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Zweigenbaum, Christoph Otto, Jerycho Pasniczek, Philippe Thomas, Nathan
Pohl, Wiebke Duettmann, Lisa Raithel and Roland Roller, NTCIR-18 MedNLP-
CHAT Determining Medical, Ethical and Legal Risks in Patient-Doctor
Conversations: Task Overview, NTCIR18, 2025.
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1.

Mizusawa H.: Current Research Status of the Japan Initiative on Rare and
Undiagnosed Diseases(IRUD). Rare Diseases International Symposium in
Korea, Seoul, Feb. 28, 2025 (Video)

KEXRF: FRFEE#RORRA -7/ LAEBENS- I ABHMEEARNERRSE SFERDKE
FAEE RR 2025.2.27

KEFEZF BRIADRZNAT -7/ LABRER D - ROMEEZ7FJ- (IRUD) R
HERFHRAMZA 2024.10.30

KEZF [ Initiative on rare and Undiagnosed Diseases (IRUD) enters a new
stage. HRAANBELGFSRE 69 BARZVIRIDTA TSR XIVF1—IVALIRKEAE FLIR
2024.10.11

BEHT, KEZFEFHELRBEDL I XK Japan Consortium of Ataxias (J-CAT) £
65 B B AMRERSFMARY IURI I L RRERE IA—54L 2024.5.31

H.Mizusawa: Establishing the Initiative on Rare and Undiagnosed Diseases
(IRUD)in Japan. Parallel Panel C: Advocacy and partnerships- reflections
from rare disease and congenital disorder genomics. Moderator: Dr Zilfalil
Alwi, Universiti Sains Malaysia. Expert Meeting on Accelerating Access to
Human Genomics for Public Health by WHO WPRO. Sheraton Manila Bay,
Manila, Philippines 2024.4.29

Tsukamoto T, Kosami K,Ae R, Hamaguchi T, Sanjo N, Sato K, Kitamoto T, Takao
M, Yamada M, Mizusawa H and Prion Disease Surveillance Committee in Japan.
Prion disease features in Japan based on the national surveillance from 1999
to 2024. Prion24 International Conference, Nanchang, China, 2024.10.23-
27 (poster)

Osada T, Ohira M, Kimura H, Sano T, Tsukamoto T, Takao M, Mizusawa H.
Medical Resarch Council Prion Rating Scale (MRC scale) scores of the
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11.

12.

13.

14.

15.

16.

Natural History Study by the Japanese Consortium of Prion disease (JACOP
NHS). Prion24 International Conference, Nanchang, China, 2024.10.23-27
(poster)

Sano T, Yagira K, Osada T, Tsukamoto T, Yamazaki A, Usukura E, Wakabayashi
R, Kitamoto T, Mizusawa H, Takao M, Characterization of Age-Related
Pathology in Prion Disease : Insights from a Japanese Autopsy Series.
Prion24 International Conference. Nanchang, China, 2024.10.23-27
(poster)

Hama Y, Date H, Takahashi Y, Mizusawa H, J-CAT (Japan Consortium of
Ataxias). Genetic epidemiology and clinical characteristics of patients with
mutations in CACNA1G (SCA42) based on J-CAT study. The ASHG (American
society of human genetics) 2024 Annual Meeting, Denver, 2024, November
5-9 (poster)

Sugiyama A, Hirano S, Takahashi Y, Mizusawa H, Kuwahara S. Cerebellar
mono-system atrophy in the early stage of multiple system atrophy: a study
using data from the Japan Consortium for Ataxias. International Congress
for Ataxia Research 2024. London, 2024.11.12-15 (poster)

Hama Y, Date H, Takahashi T, Mizusawa H, J-CAT (Japan Consortium of
Ataxias). Non-SCA6 cerebellar ataxia with CACNATA pathological variant -
from J-CAT study. International Congress for Ataxia Research 2024. London
2024.12-15 (poster)

Hatano Y, Ishihara T, Hirokawa S, Date H, Takahashi Y, Mizusawa H, Onodera
O. Significance of 20 or fewer CAG repeats in CACNATA in ataxia.
International Congress for Ataxia Research 2024. London 2024.11.12-15
(poster)

Oda S, Mizusawa H, Takahashi Y. Prospective natural history study of SCD
patients in Japan using the Japanese version of FARS-ADL (Friedreich’s
Ataxia Rating Scale -Activities of Daily Living). International Congress for
Ataxia Research 2024. London 2024.11.12-15 (poster)

Honda T, Bando K, Ishikawa K, Shirai S, Yabe I, Ishihara T, Onodera O,
Higashiyama Y, Tanaka F, Kishimoto Y, Katsuno M, Shimizu T, Hanajima R,
Takahashi Y, Mizusawa H. Adaptability index of Prism Adaptability Test stably
evaluates disease conditions of cerebellar degenerations in clinical
environment. International Congress for Ataxia Research 2024. London
2024.11.12-15 (poster)

Wang D, Shimizu S, Ishikawa K, Mizusawa H, Watase K, Honda S, Shin M.K.
Subcellular localization and ER-mediated cytotoxic function of a1A and
a1ACT in spinocerebellar ataxia type 6. International Congress for Ataxia
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Research 2024. London 2024.11.12-15 (poster)
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1.

