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ARTICLE

Prescreening whole exome sequencing results from patients with retinal degeneration for variants
in genes associated with retinal degeneration. Clinical Ophthalmology, 2017, Volume 12, 49-63.

Identification of a novel pathogenic missense mutation in<i>PRPF31</i>using whole exome sequencing:

a case report. British Journal of Ophthalmology, 2019, 103, 761-767.

On variants and disease-causing mutations: Case studies of a SEMA4A variant identified in inherited

blindness. Ophthalmic Genetics, 2018, 39, 144-146.
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