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Pathogenic variants in PIDD1 lead to an autosomal recessive neurodevelopmental disorder with
pachygyria and psychiatric features. European Journal of Human Genetics, 2021, 29, 1226-1234.

Characterisation of age and polarity at onset in bipolar disorder. British Journal of Psychiatry, 2021, 17 20
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amaurosis. Journal of Genetics, 2021, 100, 1.
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Psychiatry, 2021, 26, 5239-5250.
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Mutations in the genes for thyroglobulin and thyroid peroxidase cause thyroid dyshormonogenesis
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From Function to Phenotype: Impaired DNA Binding and Clustering Correlates with Clinical Severity in
Males with Missense Mutations in MECP2. Scientific Reports, 2016, 6, 38590.
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15q11.2 Duplication Encompassing Only the<i>UBE3A<[i>Gene Is Associated with Developmental Delay
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New recessive truncating mutation in <i>LTBP3<[i> in a family with oligodontia, short stature, and
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Mutations in DCPS and EDC3 in autosomal recessive intellectual disability indicate a crucial role for
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Mutations in the histamine<i>N</[i>-methyltransferase gene,<i>HNMT</i>, are associated with
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