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Elucidating the molecular mechanisms associated with <i>TARS2</i>-related mitochondrial disease.

Human Molecular Genetics, 2022, 31, 523-534.

Variants in PHF8 cause a spectrum of X-linked neurodevelopmental disorders and facial
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Biallelic variants in <scp><i>ZNF142<[i><[scp> lead to a syndromic neurodevelopmental disorder.
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Missense variants in DPYSL5 cause a neurodevelopmental disorder with corpus callosum agenesis and
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Heterozygous Variants in KMT2E Cause a Spectrum of Neurodevelopmental Disorders and Epilepsy.
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Phenotypic Spectrum in Osteogenesis Imperfecta Due to Mutations in TMEM38B: Unraveling a Complex
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De Novo Mutations in EBF3 Cause a Neurodevelopmental Syndrome. American Journal of Human
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MYT1L mutations cause intellectual disability and variable obesity by dysregulating gene expression

and development of the neuroendocrine hypothalamus. PLoS Genetics, 2017, 13, e1006957. 35 60

Compound heterozygous RMND1 gene variants associated with chronic kidney disease, dilated
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The clinical, biochemical and genetic features associated with<i>RMND1</i>-related mitochondrial 3.9 35
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De Novo Loss-of-Function Mutations in USP9X Cause a Female-Specific Recognizable Syndrome with
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