2014 2015

Establishment of induced neurons (iN cells) derived from lysosomal disease patients
involving neurological symptoms and elucidation of regulatory mechanism of

neurodegeneration

ITOH, Kohji
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This study was performed to establish induced Neurons (iN cells) by direct
reprogramming from patient fibroblasts and/or induce neurons from the iPS cells derived from the patient
with lysosomal diseases involving neurological symptoms. We succeeded in inducing cortical neurons (CN)
from the patient iPS cells with Tay-Sachs disease (TSD, Hexa deficiency) and cathepsin A (CTSA)
deficiency, in which their substrate accumulation was observed. The TSD-CN showed lower cell viability in
the absence of neurotrophic factors, that was restored by normal recombinant Hex enzyme replacement. The
CN culture system induced from the iPS cells with neurodegenerative lysosomal diseases was considered to
be useful for studying the neuropathogenesis and evaluating therapeutic approaches.
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