2022 2023

Detection of novel causative genes and elucidation of the pathomechanisms of

undiagnosed cases of inborn errors of immunity by whole exome sequencing
analysis
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. Inborn errors of immunity are rare diseases causing defects of immune
systems by specific gene variants. It is required to detect the causing genes for early diagnosis

and proper treatments. Still, a lot of cases of inborn errors of immunity remain undiagnosed, who
requires detection of their causing genes.

In this study, we collected new 8 cases of inborn errors of immunity for analysis of whole exome
sequencing and 121 cases for re-analysis. By whole exome sequencing analysis of new cases, we
identified a variant of novel candidate causing gene. We studied the pathomechanism of the defect of

immune system of the gene variant, which revealed the function abnormality of the gene variant
carried by the patient.
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