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ARTICLE

The Human Gene Mutation Database: towards a comprehensive repository of inherited mutation data

for medical research, genetic diagnosis and next-generation sequencing studies. Human Genetics, 2017,
136, 665-677.

The Human Gene Mutation Database (HGMDA®): optimizing its use in a clinical diagnostic or research
setting. Human Genetics, 2020, 139, 1197-1207.

First estimate of the scale of canonical 53€2 splice site GT&gt;GC variants capable of generating wilda€type
transcripts. Human Mutation, 2019, 40, 1856-1873.

A platform for curated products from novel open reading frames prompts reinterpretation of disease
variants. Genome Research, 2021, 31, 327-336.

The Experimentally Obtained Functional Impact Assessments of 5' Splice Site GT&gt;GC Variants Differ

Markedly from Those Predicted. Current Genomics, 2020, 21, 56-66.

5a€2 splice site GC&gt;GT and GT&gt;GC variants differ markedly in terms of their functionality and
pathogenicity. Human Mutation, 2020, 41, 1358-1364.
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