©
2012 2015

Modelling childhood neurotransmitter diseases using iPSCs
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Childhood neurotransmitter diseases are genetic syndromes caused by dysfunctional
synapsis. Based on our national survey for these diseases, clinical phenotype and laboratory profiles
have been illustrated. Conventional laboratory testing for blood and cerebrospinal fluid, however, could
not explain pathogenesis of neurological symptoms. Because each of the disease is extremely rare, there
is no systematic approach to develop novel treatment. Here we aimed to establish model system by using
patient derived iPSCs to elucidate molecular mechanisms for this devastating neurological phenotypes. As
the results, we were able to established disease-specific iPSCs and successfully differentiated into
neurons. Furthermore, we examined pathogenesis of the disease at cellular and molecular level.
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