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Description du projet 

DOORS syndrome causes Deafness, Onychodystrophy (short nails), Osteodystrophy (short 

phalanges), mental Retardation (now called intellectual disability), and Seizures. It can be caused 

notably by mutations in the gene TBC1D24, or in genes responsible for the biosynthesis of the 

GPI (glycosylphosphatidylinositol) anchor. In both cases, patients can show evidence of 

mitochondrial dysfunction, and we suspect this is because of abnormal communication between 

the ER and mitochondria at the MAM (mitochondria-associated membrane). The project will 

involve performing experiments in cells to test this hypothesis, with the support of Dr Rousseau 

and Dr Nguyen, a postdoc in the lab.  
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