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Case summary

A9-month-old, Caucasian, male infant presented for evaluation
of intermittent pink diaper staining since the age of 4 months,
more often observed in the first morning diapers. He was noted
to be straining occasionally while voiding. Additionally, he was
not thriving normally, and in the past 5 months his weight had
fallen from the 64th to the 8th percentile and length from the
49th to the 37th percentile. There was no history of fever,
chronic diarrhea, urinary tract infections or urinary stone pas-
sage. He was the product of a full-term gestation and was de-
velopmentally normal. He was the first child of non-
consanguineous parents, and the family history was unremark-
able. On physical examination, no dysmorphic features were
observed and blood pressure was normal; all other findings of
the physical examination were within normal limits.

Initial urinalysis and all laboratory studies, including com-
plete blood count, renal function, liver function, thyroid func-
tion, serum magnesium levels, celiac disease panel, venous
blood gas, parathyroid hormone and 25-hydroxy-vitamin D
levels, were within normal reference ranges. Serum uric acid
was 0.1 (reference range 1.4–6.7) mg/dl. Random urine stud-
ies revealed normal urine citrate-, oxalate- and calcium-to-
creatinine ratios. Fractional excretion of magnesium and tubu-
lar phosphate reabsorption was normal. There was no evi-
dence of generalized aminoaciduria. No abnormalities were
visible on a renal and bladder ultrasound, and a radiograph
of the wrist was negative for rickets. However, urine micro-
scopic examination of first morning urine revealed the pres-
ence of numerous crystals (Fig. 1).

Questions

1. What are the possible etiologies of crystalluria in an infant?
2. What further testing can be done in this patient to reach a

diagnosis?
3. What conditions are associated with hypouricemia?

Fig. 1 Urinary crystals (40×). Urine microscopy (40×) showing a large
crystal (arrowhead) with similar, smaller crystals in the background

The answers to these questions can be found at http://dx.doi.org/10.1007/
s00467-015-3073-y
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