
Loss of peristalsis of the esophagus due to diffuse esophageal leiomyomatosis

A 15-year-old girl was referred to our
hospital with a tumor in the mediastinum
that had been found on a chest radio-
graph during a medical check-up. An
esophagram showed a large mediastinal
mass (60mm in diameter) (▶Video1).
No peristalsis of the thoracic esophagus
(smooth muscle area) was apparent, and
dilatation of the esophagus and reten-
tion of the barium were observed on the
proximal side of the tumor. High resolu-
tion manometry (HRM) findings showed
complete loss of peristalsis of the
smooth muscle area, whereas peristalsis
of the striated muscle area was pre-
served (▶Fig. 1). Although the esopha-
geal lumen was narrowed by the tumor,
the endoscope could be passed through
it (▶Fig. 2). Computed tomography (CT)
scanning demonstrated a mildly en-
hancing tumor, which was circumferen-
tially surrounding the lower esophagus
(▶Fig. 3). On T1-weighted magnetic res-
onance imaging (MRI), the tumor had a
relatively high signal, which was the
same as that of other muscular organs
(▶Fig. 4).

The patient underwent endoscopic ultra-
sound-guided fine needle aspiration
(EUS-FNA), with the endoscopic ultra-
sound showing that the tumor had a mo-
saic echo, and that there was a clear
boundary between the tumor and other
organs (▶Fig. 5). Biopsy specimens
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VIDEO 1

▶Video 1: Results of the esophagram showing a large mediastinal
tumor with a diameter of 60mm. The esophageal lumen is nar-
rowed by the tumor, and there is no peristalsis of the smooth
muscle area visible. Dilatation of the esophagus and retention of
the barium are observed on the proximal side of the tumor.

▶ Fig. 1 High resolution manometry findings showing the disappearance of peristalsis of the
smooth muscle area, whereas peristalsis of the striated muscle area was preserved.

▶ Fig. 2 Endoscopic image showing the
narrowed esophageal lumen caused by a
huge submucosal tumor.

▶ Fig. 3 Computed tomography (CT) scan
showing a mildly enhancing tumor with a
diameter of 60mm, which had circumfer-
entially surrounded the lower esophagus.
The tumor was not invading other organs.
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showed spindle cells without atypia on
hematoxylin and eosin (H&E) staining;
they were positive for smooth muscle
actin and desmin, and negative for c-kit
by immunohistochemistry (▶Fig. 6). A
diagnosis of diffuse esophageal leiomyo-
matosis (DEL) was made but, as she was
asymptomatic, surgery was not indi-
cated.
DEL is a rare, benign disease character-
ized by diffuse hypertrophy of the esoph-
ageal muscular layer; some cases of DEL
are associated with Alport syndrome
[1–4]. Although patients with DEL usual-
ly present with dysphagia [1, 2], our pa-
tient was asymptomatic with no signs of
Alport syndrome. Esophageal motility in
DEL investigated by HRM has rarely been
reported [5]. This is the first report

showing loss of peristalsis of the esopha-
gus due to DEL, although the mechanism
of this remains unknown.
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▶ Fig. 4 The relatively high signal of the
tumor was similar to that of other muscu-
lar organs on the T1-weighted magnetic
resonance imaging (MRI) scan, indicating
that the tumor tissue had similar proper-
ties to that of muscle.

▶ Fig. 5 Endoscopic ultrasound image
showing that the tumor had a mosaic
echo and that there was a clear boundary
between the tumor and other organs.

▶ Fig. 6 Spindle cells without atypia are seen using hematoxylin and eosin (H&E) staining.
Immunohistochemical staining shows the cells are positive for smooth muscle actin and
desmin, but negative for c-kit, indicating the histopathological diagnosis of leiomyoma.
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