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The group of associate professor Mayumi Ueta (Kyoto Prefectural University of Medicine) have
performed below things:

1. We have collected totally about 140 genome DNA samples of cold medicine related SIS/TEN
patients together with the previously collected samples, and their causative drug information, and
clinical information.

2. We found several universal genetic polymorphisms using other ethnic samples.

3. We also found gene-gene interactions associated with cold medicine related SIS/TEN patients.

4. We continue to examine the regulation mechanism of skin inflammation by TLR3, which is a
disease related gene of cold medicine related SIS/TEN and found that TLR3 could regulate the
severe atopic keratitis.

5. We created IKZF1 gene, which is a novel disease-related gene, transgenic mice, and found that
IKZF1 could regulate muco-cutaneous inflammation.

6. We found that human skin and ocular surface might express the TLR3 and IKZF1.

The group of Professor Katsushi Tokunaga and Associate Professor Yuki Hitomi (University of Tokyo
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Graduate School of Medicine) and others have performed below things:

7. We performed whole-exome sequencing using genome DNA samples of 128 patients.

8. We performed whole genome sequencing analysis using genome DNA samples of about 60

patients.

The group of Associate Professor Mayumi Ueta, Visiting lecture Ryosuke Nakamura (Kyoto

Prefectural University of Medicine) and Professor Katsushi Tokunaga (Graduate School of Medicine,

The University of Tokyo) have performed below thing:

9. We constructed and optimized recombinant HLA protein expression system and purified HLA-

A*02:06 protein for binding analysis between HLA and drug.

Our research team of Kyoto Prefectural University of Medicine and University of Tokyo had several

meeting to promote the program.
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Comprehensive exploration of the high-risk rare variants for the cold medicine-
related Stevens—Johnson syndrome/ toxic epidermal necrolysis (CM-SJS/TEN) with

Severe Ocular complications by whole—exome sequencing. (H7{#H) Khor SS, Hitomi Y,

Ueta M, Sawai H, Zawlatt K, Sotozono C, Kinoshita S, Tokunaga K. The 13th
International Congress of Human Genetics °“Fpk284F4 H 3 H, EMWN

Regulation of Mucocutaneous Inflammation by Cold Medicine-Related Stevens—Johnson

Syndrome susceptibility gene, IKZF1. (A7) Mayumi Ueta, Hiromi Sawai, Junji
Hamuro, Yuki Hitomi, Chie Sotozono, Katsushi Tokunaga, Shigeru Kinoshita. The
13th International Congressof Human Genetics. YRt 2844 H 5 A, EN

Search for diseases—associated genes by ethnic specific SNP array and genome-wide

imputation based on large—-scale whole—genome sequencing: Application to cold
medicine related Stevens—Johnson syndrome (CM-SJS) with severe ocular
complications (SOC), U—727 3 3 v “HUGO-PAPGI (Pan—-Asian Population Genomics
Intiative), Tokunaga K, Ueta M, Sawai H, Kawai Y, Sotozono C, Kojima K, Nagasaki
M, and Kinoshita S, The 13th International Congress of Human Genetics . A% 28 4F
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Genetic Predisposition of Cold medicine related SJS/TEN with severe ocular

complications. (poster)  Mayumi Ueta, Hiromi Sawai, Chie Sotozono, Katushi

Tokunaga, Shigeru Kinoshita. The 7th International Drug Hypersensitivity Meeting.
(Malaga, Spain) gk 2844 H 22 B, [E4+

Stevens—Johnson syndrome with severe ocular surface complications might be

associated with disordered innate immune response. (H{#E) Mayumi Ueta, Chie
Sotosono, Shigeru Kinoshita. 19th ANNUAL I0SS (International Ocular Surface
Society) MEETING. (Seattle, WA, USA.) Wpk 28 44 A 30 H., E4k

