Korean J Gastroenterol Vol. 81 No. 1, 46-51
https://doi.org/10.4166/kjg.2022.104
pISSN 1598-9992 elSSN 2233-6869

CASE REPORT

K|G

Diagnosis of Bowel Endometriosis Using Endoscopic
Ultrasound-guided Fine Needle Aspiration

Ana Catarina Carvalho®, Ricardo Cardoso®, Francisco Pires®, Sofia Ventura®, Francisco Portela?, Paula Ministro® and Américo Silva’

Department of Gastroenterology, Centro Hospitalar Tondela-Viseu, E.P.E.l, Viseu; Department of Gastroenterology, Centro Hospitalar e
Universitario de CoimbraQ, Coimbra, Portugal

Endometriosis is a relatively common gynecological condition in women of reproductive age. The rectosigmoid region is the most
commonly affected segment when the gastrointestinal tract is involved. A differential diagnosis of colorectal neoplasia is difficult
because of the similar clinical, endoscopic, and radiology findings. A 42-year-old female presented with abdominal distention and
was subsequently diagnosed with a large bowel obstruction in the rectum. A temporary colostomy was performed, and endoscopy
revealed a rectal mass obstructing the rectum. The biopsy showed normal mucosa, and it was difficult to exclude rectal malignancies
even after the imaging workup. Endoscopic ultrasound demonstrated a hypoechoic lesion below the rectal mucosa, and fine needle
aspiration confirmed the diagnosis of bowel endometriosis. Bowel endometriosis is a challenging diagnosis. Endoscopic ultra-
sound-guided fine-needle aspiration is useful for acquiring adequate samples for histological confirmation and a definitive diagnosis
of bowel endometriosis. (Korean J Gastroenterol 2023;81:46-51)
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INTRODUCTION

Endometriosis is a common gynecological condition charac-
terized by the abnormal growth of endometrial cells outside
of the uterus." The condition affects primarily young women
during their reproductive years, with an estimated prevalence
of 10-15% of premenopausal women.? The infiltration of ec-
topic endometrial tissue in the muscularis layer of the in-
testinal wall and surrounding structures can occur in 5-12%
of patients with endometriosis.’ Regarding bowel endome-
triosis, the most commonly affected sites are the sigmoid co-
lon and rectum in up to 90% of cases.”

The clinical presentation of endometriosis varies, and the
symptoms are unspecific. Patients often present with dysme-
norrhoea, dyspareunia, and infertility.1 Bowel-related symp-
toms, such as crampy abdominal pain, palpable abdominal

mass, constipation, diarrhea, tenesmus, dyschezia, bowel ob-
struction, or intestinal bleeding, are dependent on the disease
location and involvement of the bowel wall. They tend to be
cyclic and intermittent, accompanying the menstrual cycle.1'3'5
On the other hand, the spectrum of disease severity is wide,
and some women remain asymptomatic.3 Bowel endome-
triosis can be diagnosed incorrectly as a malignant tumor,
inflammatory bowel disease, diverticulitis, ileocolonic in-
tussusception, appendicitis, ischemic colitis, or other in-
testinal diseases, owing to its non-specific presentation.6
Radiological evaluation of bowel endometriosis can include
transvaginal ultrasonography and MRI. An endoscopic evalua-
tion can be useful when endometriosis infiltrates the mucosal
layer. Histological confirmation with the identification of endo-
metrial glands and stroma is essential for a definitive diag-
nosis because the differential diagnosis between bowel endo-

Received July 28, 2022. Revised September 2, 2022. Accepted September 20, 2022.
This is an open access article distributed under the terms of the Creative Commons Attribution Non-Commercial License (http://creativecommons.org/licenses/
by-nc/4.0) which permits unrestricted non-commercial use, distribution, and reproduction in any medium, provided the original work is properly cited.

Copyright © 2023. Korean Society of Gastroenterology.

Correspondence to: Ana Catarina Carvalho, Department of Gastrenterology, Centro Hospitalar Tondela-Viseu, E.P.E., Av. Rei D. Duarte. 3504-509 Viseu, Portugal. Tel:
+351 232420500, E-mail: anacatarinab4@gmail.com, ORCID: https://orcid.org/0000-0001-6536-8381

Financial support: None. Conflict of interest: None.

Korean J Gastroenterol, Vol. 81 No. 1, January 2023
www.kjg.or.kr



Carvalho AC et al. Challenging Diagnosis of Bowel Endometriosis 47

metriosis and other diseases with a similar presentation is CASE REPORT

difficult with imaging alone.” Hence, diagnosing and manag-

ing bowel endometriosis is challenging in some cases. This This paper reports a case of bowel endometriosis with large
paper reports a case of bowel endometriosis with large bowel bowel obstruction diagnosed by endoscopic ultrasound-guided
obstruction diagnosed by endoscopic ultrasound-guided fine fine needle aspiration. The patient consent to publication and
needle aspiration. data sharing.

