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Data Preparation: We downloaded one of the WES samples (NCBI SRA: ERR1840777) of the WES project for Hirschsprung disease (NCBI Bioproject: PRJEB19327) from NCBI SRA and aligned it to the reference genome (build 19). We then fed the resulting alignment file to DEVOUR along with the exome capture kit (TruSight_One_v1.1.bed) used by the Illumina sequencing platform.

An example run for a WES sample: The following screenshots illustrate how DEVOUR is used to analyze a WES sample step by step.

Figure 1. The graphical user interface for the first step of the analysis. The first step aims to identify potentially uncovered or low coverage genomic regions in a WES experiment. A read alignment file in BAM or SAM format and an exome capture file for the WES kit used in BED format are provided as input files. A read depth threshold in the range 0 (no coverage regions) to 15 and the human reference genome release name are also set as input.  


Figure 2. The graphical user interface for the second step of the analysis. The second step aims to enrich the low coverage regions with variant annotations as a step toward assessing the clinical significance of variants found on these regions. Variant annotation sources are selected from the list of custom and ANNOVAR-derived configured in the local instance of DEVOUR.


Figure 3. The graphical user interface for the final step of the analysis. The final step aims to provide files to assist clinical diagnosis highlighting the variants on potentially uncovered or low coverage genomic regions with clinical significance (e.g., pathogenicity). Users can export the annotations of variants located on potentially uncovered or low coverage genomic regions in TSV or Excel format. 
image1.png
DEIO

@ : ;

Aligment Select Annotation Sources And Calculate Overlap Download
Files Overlap
Results

Alignment File (SAM or BAM Format)

ERR1840777.bam Select File

Exome Capture File (BED Format)

TruSight_One_v1.1.bed Select File
Maximum Read Depth

0 1 2 3 4 5 6 7 8 9 10 un 12 13 14 15

Human Reference Genome Release Name
O Howo Hg38

n Processing





image2.png
DEVOUR

o————©0 :

Aligment Select Annotation Sources And Calculate Overlap Download
Files Overlap
Results

Annotation Sources (Human Genome: hg19)

Name Source

i¥4 clinvar.bed Custom





image3.png
DEVOUR

06— 90

Aligment Select Annotation Sources And Calculate Overlap Download
Files Overlap
Results

Overlap Results For Annotation Sources

Export Selected Tabs Export All Tabs

‘Showing first 10 lines for clinvar

3

- Annotation  Annotation
| clinvar Chr  start End Depth ~Start End Annotation Info

chr22 38370135 38373931 0 38370151 38370151 Peripheral_demyelinatin:
_central_dysmyelination
_and_Hirschsprung_dise
MedGen:C1836727, OM
Orphanet:ORPHA16374

chr22 38370135 38373931 0 38370155 38370155 Peripheral_demyelinatin
_central_dysmyelination
_and_Hirschsprung_dise





