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Whole-Exome Sequencing Improves Risk Assessment for Adult Moyamoya Disease

ound & Air

To identify coding mutations associated with adult MMD
through a WEWAS

160 MMD vs. 189 conlrols

WEWAS In Korean adults

MARS models

- MARS14: a8l coding mutants (p < 5<10°%)
- MARSE: missanse mulations (p< 5107
Gene-based association analysis

Pooled mata-analysis in East Asians

Ethnic comparison in ~369¥ UK Biobank DB

1] u.O\ - | -

o

JCN

" iy

We provide the first validation of the pivotal role of RNF213 and identify novel causative mutations in GAA and

CHMPS, thereby elucidating the polygenic architecture underlying Moyamoya disease among Korean adults

MARS, Mutant allele risk scores; &
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