
Belgian Genetic Tests database

DISEASE:
Combined immunodeficiency with granulomatosis

NAME: Combined immunodeficiency with granulomatosis

DESCRIPTION:

A rare, genetic, non-severe combined immunodeficiency disease characterized by immunodeficiency 
(manifested by recurrent and/or severe bacterial and viral infections), destructive noninfectious granulomas 
involving skin, mucosa and internal organs, and various autoimmune manifestations (including cytopenias, 
vitiligo, psoriasis, myasthenia gravis, enteropathy). Immunophenotypically, T-cell and B-cell lymphopenia, 
hypogammaglobulinemia, abnormal specific antibody production and impaired T-cell function are observed.

ORPHACODE: 157949

SYNONYMS:
CID due to RAG 1/2 deficiency
Combined immunodeficiency due to RAG 1/2 deficiency

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S):
INO80
RAG1
RAG2
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RELATED CONTENT

Related Genetic Tests 

Ichthyosis (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

INO80 complex ATPase subunit
recombination activating 1
recombination activating 2

Related Gene Panels 

Ichthyosis and erythroderma (98 genes) - KUL
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