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Preparation for the basis of searching for activated autoinflammatory signals in int
ractable chronic inflammatory disorders
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To identify dysregulated inflammatory signals due to genetic mutations by analyzin
g rare hereditary autoinflammatory disorders, and to apply the detection of their involvement in intractab
le chronic inflammatory disorders for clarification of the pathophysiology and development of tailor-made
therapeutics for these disorders, abnormal cellular functions were sought in Nakajo-Nishimura syndrome in
which a PSMB8 mutation was identified, generalized pustular psoriasis in which a novel IL36RN mutation was
identified, and late-onset primary immunodeficiency in which a novel LIG4 mutation was identified. Furthe
rmore, exome sequencing and search for eercted dysregulation of inflammatory signals were performed in ca
ses suspected to be suffering from novel hereditary autoinflammatory diseases. Although the original aim h
as not been achieved, progress in the clarification of dysregulated inflammatory signals in hereditary inf
lammatory disorders will lead to further development of the study.
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