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Elucidation of pathogenesis of mevalonate kinase deficiency with clinical
samples, iPS cells, and mouse model
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We produced CD14-positive blood cells through iPS cells derived 3 MKD
patients and 2 healthy controls. The MK activity of patient-derived blood cells was potently reduced
and below 2% of healthy controls, so the phenotype of the peripheral blood cells was reproduced in
iPS cell-derived blood cells. Next, we compared IL-lbeta secretion from iPS-derived blood cells, but

found no difference between parient-derived and control cells.
We developed genetically-engineered mouse that express heterozygous mutant MVK gene. Then we bred
them and obtained homozygous mutant mouse.
We identified 10 Japanese MKD patients in total, including newly-diagnosed patients during the
(e?:earch_period. We are preparing to submit a paper regarding the clinical and laboratory
information.
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