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   Synonyms

   
    IL-21 deficiency

   

  

 
 
  
   Definition

   
    IL-21 deficiency is caused by deleterious mutations in the IL-21 gene, on chromosome 4q27, and is associated with a clinical presentation of very early onset inflammatory bowel disease (VEOIBD) and common variable immunodeficiency (CVID).

   

  

 
 
  
   Introduction

   
    Cytokines regulate hematopoiesis and immunity by influencing lymphocyte development, survival, differentiation, and function. The binding of cytokines to specific receptors on immune cells activates intracellular signaling pathways that induce specific transcription factors that trigger gene expression. The largest group of membrane receptors for cytokines is termed class I or hematopoietin receptors.

    Parrish-Novak et al. discovered that conditioned media from activated human CD3+ T cells supported proliferation of a lymphoid cell line and functionally cloned a four-helix-bundle structure protein and designated it as interleukin-21 (IL-21) (Parrish-Novak et al. 2000). This cytokine was closely related...
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