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Introduction I

Chromosomal microarray (CMA) has been the first-tier test for
developmental disorders and congenital anomalies since the 2010 ACMG
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2|llumina, Inc., San Diego, CA

Materials & Methods

Sample source:
* Coriell cellline: 63 samples
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Results I

As shown in Table 1, the performance was consistent across 63 Coriell
samples (99 events) and 108 Quest-identified samples (193 events).
Concordance was 95.96% (95% Cl: 90.06-98.42) for Coriell samples and
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Typically, samples with a homozygosity index above 2% are reported. We
have compared the homozygosity index of seven samples previously
reported with high homozygosity index. The homozygosity index is consistent
across both platforms, indicating DRAGEN™ v4.4 can reliably report this
metric from WGS data.

* Quest Diagnostics identified 108 samples with abnormal CMA

consensus.! Itis now a clinical standard across settings from commercial
reports. The study was approved by an IRB.

S . 96.89% (95% Cl 93.38-98.57) for Quest samples. We further reviewed all 10
reference labs to hospital in-house testing. However, CMA only captures

discordant events listed in Table 2. Table 3: Homozygosity index computed by CMA and WGS
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Figure 2: IGV view of a 540kb DUP event detected by CMA, showing 91.88%
reciprocal overlap and 91.88% size similarity with DRAGEN v4.4 results.

Figure 3: integrated visualization of a 312kb DEL event identified by
CMA with improved resolution and calling results by DRAGEN v4.4
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Figure 1: IGV view of a region with 1.6M DUP using DRAGEN v4.4. . )
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