10.

11.

Whole genome analysis for 81 families with undiagnosed rare diseases.
Kaname T, Yanagi K, Iida T, Aoki T, Igarashi A, Yamamori M, Satou K,
Matsubara Y. ESHG2024. Berlin, Germany. 2024.6.1-4, E%, IRX5—.
Another novel patient with pathogenic variant in MAPK8IP3 and clinical
features of the MAPK8IP3-related neurodevelopmental disorder. Yanagi K,
Matsumoto H, Yamamori M, Wakamatsu H, Hidai T, Igarashi A, Matsubara Y,
Kaname T. ESHG2024. Berlin, Germany. 2024.6.1-4, B, RX5—.
Neurogenetic syndromes with cerebellar abnormalities revealed by whole-
exome sequencing. Okamoto N, Nishi E, Hasegawa Y, Yanagi K, Kaname T,
Miya F, Kosaki K. ESHG2024. Berlin, Germany. 2024.6.1-4, @4, RX&5—.
Accuracy of rare diseases inference in generative AI (ChatGPT3.5):
comparison with in-house Al diagnostic supporting system. Kaname T, Yanagi
K, Igarashi A, Iida T, Aoki T, Yamamori M, Naritomi K, Matsubara Y ASHG2024.
Denver, CO. USA. 2024.11.6-9, E4, RZX5—.

Analysis of a novel complex structural abnormality of the FLNA gene in a
patient with periventricular nodular heterotopia and thrombocytopenia using
HiFi read sequencing._Yanagi K, Yamamori M, Sakamoto A, Uchiyama T,
Kunishima S, Hasegawa D, Kawaba D, Kobayashi A, Tamura A, Igarashi A,
Matsubara Y, Ishiguro A, Kaname T. ASHG2024. Denver, CO. USA. 2024.11.6-
9, E4, RRXH—.

A novel variant in CLN5 of Japanese girl with Neuronal Ceroid Lipofuscinosis.
Nishi E, Yanagi K, Kawato K, Okamoto N, Yanagihara K, Kaname T. ASHG2024.
Denver, CO. USA. 2024.11.6-9, B4, RRA5—.

Complex chromosome rearrangement including 7a21.3 in a patient with split
hand/foot malformation. Enomoto Y, Yanagi K, Yamamori M, Naritomi K,
Kaname T. ASHG2024. Denver, CO. USA. 2024.11.6-9, E%, RA5—.

Clinical features of HNRNP-related disorders. Okamoto N, Nishi E, Yanagi K,
Kaname T. ASHG2024. Denver, CO. USA. 2024.11.6-9, E%, RRX%5—.
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12. bb\l@’f/Al’E?O)Aé:g_nh\b MREPEGEE). £ E, £ 59 ETEERIRARE
fiite= 48 2025/3/22, @A, OEE.

13. Mixed and blended Phenotype of Sotos Syndrome and KBG Syndrome:
Clinical Features in a Girl with Both Syndromes. Nishi E, Yanagi K, Okamoto N,
Kaname T. 2025 ACMG Annual Clinical Genetics Meeting. Los Angeles, CA.
USA. 2025.3.18-22, E4, RRX%5—.
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1. Leveraging Real-World Data for Cardiovascular Diseases in Japan: Findings
from JROAD-DPC. Masanobu Ishii, So Ikebe, Yasuhiro Otsuka, Taishi Nakamura,
Kenichi Tsujita, 5 89 EHABRBRFEFMES, 2025/3/30, EAR, YVRIIL

2. DPC BLUBEFHIVTHERDIZIVIT—IVRET—IM Az PCI DIRELUEHE) R TDF
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B9 dRE[AR] IRUD-BAEWMEEI Y —I7 L-HEABET Hins P64 2024.11(4)
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2. Mizusawa H : 4.2.6 Column: Future expectations for rare diseases medicine.
Survey on challenges faced by healthcare professionals in rare diseases [Main
Part]. Initiative on Rare and Undiagnosed Diseases (IRUD)-Rare Diseases
Consortium Japan (RDCJ)-Japan Pharmaceutical Manufacturers Association
(JPMA) P76 First Edition 2024.11
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