1)

1).2)

D Partha S. Sarkard®

1)

2) Department of Biochemistry and Biophysics, School of Medicine and

Dentistry,

University of Rochester,

3) Department of Neurology and

Neuroscience and Cell Biology, University of Texas Medical Branch

10 SCA10 22013.3 ATXNIO
9 ATTCT 5 280 4500
RNA AUUCU
SCA10 SCA10
AUUCU AUUCU
¥ AUUCU
4
AUUCU 1 PTBP1
SCA10
SCA10 ATTCT
SCA10 22q13.3 RNA AUUCU foci
ATXN10 9 ATTCT 5
1) AUUCU foci
280~4500 2) AUUCU
3)
SCA10 RNA
CTG/CCTG
DM RNA
CTG RNA 1) AUUCU foci
CUG SCA10 RNA-FISH
(foci) AUUCU foci

RNA

IF



Lamin B1
nucleolin PML PML
Cajal Coilin
SC35
CUGBP1 FISH-IF
2) AUUCU
AUUCU-pull down
WB
3) SCA10 AUUCU
SCA10 2)
AUUCU AUUCU
FISH-IF
WB RT-PCR
4) SCA10
SCA10 AUUCU foci
2) AUUCU
( )
1
1) AUUCU

1 2 DMl DM2 CUG
CCUG
2) AUUCU
PSF p54nrb PTBP1 4
3) FISH-IF SCA10

MATRN3

4 AUUCU foci

SCA10
WB
PTBP1
4) SCA10 AUUCU foci
PTBP1
PTBP1
[ 1
1. Kurosaki T, Matsuura T, Ohno K, Ueda

S. Alu-mediated acquisition of unstable
ATTCT pentanucleotide repeats in the
human ATXN10 gene. Mol Biol Evol

2009:26;2573-2579.

2. Hagerman KA, Ruan H, Edamura KN,
Matsuura T, Pearson CE, Wang YH.
The ATTCT repeats of spinocerebellar
ataxia type 10 display strong
nucleosome  assembly  which is
enhanced by repeat interruptions.
Gene 2009:434;29-34.

3. Almeida T, Alonso I, Martins S, Ramos
EM, Azevedo L, Ohno K, Amorim A,
Saraiva-Pereira ML, Jardim LB,
Matsuura T, Sequeiros J, Silveira I.
Ancestral origin of the ATTCT repeat
expansion in spinocerebellar ataxia
type 10 (SCA10). PLoS One 2009:
4;e4553.

4. *Kobayashi H, *Abe K, *Matsuura T
(*equally contributed), Ikeda Y, Hitomi
T, Akechi Y, Habu T, Yang LW, Okuda
H, Koizumi A. Expansion of intronic
GGCCTG hexanucleotide repeat in
NOP56 causes a type of spinocerebellar
ataxia (SCA36) accompanied by motor
neuron involvement. Am J Hum Genet



1)

2)

3)

4)

2011: 89;121-130.

Xia G, McFarland KN, Wang K, Sarkar
PS, Yachnis AT, Ashizawa T. Purkinje
cell loss is the major brain pathology of
spinocerebellar ataxia type 10.J Neurol
Neurosurg Psychiatry 2013:
84:1409-1411.

2014/4/1~2015/3/31

Kameda T, Namekawa M, Shimazaki
H, Minakata D, Matsuura T, Nakano I.
Unigue combination of hyperintense
vessel sign on initial FLAIR and
delayed vasoconstriction on MRA in
reversible cerebral vasoconstriction
syndrome: case report. Cephalalgia
2014:34;1093-6

Nakayama T, Nakamura H, Oya Y,
Kimura T, Imahuku I, Ohno K, Nishino
I, Abe K, Matsuura T* (*corresponding
author). Clinical and genetic analysis
of the first known Asian family with
myotonic dystrophy type 2. J Hum
Genet 2014:59;129-33.

Sato K, Morimoto N, Deguchi K, Ikeda
Y,_ Matsuura T, Abe K. Seven
amyotrophic lateral sclerosis patients

diagnosed only after development of
respiratory failure. J Clin Neurosci
2014:218;1341-3.

Yamashita Y#, Tohru Matsuura* *

(*equally contributed, *corresponding
author), Kurosaki T, Amakusa Y,
Kinoshita T, Ibi T, Sahashi K, Ohno K.
LDB3 splicing abnormalities are
specific to skeletal muscles of patients
with myotonic dystrophy type 1 and
alter its PKC binding affinity. Neuobiol
Dis 2014:69;200-5.

Gao R, Liu Y, Silva-Fernandes A, Fang
X, Paulucci-Holthauzen A, Chatterjee
A, Zhang HL, Matsuura T, Choudhary
S, Ashizawa T, Koeppen AH, Maciel P,
Hazra TK, Sarkar PS. Inactivation of
PNKP by mutant ATXNS3 triggers
apoptosis by activating the DNA
damage response pathway in SCAS.
PLoS Genet 2015:11;e1004834.

2015 1 10



