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Inborn Metabolic Disorders Involving Kidney
Beom Hee Lee, MD, PhD
Department of Pediatrics, Asan Medical Center Children's Hospital,
University of Ulsan College of Medicine, Seoul, Republic of Korea
Patients with inborn metabolic disorder (IMD) show multisystemic manifestations. Heteroge-
nous renal manifestations can develop in IMD patients as well. In this review, the major renal
manifestations of IMD and their representative IMDs are described. The major renal manifesta-
tions include Fanconi syndrome, renal tubular acidosis, nephrolithiasis, renal cysts and glome-
rulopathy, and diverse types of IMDs such as carbohydrate metabolism disorders, lysosomal
disorders, organic acidemias, mitochondrial disorders, purine and pyrimidine disorders present
renal manifestations. Therefore, general and regular renal function evaluation is recommended
in addition to specific investigation according to IMD phenotypes.
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Table 2. Renal manifestations of inborn metabolic disorders

Renal Manifestation Inborn Metabolic Disorders

Tubulopathy Methylmalonic aciduria

Fatty acid oxidation disorder

Deficiency of carboxylase pyruvate

Urea cycle disorder

Pearson syndrome

Lowe syndrome

Tyrosinemia type [

Dent disease

Fanconi-Bickel syndrome,

Cystinosis

Hereditary fructose intolerance

Galactosemia

etc

Nephrolithiasis Cystinuria

Primary hyperoxaluria

Lesch—-Nyhan syndrome

Glycogen storage disease

etc

Aminoaciduria Cystinuria

Lysinuric protein intolerance

Hartnup disease

etc

Fabry(-Anderson) disease

Mucopolysaccharidosis type 1

Congenital disorder of glycosylation
type 1

Sialic acid storage disease

£-1-Antitrypsin deficiency

Lysinuric protein intolerance

Glomerulopathy

Gaucher disease
Mitochondrial disease
etc
Renal Cyst Zellweger syndrome
Congenital disorder of glycosylation
Glutaric aciduria type 2
Smith-Lemli-Opitz syndrome
Pearson syndrome
Fabry(-Anderson) disease
etc
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