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fE  Exon DNA TI/B
1 Exon3 C"g’ggéﬁ?;ﬁ :gé"s p.V225Lfs*12
2 Exon 3 ¢.1013delT p.F338Sfs*70
3 Exon 2 ¢.451dupC p.Q151Pfs*47
4 Exon 2 ¢.370C>T p.Q124*
5 Exon 2 ¢.397C>T p.R133*
6 Exon 3 Gross deletion Unknown
1 c.del669_673TGTAGIinsGGTCCTCTTTACC
(pval225LeufsTer12)
2 exon2 c.370C>T

(p-GInl124Ter) c¢.508+32452_38252delinsc.
508+32469 _32850inv (Exon3 large
deletion)

2.

83

2. McLeod BB B H DBKER

R RE
e L]

Lo
RENOER TRIMBER L0

5 CKill N MRIKH3
e mans (U0 amemy ome

BEGER

BHET S 3
THEEY

BHET nEEn

T P
2
&

+ MRE6E 5465 R
pe 3

920 P

46.8 +8  (33~67 )
4 2
16.8+ 6.7 (8—~26
) MLS
ChAc
3. X chorein
McLeod
chorein
VPS13A
ChAc
VPS13A
chorein
chorein XK
chorein XK
D.
6 MLS 3
XK
ChAc  MLS
chorein XK
chorein XK
McLeod
chorein



ChAc 30

MLS 46
McLeod
chorein
E.
MLS
XK chorein
chorein
chorein XK
F.
G.
1.

Yuka Urata, Masayuki Nakamura, Natsuki
Sasaki, Nari Shiokawa, Yoshiaki Nishida,
Kaoru Arai, Hanae Hiwatashi, lzumi
Yokoyama, Shinsuke Narumi, Yasuo
Terayama, Takenobu Murakami, Yoshikazu
Ugawa, Hiroki Sakamoto, Satoshi Kaneko,
Yusuke Nakazawa, Ryo Yamasaki, Shoko
Sadashima, Toshiaki Sakai, Hiroaki Arai,

and Akira Sano: Novel pathogenic

84

XKmutations in McLeod syndrome and

interaction between XK protein and

chorein. Neurology: genetics, in press

2.

Yuka Urata, Masayuki Nakamura, Hanae
Hiwatashi, lzumi Yokoyama, Kyoko Meguro,
Akira Sano: Molecular diagnosis and
symptoms of the six cases of McLeod
syndrome. WFSBP Asia Pacific Regional
Congress of Biological Psychiatry

Sep. 8, 2018 Kobe Japan

Yoshiaki Nishida Masayuki Nakamura,
Akira Sano: Novel pathogenic mutations
in the VPS13A gene in patients with
Chorea-acanthocytosis and  clinical
diversities in Japanese patients. WFSBP
Asia Pacific Regional Congress of
Biological Psychiatry

Sep. 8, 2018 Kobe Japan



