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Summary

Gastrointestinal stromal tumours (GIST) are rare proliferative lesions arising from the mesenchyme. In the United States,
there are approximately 5000 cases diagnosed per year. The incidence of GISTs in males and females is equal. Only in about
5% of the cases, these lesions occur in the large intestine — whether in the submucosal, intramural or subserosal location. Ap-
proximately 10-30% of the GISTs have an asymptomatic course, and are incidentally diagnosed during imaging or surgical pro-
cedures performed for other indications. This article presents the case of a 74-year old female, who was found to have a stromal
tumor in the wall of the rectum. The initial diagnosis was based on a proctological examination, anorectal endosonography and
computed tomography. The final diagnosis was established based on histological analysis of material obtained via core-needle
biopsy. The patient was referred to the Institute of Oncology, where she was qualified for neoadjuvant therapy, and later un-
derwent surgery. A two-year observation period did not reveal any local recurrence or distant metastases.

GISTs occur very rarely in the rectum and thus pose a diagnostic challenge. Endosonography and computed tomography are
useful in determining the location of the tumor with respect to the pelvic structures. The final diagnosis rests upon histopatho-
logical and immunohistochemical analysis of material obtained via core-needle biopsy.
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Abbreviations: GIST = Gastrointestinal stromal tu-
mors, BMI = body mass index, CT = computed tomog-
raphy, MRl = magnetic resonance imaging

stomach (60-70%), small intestine (25-35%), rarely in the
large intestine (5%), esophagus (2-3%), and sporadical-
ly in the omentum, mesentery, or in the retroperitoneal
space (7-12). GISTs in the rectum have thus far been

INTRODUCTION described in only a few articles (13-16).
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Gastrointestinal stromal tumors (GISTs) are rare pro-
liferative lesions arising from the mesenchyme, which
constitute only 1-3% of primary malignant gastrointesti-
nal tumors (1, 2). In the United States, there are approxi-
mately 5000 cases diagnosed per year, with an equal
incidence among males and females (3-5). The peak
in their incidence usually occurs in the 5"-7" decade of
life, but the tumors can sporadically occur in younger
patients (3, 6, 7). GISTs are most often located in the

GIST location may be submucosal, intramural or sub-
serosal. In approximately 10-30% of cases the tumors
are asymptomatic. They are characterized by local pro-
liferation, which could lead to compression of the mu-
cous membrane and trophic disturbances with possible
necrosis and subsequent ulceration (3). GISTs most
commonly metastasize to the liver, peritoneum; sporadi-
cally to the lungs, pleura, bones; and there are rare re-
ports of brain metastases. The prognosis depends on
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the size of the tumor, its mitotic index (the ratio of the
number of cells undergoing mitosis to the total number
of cells), and the depth of its infiltration into the mucous
membrane (3, 8-10).

CASE REPORT

A 74-year old female was admitted electively to the
Third Clinic of Internal Medicine and Cardiology of the
Medical University of Warsaw for diagnosis of a lesion
detected in the rectal wall on rectal examination. The pa-
tient’s medical history revealed pain in the perineal and
coccygeal area, unrelated to defecation, that had lasted
for about 6 months prior to admission. Initially, this pain
responded to oral nonsteroidal anti-inflammatory drugs
(NSAIDs), butinthe month prior to admissionitincreased
in severity, and was accompanied by tenesmus. The pa-
tient denied weight loss and increased temperature; her
stools were normal. The patient’s past medical history
included peptic ulcer disease (for which she periodically
took proton pump inhibitors (PPIs]), arterial hyperten-
sion (effectively controlled with an angiotensin receptor
blocker (ARB) and a calcium channel blocker (CCB)),
spondyloarthrosis, and smoking for many years.

