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Fig. 1 Lateral view of the patient and MRI findings.
(A) Slightly dropped head in a standing posture. (B) Normal posture in a supine position. (C) Sagittal T,-weighted MRI (1.5 T; TR 4,000 ms, TE
90 ms) of the brain showed remarkable atrophy and hyperintensity of the medulla. (D) Axial FLAIR images (1.5 T; TR 9,000 ms, TE 108 ms) of
the brain showed periventricular hyperintensity. (E) Axial T,-weighted MRI (1.5 T; TR 530 ms, TE 12 ms) of the brain showed hyperintensity
of bilateral striatum. (F) Axial FLAIR images (1.5 T; TR 9,000 ms, TE 108 ms) of the brain showed symmetrical spotting hyperintensity of the
medulla. (G) Sagittal T,-weighted MRI (1.5 T; TR 3,017 ms, TE 84 ms) of the cervix showed spinal atrophy and cervical kyphosis.
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Table 1 Case reports of patients of Alexander disease with dropped head syndrome.

Clinical Gi . . .
Author/year Sex Age riea erTe Main complaint Other symptom cervical
type mutations
1. Sawaishi (1999) ? M 11 Type 3 not done seizure (age 2), dropped head thoracic scoliosis, kyphosis
(age 11, Orthopedist) dysarthria,

2. Okamoto (2002) ¥ F 58 Type2  p.Val87Gly  unknown

mild generalized muscle weakness,
mental deterioration,
bilateral babinski signs

scoliosis, lordosis
dysarthria, dysphagia,

severe weakness of the neck extensor muscle,

mild weakness of the limbs,

gait disturbance, pneumonia, platal myoclonus,
pollakiuria, constipation,

bilateral babinski signs

3. Yoshida (2015) F 58 Type2 p.Glu2l0Lys dropped head, pollakiuria, scoliosis, unknown
urinary urgency, gait disturbance cerebellar ataxia,

orthostatic hypotension,
sleep apnea,

pyramidal sign,

rigidity

4. This case F 49  Type2 p.Leul23Pro dropped head, gait disturbance  thoracic scoliosis, kyphosis

dysarthria, dysphasia,

mild weakness of the limbs,
pollakiuria, constipation,
bilateral babinski signs
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Abstract

A case of Alexander disease with dropped head syndrome

Kentaro Maeda, M.D.", Katsushige Iwai, M.D."?, Yosuke Kobayashi, M.D., Ph.D.",
Hirotake Tsuji, M.D.", Tomokatsu Yoshida, M.D., Ph.D.” and Yasushi Kobayashi, M.D., Ph.D.”

YDepartment of Neurology, Okazaki City Hospital
“Present Address: Department of Neurology, Toyohashi City Hospital
¥Department of Neurology, Kyoto Prefectural University of Medicine

A 51-year-old woman presented with progressive weakness of the neck extensor muscles and gait disturbances
since the past 6 years. In addition, she presented with symptoms such as dysarthria, dysphagia, bladder, and rectal
disturbances. Bilateral plantar reflex was positive. Her gait was short-stepped-spastic. Brain and cervical MRI showed
atrophy of the medulla and spinal cord. As these imaging features were suggestive of Alexander disease (AxD), we
sequenced the GFAP gene. We identified a heterozygous ¢.368T >C missense mutation of the GFAP gene in the patient.
This was the first case of the mutation in Japanese patients, and subsequently, she was diagnosed with AxD type 2.
There are a few studies which reported that patients with AxD complained of dropped head syndrome. Dropped head
syndrome can be the initial manifestation of AxD.

(Rinsho Shinkeigaku (Clin Neurol) 2018;58:198-201)
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