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Identification of Novel Gene Variants for Autism Spectrum Disorders in the Lebanese Population Using
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degree of biochemical dysfunction. Genetics in Medicine, 2021, 23, 352-362. ’

Effect of familial clustering in the genetic screening of 235 French ALS families. Journal of Neurology,
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Dysregulations of Expression of Genes of the Ubiquitin/SUMO Pathways in an In Vitro Model of
Amyotrophic Lateral Sclerosis Combining Oxidative Stress and SOD1 Gene Mutation. International
Journal of Molecular Sciences, 2021, 22, 1796.

Novel missense mutations in PTCHD1 alter its plasma membrane subcellular localization and cause

intellectual disability and autism spectrum disorder. Human Mutation, 2021, 42, 848-861. 2:5 8

Missense variants in DPYSL5 cause a neurodevelopmental disorder with corpus callosum agenesis and
cerebellar abnormalities. American Journal of Human Genetics, 2021, 108, 951-961.

Evaluation of DNA Methylation Episignatures for Diagnosis and Phenotype Correlations in 42

Mendelian Neurodevelopmental Disorders. American Journal of Human Genetics, 2020, 106, 356-370. 62 171

A novel mutation in the cleavage site N291 of TDP-43 protein in a familial case of amyotrophic lateral
sclerosis. Amyotrophic Lateral Sclerosis and Frontotemporal Degeneration, 2020, 21, 463-466.

Identification of rare copy number variations reveals PJA2 , APCS , SYNPO, and TAC1 as novel candidate

genes in Autism Spectrum Disorders. Molecular Genetics &amp; Genomic Medicine, 2019, 7, e786. 12 12

Novel mutations in NLGN3 causing autism spectrum disorder and cognitive impairment. Human
Mutation, 2019, 40, 2021-2032.

LIMK2-1 is a Hominidae-Specific Isoform of LIMK2 Expressed in Central Nervous System and Associated

with Intellectual Disability. Neuroscience, 2019, 399, 199-210. 23 6

Post hoc analysis of plasma amino acid profiles: towards a specific pattern in autism spectrum
disorder and intellectual disability. Annals of Clinical Biochemistry, 2018, 55, 543-552.
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X-exome sequencing of 405 unresolved families identifies seven novel intellectual disability genes.

Molecular Psychiatry, 2016, 21, 133-148.

GABA/Glutamate synaptic pathways targeted by integrative genomic and electrophysiological

explorations distinguish autism from intellectual disability. Molecular Psychiatry, 2016, 21, 411-418. 79 81



20

22

24

26

28

30

32

34

36

FREDERIC LAUMONNIER

ARTICLE IF CITATIONS

Disruption of TCA Cycle and Glutamate Metabolism Identified by Metabolomics in an In Vitro Model of
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Mutation screening of the ubiquitin ligase gene RNF135 in French patients with autism. Psychiatric
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Phenotypic spectrum associated with <i><scp>PTCHD1</scp><[i> deletions and truncating mutations
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Rescue of fragile X syndrome phenotypes in Fmr1KO mice by a BKCa channel opener molecule. Orphanet
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GC-MS-based urine metabolic profiling of autism spectrum disorders. Analytical and Bioanalytical
Chemistry, 2013, 405, 5291-5300.
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Transcriptome profiling of UPF3B/NMD-deficient lymphoblastoid cells from patients with various
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A novel mutation in the DLG3 gene encoding the synapse-associated protein 102 (SAP102) causes
non-syndromic mental retardation. Neurogenetics, 2010, 11, 251-255.
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Could autism with mental retardation result from digenism and frequent de novo mutations?. World
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Recurrent Rearrangements in Synaptic and Neurodevelopmental Genes and Shared Biologic Pathways
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