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Elucidation of the mechanism of human antibody production by identifying
causative genes for primary antibody deficiency
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Common variable immunodeficiency (CVID) is a disease in which antibody
production is not possible due to a single gene abnormality. In this study, through the analysis of
novel CVID patient due to complete APRIL deficiency, we found that APRIL is responsible for lifelong

immunological memory by maintaining memory B cells and plasma cells, and proposed a new CVID
subclassification method using serum BAFF and APRIL. In addition, through the analysis of patients
with PNKP deficiency and DNMT3B mutated ICF syndrome, which were found by whole exome sequencing, we
studied the mechanisms by which each molecule is involved in B cell receptor gene rearrangement and
memory B cell differentiation and maintenance.
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