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ARTICLE

Phenotypic and protein localization heterogeneity associated with <i>AHDC1«<[i> pathogenic
proteind€truncating alleles in Xiad€“Gibbs syndrome. Human Mutation, 2021, 42, 577-591.

Genetic testing in ambulatory cardiology clinics reveals high rate of findings with clinical
management implications. Genetics in Medicine, 2021, 23, 2404-2414.

AHDC1 missense mutations in Xia-Gibbs syndrome. Human Genetics and Genomics Advances, 2021, 2,
100049.

Phenotypic expansion in <i>KIF1A</[i> d€related dominant disorders: A description of novel variants and
review of published cases. Human Mutation, 2020, 41, 2094-2104.

Evaluation of computational genotyping of structural variation for clinical diagnoses. GigaScience,

2019, 8, .
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