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A Female Case with Segawa Disease Diagnosed as Having Cerebral Palsy—A Pitfall of Clinical Diagnosis
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Segawa disease, a form of autosomal dominant dystonia, is caused by an abnormality of guanosine triphos-
phate cyclohydrolase I gene (GCH1) on 14q22.1-q22.2. Typically, lower limb postural dystonia develops, peaking
at age 6 years. Muscle rigidity progresses until the late teens, then slows, reaching a steady disease state in the
30s. Diurnal symptom fluctuation, apparent during childhood, gradually disappears in the late 20s. It is over-
looked in many cases misdiagnosed as having cerebral palsy. We report such a patient. Her history revealed diur-
nal symptom fluctuation. Segawa disease was definitively diagnosed, based on genetic testing and a complete re-
sponse to L-dopa. This 17-year-old girl had unremarkable family, past and developmental histories. At age 6
years, she had been evaluated for left foot equinus deformity, gait disturbance, abnormal posture, and worsening
symptoms. Her mother described diurnal fluctuation of gait disturbance and abnormal posture. Spinal/head mag-
netic resonance imaging revealed no abnormalities, but she had clinical symptoms with diurnal fluctuation, sug-
gesting Segawa disease. Low spinal fluid neopterin and biopterin levels, low hemocyte GCHI1 enzyme activities,
and a GCH1 gene abnormality were detected, confirming Segawa disease. Oral L-dopa achieved an immediate
and complete response. For 10 years, to date, she has remained asymptomatic without adverse reactions. This
case illustrates the diagnostic utility of a detailed history-taking with specific examples of symptoms and signs.
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