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Reducing diagnostic turnaround times of exome sequencing for families requiring timely diagnoses.

European Journal of Medical Genetics, 2017, 60, 595-604. 1.3 22

VariantArecurrence in neurodevelopmental disorders: the use of publicly available genomic data

identifies clinically relevant pathogenic missense variants. Genetics in Medicine, 2019, 21, 2504-2511.

<scp>Nextd€generation</scp> sequencing approaches and challenges in the diagnosis of developmental
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Truncating variants of the <i>DLG4<[i> gene are responsible for intellectual disability with marfanoid
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Genotype-first in a cohort of 95 fetuses with multiple congenital abnormalities: when exome
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Germline variants in tumor suppressor FBXW? lead to impaired ubiquitination and a
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Neuropsychological study in 19 French patients with <scp>Whited€8utton</scp> syndrome and
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High efficiency and clinical relevance of exome sequencing in the daily practice of neurogenetics.
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