Tracking the roots of human mental retardation: cognitive impairments in gdil knockout

mice are associated with anomalous synaptic vesicles.
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Abstract 318.23

From phenotype to genotype in man

From genotype to phenotype in mice
One of the genes responsible for human non-specific X-linked mental retardation is Gdil, as found by pedigree

We then generated mice carrying a deletion of Gdil and investigated their behavior, neurophysiology, synaptic

and molecular analysis of affected families (D’Adamo et al., Nat. Genet. 19, 1998). It encodes alfaGDI, a protein biochemistry and neuroanatomy. Here we report our most recent finding: Gdil KO mice suffer from
controlling the activity of small GTPases of the Rab protein family known to mediate synaptic vesicle fusion and ultrastructural anomalies of synaptic vesicles, and there is evidence that this deficiency is at least partially linked to
intracellular trafficking. Afflicted individuals show severe mental retardation without morphological anomalies. the observed phenotypic changes at the functional level.
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