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DISEASE:
Autosomal dominant distal renal tubular acidosis

NAME: Autosomal dominant distal renal tubular acidosis

DESCRIPTION:

A rare autosomal dominant form of distal renal tubular acidosis characterized by hyperchloremic metabolic 
acidosis often but not always associated with hypokalemia. Disease onset is in adolescence or adulthood 
and initial manifestations can include polyuria, polydipsia, muscle weakness and fatigue. Osteomalacia or 
osteopenia, hypercalciuria, nephrolithiasis and nephrocalcinosis may also develop. Renal failure has not 
been described.

ORPHACODE: 93608

SYNONYMS: AD dRTA

XREF(S):

Orphanet
MeSH
OMIM
ICD-10

ANALYTE(S): SLC4A1
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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 1 (Diego blood group)

Related Gene Panels 

Tubulopathy/Nephrolithiasis (106 genes) - IPG
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