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Transanal resection of rectal perineuroma: A rare tumor in
an unusual location
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ABSTRACT

Colorectal perineuriomas are benign mesenchymal tumors with an incidence of 0.1 to 1.4%. Rarely, a malignant serrated variant may occur. They
usually present as sessile polyps or subepithelial tumors. Endoscopic features are nonspecific, and diagnosis is based on histological and
immunohistochemical analysis.

We present the case of a 52-year-old patient who presented with intermittent episodes of painless rectal bleeding. Colonoscopy showed a
neoplastic-appearing, protruding, and ulcerated lesion in the lower rectum, with biopsies negative for malignancy. Endorectal ultrasound showed an
intact rectal muscularis propria and absence of lymphadenopathy. A second colonoscopy to obtain additional material led to a diagnosis of lower
rectal perineuroma, which revealed an ill-defined proliferation of spindle cells without atypia, confined to the mucosa, with positive
immunohistochemistry for EMA, GLUT-1, and Claudin-1. A transanal full-thickness resection (TAMIS) was performed, and histopathology confirmed

the diagnosis and the absence of malignancy, showing lesion-free resection margins and negative lymph nodes.
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INTRODUCTION

Perineuromas are benign mesenchymal tumors originating
from the sheath of peripheral nerves; however, extraneural
presentations in soft tissues have been reported.1-In 70% of
cases, it is located in the rectosigmoid colon,* while it is
exceptional in the small intestine and stomach.®

The estimated incidence ranges from 0.1 to 1.4%, and the
mean age of presentation at diagnosis is 60 (35-87) years.®

It is identified incidentally during endoscopic studies as a
sessile, subepithelial lesion,* and its definitive diagnosis is
made by histopathological study and complementary
immunohistochemistry, which demonstrate its perineural
differentiation, with antibodies such as GLUT1, Claudin-1,
and EMA®

Differential diagnoses such as polypoid ganglioneuroma,
mucosal  Schwann  cell hamartoma, neurofibroma,
gastrointestinal stromal tumor (GIST), and inflammatory
fibroid tumor should be ruled out>® by performing
extension studies to evaluate their origin, biological
behavior, clinical characteristics, and natural history.
Ademés de establecer las bases inmunohistoquimicas de los
perineuromas de origen gastrointestinal para confirmar el
diagnéstico, es fundamental determinar su prondstico, su
potencial de regeneracion y la necesidad de seguimiento
endoscopico.

Presentamos un caso de perineuroma de recto con
crecimiento polipoide tratado mediante reseccion transanal,
sin recurrencia tras un afio de seguimiento endoscépico.

CASE

A 52-year-old male with chronic constipation had
experienced intermittent episodes of painless rectal bleeding
for the past three months. He reported no weight loss,
change in bowel habits, or family history of colorectal
cancer. A colonoscopy revealed an elevated, ulcerated,
infiltrative-appearing lesion with a depressed center on the
inferior Houston valve, involving approximately 50% of the
rectal circumference. Biopsies were taken. No synchronous
lesions were identified (Fig. 1A).

Figure 1. Colonoscopy. A sessile, elevated lesion with an infiltrative
neoplastic appearance and central depression is observed in the
lower rectum, 4 cm from the dentate line and affecting the first
Houston valve. It involves 50% of the rectal circumference and
extends longitudinally 3 cm proximally.

Histopathological examination revealed ulcerated rectal
mucosa with granulation tissue and reactive epithelial
changes, with no evidence of malignancy.

Given the lesion's endoscopic findings, which suggest a
tumor, and the patient's age, additional studies were
performed. Endorectal ultrasound revealed thickening of the
rectal mucosal folds without involvement of the muscularis
propria or mesorectal lymphadenopathy (Fig. 2).

Figure 2. Endorectal ultrasound. Thickening of the rectal folds with
ulceration affecting the mucosa and submucosa, sparing the
muscularis propria. Absence of lymphadenopathy in the mesorectum.
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Histopathological analysis confirmed the absence of
malignancy and showed lesion-free resection margins.
Immunohistochemical testing confirmed the diagnosis,
highlighting positivity for EMA and GLUT-1 and negativity
for BRAF (Fig. 4).

The patient was followed up at one week, six months, and
one year. During follow-up in the first 12 months, no
endoscopic, radiological, or clinical evidence of local
recurrence or metachronous lesions was found.

