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SUMMARY

Introduction Familial adenomatous polyposis (FAP) is an autosomal dominant disorder characterized
by the presence of 100 or more adenomatous polyps in the mucosal lining of the large intestine, with a
significant risk of colorectal cancer development.

Case outline This article presents a case report of previously undiagnosed FAP in a patient admitted
to the surgical emergency department with suspected sigmoid carcinoma. On computed tomography
(CT), the findings of the colonic mucosa were inconclusive due to inadequate distension of the bowel
lumen and insufficient preparation. Edema of the bowel wall was clearly observed, a CT characteristic of
the carcinoma that had formed at the level of the sigmoid colon, while the two other foci of malignant
transformation were obscured by a diffuse, uniform thickening of the wall, which was clearly diagnosed
as FAP on subsequent colonoscopy. The patient underwent a total proctocolectomy, after which he
continued his oncological treatment.

Conclusion Computed tomography is inadequate for the diagnosis of diffuse polyposis of the colonic
mucosa, especially in emergency situations when patients are not prepared for the examination, i.e.,
without sufficient dilation of the bowel lumen. Since the underlying disease in this patient masked two
of the three malignant lesions of the colon, we point out the diagnostic inferiority of the CT examination
in the regular emergency settings, compared to CT and MR colonography and especially to colonoscopy

as the gold standard in the detection of colorectal cancer.
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INTRODUCTION

Familial adenomatous polyposis (FAP) is char-
acterized by the presence of 100 or more ad-
enomatous polyps in the mucosa of the colon,
predisposing it to malignant transformation
and contributing significantly to the cumula-
tive risk of developing colorectal cancer (CRC)
in patients diagnosed with this disease [1]. FAP
can have different inheritance patterns. In most
cases, it is an autosomal dominant disease, i.e.,
one copy of the mutated adenomatous polypo-
sis coli (APC) tumor suppressor gene is suffi-
cient to cause the disease [2]. This means that
the affected individuals have a parent who is
also affected by the disease. However, if FAP is
caused by mutations in the MUTYH-associated
polyposis (MAP) gene, it is inherited in an au-
tosomal recessive manner [3]. Both copies of
the gene must be mutated. In most cases, the
parents of a person with an autosomal reces-
sive disease each carry one copy of the mutated
gene but do not show any symptoms of the dis-
ease themselves. Therefore, genetic testing is
considered the gold standard for FAP diagnosis

[4]. Once diagnosed, given the overall risk of
CRC from a multifocal adenoma - carcinoma
sequence, which often takes years, prophylactic
colorectal surgery is the treatment of choice,
followed by lifelong endoscopic screening [5]

CASE REPORT

A 42-year-old man presented to the emergency
room with left flank pain, nausea, and diarrhea.
Anamnestically, he reported blood in his stool
and estimated that 12 hours had passed since
symptom onset. Over the previous year, he had
experienced similar episodes of pain and diar-
rhea, excluding the blood in stool. His medical
history was otherwise unremarkable, whereas
his family history included his mother’s death
from CRC at age 35. Upon physical examina-
tion, the patient had left-sided abdominal ten-
derness on palpation.

Abdominal ultrasonography (US) showed a
discretely thickened bowel wall of the descend-
ing colon, no loop dilation, and hyperechoic
left paracolic fat with scarce extraluminal fluid.
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Figure 1. A contrast-enhanced axial CT scan
showing bowel wall thickening in the descend-
ing colon (white arrow) with a “fat-stranding”
pattern regionally

Jovanovic¢S. et al.

Figure 2. Contrast-enhanced axial (A) and coronal (B) CT scans showing the segmental (white
arrows) thickening of the sigmoid colon wall highly suspicious of a neo-infiltrative process, but
without clear visualization of multiple polyps on the mucosa

The US alone was inconclusive.
However, that finding, coupled
with the leading symptoms at the
gastroenterological examination
and the complete blood count and
laboratory results that yielded leu-
kocytosis measuring 12.8 x 10°/L
and hemoglobin 102 g/L war-
ranted a computed tomography
(CT) exam.

A subsequent CT scan revealed
diffuse, irregular thickening of the
colonic wall, with a lobulated lu-
minal contour and discrete para-
colic stranding of the fat plane (Figure 1). Along the wall of
the colon, discrete intraluminal nodulations of the mucosa
could be observed, which could not be adequately inter-
preted due to the inadequate preparation of the colon for
examination (Figure 2A).