Causative drug for Stevens—Johnson syndrome with severe ocular complications. (H

{#) Mayumi Ueta. JSPS Core—to—Core Program “International genome study based
elucidation of pathology and assembly of treatment strategy of the severe ocular
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IKZF1 Expression and Upregulation by polyl:C in Human Ocular Surface Epithelial
Cells. (poster) , Mayumi Ueta, Hiromi Nishigaki, Katsuhiko Shinomiya, Norihiko
Yokoi, Chie Sotozono, Shigeru Kinoshita. 2016 Annual Meeting of the Association
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HLA class 1 genes associated with Cold Medicine related Stevens—Johnson syndrome

in Brazilian patients. (poster), Tais Hitomi Wakamatsu, Mayumi Ueta, Katsushi

Tokunaga, Yukinori Okada, Renata Ruoco Loureiro, Karita Antunes Costa, Juliana
Maria Ferraz Sallum, José Milhomens, Chie Sotozono, José Alvaro Pereira Gomes,
Shigeru Kinoshita. 2016 Annual Meeting of the Association for Research in Vision
and Ophthalmology (ARVO). (Seattle, WA, USA.), VRt 284E5 H 3 B, E4

TIKZF1 SNPs associated with Cold Medicine-Related Stevens—Johnson Syndrome/Toxic

Epidermal Necrolysis with Severe Mucosal Involvement. (H7#) Mayumi Ueta, Hiromi
Sawai, Yuki Hitomi, Chie Sotozono, Norihiko Yokoi, Junji Hamuro, Katsushi
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Pathology of Stevens—Johnson Syndrome. (FFFiEE) Mayumi Ueta, 2nd Chulalongkorn

Eye Center—Kyoto Prefectural University of Medicine Joint meeting. (Chulalongkorn
University, Bangkok, Thailand.). ¥Rt 284-8 H 23 A. E4+
Protein Expression of the Susceptibility Genes for Stevens—Johnson syndrome in the

Ocular Surface. (poster) Mayumi Ueta, Chie Sotozono, Katuhiko Shinomiya, Norihiko
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High accuracy HLA alleles imputation system for Affymetrix Axiom Japonica Array™

and its application on Steven—Johnson Syndrome. (poster) Khor SS, Zheng XW, Sawai
H, Nishida N, Hitomi Y, Ueta M, Shingaki R, Iwata S, Kinoshita S, Tokunaga K.
The American Society of Human Genetics (ASHG) 2016. (Vancouver, Canada.) >J-fX 28
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Genome—wide association study using the Japonica array for cold medicine-related

Stevens—Johnson syndrome with severe ocular complications. (poster) Mayumi Ueta,

Hiromi Sawai, Ryosei Shingaki, Yusuke Kawai, Chie Sotozono, Kaname Kojima, Masao

Nagasaki, Shigeru Kinoshita, Katsushi Tokunaga. The American Society of Human
Genetics (ASHG) 2016. (Vancouver, Canada.) >Rk 28410 A 20 A, [E4+
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Search for Genetic Predispositions to Complex Diseases. (JB#E#FHIH) Katsushi
Tokunaga, 2016 Taiwan—Japan Joint Conference on Genomic Studies (Taipei, Taiwan).
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Recent genomic approaches for complex diseases, 2nd International Stevens—Johson
Syndrome Symposium. (3 27K L) Katsushi Tokunaga, 2nd International Stevens—
Johnson Syndrome Symposium. (RESH). FEC294-1 H 22 B, EWN

Whole genome and exome sequencing of Steven—Johnson Syndrome with severe ocular

surface complications induced by cold medicine. (poster) Yuki Hitomi 2nd
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Genetic Predisposition and Pathology of Stevens—Johnson Syndrome with Severe Ocular
Complications: Update in 2016 (>R A)  Mayumi Ueta 2nd International
Stevens—Johnson syndrome symposium. JSPS Core—to—Core Program International genome
study based elucidation of pathology and assembly of treatment strategy of the
severe ocular surface disease in JAPAN. (HLER) SRR 2941 H 22 3. EWN
The role of Toll-like receptor 3 in allergic and nonallergic skin inflammation.
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Diagnosis and treatment strategies of SJS/TEN with ocular sequelae. Chie Sotozono.

2nd International Stevens—Johnson syndrome symposium. JSPS Core—-to—Core Program
International genome study based elucidation of pathology and assembly of treatment
strategy of the severe ocular surface disease in JAPAN. (GLED) SRk 2941 H
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Down-regulation of IP-10 in Tears of Patients in the Chronic Stage of Stevens-—

Johnson Syndrome. (17#) Mayumi Ueta, Hiromi Nishigaki, Chie Sotozono, Shigeru

Kinoshita. Asia Annual Meeting of the Association for Research in Vision and
Ophthalmology (ARVO) 2017. (Brisbane, Australia), Ak 2942 H 7 B. [EH4+
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