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Abstract 

Cornelia de Lange syndrome, CdLS, is a rare neurodevelopmental disorder arising mainly from causative 
mutations in genes encoding members of the sister chromatid cohesion apparatus, i.e., cohesin and 
friends. CdLS patients present with multiple affected organs and functions- including heart and brain- short 
stature, typical craniofacial features as well as mild-to-severe cognitive and developmental delays. 
Over the last decade, we and our collaborators have investigated CdLS at molecular and cellular levels, 
aiming at establishing genotype-phenotype correlation, improving diagnosis and prognosis. 
Here, I will present some of this work, with a particular emphasis on unpublished results that have 
identified dysregulated cellular pathways and corresponding pharmacological compound relevant for 
therapy. 
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