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Identification of alopecia areata gene by GWAS (3rd stage)

Ikeda, Shigaku
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By next-generation sequencing of 4 Mb interval at HLA-C locus on risk and
non-risk haplotypes of alopecia areata (AA), we have identified only one non-synonymous single
nucleotide variant (NSSNV) which is common among 5 risk haplotype. Then we have generated
genome-edited mice by Crisper Cas9 system which is carrying mouse counterpart of this SNSNV.
Surprisingly, 55% mice showed AA like patchy alopecia. Next we have generated knock-our mouse by
Cre/lox p system of the gene, in which this SNSNV was identified. By water avoidance stress test, 27

% of the knock-out mice showed AA like lesions.
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non-synonymous single nucleotide variant (NSSNV, )

variant Coiled-Coil Alpha-Helical Rod Protein 1 (CCHCR1)



c)
28 ( 3 )
CRISPR/Cas9 system NSSNV variant
AA phenotype

variant

Mutant.114
(TGG/ITGG)
Mutant.123
(TGGITGG)
2016/08/19 2016/08/23 2016/08/30 2016/09/06
d) (KO)
28 KO
Crel/lox P KO
KO

water avoidance stress test AA phenotyp



examination.

Fig.5. (A)Recovery from localize hair '
loss in eighteen weeks after WAS test,
but prognosis was variable and
repeated.(B) Thinner and white hair
were observed under dermoscopy
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