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De Novo Mutations in Protein Kinase Genes CAMK2A and CAMK2B Cause Intellectual Disability.

American Journal of Human Genetics, 2017, 101, 768-788.

Haploinsufficiency of the E3 ubiquitin-protein ligase gene TRIP12 causes intellectual disability with or
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Solving patients with rare diseases through programmatic reanalysis of genome-phenome data.
European Journal of Human Genetics, 2021, 29, 1337-1347.

Mutation-specific pathophysiological mechanisms define different neurodevelopmental disorders
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Missense variants in DPYSL5 cause a neurodevelopmental disorder with corpus callosum agenesis and
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<scp>Nextd€generation</scp> sequencing approaches and challenges in the diagnosis of developmental

anomalies and intellectual disability. Clinical Genetics, 2020, 98, 433-444. 2.0 20

A novel mutation in the transmembrane 6 domain of <i>GABBR2</i> leads to a Retta€like phenotype.
Annals of Neurology, 2018, 83, 437-439.

DLG4-related synaptopathy: a new rare brain disorder. Genetics in Medicine, 2021, 23, 888-899. 2.4 16

Biallelic loss-of-function variants in PLD1 cause congenital right-sided cardiac valve defects and
neonatal cardiomyopathy. Journal of Clinical Investigation, 2021, 131, .

MYT1L-associated neurodevelopmental disorder: description of 40 new cases and literature review of

clinical and molecular aspects. Human Genetics, 2022, 141, 65-80. 3.8 14

Accelerated genome sequencing with controlled costs for infants in intensive care units: a feasibility
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Exome reanalysis and proteomic profiling identified TRIP4 as a novel cause of cerebellar hypoplasia

and spinal muscular atrophy (PCH1). European Journal of Human Genetics, 2021, 29, 1348-1353. 2.8 10

The clinical and molecular spectrum of <i>QRICH1</i> associated neurodevelopmental disorder.
Human Mutation, 2022, 43, 266-282.

High efficiency and clinical relevance of exome sequencing in the daily practice of neurogenetics.
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Rare germline heterozygous missense variants in BRCAl-associated protein 1, BAP1, cause a syndromic
neurodevelopmental disorder. American Journal of Human Genetics, 2022, 109, 361-372.

Interest of exome sequencing triod€like strategy based on pooled parental DNA for diagnosis and
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<i>SEMA6B«< [i> variants cause intellectual disability and alter dendritic spine density and axon
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Primrose syndrome: a phenotypic comparison of patients with a ZBTB20 missense variant versus a
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Solving unsolved rare neurological diseasesd€”a Solve-RD viewpoint. European Journal of Human
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