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A Case of Fukuyama Congenital Muscular Dystrophy Complicated by Mediastinal Teratoma
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Fukuyama congenital muscular dystrophy (FCMD), which is caused by mutations in the fukutin (FKTN)
gene, is characterized by congenital muscular dystrophy associated with brain malformation. FCMD is the sec-
ond most common type of muscular dystrophy in Japan. Herein, we report a 3-year, 2-month-old girl with FCMD
with mediastinal teratoma. Elevated serum level of creatine kinase (CK) and brain abnormality on computed to-
mography (CT) were detected when she had a viral infection at age 8 months. At age 12 months, genetic analysis
of the FKTN gene gave a definitive diagnosis of FCMD. She gained the ability to walk and speak two words at 2
years of age, and therefore was classified as having the mild form of FCMD. At around 2 years of age, she began
suffering from chronic cough and chest X-ray showed abnormal shadows in the left lung. However, these symp-
toms were considered due to atelectasis secondary to respiratory muscle weakness. At age 3 years, 2 months, at-
tenuation of left breath sounds was detected and chest CT demonstrated a cystoma in the mediastinum Thora-
coscopic surgery was performed and the final diagnosis was mature teratoma. This is the first case report of

FCMD patient complicated with teratoma.
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Figure Preoperative imaging
(a) Chest Xoray (frontal projection). Unilateral hypolucency of left lung was detected. The
bronchi were pressed to right side by the cyst. (b) Chest X-ray (lateral projection). Abnor-
mal shadow was detected in the mediastinum. (c) Coronal section of the chest by plane
computed tomography (CT). (d) Coronal section of the chest on contrast enhanced CT. (e)
Longitudinal section of the chest on contrast enhanced CT. The enhanced CT suggested a
big cyst in the medisastinum. The cyst wall was thickened and the inside of the cyst was
filled with mixed high-and low-density parts in iso-dense areas, suggesting fluid, fat and

calcification.
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