Letters to the Editor

A Rare Clinical Confluence: Metachromatic Leukodystrophy and Distal Renal Tubular

Acidosis

Dear Editor,

We present a case of a four-year-old female diagnosed with
metachromatic leukodystrophy (MLD) who also exhibited
distal renal tubular acidosis (RTA). She experienced loose
stool, polyuria, and polydipsia for one year, along with
regression of developmental milestones after her second
year of life. Physical examination revealed rachitic rosary
and wrist widening, while anthropometry indicated severe
acute malnutrition (SAM) with severe stunting. Upper
motor neuron signs were present on central nervous system
examination. Blood gas analysis revealed severe normal
anion gap metabolic acidosis. Additional tests revealed severe
anemia with macro-ovalocytes, hyponatremia, hypokalemia,
low serum calcium, high serum phosphate with normal
serum creatinine. The urinary calcium creatinine ratio was
elevated and the abdominal sonogram revealed medullary
nephrocalcinosis. These findings were suggestive of distal RTA
with renal rickets. Magnetic resonance imaging (MRI) brain
findings were suggestive of MLD [Figure 1]. Auditory and
ophthalmologic evaluation did not reveal any abnormality.
Family screening was normal. Following clinical improvement,
she was discharged on sodium bicarbonate, potassium,
calcium, Vitamin D, and other multivitamin supplements,
showing progress in weight and height on follow-up.

Patients with MLD can exhibit kidney involvement due to
the systemic nature of the sulfatide accumulation.! There is
a significant paucity of data in the literature on this topic. A
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Figure 1: MRI of the brain showing confluent areas of FLAIR
hyperintensities in periventricular white matter, in particular
around the posterior periventricular area and frontal horns (red
arrows) with sparing of subcortical U-fibers (blue arrows) with
mild brain atrophy (yellow stars), AFR: Apparent focal restriction.

two-year-old girl with MLD with proximal RTA was reported
in 1978, who demonstrated metachromatic inclusions in
the nephron.? This case underscores the need for further
research into the pathophysiological mechanisms linking
MLD and renal dysfunction. Management entails correcting
electrolyte imbalances, providing supportive care, and
addressing complications, emphasizing the importance of a
holistic approach in managing such complex cases.
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