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Figure 3. Proposed approach for variant detection in NGS data
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including residual disease monitoring, cfDNA due to primer-insert interaction and edge-eftects

analysis and detection of mutations associated with
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Figure 1. Site-specific errors produce false-positive calls due to high noise level in certain positions Figure 2. Despite base quality recalibration may be used to handle with site-non-specific errors, it depends on library preparation protocol and sequencing technology limiting use on for all pipeline
0.12 0.6 0.0009 - © HRD, mixed samples, Illumina, library prep. Protocol 2
- - I LR ® ABC, mixed samples, Illumina, library prep. Protocol 2
‘\ T_g ® i @® ABC, blood samples, lon Torrent, library prep. Protocol 1
0.08 | 04 & 2 00006 1
= t‘ o 2 o @ ABC, tumor samples, lon Torrent, library prep. Protocol 1
N | d § 0.0005 A
= 0.06 0.3 ';D— = @® ABC, mixed samples, lon Torrent, library prep. Protocol 1
= { ::_,T ) 0.0004 -
% o, J\'/tw\ El — @ CCP, tumor samples, lon Torrent, library prep. Protocol 1
g g wew— @ CCP, tumor samples, lon Torrent, library prep. Protocol 3
< L )\ YA e ;f; 0.0001 - @ OCAV3, tumor samples, lon Torrent, library prep. Protocol 4
§ |||||| :ll |'|||Il I'V| “\ ;V\c’l CCP - Comprehensive Cancer Panel; OCAV3 - Oncomine Comprehensive

Assay V3; ABC - custom panel for BRCA1/2, ATM, CHEK2 genes; HRD -
custom panel for HRD genes

Different variants

Three-nucleotide variant context