A 42-year-old female presented to the emergency depart-
ment reporting colicky abdominal pain, abdominal distension,

Fig. 1. Pelvic CT transversal (A) and coronal (B) images revealing a stenotic lesion in the upper rectum (arrow), without a clear margin from
the cervix, with upstream large and small bowel distension.

Fig. 2. Rectosigmoidoscopy showing a pseudopolypoid lesion causing a rectal obstruction.
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the cessation of bowel movements, and flatus emission. She
denied intestinal bleeding, night sweats, or weight loss, and
the symptoms had no clear relationship with her menstrual
cycle. She had no relevant prior medical history or family his-
tory of colorectal malignancies. The physical examination re-
vealed a severely distended and tympanitic abdomen without
audible bowel sounds.

Abdominal and pelvic CT revealed small and large bowel
distension and a stenotic lesion in the upper rectum without
a clear margin from the cervix (Fig. 1). She was diagnosed
with an acute complete large bowel obstruction. Considering
the unclear etiology of the rectal mass and the need to relieve
the severe intestinal dilation, a temporary colostomy was per-
formed to prevent vascular compromise and perforation.

She underwent a rectosigmoidoscopy, which unveiled a
pseudopolypoid stenotic lesion 10 cm above the anal verge,
exhibiting surface reddening and granular changes suggestive
of a submucosal glandular pattern, which caused complete
obstruction of the upper rectum (Fig. 2). The endoscopist not-
ed on the report that the lesion did not present with typical
neoplastic features and suggested an alternative diagnosis
of intestinal endometriosis. The anatomopathological evalua-
tion of the transendoscopic biopsies confirmed a normal co-
lonic mucosa without signs of malignancy.

Imaging workup with pelvic MRI detected a lesion in the
upper rectum (Fig. 3) with irregular circumferential thickening
of the rectal wall, measuring 8.5 cm in length, invading the
mesorectal fat and peritoneal reflection, without a clear mar-
gin between the lesion and the posterior cervical wall and
levator ani muscles. There were also four lymphnodes in the

mesorectal space, 10 mm in diameter, suggesting invasive
rectal neoplasia. Cervical cytology was negative and the blood
tests revealed a high level of serum cancer antigen 125 (106
U/mL; normal range 0-35 U/mL), but CEA and CA19.9 were
within the normal range.

Subsequently, a rectal EUS was performed due to an incon-
clusive diagnosis and disagreement among the endoscopic,
histologic, and radiology findings. The results demonstrated
an irregular, hypoechoic, and heterogeneous mass below the
rectal mucosa and submucosa, infiltrating the muscularis
propria of the rectum (Fig. 4). After evaluation with a radial
echoendoscope, a linear probe was used to perform fine-nee-
dle aspiration (FNA) of the lesion using a 22-gauge needle.
The material was collected for the cell block procedure, and

the pathology evaluation (Fig. 5) revealed ectopically located

Fig. 4. Rectal EUS (linear probe) revealing an irregularly shaped
hypoechoic and heterogeneous lesion (arrow) extending into the
muscular layer of the rectal wall.

Fig. 3. Pelvic MRI T1 (A) and T2 weighted in transversal (B) and sagittal (C) view demonstrating a stenotic lesion (arrows) in the upper
rectum and its anatomical relations with the uterus.
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Fig. 5. Histopathology showing endometrial-type epithelium in the colonic mucosa (A: H&E stain), reactive to CK7 (B).

endometrial tissue dispersed among smooth muscle tissue.
Immunohistochemical staining revealed a reactive epithelium
to cytokeratin 7 and PAX8. Staining for CD117, SMA, S100,
CK20, CD34, CDX2, and beta-catenin was negative. The final
diagnosis was bowel endometriosis and there were no signs
of malignancy.

The patient started hormonal therapy with triptorelin, but
after six months, she developed additional pelvic and ex-
trapelvic endometriotic lesions. She was then submitted for
a total hysterectomy with bilateral oophorectomy and a procto-
sigmoidectomy with an end colostomy, with clinical
improvement.

DISCUSSION

Bowel endometriosis often presents as a subepithelial le-
sion or an obstructive mass in the rectosigmoid area because
of the involvement of the muscularis propria and subserosa.’
Superficial endometriotic implants confined to the serosa are
often asymptomatic. On the other hand, if the muscularis layer
is affected, it may lead to localized fibrosis, provoking severe
gastrointestinal symptoms.6

The diagnostic workup is extensive and may require an in-
terdisciplinary evaluation.® In this patient with an acute large
bowel obstruction, given the non-specific acute symptoms
with no relation to the menstrual cycle, it was important to
exclude a colonic malignancy because it requires different
management and carries a different prognosis.

