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A Case of Alport-leiomyomatosis Syndrome Presenting with Leiomyoma of
the Esophagus and the Rectum

Norihiko Kitagawa, Noriko Aida", Kazutoshi Fujita", Youkatsu Ohhama

Department of Surgery and Radiology', Kanagawa Children’s Medical Center
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Abstract | Five percent of cases ol Alport syndrome have associated leiomyomatosis of the viscera,
called Alport-leiomyomatosis syndrome (A-LS) . Usually, leiomyomatosis presents in the esophagus,
stomach, genital fract or tracheobronchial tract. Here we report a case of a G-year-old girl presenting with
leiomyomatosis not only in the esophagus but also in the rectum. MRI clearly showed thickening of the
esophageal wall and the rectal wall. A renal biopsy revealed a partial defect of the alpha-5 chain in the
glomerular basement membrane, suggesting A-LS. No surgical treatment has been required because
dysphagia and constipation have been mild. Long and frequent [ollow-up will be needed.
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Fig.1 Barium esophagogram shows irregularity of
the esophageal wall and wide His angle,
but passage of the contrast medium is not
disturbed.

Fig.2 Axial plain CT scan
a : Upper slice shows circular thickening of the lower esophageal wall.
b : Lower slice (2.5¢cm below upper slice) shows thickening at the esophago-gastric
junction, whereas the gastric wall is not thickened.
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Fig.3

a: T2 weighted axial image

b : Enhanced T1-weighted sagittal image

c . T2-weighted sagittal image.
Thickening of the esophageal wall with slightly higher
intensity than that of skeletal muscle is demonstrated
in T2-weighted images. Esophageal mucosa is
demonstrated as a layer with good enhancement in
T1-weighted image.
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Fig.4 T2-weighted MRI
a : Sagittal image shows thickening of the lower rectal wall with the same intensity as
that of the esophagus.
b : Axial image shows circular thickness of the lower rectal wall.
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