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Fig. 1 Brain MRL
15T brain MRI shows atrophy of cerebellum in an axial T2 weighted image (TR=4,150. TE=100) (A)
and a sagittal T1 weighted image (TR=525. TE=11) (B).

Fig. 2 !ZLIMP brain SPECT.
The cerebral perfusion scintigraphy showed hypoperfusion in the cerebellum, comparing 3D-SSP of
Z-score maps constructed by averaging image sets from 24 control subjects®.
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Table1 Clinical findings in 16 cases of cerebellar ataxia with hypergonadotropic hypogonadism.
girtr:)% Iii}geo" (:Jjee? (ﬁfﬁ) Onset (year) CZ{?E;LI;I. hﬁzﬁﬁleg?' Deafness Others

Skre 1976 + NR F 16 <1 + + NR Cataract

+ 46, XX F 35 NR NR + NR Cataract

+ 46, XX F 38 12 NR + NR Cataract
Nishi 1988 + 46,XX F 16 2 - - +

+ 46, XX F 14 2 - - +
Tkezoe 1992 - 46, XX F 14 7 + + +
Bﬁchele 1993 - NR F 56 <30 NR + NR

- 46,XX F 30 2 + + NR

- NR F 14 13 + + +
Linssen 1994 + 46, XX F 28 NR NR + + Amelogenesis imperfecta
Gottschalk 1996 + 46, XX F 16 1 + + +
Amor 2001 + 46, XX F 46 20s + - +

+ 46,XX F 40 30s + - +
Georgopoulos 2004 + 46, XX F 20 13 + - + (late onset)
Gironi 2004 + NR M 48 39 + + + Muscle CoQ10 deficiency

+ NR M 35 29 + + + Muscle CoQ10 deficiency
Fryns 1998 + 46,XX F 30 <1 NR + - Retinal dystrophy

+ 46,XX F 59 <1 NR + - Retinal dystrophy
Present case - 46 XX F 26 10s + - -

NR : not recorded
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Abstract
A woman with cerebellar ataxia and hypergonadotropic hypogonadism

Sayoko Wada, M.D., Toshio Takaoka, M.D., Shuhei Kasama, M.D., Takashi Kimura, M.D.,
Koji Kajiyama, M.D., Masanaka Takeda, M.D. and Hiroo Yoshikawa, M.D.
Department of Internal Medicine, Division of Neurology, Hyogo College of Medicine

A 26-year-old woman with primary amenorrhea in association with hypergonadotropinism, and lacking a va-
gina and uterus, suffered from a gradually progressive gait disturbance in her adolescence. The patient has no
family history of ataxia and a chromosome study showed a normal karyotype (46,XX). Using the revised Hase-
gawa Dementia Scale, her cognitive function was measured as that of a normal adult, however, neurological ex-
amination revealed symptoms of scanning speech, horizontal gaze-evoked nystagmus, and ataxia. Bulging eyes,
high-arched palate, scoliosis and ventricular septal defect were also observed. A brain MRI showed atrophy of the
cerebellum. A "I-IMP brain SPECT study showed hypoperfusion in the cerebellum.

Previous studies show that among patients with cerebellar ataxia and hypergonadotropic hypogonadism,
some show an autosomal recessive inheritance, while others have no family history. As a cause, a chromosomal ab-
normality is unlikely because all reported karyotypes were normal. This case is different from other reported
cases in that she is not mentally impaired or deaf. The present case indicates that there is a close relationship be-
tween cerebellar ataxia and hypogonadism, and that other symptoms such as deafness and mental impairment
could be an additional variable in patients with cerebellar ataxia and hypergonadotropic hypogonadism.

(Clin Neurol 2010;50:20-23)
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