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BACKGROUND

e Genomic copy number variants (CNVs) underpin many
neurocognitive disorders, including intellectual disability,
developmental delay, and autism spectrum disorders.

e |ong read sequencing with Oxford Nanopore is a promising
technology for clinical testing to identify causal variants in
disease in a single laboratory assay, with the ability to test
multiple genomic features, including sequence variants and
methylation, and address a variety of existing challenges, such

as read alignment in difficult-to-analyze genomic regions. Figure 4. Example of CNV results for deletion and duplication sample
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