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BACKGROUND METHODS Reclassification

* RNA analysis is valuable for providing evidence for variant classification report issued

* Whole transcriptome (WTS) improves exome sequencing (ES) diagnostic yield , ;
* However, WTS is not yet feasible for all exome patients

e Targeted RNA studies provide many of the same benefits as WTS
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RESULTS

* O cases were reclassified based on RNA evidence [Table 1]
* Prior to ES, all were undiagnosed after extensive genetic testing [Figure 2]
* Clinical indications reflect typical clinical ES cohort [Figure 3]
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