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The development of in vitro functional assay system for the genetic variants in
inherited autoinflammatory diseases.
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The aim of this study was to establish an experimental system for the
evaluation of variants of unknown pathological significance in the recently discovered genes
responsible for hereditary autoinflammatory diseases, namely the IL36RN, TNFAIP3, PSMB9, SAMDIL and
IKBKG genes. This study has established an in vitro experimental system for the evaluation of
genetic variants detected in patients using cultured cells of the HEK293 lineage without the use of
patient-derived biological samples. On the other hand, with regard to the analysis of the IL-36
ligand-receptor complex structure, it was confirmed that the IL-36Ra protein can functionally

inhibit the activity by IL-36a , but the creation of an IL-36 receptor protein that retains the
ability to bind to the ligand remains an issue.
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