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TITRE DU PROJET

Identification of the second gene responsible for isolated

hearing impairment with enlarged vestibular aqueducts

Multisystem approach analysis of Friedreich Ataxia
cardiomyopathy in frataxin deficient mice models and
hIPS-derived cardiomyocytes for the elucidation of patho-

physiological mechanisms and biomarkers identification

Deciphering the gliovascular functions of MLC1 underlying

megalencephalic leukoencephalopathy

GenOmics of the ICF syndrome: when studying a rare
disease also sheds new light on the “old” field of DNA

methylation

Identification and characterization of gene alterations in

patients with a spermatogenesis maturation arrest

Identification of novel genes responsible for Dravet

syndrome

Unraveling the genetic basis of mutation-negative mosaic
overgrowth syndromes through deep whole exome

sequencing

Exome sequencing in a consanguineous family with
spontaneous ovarian hyperstimulation cases with

unknown triggers

Identification of novel genes and mutational mechanisms

for renal hypodysplasia

Extending identification of new inherited Thrombophilia in

selected families
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|dentification of new genes and possible de novo mutations

in early-onset mitochondrial disorders

Genetic basis of various phenotypes segregating in a large

inbred family

Molecular bases of Waardenburg syndrome type 2

Novel CRISPR-mediated mutant microglial cell models to
better understand the physiopathogenesis of peroxisomal
leukodystrophies and identify novel therapeutic targets by
NGS RNAseq

Long and small non coding RNA in Oculopharyngeal

Muscular Dystrophy



