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DISEASE:
Combined immunodeficiency due to partial RAG1 deficiency

NAME: Combined immunodeficiency due to partial RAG1 deficiency

DESCRIPTION:
Combined immunodeficiency due to partial RAG1 deficiency is a form of combined T and B cell 
immunodeficiency (CID; see this term) characterized by severe and persistent cytomegalovirus (CMV) 
infection and autoimmune cytopenia.

ORPHACODE: 231154

SYNONYMS:
CID due to partial RAG1 deficiency
CID with expansion of gamma delta T cells
Combined immunodeficiency with expansion of gamma delta T cells

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): RAG1
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RELATED CONTENT

Related Genetic Tests 

Ichthyosis (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

recombination activating 1

Related Gene Panels 

Ichthyosis and erythroderma (98 genes) - KUL
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