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Molecular genetic anlaysis of CASR gene
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To clarify the moleculr basis of calcium homeostasis, we performed mutation
analysis for the genes associated with calcium homeostasis using next-generation sequencing . We
identified novel CASR mutations in one familial case and one sporadic case with hypocalcemia.
Furthermore, we found out novel pathotenic mutations in FAM111A, CLDN16 and GATA3. We also found out that
complex genomic rearrangement within the GNAS region are associated with familial
pseudohypoparathyoroidism type 1b.
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