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Clinical whole exome sequencing in child neurology practice. Annals of Neurology, 2014, 76, 473-483.

Mutations disrupting neuritogenesis genes confer risk for cerebral palsy. Nature Genetics, 2020, 52,
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<i>ELP2<[i> is a novel gene implicated in neurodevelopmental disabilities. American Journal of Medical
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Development and validation of the Psychological Adaptation Scale (PAS): Use in six studies of
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De Novo Variants in GRIA4 Lead to Intellectual Disability with or without Seizures and Gait
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De Novo Variants in WDR37 Are Associated with Epilepsy, Colobomas, Dysmorphism, Developmental
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Overlapping SETBP1 gain-of-function mutations in Schinzel-Giedion syndrome and hematologic
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Missense Variants in the Histone Acetyltransferase Complex Component Gene TRRAP Cause Autism and
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ST3GALS5-Related Disorders: A Deficiency in Ganglioside Metabolism and a Genetic Cause of Intellectual
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Elp2 mutations perturb the epitranscriptome and lead to a complex neurodevelopmental phenotype.

Nature Communications, 2021, 12, 2678.

Constitutional Duplication of a Region of Chromosome Yp Encoding AMELY, PRKY, and TBL1Y. Journal

of Molecular Diagnostics, 2007, 9, 408-413. 2.8 23

Genetic Counseling in Neurodevelopmental Disorders. Cold Spring Harbor Perspectives in Medicine,
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Challenges to informed consent for exome sequencing: A besta€“worst scaling experiment. Journal of
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The clinical and molecular spectrum of <i>QRICH1<[i> associated neurodevelopmental disorder.
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RSRC1 loss-of-function variants cause mild to moderate autosomal recessive intellectual disability.
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Successful treatment of choreo-athetotic movements in a patient with an EEF1A2 gene variant. SAGE 0.3 5
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