Supplementary Tables
Supplementary Table 1. List of terminologies and respective definitions
	Terminology
	Definition

	Total TP
	Total true positives. Number of variants in the query set that were also in the truth set.

	Total FN
	Total false negatives. Number of variants in the truth set that were not found in the query set.

	Total FP
	Total false positives. Number of variants in the query set that were not found in the truth set.

	SNV TP
	SNV true positives. Number of single-nucleotide variants in the query set that were also in the truth set.

	SNV FN
	SNV false negatives. Number of single-nucleotide variants in the truth set that were not found in the query set.

	SNV FP
	SNV false positives. Number of single-nucleotide variants in the query set that were not found in the truth set.

	Indel TP
	Indel true positives. Number of insertions / deletions in the query set that were also in the truth set.

	Indel FN
	Indel false negatives. Number of insertions / deletions in the truth set that were not found in the query set.

	Indel FP
	Indel false positives. Number of insertions / deletions in the query set that were not found in the truth set.

	SNV Precision
	Fraction of single-nucleotide variants in the query set that were found in the truth set. Computed as TP/(TP+FN)

	SNV Recall
	Fraction of single-nucleotide variants in the truth set that were found in the query set. Computed as TP/(TP+FP)

	SNV F1
	The F1 score (harmonic mean of Precision and Recall) for single-nucleotide variants

	SNV Non-assessed
	Represents the fraction of single-nucleotide variants in the query set that are located outside of the high confidence regions defined for each gold standard.

	Indel Precision
	Fraction of single-nucleotide variants in the query set that were found in the truth set. Computed as TP/(TP+FN)

	Indel Recall
	Fraction of single-nucleotide variants in the truth set that were found in the query set. Computed as TP/(TP+FP)

	Indel F1
	The F1 score (harmonic mean of Precision and Recall) for insertions / deletions

	Indel Non-assessed
	Represents the fraction of insertions / deletions in the query set that are located outside of the high confidence regions defined for each gold standard.





Supplementary Table 2. Number of variant calling software variants compared against gold standard truth set variants
	Sample
	SRA
Accession
	Software/
Platform
	Variant caller
	Total
TP
	Total
FP
	Total
FN
	SNV
TP
	SNV
FP
	SNV
FN
	Indel
TP
	Indel
FP
	Indel
FN

	HG001
	ERR1905890
	Illumina
	DRAGEN
	39,699
	103
	166
	37,118
	48
	104
	2,581
	55
	62

	
	
	CLC
	Unknown
	39,356
	792
	509
	36,936
	468
	286
	2,420
	324
	223

	
	
	Partek
	GATK
	39,438
	1,225
	427
	36,935
	809
	287
	2,503
	416
	140

	
	
	
	Freebayes +
Samtools
	39,383
	2,538
	482
	36,933
	1,443
	289
	2,450
	1,095
	193

	
	
	Varsome
	GATK
	39,433
	716
	432
	36,926
	533
	296
	2,507
	183
	136

	HG002
	SRR2962669
	Illumina
	DRAGEN
	40,948
	127
	368
	38,151
	48
	256
	2,797
	79
	112

	
	
	CLC
	Unknown
	40,636
	751
	680
	37,958
	515
	449
	2,678
	236
	231

	
	
	Partek
	GATK
	40,694
	1,209
	622
	37,971
	805
	436
	2,723
	404
	186

	
	
	
	Freebayes +
Samtools
	40,621
	3,387
	695
	37,961
	1,378
	446
	2,660
	2,009
	249

	
	
	Varsome
	GATK
	40,526
	886
	790
	37,854
	732
	553
	2672
	154
	237

	HG003
	SRR2962692
	Illumina
	DRAGEN
	40,410
	125
	322
	37,777
	30
	224
	2,633
	95
	98

	
	
	CLC
	Unknown
	40,135
	780
	597
	37,592
	553
	409
	2,543
	227
	188

	
	
	Partek
	GATK
	40,098
	1,305
	634
	37,562
	843
	439
	2,536
	462
	195

	
	
	
	Freebayes +
Samtools
	40,077
	3,430
	655
	37,579
	1,424
	422
	2,498
	2,006
	233

	
	
	Varsome
	GATK
	39,870
	927
	862
	37,399
	770
	602
	2471
	157
	260


Abbreviations: TP, true positive; FP, false positive; FN, false negative; SNV, short nucleotide variant; Indel, insertion/deletion

