The ACE Clinical Exome: An Augmented Exome Providing Accurate Structural Variant Detection
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Results

Introduction

Whole-Exome Sequencing (WES) has become a valuable tool in identifying common and rare disease-causing variants due to its broad coverage and high-resolution. However, copy number variations Kn0wn Path()genic Variants
(CNVs), a form of structural variation (SV) that leads to abnormal copies of genomic regions, are not reliably detected using standard WES approaches. Limitations of standard WES lead to high

false-negative rates. Evaluation of the ACE Augmented Exome Using a Set of 28 Reference Samples Harboring 30 CNVs
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- Among medically reported variants in the gold set sensitivity with the ACE Augmented Exome is on-par with 40x WGS despite a >10x reduction in sequencing data. ACE shows “5-fold reduction in the

number of FPs for every TP detected compared to WGS.
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