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(3= §E) Practical Research Project for Rare / Intractable Diseases
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(& FB) Research on clinical foundation for fragile X syndrome and fragile X
associated tremor/ataxia syndrome development toward promoting

treatment.
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Professor, Eiji Nanba
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(¥ FH) Collection and analysis of clinical information, development of guidelines,

search of candidate drugs
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#%) Department of Neurology, Division of Clinical Medicine, Faculty of

Medicine, University of Tsukuba, Associated Professor, Kazuhiro Ishii

(AAGFE) FXTAS @ CGG U B — MARLEME DNA I A~ v FEEBR B
(¥ §E) Somatic FMR1 CGG repeat instability and DNA repair gene expression

levels in Fragile X-associated tremor/ataxia syndrome (FXTAS)
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ArlE ik K4 (3% §B) Division of Neurology, Department of Medicine, Jichi Medical University,

Professor, Tohru Matsuura
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BRISIRES - (¥ §E) Genetic testing of FMR1 gene and registration of patient
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g %k K4 : (& FB) Research Center for Bioscience and Technology, Tottori University,

Assistant professor, Kaori Adachi
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A questionnaire survey on patients with fragile X syndrome tremor / ataxia syndrome (FXTAS) was
performed on 553 deputies of Japanese Society of Neurology and 220 facilities for severely
handicapped children. But we found only 4 patients with FXTAS.

Since July 1, 2015, it has been designated intractable disease as fragile X syndrome (notification
number 206), fragile X related disorder (notification number 205: including FXTAS) by Ministry of
Health, Labour and Welfare, Japan. The promotion of the molecular testing should be necessary to
detect more patient. The genetic testing for fragile X syndrome and related disorders (D006-4) has
been covered by Japanese National Health Insurance from 2008. For diagnosis of fragile X syndrome,
the genetic testing for every children with unknown intellectual disability should be necessary. In
addition, the genetic testing for neuronal intranuclear inclusion disease, Parkinson disease and other
neurodegenerative disease is necessary for diagnosis of FXTAS. However, the system of providing
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genetic testing is inadequate and the system should be established in clinical laboratories for the

specimens from many hospitals nationwide. We can selected a commercially available reagent kit

using PCR technology for detecting every expanded CGG repeat of FMRI1 gene. We confirmed the

reproducibility as laboratory testing. The genetic testing will be provided widely for Japanese hospital

from autumn in 2017.
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Collaborate study of fragile X syndrome and its related disorders for promoting clinical
research in Japan, poster, Kaori Adachi, Yuji Nakayama, Kazuhiro Ishii, Tohru Matsuura,
Yu-ichi Goto, Eiji Nanba. 15th International Fragile X Conference, 2016/7/20-24, #+[E (San
Antonio, USA)

A Collaborated Study of Fragile X syndrome and Fragile-X-Associated Tremor/ataxia

Syndrome (FXTAS) for promoting clinical research in Japan. poster, Kaori Adachi, Tohru

Matsuura, Kazuhiro Ishii, Yuji Nakayama, Yu-ichi Goto, Eiji Nanba. the 13th International
Congress of Human Genetics, 2016/4/3-7, [EWN (L#D)

An integrated chromosomal omics approach to decipher molecular mechanism of CGG repeat

expansion in fragile X syndrome. poster, Yuji Nakayama, Naohiro Sunamura, Kaori Adachi,
Akiko Kashiwagi, Daigo Inaoka, Mitsuo Oshimura, Hiroyuki Kugoh, Eiji Nanba, the 13th
International Congress of Human Genetics, 2016/4/3-7, [EHN (5L#L)

Megs X B R AEE) JCHH (FXTAS) X T FMR1ImRNA 35 X OV FMRP RELZ-DUW T, FEA,
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21,EFHN

(3) TEERE DR « Hffrahittz ) (x4 20 #A

L

(4) Frafii

L