Radiologic and endoscopic workup is essential for a diag-
nosis, but there are relevant limitations. Transvaginal ultra-
sound allows an evaluation of the endometrium and uterus

but does not exclude bowel endometriosis." Pelvic MR imag-
ing performed with T1 (TAWI) and T2-weighting (T2WI) se-
quences are more specific than ultrasound or CT for this diag-
nosis of endometriosis. Fat-suppressed T1WI is also an im-
portant component, especially for assessing endometriosis.’
An endometrioma typically appears as a high-signal-intensity
lesion on TAWI and fat-suppressed TA1WI with low signal in-
tensity in T2WI (T2 shading) because of repeated bleeding
and blood degradation products.6'9 On the other hand, MRI
has low sensitivity for detecting rectal lesions and low reso-
lution to assess the depth of bowel infiltration.® Colonoscopy
is often performed to exclude other intestinal diseases with
similar symptoms, but few endoscopists report findings sug-
gestive of intestinal endometriosis, such as erythema, poly-
poid lesion or large masses, eccentric wall thickening, and
surface nodularity and granularity.*

Thus, it is difficult to make a definitive diagnosis pre-
operatively because there are no disease-specific radiologjcal
or endoscopic findings for lesions with intact intestinal muco-
sa when biopsies generally yield insufficient tissue for a cor-
rect histological diagnosis.8 Among the imaging options, EUS
has been used for more than 20 years to evaluate bowel
endometriosis in a reliable and minimally invasive way.11
Endometriosis lesions usually involve the intestinal wall in an
inward manner, starting from the serosa and extending to in-
volve the muscularis propria and submucosa, even though
it rarely involves the mucosa.® The EUS examination showed
that bowel endometriotic implants typically appear as hypo-
echoic and heterogeneous lesions with irregular and unclear
margins, involving the serosa and the muscularis propria lay-
ers of the rectal wall in a longjtudinal, fusiform and sometimes
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spiculated pattern.®*?

EUS has been associated with higher
accuracy and negative predictive value compared to pelvic
MR imaging for the diagnosis of bowel endometriosis.*®
Recently, a retrospective cohort showed that EUS has high
positive predictive value and high negative predictive value
as well as excellent diagnostic accuracy for rectosigmoid
endometriosis.™*

While elective laparoscopy is the gold standard for bowel
endometriosis diagnosis, adding FNA to EUS might be a less
invasive and reliable option to acquire pathological specimens
of infiltrating lesions of the rectum and distal sigmoid colon,
allowing histological identification of endometrial glands and
stroma.* Using FNA under EUS guidance to perform sampling
of these lesions can increase the diagnostic yield when there
is a high clinical suspicion but with endoscopic biopsies un-
able to provide a definitive diagnosis of endometriosis.®
Despite low complications, the efficacy of this technique in
the preoperative diagnosis of rectosigmoid endometriosis has
only been described in a few studies.>*® Rectal EUS-FNA can
avoid unnecessary surgjcal diagnostic explorations but has
some drawbacks, such as a suboptimal diagnostic yield of
FNA, mainly relatable to the number of needle passes and
cellularity of the specimen, the difficulty, and risk of perfo-
ration associated with the deep insertion of the echoendo-
scope into the sigmoid colon or the hypothetical risk of seed-
ing endometriotic cells into the peritoneal cavity.15'16'19

In the present case, a rectal malignancy was initially sus-
pected based on the acute onset of the symptoms and imag-
ing evaluation. On the other hand, the rectal lesion was easily
accessible for linear EUS, and ultrasonography findings along
with FNA proved otherwise, allowing a preoperative diagnosis
of bowel endometriosis.™

Involving a multidisciplinary team is crucial for determining
the best therapeutic options to address clinical and surgjcal
factors, patient preferences, and impact on the quality of

life.>°

The main objectives of therapy are a symptomatic im-
provement, debulking disease load, and suppression and de-
lay of its recurrence and progression.1 This can be tackled
through medical management (hormonal suppression,
NSAIDs, danazol, or aromatase inhibitors) or surgery depend-
ing on clinical severity and complications, such as bowel ob-
struction or perforation. In this regard, a preoperative diag-
nosis using EUS may help determine the choice between lapa-

roscopy and laparotomy when a complete resection is

indicated."®

In summary, this paper reported an atypical presentation
of bowel endometriosis in which EUS-guided FNA was the key
to diagnosis, obviating the need for a diagnostic surgical
exploration. In women of reproductive age presenting with an
intestinal lesion of uncertain etiology and non-specific radio-
logic and endoscopic findings, it is essential to consider bowel
endometriosis as a differential diagnosis.
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