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A Case Report of Children with Hypomagnesemia Caused by Complex Heterozygosity Mutation

of TRPM6 Gene and Literature Study”

HU Xi-hui, LI Xiao-zhong. Department of Renal Immunology, Children's Hospital of Soochow University. Suzhou 215000, Jiangsu Province, China

[Abstract] Objective To investigate the clinical features and pathogenic gene of patients with isolated hypomagnesemia caused
by TRPM6 mutation. Methods In March 2017, a 11 months old patient with recurrent convulsion for three months,
repeatedly his blood magnesium was lower than normal level. After magnesium sulfate treatment, blood magnesium
return to normal. As the patients were considered as familial hypomagnesaemia with hypercalciuria, an analysis
of gene testings was performed using his, his parents and his brother peripheral white blood cell. Results Two
heterozygous mutations were found in the exon region of TRPM6 gene: c¢.1588A>C, c. 2786G>A, which resulted
in amino acid change p.T530P (threonine>proline), p.W929X (tryptophan>Terminator). The mutation at locus c.
2786G>A was terminating mutation, which effect on protein is more likely. The double heterozygosity of TRPM6
gene in children came from their parents, which was a compound heterozygosity mutation. c. 1588A>C was from his
mothers. c. 2786G>A was derived from his father. Two heterozygous mutation was in accordance with the autosomal
recessive inheritance.And two mutations were pathogenicity. Theoretically, it’s possible to cause disease. Conclusion
The heterozygosity of TRPM6 gene leads to isolated hypomagnesemia (that is,no other symptoms except secondary to
the hypomagnesemia), which was reported first about mutation site, oral or intravenous Mg2+ supplementation can
significantly improve symptoms.

[Key words] Hereditary Hypomagnesemia; TRMP6 Gene; Family Hypomagnesemia Secondary Hyperuricemia(HSH)
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