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Exploring novel genetic factors associated with intravenous immunoglobulin
therapy-unresponsiveness in Kawasaki disease patients
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We performed exome sequencing followed by deep sequencing using pooled
genomic DNA derived from 30 of IVIG-unresponsive Kawasaki disease (KD) patients. As a result, we
selected 8 variants as candidates. Individual genotyping showed that a low frequency missense
variant located in SMURF2 locus is concentrated in IVIG-unresponsive KD patients(p=4.5e-5). We
examined clinical characteristics of KD patients harboring this variant, and found that this variant

is a protective factor for the development of coronary artery lesions in IVIG-unresponsive KD
patients(p=0.0365).
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