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Recombination activating gene deficiency and immunodeficiency phenotype
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[ Abstract] Recombination activating genes (RAG1/2) initiates the molecular process of lymphocyte
receptor formation by participating in VDJ recombination. RAG1/2 deficiency can cause a series of serious
immunodeficiency diseases, including severe combined immunodeficiency (SCID), Omenn syndrome (OS),
atypical SCID (AS), Delayed combined immunodeficiency with granulomas and/or autoimmunity (CID-G/Al), as
well as other late-onset atypical manifestations. Different clinical phenotypes can show different clinical
symptoms, especially more and more atypical SCID and CID-G/AI are found, which not only greatly enriches the
clinical manifestation spectrum of the disease, but also brings challenges to front-line doctors to identify and
diagnose the disease. This paper summarizes various phenotypes of RAG1/2 deficiency, so as to provide reference
for clinicians to improve their understanding of the disease, early identification, diagnosis and treatment of the
disease.
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