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ARTICLE IF CITATIONS
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UBA2 variants underlie a recognizable syndrome with variable aplasia cutis congenita and

ectrodactyly. Genetics in Medicine, 2021, 23, 1624-1635. 2.4 7

Pathogenic variants in CDC45 on the remaining allele in patients with a chromosome 22q11.2 deletion
result in a novel autosomal recessive condition. Genetics in Medicine, 2020, 22, 326-335.

Myotonic Myopathy With Secondary Joint and Skeletal Anomalies From the ¢.2386C&gt;G, p.L796V
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Tattona€Browna€Rahman syndrome: Six individuals with novel features. American Journal of Medical
Genetics, Part A, 2020, 182, 673-680.

A pilot eConsultation service in Eastern Ontario: bridging clinical genetics and primary care.
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A retrospective review of 48 individuals, including 12 families, molecularly diagnosed with hereditary
leiomyomatosis and renal cell cancer (HLRCC). Familial Cancer, 2018, 17, 615-620.

Diagnostic clarity of exome sequencing following negative comprehensive panel testing in the
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Phenotypic spectrum of Aud€“Kline syndrome: a report of six new cases and review of the literature.
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New Hyperekplexia Mutations Provide Insight into Glycine Receptor Assembly, Trafficking, and
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