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ARTICLE

Alagille syndrome mutation update: Comprehensive overview of<i>JAG1<[i>and<i>NOTCH2</i>mutation
frequencies and insight into missense variant classification. Human Mutation, 2019, 40, 2197-2220.

Genome sequencing increases diagnostic yield in clinically diagnosed Alagille syndrome patients with
previously negative test results. Genetics in Medicine, 2021, 23, 323-330.
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