On examination the patient was in overall good con-
dition, BMI 25 kg/m2. The physical examination did not
reveal any abnormalities. Laboratory tests, aside from
leukocyturia with a negative urine culture, did not show
any abnormalities. Tumor marker levels (CEA, AFP, and
CA 125) were within normal limits. Gastroscopy showed
gastritis with erosions and a focus of angiodysplasia in
the duodenal bulb (ablated with Argon plasma coagula-
tion). A rectal examination revealed a hard submucosal
tumor, with a diameter of approximately 5 cm, on the left
wall of the rectum, whose distal end reached approxi-
mately 2 cm from the anal margin. On anoscopy, stage
I/ll hemorrhoids were seen. Colonoscopy did not show
any lesions in the colon, but the tumor which had been
palpated on examination, measuring approximately
4 x 3 cm, was seen 2 cm above the anal sphincters, lo-
cated on the left and partially also on the posterior walls
of the rectum.

Initial diagnosis: a tumor of the rectal wall. Samples
were taken for histopathology. The samples showed
preserved glandular structure with a single lymph fol-
licle and evidence of hyperemia and thickening of the
muscularis mucosa. Immunohistochemical stains for
CD 117 were negative.

The patient was referred for imaging studies. The
abdominal ultrasound did not reveal any abnormali-
ties. Anorectal endosonography showed a 41 x 38-mm
well-circumscribed hypoechoic lesion of heteroge-
neous echogenicity, with areas of necrosis, located
intramurally in the postero-left-lateral wall, probably in
the submucosal layer of the rectal wall. There was no
perirectal lymphadenopathy (fig. 1A, B). A pelvic CT
scan confirmed the presence of a tumor, approximately

Fig. 1A, B. Endosonographic imaging: a hypoechogenic mass
on the posterior-left-lateral wall of the rectum, with dimensions
of 38 x 41 mm in the transverse plane, located intramurally,
probably within the submucosal layer. A — Endosonographic
imaging. B — Endosonographic imaging.

4 x 4 x 5 cm in size, compressing the left side of the
rectal lumen, located posteriorly to the vagina and to the
left of the rectum, its distal end reaching the anus and
protruding 2-2.5 cm distally into the perianal adipose tis-
sue. The tumor exhibited slight contrast enhancement
of its periphery, while its center contained an area of
necrosis of 1.5 cm in diameter. The tumor was sepa-
rated from the superior and middle parts of the vagina
by a narrow strip of adipose tissue, while at its distal
part, near the anus, no distinct boundary between the
tumor, intestinal wall and pelvic diaphragm muscles was
observed (fig. 2A, B, C). In addition, the abdominal CT
scan showed a hepatic hemangioma with a diameter of
22 mm, and no other abnormalities of the abdominal
organs. A transvaginal ultrasound did not show any pa-
thology of the reproductive organs.

The final diagnosis was based upon the histopatho-
logical examination of a core-needle biopsy sample.

The histopathological result showed the presence
of spindle cell carcinoma with evidence of slight aty-
pia, without mitotic figures. Alongside the immuno-
histochemical results - CD 117 (+++), CD 34 (+),
DESM (+), SMA(+), S100 (-) — these findings were
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Fig. 2A, B, C. Computed tomography with contrast: (a) trans-
verse (b) frontal and (c) sagittal cross-sections. The scans
show the tumor located alongside the left side of the rectal
wall, exhibiting non-homogeneous enhancement. The frontal
plane image shows a partially indistinct border between the
tumor and the rectal wall. A — Computed tomography with
contrast: transverse. B — Computed tomography with con-
trast: frontal. C — Computed tomography with contrast: sagit-
tal cross-sections.

consistent with the diagnosis of a gastrointestinal
stromal tumor (GIST).

Further treatment was continued at the Institute of
Oncology, where the patient was qualified for neoad-
juvant therapy (Dasatynib, which was administrated in
a period of eight months) and later underwent surgery.
A two-year observation period did not reveal any local
recurrence or distant metastases.

