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The study of the pathogenesis and possible treatment of ROSAH syndrome, a novel
inherited autoinflammatory disease caused by ALPK1 gene mutation.
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The iPS cells derived from patients with ROSAH syndrome carrying ALPK1
mutations were generated. The differentiated monocytes were stimulated with cytokines and with
ADP-heptose, the ligand for ALPK1. Patient-derived cells showed an excessive inflammatory responses.

In addition, retinal organoids derived from iPS cells were were examined to analyze the causes of
ocular inflammation.
The inflammatory cytokines levels were reduced in the serum of the patient treated with anti-TNFa
antibodies. White blood cells from patients with ROSAH syndrome also showed an excess inflammatory
response to LPS and ADP-heptose stimulation in vitro.
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