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De Novo Mutations in Protein Kinase Genes CAMK2A and CAMK2B Cause Intellectual Disability.
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BCL11B mutations in patients affected by a neurodevelopmental disorder with reduced type 2 innate
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Identification of human D lactate dehydrogenase deficiency. Nature Communications, 2019, 10, 1477.

Further delineation of an entity caused by <i>CREBBP«</i> and <i>EP300</i> mutations but not
resembling Rubinsteind€“Taybi syndrome. American Journal of Medical Genetics, Part A, 2018, 176, 862-876.
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Characterization of SETD1A haploinsufficiency in humans and Drosophila defines a novel
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Mutations of the Transcriptional Corepressor ZMYM2 Cause Syndromic Urinary Tract Malformations.
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TNPO2 variants associate with human developmental delays, neurologic deficits, and dysmorphic
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Loss-of-function variants in SRRM2 cause a neurodevelopmental disorder. Genetics in Medicine, 2022,
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Variants in CAPZA2, a member of an F-actin capping complex, cause intellectual disability and
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