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DISEASE:
Autosomal recessive proximal renal tubular acidosis

NAME: Autosomal recessive proximal renal tubular acidosis

DESCRIPTION:

A rare autosomal recessive form of proximal renal tubular acidosis characterized by an isolated defect in the 
proximal tubule leading to the decreased reabsorption of bicarbonate and consequentially to urinary 
bicarbonate wastage. Presentation is typically with hyperchloremic acidosis, usually occurring in childhood. 
Extrarenal manifestations include ocular abnormalities (band keratopathy, glaucoma, and cataracts), 
intellectual disability and severe growth retardation. Other features like dental enamel defects, basal ganglia 
calcification and pancreatitis are sometimes present.

ORPHACODE: 93607

SYNONYMS:
AR pRTA
Proximal renal tubular acidosis with ocular abnormalities and intellectual disability

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): SLC4A4
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RELATED CONTENT

Related Genetic Tests 

Tubulopathy (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes 

solute carrier family 4 member 4

Related Gene Panels 

Tubulopathy/Nephrolithiasis (106 genes) - IPG
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