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Copy number variants calling from WES data through eXome hidden Markov model (XHMM) identifies
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Human Genetics, 2022, 86, 171-180.

Consolidation of the clinical and genetic definition of a<i>SOX4-<[i>related neurodevelopmental
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Toward clinical and molecular dissection of frontonasal dysplasia with facial skin polyps: From Pai
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Same performance of exome sequencing before and after fetal autopsy for congenital abnormalities:
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Genotype-first in a cohort of 95 fetuses with multiple congenital abnormalities: when exome
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Clinical and neuroimaging findings in 33 patients with <scp>MCAP</scp> syndrome: A survey to
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Clinical spectrum of MTOR-related hypomelanosis of [to with neurodevelopmental abnormalities.
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Broadening the phenotypic spectrum and physiological insights related to<i>EIF2S3</i>variants.
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The diagnostic rate of inherited metabolic disorders by exome sequencing in a cohort of 547
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translational research in rare diseases. Molecular Genetics &amp; Genomic Medicine, 2021, 9, e1836. 12 5
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Incidence of cardiovascular events and risk markers in a prospective study of children diagnosed with
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Associations between cognitive performance and the rehabilitation, medical care and social support

provided to French children with Prader-Willi syndrome. European Journal of Medical Genetics, 2020,
63, 104064.

Second-tier trio exome sequencing after negative solo clinical exome sequencing: an efficient
strategy to increase diagnostic yield and decipher molecular bases in undiagnosed developmental 3.8 8
disorders. Human Genetics, 2020, 139, 1381-1390.
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<i>De novo<[i> mutations in the X-linked <i>TFE3<[i> gene cause intellectual disability with pigmentary

mosaicism and storage disorder-like features. Journal of Medical Genetics, 2020, 57, 808-819.

Mandibulard€pelvica€patellar syndrome is a novel PITX1 a€related disorder due to alteration of PITX1
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Neutralization of HSF1 in cells from PIK3CA-related overgrowth spectrum patients blocks abnormal
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Cardiomyopathy due to <i>PRDM16«</i> mutation: First description of a fetal presentation, with
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Genome sequencing in cytogenetics: Comparison of shortd€read and linkeda€read approaches for germline
structural variant detection and characterization. Molecular Genetics &amp; Genomic Medicine, 2020,
8,elll4.

Novel KIAA1033 | WASHC4 mutations in three patients with syndromic intellectual disability and a
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Excess of de novo variants in genes involved in chromatin remodelling in patients with marfanoid
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<scp>Nexté€generation</scp> sequencing approaches and challenges in the diagnosis of developmental
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Compassionate use of everolimus for refractory epilepsy in a patient with MTOR mosaic mutation.
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Severe gynaecological involvement in Proteus Syndrome. European Journal of Medical Genetics, 2019, 13 3
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<i>HISTIH1E</i> heterozygous proteind€truncating variants cause a recognizable syndrome with
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Deciphering exome sequencing data: Bringing mitochondrial DNA variants to light. Human Mutation, 05 1
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De Novo Variants Disturbing the Transactivation Capacity of POU3F3 Cause a Characteristic
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Hearing impairment as an early sign of alphad€mannosidosis in children with a mild phenotype: Report of
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Whole Exome Sequencing Reveals a Large Genetic Heterogeneity and Revisits the Causes of
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VariantArecurrence in neurodevelopmental disorders: the use of publicly available genomic data

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

Whole genome paired-end sequencing elucidates functional and phenotypic consequences of balanced
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Mutations in the Neuronal Vesicular SNARE VAMP2 Affect Synaptic Membrane Fusion and Impair Human
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Targeted panel sequencing in adult patients with left ventricular nond€eompaction reveals a large
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Truncating variants of the <i>DLG4<[i> gene are responsible for intellectual disability with marfanoid
features. Clinical Genetics, 2018, 93, 1172-1178.

A Recurrent De Novo PACS2 Heterozygous Missense Variant Causes Neonatal-Onset Developmental
Epileptic Encephalopathy, Facial Dysmorphism, and Cerebellar Dysgenesis. American Journal of Human 6.2 49
Genetics, 2018, 102, 995-1007.
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Clinical whole-exome seﬂuencing for the diagnosis of rare disorders with congenital anomalies
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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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Diagnostic odyssey in severe neurodevelopmental disorders: toward clinical wholed€exome sequencing
as a firsta€hine diagnostic test. Clinical Genetics, 2016, 89, 700-707.
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