or uniqueness, Duke, last updated 12 May 2011
	UCSC browser table wgEncodeDukeMapabilityUniqueness35bp score < 1
	https://genome.ucsc.edu/cgi-bin/hgTables

	Infinium QC Array 24 1.0 loci
	Illumina
	https://support.illumina.com/downloads/infinium-qc-array-24-v1-0-support-files.html

	GiaB HG001 high-confidence regions 3.3.2
	1
	ftp://ftp-trace.ncbi.nlm.nih.gov/giab/ftp/release/NA12878_HG001/latest/GRCh37/HG001_GRCh37_GIAB_highconf_CG-IllFB-IllGATKHC-Ion-10X-SOLID_CHROM1-X_v.3.3.2_highconf_nosomaticdel.bed

	1000 Genomes Project phase 3 genotypes, released 2 May 2013
	2
	ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/release/20130502/

	Haplotype reference consortium allele frequencies, 1-1
	3
	

	GnomAD allele frequencies 2.0.1
	
	http://gnomad.broadinstitute.org/

	dbSNP 150
	4
	http://www.haplotype-reference-consortium.org/

	ClinVar, downloaded 9 September 2017
	5
	https://www.ncbi.nlm.nih.gov/clinvar/

	CATO 1.1
	6
	http://www.mauranolab.org/CATO/

	Eigen coding 1.1 (9 May 2016)
	7
	http://www.columbia.edu/~ii2135/eigen.html

	COSMIC Cancer Gene Census, downloaded 26 April 2018
	
	http://www.sanger.ac.uk/science/data/cancer-gene-census

	UK Biobank
	8
	https://www.ukbiobank.ac.uk/

	BWA 0.7.15
	 
	https://github.com/lh3/bwa

	biobambam2 2.0.65-release-20161130121735
	 9
	https://github.com/gt1/biobambam2

	samtools 1.5
	 10
	https://github.com/samtools

	mdust commit 3e3fed8 
	 
	https://github.com/lh3/mdust

	GATK 3.7.0-gcfedb67
	11
	https://software.broadinstitute.org/gatk/

	vt 0.5722-60f436c3
	12
	https://github.com/atks/vt

	Hail 0.1-0320a61
	13
	https://github.com/hail-is/hail

	VEP 90-3fcc9dd
	14
	https://github.com/Ensembl/ensembl-vep

	TelSeq 0.0.1-be185ec
	15
	https://github.com/zd1/telseq, tagged release 0.0.1, commit be185ec, downloaded Feb 8, 2017

	GRIDSS 1.4.1
	16
	https://github.com/PapenfussLab/gridss, version 1.4.1 

	FreeBayes 1.1.0-54-g49413aa
	
	https://github.com/ekg/freebayes, version 1.4.1

	R 3.5.0
	17
	https://www.r-project.org/

	GENESIS 2.8.0
	18
	https://bioconductor.org/packages/release/bioc/html/GENESIS.html

	SNPrelate 1.12.1
	19
	https://bioconductor.org/packages/release/bioc/html/SNPRelate.html

	mclust 5.3
	20
	https://cran.r-project.org/web/packages/mclust/index.html

	mgcv 1.8-17
	21
	https://cran.r-project.org/web/packages/mgcv/index.html

	SomaticSignatures 2.16.0
	22 
	https://bioconductor.org/packages/release/bioc/html/SomaticSignatures.html

	NCI LDLink
	(Machiela and Chanock 2015)
	https://ldlink.nci.nih.gov/
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