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DISEASE:
Hemolytic uremic syndrome with DGKE deficiency

NAME: Hemolytic uremic syndrome with DGKE deficiency

DESCRIPTION:

A rare genetic hemolytic uremic syndrome (HUS) characterized by infantile onset of relapsing episodes of 
microangiopathic hemolytic anemia, thrombocytopenia, and acute kidney injury. The episodes are often 
preceded by viral infections. Affected individuals typically present persistent hypertension, hematuria, and 
proteinuria (sometimes in the nephrotic range) and develop chronic kidney disease with age.

ORPHACODE: 357008

SYNONYMS: HUS with DGKE deficiency

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): DGKE
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RELATED CONTENT

Related Genetic Tests 

Atypical Hemolytic Uremic Syndrome (aHUS) (gene panel)
Nephrotic syndrome, Focal Segmental Glomerulosclerosis (FSGS) , Alport syndrome and podocytopathy (gene panel)

Related Laboratories 

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

Related Analytes 

diacylglycerol kinase epsilon

Related Gene Panels 

Nephrotic syndrome, FSGS, Alport syndrome (76 genes) - IPG
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