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Fig. 1
(Top) Fundus photograph of the right eye showing the fo-

vea encircled by a well-circumscribed lesion.
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Table 1
tramuscular 100ug LHRH injections. The stimulus used for

LHRH stimulation test results after seven days in-

the test was 100ug LHRH, intravenous administration.

(Bottom) Optical coherence tomography image (vertical line Time (min) 0 30 60 90
scan through the fovea) of the right eye showing a subfoveal LH (mIU/mi) 12 45 4l 36
. FSH (mIU/ml) 14 19 19 19
deposit.
Table 2 Nerve conduction studies.
Amp (mV) SCV (m/s) Amp (V)
MCV (m/s) Latency (ms) Latency (ms)
distal proximal distal proximal distal proximal
R 56.0 8.29 857 388 53.7 614 8.64 1.56 4.00
Median n.
L
R 59.7 5.95 6.79 3.26 458 62.9 10.27 2.62 4.24
Ulnar n.
L
R 47.0 18.20 14.04 4.56
Post tibial n.
L 418 5.00 723 4.20
R 39.2 1.63 112 5.96
Peroneal n.
L 425 2.37 1.44 6.50
R 38.7 1.79 3.62
Sural n.
L 419 346 334

MCV: motor nerve conduction velocity
SCV: sensory nerve conduction velocity

Amp: amplitude
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Fig. 2 Brain MRI demonstrates cerebellar atrophy.
A: To-weighted MR image (Axial slice, 1.5T, SE, TR 4,000 ms, TE 80.96 ms).
B: Ti-weighted MR image (Sagittal slice, 1.5T, SE, TR 420 ms, TE 9 ms).

Fig. 3 Tc-99m ECD SPECT (A: axial slice, B: sagittal slice) shows decreased blood flow in the brain
stem and cerebellum.
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Abstract

A patient with cerebellar ataxia, hypogonadotropic hypogonadism and vitelliform macular dystrophy:
Boucher-Neuhéuser syndrome

Fumikazu Kobayashi, M.D., Yasushi Kurihara, M.D., Kaori Nagasaka, M.D.,
Haruyasu Iida, M.D., Kazumasa Shindo, M.D. and Yoshihisa Takiyama, M.D.
Department of Neurology, Interdisciplinary Graduate School of Medicine and Engineering University of Yamanashi

A 28-year-old man had experienced non-progressive gait disturbance since early childhood. He was admitted
because of hypogonadism and cerebellar ataxia. On admission, bilateral vitelliform macular dystrophy, fixation
nystagmus, slurred speech, cerebellar ataxia, decreased tendon reflexes, and pes cavus were present. Higher
brain function, auditory function, and olfactory function were not disturbed. A gene abnormality related to known
hereditary spinocerebellar degeneration and Kallman syndrome was not observed. Brain MRI demonstrated cere-
bellar atrophy. ECD-SPECT revealed decreased blood flow in the brain stem and cerebellum. Endocrinological
tests indicated that the hypogonadism seemed to be due to a primary pituitary disturbance. This is the second
case of Boucher-Neuhiuser syndrome in Japan.

(Clin Neurol 2010;50:98-102)
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