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G e W N

In the original publication [1], there was a mistake in Figure 1 as published. The
authors have identified a typo in Figure 1, which details the in-house variant annotation
bioinformatics pipeline that was applied to screen for variants of concern. In particular,
the last step of the bioinformatics pipeline should be labeled as, “#6. Filter by #3, #4, #5”,
instead of “Filter by #4, #5, #6”. The existing typo suggests an incorrect order of performing
the variant annotation through our in-house bioinformatics pipeline, as the typo shifted
the label numbers by 1. The corrected Figure 1 appears below.

* beftool. * vef.gz --include 'FORMAT/DP[*] >10' --remove ANINFO/DP
#1. Merge| * beftools concat $sample.snp.vef.gz $sample.indel.vcf.gz —a —0z —o $sample.concat.vef.gz
VCE files | * beftools merge *.concat.vcf.gz -m both —Oz —o merged.vcf.gz
* beftools annotate -a Topmed.vcf.gz -c Topmed_AF:=AF --mark-sites In_Topmed )
2. Ster BB beftools annotate -a dbsnp_146.hg38.vcf.gz -c dbsnp_CAF:=CAF
by AF | * beftools filter —-exclude '(Topmed_AF >=0.01 && Topmed_AF <=0.99)'
» beftools filter —-include ‘CLNSIG ~“athogenic” | | CSQ[*] ~ _variant.*d i g
”cil_» -%dd * beftools annotate -a clinvar.vcf.gz -c CLNDISDB,CLNDN, CLNSIG,MC,RS --mark-sites In_CLINVAR
inVar
* echo '##INFO=<ID=SFARI.gene,Number=1,Type=String,Description="disease region">' > SFARIl.gene.h
#4.Add | « bcftools annotate -a SFARI_genes.bed.gz -h SFARI.gene.h --mark-sites In_SFARI_genes
AutDB
+ vep -i INPUT.vcf --vcf --cache --offline --assembly GRCh38 --sift b --canonical --symbol --pick
#5.Add | « bcftools +split-vep -c Consequence,IMPACT,SYMBOL,CANONICAL -s worst | bcftools view -Oz
VEP
» beftools filter —-include '(In_CLINVAR=1 && CLNSIG !~ "onflict" && CLNSIG ~ "athogenic") | |
w6 Finer | IMPACT="HIGH" && (In_SFARI_genes=1 | | In_SFARI_cnvs=1)})
| S les --no-update | beftools filter --include 'GT[0] !~"\.""

by #3, 44, * beftools view
#5

Figure 1. In-house variant annotation pipeline. VCEF, variant call format; AF, allele frequency; ClinVar,
a freely available, public archive of the relationships among human genetic variants and phenotypes
(https:/ /www.ncbi.nlm.nih.gov/clinvar/, accessed on 10 May 2020); VEP, ensemble variant effect
predictor (ensemble release 105; https://uswest.ensembl.org/info/docs/tools/vep/index.html,
accessed on 10 May 2020). Please note that a number following “#” refers to a step illustrated within
the diagram.
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The authors apologize for any inconvenience caused. The academic editor has checked
this correction and state that the scientific conclusions are unaffected. The original publica-
tion has also been updated.
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