Distally, in the sigmoid colon, the CT also showed a
focal, circular wall thickening, which is incompatible with
an inflammatory etiology and most likely corresponds to
a malignant change (Figure 2B). The patient was referred,
and a colonoscopy was performed to gain further insight
into the condition of the suspicious mucosa. It revealed
hundreds of polyps throughout the colon with mild in-
flammation of the mucosa and no mucosal preserva-
tion, except for a small segment in the cecum. Most of
the polypus lesions were 10 mm in size, whereas 10-20
of them were 20-25 mm in diameter (Figure 3A). In ad-
dition, on examination, an ulcero-infiltrative lesion was
noted in the sigmoid colon, approximately 30 cm from the
anocutaneous line, involving the entire circumference of
the colon, extending proximally for approximately 10 cm,
with relative luminal stenosis but allowing passage of the
endoscope. The lesion bled during the biopsy (Figure 3B).

The histopathologic findings of the biopsied sigmoid
mucosa confirmed a malignant transformation consis-
tent with an advanced adenocarcinoma, which was a suf-
ficient indication for surgical treatment. Consequently,
a total proctocolectomy with ileo-anal anastomosis and
bipolar ileostomy was performed. The macroscopic and

‘ DOI: https://doi.org/10.2298/SARH250214024)

Figure 3. Colonoscopy findings in the transverse (A) and the sigmoid colon (B), showing a multitude
of subcentimetric polyps with no healthy remaining mucosa and the previously described ulcero-
infiltrative lesion, respectively

microscopic specimens of surgical pathology are shown
and described below (Figure 4).

The authors confirm that they have read the journal’s
position on issues involving ethical publication and af-
firm that this work is consistent with those guidelines. All
procedures performed in studies involving human par-
ticipants were in accordance with the ethical standards of
the institutional and national research committee and with
the 1964 Helsinki declaration and its later amendments or
comparable ethical standards. Written consent to publish
all shown material was obtained from the patient.

DISCUSSION

FAP is characterized by the presence of 100 or more adeno-
matous polyps in the mucosa of the colon, predisposing it
to malignant transformation and contributing significantly
to the cumulative risk of developing CRC in patients diag-
nosed with this disease [1]. FAP can have different inheri-
tance patterns. In most cases, it is an autosomal dominant
disease, meaning that one copy of the mutated APC tumor
suppressor gene in each cell is sufficient to cause the dis-
ease [2]. This means that affected individuals have a par-
ent who also suffers from the disease. However, if FAP is
caused by mutations in the MAP gene, it is inherited in an
autosomal recessive manner [3]. Both copies of the gene
must be mutated in each cell. In most cases, the parents
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Figure 4. The intestinal resection specimen included a 112-cm-long colon, an 18-cm-
long portion of the terminal ileum, and a 55-mm-long appendix; innumerable polyps
were present throughout the entirety of the colorectal segment, from the Bauhin’s valve
all the way to 2-3 mm proximal to the lower resection line, with a dispersed distribution;
most of them were sessile and semi-sessile, 2-10 mm in diameter, while a handful were
pedunculated, polypoid, exceeding that size (black arrow); a photomicrograph of one
such polyp is shown above (A); macroscopically, the resection specimen showed three
well-demarcated tumors, two of which in the sigmoid and one in the descending colon
(white arrows); the CT-suspected lesion was ulcero-vegetative, affecting the whole cir-
cumference of the sigmoid, with the infiltration depth of 10 mm and with a mixed tubular/
tubulo-cribriform organization and expansive-infiltrative growth with signs of extramural
invasion, microscopically (B); another tumor, smaller in size, was located proximally in the
descending colon, also presenting as an ulcerative vegetative lesion, which demonstrated
an infiltration depth of 10 mm (C); distal to the former the ulcerative-vegetative tumor
of the sigmoid colon, a larger sessile polyp was observed within the same region and
biopsied; the polyp showed suspicious infiltration into the submucosa and muscle layer
on macroscopic cross-sections, a finding that was subsequently confirmed through histo-
pathological examination as CRC (D); microscopically, both tumors (C and D) were mixed
tubular/tubulo-cribriform adenocarcinomas, the first of which showed signs of extramural
invasion (C), whereas the second one was intramural growth only (D)

REFERENCES

of a person with an autosomal recessive
disease each carry one copy of the mutated
gene but do not show any symptoms of the
disease themselves. Therefore, genetic test-
ing is considered the gold standard for FAP
diagnosis [4].

