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Pathogenesis of Gaucher disease neurological dysfunction on the basis of the
construction of a model of the human blood-brain barrier
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In Gaucher®s disease, glucocerebroside accumulates in tissues throughout the
body and causes central nervous system damage. Existing enzyme replacement drugs have difficulty in
passing through the blood-brain barrier and are unlikely to be effective against the neurological

symptoms. In this study, a blood-brain barrier model was constructed from human cells to elucidate
the dysfunction of Gaucher disease.
First, vascular endothelial cells, neurons and microglia were induced from healthy subjects and
Gaucher disease-derived iPS cells. When neural stem cells and microglia were co-cultured and their
viability was examined, the number of surviving neural stem cells derived from Gaucher®s disease was
significantly reduced. Gaucher disease-like pericytes were also established by transfection of
primary cultured human pericytes with CRISPR mRNA, and there was no difference in the expression of
pericyte markers.
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