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Background & objectives

Laboratol NGS-Techonolo NGS-Panel NGS-Instrument The median concordance detection rate was 64.7% (35.3-70.6%). Most of non-reported results

ry 9y

Given the proven effectiveness of PARP inhibitor treatment - - - - — - correspond to variants within homopolimeric regions, bioinformatic issues, low variant allele frequencies
abl Amplicons Oncomine Comprehensive Assay lon S5™ System (Thermo Fisher

in germline or somatic BRCA mutation-associated ovarian v3 (Thermo Fisher) Scientific) or low coverage. One laboratory reported no results for one commercial specimen due to insufficient

cancer (OC), the aim of this inter-laboratory ring trial is to Lab2 Amplicons BRCA MASTR Plus Dx MiSeq (lllumina) DNA; another laboratory reported a false positive variant within a commercial sample (Table 3).
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Lab4 Capture MiniHRS (Sophia Genetics) MiSeq (lllumina) Sample Variant Clinical Lab1 | Lab2 | Lab3 | Lab4 | Lab5 Detection Interpretation concordance
Classification concordance (%) (%)
Methods Lab5 Amplicons Oncomine BRCA Research Assay lon S5™ System (Thermo Fisher DNA 1 BRCAT- ¢.3334G>T p(GluT112") P 100% 60%
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: _ ; FFPE_1 BRCAT: c.80+6T>A VUS 40% 100%
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and 3 wild-type. Lab2 MASTR Reporter 5% 1000x No ClinVar; BRCA CC2 BRCAZ:c.5351del p.(Asn17847s) P 50% 50%
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* 94, CONTRA2.0.8, Table 3. Summary of BRCA1/2 variants and results obtained in the ring trial. P=pathogenic; LP=likely pathogenic; VUS=variant
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Results dbSNP,EXAC, )
1000,ESP, Conclusion
Hybridization-capture based enrichment followed by MiSe EpiCov,GnomAD, L . . . . T . .
Y p Y q P This ring trial showed a wide range of concordance rates in the identification and interpretation of BRCA
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( ) q 9 Y Software Version database, BRCA somatic analysis. It highlights the relevance of establishing standard criteria for detecting, interpreting and
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Y Y ( ) Database required. Standardization in analytical criteria is also mandatory. Regarding interpretation, discrepancies

sequencing by the remaining 3 (Table 1).
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Table 2. NGS bioinformatics pipelines.

affecting non-reported variants in databases remain a challenge with relevant clinical implications.
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