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The family history suggests autosomal dominant inheritance. The

Family tree.

patient’s mother, two older sisters and one older brother had clinical
symptoms consistent with GSS disease. *1 She was born in Saga
prefecture. She developed ataxic gait and truncal ataxia. She was
consequently bedridden and died. *2 She developed ataxia and died
at the age of 78 years old. *3 She developed ataxia and died at the
age of 69 years old. *4 He developed ataxic gait disturbance and the
symptom gradually progressed. He was diagnosed as spinocerebellar
degeneration and died at the age of 62 years old.
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Fig. 2 Brain MRI findings.
Axial T, weighted images (A: 1.5 T) did not show any abnormal lesions. Axial diffusion weighted images (B: 1.5 T) showed high intensity in the

cerebral cortex.
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Clinical summary (This patient and reported 11 patients).

This Arata H, et al, 20067

parient
Patient no 1 2 3 4 5 6 7 8 9 10 11 12
Age at onset (years old) 62 59 65 51 50 56 60 38 43 70 59 60
dDe“art*I‘j“O“ fromonsetto  ypo 4yom  4y8m 8y Alive 3y Alive  Alive Alive Alive  Alive  Alive
Duration from onset to
dementia 6y 4y 2y 9m 2y 8m - 2y 6m - 3y Im - - - -
Initial symptoms numbness GD GD GD GD GD GD GD dysarthria GD GD GD
Ataxia + + + + + + + + + + + +
Weakness of lower n " i n i _ B n 4 i " i
limbs
Pyramidal sign + - - + - - + - + - - -
Dysesth651a in lower n 4 + n i n . n 4 + N +
limbs
IS\;e;(;isonductlon Normal Normal  Normal Normal Normal Normal Normal  Normal Normal Normal  Normal  Normal
Prion gene mutation i 4 ¥ n i i ¥ n 4 4 i 4

Pro102Leu

GD = Gait disturbance.
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Abstract

A case of Gerstmann-Straussler-Scheinker disease presented
with numbness in the lower extremities

Rina Ando, M.D."”, Masahiro Nagai, M.D., Ph.D.", Hirotaka Iwaki, M.D., Ph.D.”, Hayato Yabe, M.D., Ph.D."”,
Noriko Nishikawa, M.D., Ph.D."” and Masahiro Nomoto, M.D., Ph.D."

YNeurology and Clinical Pharmacology, Ehime University Graduate School of Medicine

We report a patient of 68-year-old woman who developed numbness of feet in 2008. Ataxic gait disturbance, truncal
ataxia, muscle weakness of lower limbs have gradually appeared and she couldn’t walk without assistance in 2013. Her
cognitive function declined subacutely in 2014. When she was admitted to our hospital, it was difficult to fully evaluate
her neurological symptoms and cognitive function. The tendon reflex were absent and Babinski reflex showed positive in
both sides of the lower limbs. Diffusion weighted image of MRI showed high intensity in cerebrocortical area, and
variation P102L prion protein gene mutation was detected. We diagnosed her with Gerstmann-Straussler-Scheinker
(GSS) disease. Cerebellar symptom such as ataxic gait occurs as the initial manifestation in 90% of patients with GSS
disease. Her initial symptom was numbness of lower limbs and cerebellar symptom gradually appeared during the course
of disease. In addition, her cognitive function declined six years after the onset. This case presented atypical clinical
course as described above. Consequently, it led to diagnostic delay in GSS disease.

(Rinsho Shinkeigaku (Clin Neurol) 2016;56:7-11)
Key words: Gerstmann-Striussler-Scheinker disease, prion disease, numbness, cerebellar ataxia, subacute progressive
dementia




