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Quality Control  
 
The quality control was performed by VCFProcessor (Ludwig, Marenne, & Génin, 2020) using the 
QC1078 setting. This involved the application of various criteria detailed below. 
 
Genotypes were set to missing when: 
 

 Depth (DP) < 10 

 Genotype Quality (GQ) < 20 
 
Subsequently, variants were excluded (for all individuals) using the following criteria for various 
summary statistics (measured across all samples) generated by GATK v.3.8 (DePristo et al., 2011).  
 

 Allele Balance for Heterozygous calls (ABHet) oustide of the range [0.25,0.75] 

 Quality-By-Depth < 2 

 MQRankSum < -12.5 (Z-score from Wilcoxon rank sum test of Alt vs. Ref read mapping 
qualities) 

 Mapping Quality (MQ) < 40 for SNPs or < 10 for INDELS. 

 Strand Bias odds ratio > 3 for SNPs or > 10 for INDELS 

 Fisher’s exact test for strand bias (phred scaled p-value) > 60 for SNPs or > 200 for INDELS 

 HQRatio < 0.8 

 Inbreeding Coefficient (estimated) < -0.8 

 Callrate < 0.9 
 

 
 
 
 
 
 



 
 

Supplementary Figure 1  
Summary statistics relating to the quality of genomic data from blood (red) and saliva (blue). 
From top left and going clockwise: Number of variants called in single sample VCFs, mean 
GQ (Genotype Quality), mean read depth (DP), mean read quality measured from bam files, 
estimated read error rates estimated from bam files, and mean length of read inserts 
(distance between the two paired reads). Statistics were calculated using the GATK 
Haplotype Caller v.3.8 (DePristo et al., 2011) and samtools (Li et al., 2009). 

 



 

Supplementary Figure 2 
Percentage of variants identified in both saliva and blood. Overlap of variant calls and 
concordance of genotypes for overlapping variants are presented respectively on the left 
and right, respectively. One statistic is calculated per individual and then boxplots are 
constructed across the 39 individuals in the study. Results presented are for all variants, 
Single Nucleotide Polymorphisms (SNPs), and Insertions/Deletions (INDELs). 
 



 

Supplementary Figure 3 
Equivalent to Figure 1(b) in the main text but for all 22 autosomal chromosomes. 
GiaB – Genome in a Bottle, a project which established lists of genomic regions that are commonly sequenced with either High or Low 
confidence. 
QC – Quality control, the last panel is based on data after the application of quality control thresholds. 



 
 
Supplementary Figure 4  
For each individual in the study, the number of total reads before and after quality control 
as well as number of non-human reads (used for the analysis of salivary microbiomes) are 
presented. 
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Supplementary Figure 5 
Recruitment of individuals in to the GAZEL-ADN pilot project. 
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