DISCUSSION

GISTs are mesenchymal neoplasms originating from
intramural ganglion cells of the myenteric (Auerbach’s)
plexus (also known as interstitial Cajal’'s cells which
exhibit pacemaker activity, regulating the peristalsis of
the gastrointestinal tract) or their precursors (2, 3, 17).
For many years, these tumors were classified as vari-
ous types of sarcomas, thus the existing epidemiologi-
cal data is inaccurate. Only at the end of the 1990’s,
with the progress of molecular biology and immunohis-
tochemistry, was this group of stromal tumors placed
in a separate category of mesenchymal-derived tumors,
based on their immunohistochemical expression of an-
tigens CD117 (in 95% of GIST cases) and CD34 (in 60-
70% of cases) (3, 8-10). According to the current theory,
GISTs arise from a neoplastic transformation of pluripo-
tent stem cell precursors expressing the CD34 antigen,
which differentiate towards pacemaker cells (2, 3). Ap-
proximately 10-30% of GISTs are completely asymptom-
atic, discovered incidentally during imaging or surgical
procedures performed for other reasons (3). The symp-
toms are often non-specific: lack of appetite, weight loss,
abdominal discomfort, abdominal pain, gastrointestinal
bleeding, or gastrointestinal obstruction (3, 5). Similarly
in the presented case, the reported symptoms were not
specific and could have been due to the degenerative
changes of the lower spine, or coccygodynia, as they
were not related to bowel movements but rather to the
patient’s position. The patient presented here did not
lose weight nor did she report being subfebrile, which
additionally confounded the diagnosis. The difficulties in
diagnosing GISTs have also been emphasized by other
authors (2, 18). These tumors may sometimes mimic
reproductive tract lesions. Sometimes patients may be
operated multiple times before the proper diagnosis is
reached. The first diagnostic step in the presented case
was the rectal examination, as the lesion was easier to
detect on palpation than on visual inspection, due to its
location beneath the rectal mucosa. Other reports of
stromal tumors list CT scanning, MRI and endosonog-
raphy as diagnostic methods of choice (19-24). In our
patient, the endosonographic presentation of the tu-
mor was quite distinct, whereas the CT image was not
characteristic of GIST, as the greater part of the tumor
appeared to be located outside the rectal wall, with the
intramural origin of the lesion suggested only by a par-
tially indistinct border between the tumor and the rectal
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wall. The diagnostic value of endosonography in such
cases is also emphasized by other authors (1). The en-
dosonographic examination enabled us to determine
the location of the tumor with respect to particular layers
of the rectal wall and to exclude the presence of abnor-
mal perirectal lymph nodes. However, it did not allow for
the differentiation of a stromal tumor from other mesen-
chymal-derived tumors (2). The final diagnosis was only
possible on the basis of the histopathological and im-
munohistochemical assessments of the collected tissue
sample (3). In the described patient, the conventionally
collected samples proved to be insufficient to establish
the diagnosis, probably due to overly superficial sam-
pling of the rectal mucous membrane. The patient was
referred to the Institute of Oncology, where a core-nee-
dle biopsy of the tumor was performed, upon which the
final diagnosis was established. The patient was then
qualified to receive neoadjuvant therapy (Dasatynib),
and later operated. This treatment modality of stromal
tumors is generally accepted by oncologists, due to the
significant dimensions of the tumor at the time of diag-
nosis (25, 28). According to literature, surgical removal
of GISTs is possible in only 50% of patients (29). In the
presented case, the tumor was of large size, which pre-
vented primary surgery. The use of neoadjuvant therapy
led to a decrease in tumor mass, allowing for its subse-
quent surgical removal.

CONCLUSIONS

GISTs occur very rarely in the rectum and thus pose
a diagnostic challenge. The endosonographic and CT
examinations are useful in determining the tumor’s lo-
cation relative to pelvic structures. The final diagnosis
is possible on the basis of histopathological and immu-
nohistochemical analysis of samples obtained via core-
needle biopsy. O
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