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Case Report-Severe asymptomatic hypokalemia in a family 
cluster of Gitelman syndrome



Clinical Features 

• Two sisters, aged 25 and 23 years, born out of a 
consanguineous marriage in 2 consecutive generations, 
were incidentally found to be hypokalemic with serum 
potassium ranging between 1.4 to 2.1 mEq/L in both, 
when being evaluated for menstrual irregularities.

• They were normotensive and had no other symptoms. 

• Other than intermittent episodes of generalized 
weakness on enquiry, the two sisters led a normal 
academic and professional life.



Investigations 



Treatment 

The mainstay of treatment included:

• High salt diet 

• Oral potassium- (maximum 100meq/day-in severe cases did not 
exceed 3meq/kg/day) 

• Magnesium supplements.



Conclusion 

• Classically, GS has been considered as a benign variant of salt-losing 
nephropathies, with most cases being diagnosed during adolescence or 
adulthood in routine evaluation, often asymptomatic or mild.

• Here we present 2 cases of severe asymptomatic hypokalemia which is 
attributable to compensatory or adaptive response by the body over 
years. 

• The genetic analysis helped confirm the diagnosis as well as supported 
marriage counselling for both the girls to avoid consanguinity. 



Discussion 



Genetic mutations in Hypokalemia  



Gitelman syndrome-Pathophysiology and Biochemical 
Abnormalities 



Clinical features of Gitelman syndrome 

• The severity of the clinical 

presentation in hypokalemia 

depends on the degree and 

duration of low serum K+ levels.

• Our patients did not show 

myopathy or ECG changes despite 

severe hypokalemia which could 

be attributed to a compensatory 

or adaptive response by the body 

over years and hence 

asymptomatic and presenting with 

laboratory abnormalities alone



Management of Gitelman syndrome 



About the Mutation

• More than 100 mutations(SLC12A3 gene)-mostly missense,.

• Nonsense, frameshift, and splice-site (ss) defects and gene rearrangements have also been described.

• Benign variant of salt-losing nephropathies.

• Presentation- adolescence or adulthood , mild or asymptomatic 

• Diagnosis-routine evaluation

• Considerable phenotypic variability-pts with different mutations, same mutation in unrelated patients 
and those of same family

• Molecular basis of phenotypic variability is unknown

• Genetic background and environmental effects-influence disease severity 
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