
 A Next-Gen Sequencing Software Workflow
for Gene Panel Validation Control 

Abstract

processed and analyzed in parallel with test samples. In the context of the known variants 
that are expected to be called, the accuracy of the variant calling results from the control 
sample is then calculated, providing a measure of each run’s performance. Recommended 

SeqMan NGen® and ArrayStar® programs provide an accurate alignment algorithm and 
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use of well-characterized reference materials such as those for the 
HapMap/1000 Genomes CEU female NA12878 developed by the 
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Validation Report

FPR=FP/(FP+TN)
False Discovery Rate FDR=FP/(FP + TP)

Sens. = TP/(TP+FN)
Spec. = TN/(FP +TN)

Balanced Accuracy (Sens. + Spec.)/2

Calculations
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Improve Process
SeqMan 
Coverage of Targeted Regions Table.

Enrichment Report.  

length of the targeted reference sequence and the mean region coverage depth.

Missing SNP Report.

.  By default, SNPs and small indels that are aligned outside of 

Compare Results

Data Balanced 
Accuracy

Illumina exome2 99.655% 99.998% 99.826%
Ion Torrent exome3 97.855% 99.723% 98.789%

variants detected with a minimum depth of coverage of 20 and PNotRef > .90. PNotRef is the 
probability that the called base is not the homozygous reference base. This value is used as a 

whole exomes were analyzed from both an Illumina paired-end data set2 and an Ion Torrent 
data set.3

“Balanced accuracy  

= 99.835%”

are reports in Lasergene SeqMan Pro that 

might be improved. These include, from 

Region report, the Enrichment Report, and 
the Strategy View.

Workflow


