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Targeting USP8 in Cushing’s disease

HHTreat: new drugs for the 

treatment of Hereditary 

Haemorrhagic Telangiectasia HHT 

(Rendu-Osler-Weber disease)

patients

A high-throughput screen to 

identify compounds antagonizing 

tubular aggregate myopathy
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Identification of new genes involved in 

Marfan syndrome and Familial Thoracic 

Aortic Aneurysm and Dissection by WES 

and WGS approaches

Identification of novel pathogenic 

mechanisms involved in DEPDC5-related 

epilepsy and SUDEP

High throughput screening for 

identification of mendelian causes 

of intestinal inflammation

Analysis of regulatory gene sequences 

in microphthalmia/anophtalmia 

Whole genome sequencing of patients 

with hereditary erythrocytosis

Searching for the genetic basis of West 

syndrome with favorable outcome

RNA partitioning in RTEL1-associated 

Hoyeraal-Hreidarsson syndrome 
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Identification of genes and pathways 

implicated in families affected with a 

ciliopathy.

MICRO-WGS: Identifying genes responsible 

for primary microcephaly

Identification of new genes responsible 

of mitochondrial disorders by RNA 

sequencing

Whole genome sequencing of dogs 

affected by idiopathic epilepsy as genetic 

models for human epilepsies 

Combining high throughput sequencing 

approaches to define the genetic bases of 

dominant familal forms of anorexia nervosa 

Deciphering the genetic basis of mosaic 

development disorders with skin 

pigmentary anomalies
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Trio-based whole-genome sequen-

cing of patients with syndromic and 

non-syndromic moderate or severe 

intellectual disability

tRNA Fragments & RNA 

methylation detection for 

functional diagnostic in 

Intellectual Disability

Identification of the Genetic Network 

Leading to Frasier 

Syndrome and other Disorders of 

Sexual Development

Evaluation of a Whole Genome and 

RNA-sequencing strategy 

to identify the molecular bases of 

unsolved myopathies and muscular 

dystrophies

Identification of new genes 

implicated in Pleuroparenchymal 

fibroelastosis

Deciphering the 

molecular mechanisms leading to 

Mayer-Rokitansky-Kuster-

Hauser syndrome
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Identification of genes and 

regions regulated by the 

SMCHD1 chromatin-associated factor 

in Facio-Scapulo-Humeral Dystrophy 

(FSHD) and Bosma Arhinia and 

Microphtalmia Syndrome (BAMS) 

Whole exome sequencing in non 

syndromic autism spectrum 

disorders

Identification of pathological 

mechanisms underlying propriocep-

tive neurons dysfunction and cell 

death in Friedreich Ataxia

Search for new genes in 

familial pulmonary hypertension 

by Whole Genome Sequencing 

Exome sequencing in consanguinous 

families in the quest of genes 

implicated in oocyte maturation 

arrest
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Gene therapy for the cardiac disease 

in Duchenne Muscular Dystrophy: 

Definition of the optimal mode of 

delivery to transduce the heart of 

nonhuman primates using a rAAV9 

vector

Optimization of intact cord 

resuscitation in newborn lambs with 

congenital diaphragmatic hernia

Fistula therapy by extracellular 

vesicles into thermoreversible 

hydrogels: tackling a complication 

of oesophageal atresia reparative 

surgery 

Establishment and characterization 

of a humanized canine DNM2 colony 

dedicated to validate efficient treat-

ments in mice
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Patterns d’activité des personnes atteintes 

du Syndrome d’Ehlers-Danlos hypermobile : 

facteurs associés et prise de décision 

ACTI-SEDh

Processus décisionnels des couples 

confrontés au diagnostic prénatal d’une 

agénésie du corps calleux isolée ACCED 

Utiliser le langage comme marqueur de la 

maladie de Huntington pour améliorer sa 

prise en charge et son suivi LangageHung-

tingto

Retentissement des capacités de cognition 

sociale et de cognition affective sur les 

difficultés relationnelles et d’adaptation 

sociale des adolescentes atteintes du 

syndrome de Turner CAST

Les déterminants biopsychosociaux de 

l’ajustement dyadique à la maladie chez le 

sujet albinos et son proche entourage : une 

approche mixte qualiquantitative ALBIPSY


