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Project title : Characterization of the neurodevelopmental
aspects of ZTTK syndrome in a mouse model

Project summary : The subject of the internship will be the characterization of a mouse model,
mimicking aspects of the Zhu-Takenoushi-Tokita-Kim (ZTTK) syndrome. This is a broad-
spectrum developmental syndrome with a distinct neurodevelopmental component. This
results in intellectual disability, autism spectrum disorder (ASD)-like behaviour and epilepsy.
The syndrome itself is related to mutations in a protein called SON, a splicing co-factor and a
scaffolding partner for a nuclear subdomain termed the nuclear speckles. Loss of SON function
leads to wide changes in splicing patterns, affecting many neuronal genes. In our lab we are
particularly interested in painting a bigger picture ranging from the molecular changes (e.g.
changes in splicing patterns) and how they lead to defects at the level of individual neurons,
neuronal circuits and the brain as a whole.
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