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[Abstract] Omenn Syndrome(OS) is a rare autosomal recessive immunodeficiency disease, which is a
kind of severe combined immunodeficiency. Its clinical manifestations are mainly characterized by erythroder-
ma,hepatosplenomegaly and lymphadenopathy, recurrent infection,and may be accompanied by autoimmune
manifestations. It is often accompanied by IgE and eosinophilia,and the absence of B lymphocytes. The occur-
rence of OS is associated with abnormal recombination of antigen receptor V,D,],the most common of which
is the mutation of recombination activating gene. The V,D,] recombination process also involves Artemis,
DNA ligase [V and other substances,and the corresponding gene mutation can also lead to OS. This article
mainly discussed about the research progress of OS disease genes that help understand the pathological
process of OS,and provide ideas for the diagnosis of OS.
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