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Abstract
BACKGROUND
To screen for possible pathogenic loci in a patient with Gitelman syndrome

(GS) by high-throughput exome sequencing and to explore the relationship
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Gitelman syndrome

Autosomal Recessive Kidney Disorder

Gitelman syndrome is an autosomal recessive kidney disorder
characterized by low blood levels of potassium and magnesium,
decreased excretion of calcium in the urine, and elevated blood pH. The
disorder is caused by genetic mutations resulting in improper function of
the thiazide-sensitive sodium-chloride symporter located in the distal
convoluted tubule of the kidney. This symporter is a channel responsible
for the transport of multiple electrolytes such as sodium, chloride,
calcium, magnesium, and potassium.
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Apr 26, 2017 - Case presentation. Genetic testing showed that both were homozygotes for a novel
missense mutation in exon 10 of the SLC12A3 gene [NM_000339.2, c1276A = T, p.N426Y], which has
not previously been reported in the literature in association with GS. Their mother was a heterozygous
carrier for the same mutation.
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Gitelman's syndrome (G5, MIM 263800) is a rare salt-losing tubulopathy characterized by hypokalemic

metabolic alkalosis, hypomagnesaemia, and hypocalciuria. Loss of function mutations in the SLC12A3

gene encoding for the thiazide-sensitive NaCl cotransporter (WCC) are responsible for most of the cases.
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Case Report. Variations in the sequences between GS and matched normal sampie were performed
using the ABI 3730 DNA sequencer (Bionics Inc, Korea). The result revealed that the patient had
homozygous missense mutation of nucleotide 179, cytosine to threonine (ACG to ATG) on exon 1 of
the SLC12A35 gene.
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