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disorder. Genetics in Medicine, 2021, 23, 2150-2159. 11 21
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review of the literature. European Journal of Medical Genetics, 2021, 64, 104323.
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individuals with developmental disorders. Molecular Genetics and Metabolism Reports, 2021, 29, 0.4 2
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<i>De novo</[i> mutations in the X-linked <i>TFE3<[i> gene cause intellectual disability with pigmentary
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Neural metabolic imbalance induced by MOF dysfunction triggers pericyte activation and breakdown 46 97
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De novo TBR1 variants cause a neurocognitive phenotype with ID and autistic traits: report of 25 new
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Novel KIAA1033 | WASHC4 mutations in three patients with syndromic intellectual disability and a
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The landscape of epilepsy-related GATOR1 variants. Genetics in Medicine, 2019, 21, 398-408.
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Exome sequencing in clinical settings: preferences and experiences of parents of children with rare
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Increased diagnostic and new genes identification outcome using research reanalysis of singleton
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syndrome and a broad spectrum of developmental and neurological phenotypes. Human Molecular 1.4 76
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Secondary actionable findings identified by exome sequencing: expected impact on the organisation of
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Diagnostic strate%y in segmentation defect of the vertebrae: a retrospective study of 73 patients.
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Further delineation of the<i>MECP2</i>duplication syndrome phenotype in 59 French male patients,
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Loss-of-Function Mutations in UNC45A Cause a Syndrome Associating Cholestasis, Diarrhea, Impaired

Hearing, and Bone Fragility. American Journal of Human Genetics, 2018, 102, 364-374. 2:6 40

WNT Signaling Perturbations Underlie the Genetic Heterogeneity of Robinow Syndrome. American
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Recessive loss of function PIGN alleles, including an intragenic deletion with founder effect in La
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Clinical whole-exome seciuencing for the diagnosis of rare disorders with congenital anomalies
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CHD3 helicase domain mutations cause a neurodevelopmental syndrome with macrocephaly and

impaired speech and language. Nature Communications, 2018, 9, 4619. 5.8 70

The oculoauriculofrontonasal syndrome: Further clinical characterization and additional evidence
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Further delineation of the clinical spectrum of de novo <i>TRIM8</i> truncating mutations. American o7 19
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<i>HCN1<[i>mutation spectrum: from neonatal epileptic encephalopathy to benign generalized epilepsy
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De novo mutations in MSL3 cause an X-linked syndrome marked by impaired histone H4 lysine 16
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Autosomal recessive mutations in <i><scp>THOC6<[scp><[i> cause intellectual disability: syndrome
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Autosomal recessive truncating <i><scp>MAB21L1</[scp><[i> mutation associated with a syndromic
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Further delineation of a rare recessive encephalomyopathy linked to mutations in <scp>GFER</scp>
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Intragenic FMR1 disease-causing variants: a significant mutational mechanism leading to Fragile-X
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Fifteen years of research on orala€“faciala€“digital syndromes: from 1 to 16 causal genes. Journal of
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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.
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Autosomal recessive variations of <i><scp>TBX6<[scp> <[i>, from congenital scoliosis to
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Xq28 duplication including <i><scp>MECP2</[scp><[i> in six unreported affected females: what can we
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Application of wholed€exome sequencing to unravel the molecular basis of undiagnosed syndromic
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A new family with an <i>SLC9A6<[i> mutation expanding the phenotypic spectrum of Christianson
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Homozygous FIBP nonsense variant responsible of syndromic overgrowth, with overgrowth,
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MRI abnormalities in 30 affected patients. American Journal of Medical Genetics, Part A, 2016, 170, 0.7 19
116-129.
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Disruption of POGZ Is Associated with Intellectual Disability and Autism Spectrum Disorders.
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A de novo microdeletion of SEMASA in a boy with autism spectrum disorder and intellectual disability. 14 40
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Compound heterozygous <i>PKHD1</[i> variants cause a wide spectrum of ductal plate malformations.
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