The family members of the proband are
invited for screening before symptoms ap-
pear. The National Comprehensive Cancer
Network guidelinec for screening for APC
gene mutations recommends testing indi-
viduals at the age of 10 years and starting
screening endoscopies at the age of 10-15
years [5]. They undergo prophylactic sur-
gery as a preventive measure against cancer.
The risk of developing cancer before the age
of 20 years is very low, at only 1% of all FAP
patients [6]. It is currently recommended
that prophylactic surgery be performed at
the age of 20 or 25 [7].

In an emergency situation where no ge-
netic testing has been performed and where
there is no information about possible FAP
prior to the onset of symptoms, and even

when the family history is positive for CRC
at a young age, it is not surprising that the
CT exam did not reveal diffuse mucosal
polyposis, probably due to inadequate ex-
pansion of the bowel lumen and the pres-
ence of residual contents. However, as the
underlying genetic disease successfully
masked two of the three CRC lesions, we
want to emphasize that a CT scan is infe-
rior to MRI and CT colonography in terms
of sensitivity when it comes to detecting
CRC [8].

Conflict of interest: None declared.

1. delangavant BC, Lefevre JH, Metras J, Dardenne A, O'Connell

LV, Collard M, et al. Thirty-year compliance with a surveillance
program for patients with familial adenomatous polyposis. Fam
Cancer. 2025;24(1):19. [DOI: 10.1007/510689-025-00441-3]

[PMID: 39890667]

Daca Alvarez M, Quintana |, Terradas M, Mur P, Balaguer F, Valle L.
The inherited and familial component of early-onset colorectal
cancer. Cells. 2021;10(3):710. [DOI: 10.3390/cells10030710]

[PMID: 33806975]

Aelvoet AS, Buttitta F, Ricciardiello L, Dekker E. Management of
familial adenomatous polyposis and MUTYH-associated polyposis;
new insights. Best Pract Res Clin Gastroenterol. 2022;58-9:101793.
[DOI: 10.1016/j.bpg.2022.101793] [PMID: 35988966]

Zhang TQ, Cai JD, Li C, Xu Y, Xu Y. De novo familial adenomatous
polyposis with germline double heterozygosity of APC/BRCA2:

a case report and literature review. Hered Cancer Clin Pract.
2025;23(1):6. [DOI: 10.1186/513053-025-00306-x]

[PMID: 39985003]

Weiss JM, Gupta S, Burke CA, Axell L, Chen LM, Chung DC,

et al. NCCN Guidelines Insights: Genetic/Familial High-Risk

Srp Arh Celok Lek. 2025 Mar-Apr;153(3-4):193-196

Assessment: Colorectal, Version 1.2021. J Natl Compr Canc Netw.
2021;19(10):1122-32. [DOI: 10.1164/jnccn.2021.0048]

[PMID: 34666312]

Zaffaroni G, Mannucci A, Koskenvuo L, de Lacy B, Maffioli A,
Bisseling T, et al. Updated European guidelines for clinical
management of familial adenomatous polyposis (FAP), MUTYH-
associated polyposis (MAP), gastric adenocarcinoma, proximal
polyposis of the stomach (GAPPS) and other rare adenomatous
polyposis syndromes: a joint EHTG-ESCP revision. Br J Surg.
2024;111(5):znae070. [DOI: 10.1093/bjs/znae070] Erratum in: Br J
Surg. 2024;111(10):znae263. [Doi: 10.1093/bjs/znae263]

[PMID: 38722804]

Roumieu PL, Siffredi J, Di Benedetto V, Bailez MM. Laparoscopic
total proctocolectomy and ileal pouch-anal anastomosis in one or
more stages in familial adenomatous polyposis: a single center’s
experience. J Pediatr Surg Open. 2025;10:100202.

[DOI: 10.1016/j.yjps0.2025.100202]

Liu W, Zeng AR, Tang HZ, Qiang JW. Radiologic imaging modalities
for colorectal cancer. Dig Dis Sci. 2022;67:2792-804.

[DOI: 10.1007/s10620-021-07166-0] [PMID: 34328590]

www.srpskiarhiv.rs

195



196

JovanovicS. et al.

NopoanyHa afeHOMaTO3Ha NOAKUNO3a M KONOPEKTANHU KapLMHOM — KOIMKO
je KomnjyTepusoBaHa Tomorpaduja oceT/bMBa MeTOAA 3a OTKPUBAHE OCHOBHE

6onectu?