-

Figure 4. Histological features of perineuroma of the rectum. A. Distorted crypts, characterized by their focal lamellar and whorled structure. The
cells are spindle-shaped, with ovoid or thin nuclei and pale cytoplasm, in a thin, fibrillar stroma.H&E. B. Immunohistochemistry (IHC) for epithelial
membrane antigen (EMA). C. IHC for glucose transporter-1 (GLUT 1). D. IHC for collagen IV.

DISCUSSION

Colorectal perineuromas are tumors that originate from
mesenchymal stromal cells that express perineural markers,
usually located in the mucosa or submucosa.® They were
first described in 2004 by Eslami-Varzaneh et al.2 as a
benign fibroblastic polyp.

Gastrointestinal perineuromas, also known as fibroblastic
polyps, are benign, usually asymptomatic mucosal lesions
discovered incidentally during endoscopic studies in
symptomatic patients and during colon cancer screening
programs. Endoscopic findings are subject to variation.
Endorectal ultrasound is a useful diagnostic tool for
identifying  subepithelial ~ tumors,  though  precise
identification can be difficult in some cases.®*
Histologically, perineuromas are characterized by the
proliferation of spindle cells within the lamina propria,
without cytological atypia, mitosis, or necrosis. To confirm
the diagnosis, perineural differentiation must be confirmed
by immunohistochemical reactions with antibodies such as
claudin-1 (a protein of the integral transmembrane protein
family, with a structural and functional role in tight
junctions), GLUT-1 (a member of a family of human
glucose transporter proteins), and EMA (an epithelial
membrane antigen that can be focally and weakly
expressed). Claudin-1 and GLUT-1 exhibit high sensitivity
and relative specificity as markers of the perineurium,
facilitating its differentiation from other mesenchymal
cells.® The expression of CD34 is positive in approximately
50% of cases, while staining for S100 and GFAP is
negative.>®

Perineuromas are considered benignneoplasms, with a low
incidence of recurrence. There is no convincing evidence on
the rate of malignant transformation.” Although malignant
perineuroma has the potential to metastasize, its behavior is
generally less aggressive than that of other tumors.

The differential diagnosis of perineuromas includes
ganglioneuromas, neurofibromas, leiomyomas of the
muscularis mucosa, and benign fibroblastic polyps.®
Variants of the epithelial components of serrated fibroblastic
polyps have been identified that can display BRAF
mutations, which can subsequently trigger fibroblast
differentiation and proliferation.®

The optimal frequency of follow-up for patients with
perineuroma  should be  established.  Continuous
postpolypectomy surveillance, with intervals similar to
those indicated for serrated polyps, has been proposed due
to the malignant potential of BRAF-positive serrated
variants.

The recommended treatment involves the complete excision
of the tumor, followed by histopathological analysis to
establish an accurate diagnosis.>'* A range of surgical

procedures exists that allow for the resection of rectal
lesions with minimal surgical trauma. These include
transanal endoscopic microsurgery (TEM) and transanal
minimally invasive surgery (TAMIS). These surgical
procedures are indicated for benign rectal neoplasms or T1
cancers with histologically favorable characteristics, in
which the risk of lymph node metastasis is low.**** Prior to
performing the full-thickness resection, a 1-centimeter
margin should be marked around the entire lesion. The
defect can be closed transversely to avoid narrowing the
rectal lumen, as was done in the present case. However,
closure is not imperative when the resection is
extraperitoneal.

Before performing the full-thickness resection, a 1-
centimeter margin should be marked around the entire
lesion. The defect can be closed transversely to avoid
narrowing the rectal lumen, as was done in the present case.
However, closure is not imperative when the resection is
extraperitoneal 1415

CONCLUSIONS

Colorectal perineuromas represent a rare form of benign
mucosal lesions, and their histopathological characterization
is paramount for effective endoscopic surveillance, as
malignant variants are infrequent. Staining for EMA,
GLUT-1, and Claudin-1 is a useful diagnostic tool in
distinguishing perineuromas from other spindle-shaped
neoplasms of the gastrointestinal tract.

The most effective treatment approach is complete excision.
Minimally invasive transanal surgery is a safe and effective
method for the resection of carefully selected benign and
early malignant neoplasms of the mid and distal rectum.
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