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MRI of brain.

A: Sagittal Ti-weighted image (1.0 T; TR 450msec, TE 17msec)
B: Axial T2-weighted image (1.0 T; TR 3,700msec, TE 95msec).
MRI shows mild atrophy of cerebellar vermis.
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Fig. 2 9mTc-ethyl cysteinate dimer SPECT of brain.
SPECT shows no focal hypoperfusion.

7R IE T I E R b B, HEE BT RER T V222 & F L2 BB B R N R o
KIEFTRIOAHD I AFFA IV THAED SN, SCA2 I M —de I s LT
AOENTNN—F Y VERDEBEHBWTL-F— 8% 5128

HLEYRF VT IEOWTOREEMES NS b OO, x ®

SCA2 HIKDIERE LTOIIF I AF A V7 O HBBHE LD 1) Gispert S, Twells R, Orozco G, et al. Chromosomal assign-

W HED R <, SCA2 OEHEIRTH 2 P IAHTH 5. ment of the second locus for autosomal dominant cerebel-
WAE, L- K= 5 BOn O IEFPED 28— 5 > v VEEIR lar ataxia (SCA2) to chromosome 12q23-24.1. Nat Genet

DTN DIER Z 5 GRRICB VT, ATXN2 O CAG 1993:4:295-299.

VE— bFOMENRALNSL Z LG EN, SCA2 O 727% 2) Sanpei K, Takano H, Igarashi S, et al. Identification of the

KL E LTHEHEINTWAY, AERNE, SCA2 & LTIdEE spinocerebellar ataxia type 2 gene using a direct identifi-

WL B L, WMARAERZ K & 7255 S PR R O i cation of repeat expansion and cloning technique, DI-

WHRERE 2 S L7EBITH ), AREOERED S 5 7% 2 L hk RECT. Nat Genet 1996;14:277-284.

WERETLIEMEE 2, HE L. 3) Pulst SM, Nechiporuk A, Nechiporuk T, et al. Moderate
RELOFEFIZE 188 ] H AM 22 B s )5 2% (2009 4F 3 A, expansion of a normally biallelic trinucleotide repeat in

W) TRELL. spinocerebellar ataxia type 2. Nat Genet 1996;14:269-276.



50 :

4

5

6

7

8

9

=

Imbert G, Saudou F, Yvert G, et al. Cloning of the gene
for spinocerebellar ataxia 2 reveals a locus with high sen-
sitivity to expanded CAG/glutamine repeats. Nat Genet
1996;14:285-291.

HRurgs A #. [Triplet Repeat % BIYZERE R D
5T L BRIR] (CAG) n BI—F B/ JCHE 2 &) (spi-
nocerebellar ataxia 2 ; SCA2) SCA2 @ EERAER & U5 B
i & CAG Y ¥ — MM, H AR 1999,57:805-810.
Filla A, De Michele G, Santoro L, et al. Spinocerebellar

Nt

=

ataxia type 2 in southern Italy: a clinical and molecular
study of 30 families. ] Neurol 1999;246:467-471.
Sasaki H, Wakisaka A, Sanpei K, et al. Phenotype vari-

N

ation correlates with CAG repeat length in SCA2—a
study of 28 Japanese patients. J Neurol Sci 1998;159:202-
208.

Giunti P, Sabbadini G, Sweeney MG, et al. The role of the

SCA?2 trinucleotide repeat expansion in 89 autosomal

=z

dominant cerebellar ataxia families. Frequency, clinical
and genetic correlates. Brain 1998;121:459-467.
Geschwind DH, Perlman S, Figueroa CP, et al. The preva-

=

lence and wide clinical spectrum of the spinocerebellar
ataxia type 2 trinucleotide repeat in patients with autoso-

mal dominant cerebellar ataxia. Am ] Hum Genet 1997;60:

10)

11)

12)

13)

15)

644 FRERHRIES 50%9 %5 (2010: 9)

842-850.

Burk K, Abele M, Fetter M, et al. Autosomal dominant
cerebellar ataxia type I clinical features and MRI in fami-
lies with SCA1, SCA2 and SCA3. Brain 1996;119:1497-
1505.

Wadia N, Pang ], Desai J, et al. A clinicogenetic analysis
of six Indian spinocerebellar ataxia (SCA2) pedigrees.
The significance of slow saccades in diagnosis. Brain
1998;121:2341-2355.

FHSP—RR, K 78, ERERAR. O o < 0 R & SEARBRAE IR
% 2 L 7= spinocerebellar ataxia type 2 @ 1 B1. I IR #fi %
2003;43:109-112.

Iwabuchi K, Tsuchiya K, Uchihara T, et al. Autosomal
dominant spinocerebellar degenerations. Clinical, patho-
logical, and genetic correlations. Rev Neurol (Paris) 1999;
155:255-270.

Boesch SM, Muller J, Wenning GK, et al. Cervical dysto-
nia in spinocerebellar ataxia type 2:clinical and poly-
myographic findings. J Neurol Neurosurg Psychiatry
2007;78:520-522.

Gwinn-Hardy K, Chen JY, Liu HC, et al. Spinocerebellar
ataxia type 2 with parkinsonism in ethnic Chinese. Neu-
rology 2000;55:800-805.

A case of spinocerebellar ataxia type 2 presenting with a clinical course similar to spastic paraparesis

Yosuke Miyaji, M.D."?, Hiroshi Doi, M.D., Ph.D.?, Shigeru Koyano, M.D., Ph.D.?,
Yasuhisa Baba, M.D., Ph.D.?, Yume Suzuki, M.D., Ph.D.” and Yoshiyuki Kuroiwa, M.D., Ph.D.”
"Department of Neurology, Yokohama City University Medical Center

*Department of Clinical Neurology, Yokohama City University, Graduate School of Medical Sciences

We report a 50-year-old woman with an unremarkable birth and developmental history, and with no family
history of neurological disorders. The patient had a 6-year history of progressive cervical dystonia, oral dyskinesia,
and hyperreflexia. She was initially considered to have spastic paraparesis of unknown cause. Because brain MRI
showed mild atrophy of the cerebellar vermis, genetic analysis for spinocerebellar ataxia types 1, 2, 3, 6, 7, 8, 12,
and 17, and dentatorubral-pallidoluysian atrophy was performed. The results revealed an abnormal expansion of
CAG repeats (38 repeats) in one allele of ATXN?2, and the patient was diagnosed with spinocerebellar ataxia type 2
(SCA2). She had no major clinical features of SCA2 such as cerebellar ataxia, slow saccade, or hyporeflexia. Recent
reports have shown the CAG repeat expansion in ATXN2 to be detected in patients with familial L-dopa-
responsive parkinsonism. The present case suggests that CAG repeat expansion in ATXN2 may be detected in
some patients with spastic paraparesis, and that wide variations of clinical manifestations exist in SCAZ.

(Clin Neurol 2010;50:641-644)
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