Coduja JosaHosuh', TnjaHa Tomuh', Hemarba buinh?3, Munow Pacnonosuh?, IparaH Bacun'~

'YHUBEP3NTETCKN KNHIUYKY LeHTap Cpbuje, LieHTap 3a pagronorujy u MarHeTHy pesoHaHLly, beorpag, Cpbuja;
YHNBeP3UTETCKI KNUHUYKY LieHTap Cpbuje, KnuHuka 3a gurectusHy xupyprjy, Oferberbe 3a XenatoounmonaHKpeaTuyHy Xupyprujy,

Beorpag, Cpbuja;

*Ynuep3utet y beorpagy, MeanunHcki dakynter, Kategpa 3a xupyprujy, beorpag, Cpouja;
*YH1BeP3UTETCKM KNMHWYKM LeHTap Cpbuje, KnuHuka 3a ypreHTHy xupyprujy, beorpag, Cpbuja;
YHueep3utet y beorpapy, MeanunHcku gakynter, Kategpa 3a paguonorujy, beorpag, Cpbuja

CAXETAK

YBog [opoanyHa afeHoMaTo3Ha NoANNo3a je ayTo30MHO A0-
MMHAHTHO 060JbeEe Koje KapaKkTepuiie npucyctso 100 unu
BYLLE afleHOMATO3HVX MOJIMa Ha Cy30KOXM Aebenor upesa,
LITO NMpeACTaB/ba NPEANCNOo3nNLMjy 3a Pa3Boj KONOPEKTanHor
KapuyHoma.

Mpukas 6onecHuka OBaj paj NpeAcTaB/ba NpMKas ciyyaja
NPETXO[HO HeAWjarHoCTVKOBaHe NOPOANYHE aieHOMaTO3He
nonunno3se Kog 6051eCHNKa NPUMIbEHOT Ha Of€/bEHE YPFrEHT-
He XVpypruje ca CyMHOM Ha KapLIMHOM CUTMOVAHOT KOJIOHa.
Hana3s gobujeH komnjytepr3oBaHoM ToMorpadujom Ha MyKo-
31 aebenor LpeBa 610 je HEKOHKIY31BaH ycner HeJOBO/bHe
[NCTeH3Mje NyMeHa LipeBa 1 HeafleKBaTHe npunpeme. JacHo je
yOUeH efleM 31[ja, Hanas Ha KomnjyTepr3oBaHoj Tomorpaduju
KapaKTepucTMyaH 3a GopM1paHn KapLyHOM y Npefeny CUrmo-
WAHOT KOJIOHa, I0K Cy OCTana fiBa poKyca ManurHe antepawyje
6vna MackrpaHa andysHuM, yHUGOPMHIUM 3aaebrbarbeM 31aa,
Koje je KaCHWj/M KOSIOHOCKOMCKUM NPeriiefoM jacHo AnjarHo-
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CTMKOBAHO Kao MOpoAMYHa aieHoMaTo3Ha nonunosa. bone-
CHUKY je ypaheHa ToTasHa MPOKTOKONEKTOMM]ja, HAKOH Yera je
HaCTaBMO OHKOMOLLKO Neyetbe.

3akmyyak KomnjyteprsoBaHa Tomorpaduja je HeAOBO/bHO
oceT/bl/Ba METOAA 3a AWjarHOCTVKY Ady3He Nounose cy3o-
KOXe KOJIOHa, HapOUMTO KOJ, YPreHTHYIX CTatba Kafja bonecHuLm
HUCY MPUNPEM/bEHU 3a NPerNe, OGHOCHO Kaaa Huje obe3be-
hHeHa goBosbHa AMCTeH3Mja NyMeHa LpeBHMX Bujyra. Kako je
OCHOBHO 060/bete MacK1parno ABe off TP Nie3uje KoNopeKTan-
HOT KapLyHOoMa Ha fiebenom LipeBy KOA OBOT 60NeCHUKa, YKa-
3yjeMo 11 Ha AnjarHOCTNYKY MHGEPVOPHOCT KOMMjyTepU30oBaHe
Tomorpaduje y nopehery ca kKonoHorpadujom nomohy Komnjy-
Tepu3oBaHe ToMorpaduje 1 MarHeTHe pe3oHaHLe, a HapOUNTO
Ca KOJIOHOCKOMMjOM Kao 3/1aTHVM CTaHAAPAOM Kaja je y nuTatby
OTKpUBabe KONOPEKTaHOr KapLMHOMa.

KrmbyuHe peun: nopoanyHa aileHOMaTo3Ha Momno3a; KonopekK-
Ta/HW KapLMHOM; KOMMjyTepu3oBaHa Tomorpaduja; TotanHa
MPOKTOKONIEKTOMMja
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