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Molecular mechanism of transient neonatal hyperparathyroidism caused by TRPV6
variants
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Calcium (Ca2+) has numerous physiological functions. Therefore, its level of
extracellular fluid is maintained within a narrow range. In fetus, moreover, large amount of Ca2+
is needed because fetal bone has to be mineralized during development. Mutation of the gene encoding
a Ca2+ channel TRPV6 have been found from patients with transient neonatal hyperparathyroidism.
However, its molecular mechanism of disease has not been understood. In this project, by using
immunocytochemistry and Western blotting, I showed that several TRPV6 variants did not go into the
Golgi but stay at the ER. This suggests that TRPV6 mutants induce an ER stress which might cause

tissue damage resulting in an impaired Ca2+ transport.
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