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Hypouricemia and hyperuricosuria in a pubescent girl: Questions
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Case summary

A 12-year-old Romany girl was born to unrelated parents
after an uncomplicated pregnancy by a normal vaginal de-
livery. Psychomotor development was without any abnor-
malities. At the age of 3 years she was admitted to the
hospital for bronchopneumonia; at the age of 7 years, she
underwent an adenoidectomy. At the age of 11 years, she
was treated for a urinary tract infection. Her father was
healthy; however, her great aunt, on her father’s side, had
died of chronic renal insufficiency. Her mother was suffer-
ing from asthma and her brother had been diagnosed with
diabetes mellitus type I. There was no history of renal
disease in other family members.

At the age of 12 years, she was referred from her pediatri-
cian to our institute for unexplained hypouricemia on a routine
medical check-up. The rest of her physical examination was
within normal limits. Initial urinalysis and all laboratory stud-
ies were within normal reference ranges, except for
hypouricemia and hyperuricosuria: serum uric acid (UA)
was 49–59 μmol/l (reference range 120–360 μmol/l), frac-
tional excretion of UA was 32–37% (reference range 7.3 ±
1.3%). Secondary causes of hypouricemia were ruled out.

Questions

1. What is the differential diagnosis for the unexplained
hypouricemia?

2. What examinations could be used to confirm the
diagnosis?

3. Is there an uneven geographical and/or ethnic distribu-
tion of hereditary hypouricemia?

4. What treatment is indicated?
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The answers to these questions can be found at https://doi.org/10.1007/
s00467-018-3934-2.
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