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Gitelman Syndrome with Normal Serum Mag-
nesium

Gitelman syndrome is an autosomal recessive renal tubular disorder characterized
by hypokalemic metabolic alkalosis, and it is distinguished from Batter syndrome
by hypomagnesemia and hypocalciuria. This disorder is caused by mutation in
SLC12A3 gene which encodes thiazide-sensitive Na“*-Cl cotransporter (NCCT)
which is expressed in the apical membrane of cells, lining distal convoluted tubule.
A 8-year old boy who presented with Rolandic epilepsy, and horseshoe kidney
accidentally showed clinical features of metabolic alkalosis, hypokalemia, hypo-
calciuria without hypomagnesemia. So we identified a heterozygote mutation
and an abnormal splicing in the SLC72A3 gene, encoding NCCT. The mutation
was detected in the exon 15 and 22 of SLC72A3 gene.

Key words: Gitelman syndrome, Thiazide-sensitive Na*-Cl cotransporter (NCCT),
SLC12A3 gene, hypokalemia, normal serum magnesium
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Table 1. Initial Laboratory Findings of the Patient

Initial data

Plasma electrolyte

Na* (mEq/L) 138
K* (mEq/L) 2.1
CI"(mEq/L) 99
Mg (mg/dL) 23
Ca’* (mg/dL) 9.1
P (mg/dL) 3.7
Plasma pH 7.45
PCO, (mmHg) 37
PO, (mmHg) 31.2
HCO, (mmol/L) 25.3
Plasma renin (ng/ml/hr) 3.13
Plasma aldosterone (pg/mL) 36.55
Serum Osmol (mOsm/kg) 269
Urine Osmol (mOsm/kg) 698
CCr (mL/min/1.73m?) 128
Urine electrolyte
Na* (mEq/L) 65
K* (mEg/L) 97.7
CI" (mEq/L) 109
Mg*" (mg/dL) 3.6
Ca®* (mg/dL) 13
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