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[ Abstract] Gitelman syndrome( GS) is a relatively rare autosomal recessive inherited disease. It mainly ex-
presses the sodium-potassium pump protein SLC12A3 gene mutation, resulting in the change of encoded protein and
causing disease. GS is mainly manifested as symptoms of hypokalemia and metabolic alkalosis, in which hypomagne-
saemia and hypocalciuria are the most valuable in diagnosis. In addition to SLC12A3 gene mutation, recent studies
have found that CLCNKB gene mutation and autoimmune diseases may lead to GS. There are many mutation sites and
types in SLC12A3 gene, which leads to obvious individual differences in genetics, clinical manifestations and bio-
chemical indexes in GS patients. In this paper, we review the epidemiology, etiology, influencing factors of pheno-
type, diagnosis and treatment of GS, in order to improve the level of diagnosis and treatment of the disease.
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