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-+ A case with Segawa disease—A often misdiagnosed disease and
its pathophysiology

Norimichi Higurashi®, Shin-ichiro HamanoV, Manabu Tanaka®, Atsuko ObaV,
Naohiro Kuroda®, Satoshi Yoshinari®, Motoyuki Minamitani?

“Di\'fision of/Neurology and? Division of Child Health aﬁd Human Development,
‘ Saitama Children’s Medical Center

We report here a girl patient with Segawa disease. Her initial symptom was
equines foot in the right appeared at the age of 7. Subsequently, the symptom also
developed in the left, resulted in gait disturbance. She was initially suspected as
having spinal cord disease or psychological problems, and correct diagnosis had not
been made for a few years. When she was hospitalized at the age of 11, she
presented gait disturbance with bilateral leg stiffness and equinus posture. However,
spasticity, muscle atrophy and joint contracture were not observed in her legs. Her
symptoms were mild in the morning, but worsened later in the day. We suspected
Segawa disease because of her typical dystonic symptoms and decreased neopterin
concentration in her cerebrospinal fluid. L-dopa dramkaticaﬂy alleviated her
symptoms. Segawa disease is a dominantly-inherited disease characterized by
progressive dystonia with diurnal fluctuation and dramatic responsiveness to L-dopa.
Misdiagnosis is not uncommon because of its rarity and similarity of symptoms to
spastic plegia. Early diagnosis of this treatable disease is important for reducing
suffering of the patients.
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