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Diffuse esophageal leiomyomatosis (DEL) is a rare disorder 
that was first described in 1916. It is characterized by a circum-
ferential thickening of the muscular layer of the esophageal 
wall and is known to be associated with nonspecific dysphagia. 
The causes of its incidence are unknown. While some cases 
of DEL are sporadic, two-third of the cases are reported in 
patients diagnosed with Alport Syndrome. DEL is also charac-
terized by sensorineural loss of hearing, early cataract forma-
tion, and glomerulonephritis. The recommended treatment 
regimen for DEL generally consists of total esophagectomy, 
depending on the severity of the symptoms.1-4

Here, we describe the case of a 33-year-old Caucasian male 
patient with a 10-year history of intermittent solid-food dys-
phagia. The reported case was not associated with significant 
weight loss or anorexia. The subject did not report of other 
symptoms such as regurgitation or chest pain. Due to his de-
teriorating condition, the patient sought consultation with a 
gastroenterologist in the previous year. Physical examination 
did not reveal anything abnormal and laboratory studies were 
also within the normal range. Esophagogastroduodenoscopy 
(EGD) revealed a submucosal bulge of more than 5 cm, in the 
fundus of the stomach. This was suggestive of a subepitheli-
al lesion or extrinsic compression and biopsies revealed no 

alterations. A computed tomography (CT) scan of the chest 
and abdomen showed marked irregular parietal thickening of 
the esophagus and cardia with about 12 cm of cranio-caudal 
extension and 6.2 cm in thickness. There was also dilatation 
of the upper regions of the esophagus. In the middle and 
proximal esophagus, another area with   an enhanced degree of 
irregular parietal thickening was identified (Fig. 1A, B). The 
patient missed the subsequent consultations, and returned a 
year later with progressive worsening of symptoms. An EGD 
was repeated which mirrored findings of the previous one, in-
dicating dilatation and tortuosity of the esophagus with several 
submucosal bulge areas (Fig. 2A, B). The patient underwent 
another CT that confirmed the previous findings. Endoscop-
ic ultrasound (EUS) (Fig. 2C-E) showed a marked parietal 
thickening of almost the entire length of the esophagus, cir-
cumferential although asymmetrical, at the expense of the 
muscular layer itself, reaching a maximum of 25 mm in the 
axial view. This thickening extended to the cardia and gastric 
fundus, taking a nodular, hypoechogenic configuration, with a 
slightly heterogeneous echostructure, measuring 72×40 mm. 
EUS-guided biopsy from the cardiac and fundus lesion de-
scribed it as a leiomyoma in the context of DEL that extended 
to the cardia and fundus of the stomach (Fig. 2F). 
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In a multidisciplinary meeting, it was decided that the 
patient would be kept under clinical and endoscopic surveil-
lance.

This brief report depicts the rare imaging and endoscopic 

features of an exuberant form of DEL with pathologic correla-
tion. Herein, we highlight the significance of undertaking a 
multidisciplinary approach in the diagnosis of such patients to 
determine the appropriate treatment regimen.

Fig. 2. (A) Esophagogastroduodenoscopy showing dilatation and tortuosity of the esophagus with several bulging areas of normal mucosa. (B) 
Esophagogastroduodenoscopy showing submucosal bulge in the fundus of the stomach. (C-E) Endoscopic ultrasound with parietal circumferential thickening of 
the esophagus, originating from muscular layer, extending to the cardia and gastric fundus. (F) Histologic examination showed proliferation of spindle-shaped cells, 
without atypia (hematoxilin-eosin, ×400). 
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Fig. 1. (A, B) Computed tomography with marked nodular parietal thickening of the entire esophagus.
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