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Fig. 1 Brain magnetic resonance images obtained on admission.
Brain diffusion-weighted (DW) magnetic resonance (MR) imaging revealed hyper-intensities in the left ventral pons (A) (1.5 7T,
Axial, TR 3,800 ms, TE 98 ms, b value = 1,000 sec/mm®). Brain fluid attenuated inversion recovery (FLAIR) imaging revealed
neither hypointensity in the posterior putamen (also described as a slit like void) nor hyperintensity in the lateral putaminal rim
(B) (1.5 T, Axial, TR 8,500 ms, TE 114 ms). T,-weighted imaging revealed atrophy of the cerebellum (C) (1.5 T, Sagittal, TR 400 ms,
TE 10 ms).
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Fig. 2 (A) Surface electromyography (EMG) recordings and (B) image of dystonia.
Surface EMG recordings revealed simultaneous prolonged EMG discharges of left m. tibialis anterior and m. gastrocnemius
associated with lengthy co-contraction of these normally antagonistic muscles (A). The left hallux moved involuntarily toward the

top surface of the foot at rest (B).
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Fig. 3 Genetic analysis.
A 3.0 kb insertion (—) in the introns of the SCA31 locus (TK2 and
BEAN) were detected. Abbreviations: M, 1 kb ladder; P/C, positive
control; Pt, patient; N/C, negative control.
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SCA3L 12 31) A RWEEE) 2 5 2 134 7\ (Table 1).
SCA31 LRI D% CdH 5 55 16 et fh Kl # $57 (16q-ADCA)
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—77, M SCA 2B HAMEEENI KO L) ICHEE S h
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Table. 1 Clinical features in the patients with SCA31.
Citation number The present case 4) 5) 6) 7) 3) 8) 9) 10) 11) 12)
n 1 28 22 32 10 65 12 66 45 2 1
Age at onset 56 55.9 74.5 57.7 58 59.1 62.8 60.1 58.9 50/48 48
(years) (45-72) (61-88) (45-66) (30-78) (43-80)
Initial symptoms (%)
Unsteadiness of gait + 100 77.3 100 ND 70 ND 100 84 ND +
Dysarthria + 92.6 13.6 100 ND 28 ND ND 16 ND -
Clinical features (%)
Ataxic gait + 100 100 =94 100 100 100 100 100 +/+ +
Dysarthria + almost 100 97 100 94 100 Almost 96 +/+ +
Nystagmus + 63 77.3 15 100 41 ND ND ND —/- +
DTRs
t + ND 54.5 24 0 33 ND 16.7 67 -/~
| 16.6 13.6 18 10 11 ND 18.2 ND ND +
Babinski signs + 0 0 0 0 ND ND 3 ND /-
Sensory disorder - 0 13.6 6 20" 10 ND ND 82" -/~ +°
Extrapyramidal sign + ND 13.6° 0 ND 8° 50 0 ND —/- ND
(dystonia) + ND ND 0 0 ND ND ND ND ND ND
Dementia - ND ND 0 0 5 58 6.1 ND —/- ND
Hearing impairment - ND ND 3.1 20 0 ND 15.2 12 —/- +

Abbreviations: ND, not described; —, negative; +, positive; a, decreased vibration sense; b, tremor; ¢, involuntary movement; t, hypereflexia;

|, hyporeflexia.
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A case of 77-year-old male with spinocerebellar ataxia type 31 with left dominant dystonia

Rie Saito, M.D.”, Shota Kikuno, M.D.", Meiko Maeda, M.D.",
Yoshikazu Uesaka, M.D."” and Masahiro Ida, M.D.”

YDepartment of Neurology, Toranomon Hospital
“Department of Rehabilitation, Toranomon Hospital

We report on the case of a 77-year-old male with genetically proven spinocerebellar ataxia type 31 (SCA31) who had
dystonia. He was referred to our hospital for evaluation following a 6-year history of slowly progressive unsteadiness of

his left leg during walking and dysarthria at the age of 62 years old. On the basis of his symptoms, we diagnosed him as

spinocerebellar degeneration (SCD), and prescribed taltirelin hydrate. However, his symptoms continued to worsen.
He required a cane for walking at the age of 63 years, and a wheelchair at the age of 66 years. He was admitted to our
hospital following acute cerebral infarction at the age of 77 years. On examination at admission, right hemiparesis
and cerebellar ataxia were detected. And left hallux moved involuntarily toward the top surface of the foot at rest, that
is dystonia. The dystonia was not associated with cerebral infarction, because it had been several years with dystonia
that he got cerebral infarction. Genetic analysis revealed that this patient harbored a heterozygous SCA31 mutation.
Previously there have been no reports of SCA31 associated with dystonia. Our case report support clinical heterogeneity
of SCA31, and highlight the importance of considering this type in patients with dystonia and ataxia. Patients with the
combination of dystonia and ataxia and a family history of a neurodegenerative disorder should be tested for SCA31.

(Clin Neurol 2014;54:643-647)
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