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ARTICLE

Expansion of the Gene Ontology knowledgebase and resources. Nucleic Acids Research, 2017, 45,
D331-D338.

Exome sequencing can detect pathogenic mosaic mutations present at low allele frequencies. Journal
of Human Genetics, 2012, 57, 70-72.

Recurrent heterozygous PAX6 missense variants cause severe bilateral microphthalmia via predictable

effects on DNA&€"protein interaction. Genetics in Medicine, 2020, 22, 598-609.

Inherited Endocrine Neoplasiad€” A Comprehensive Review from Gland to Gene. Current Genetic
Medicine Reports, 2019, 7, 102-115.
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