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Introduction

Retrorectal cystic hamartomas, or tailgut cysts, are rare 
congenital lesions that are usually present as tumors with a 
considerable size in presacral area. Frequently, these lesions 
are asymptomatic so the diagnosis may be delayed.

It’s in the fourth week of pregnancy when the cloacal 
membrane comes to lie in a ventral position, enclosing the 
distal caudal portion into the eventual hindgut, receiving the 
name of tailgut. The tailgut ordinarily regresses in the sixth 
week of gestation. However, a tailgut cyst is thus created if the 
mucoussecreting remnants fail to regress [1].

Tailgut cysts are not related to any specifi c age-group, and 
may appear at moment, although it has been found a higher 
prevalence in women [2]. 

About fi ve hundredth of the cases are discovered by chance; 
the other half of patients complain about symptoms that are 
related to a retrorectal space, such as discomfort when seated, 
rectal bleeding, or infections [3].

The diagnosis needs to be confi rmed radiologically, 
through Magnetic Resonance Imaging (MRI) and Computed 
Tomography (CT).

Complete surgical resection is recommended in all cases, 
benign tumors included, as they can potentially become 
malignant. In spite of it, malignant change is extremely rare. 
The current article reviews scientifi c literature about cases 
with malignant transformations. In addition, it is also briefl y 
discussed the differential diagnosis of retrorectal cystic lesions.

Material and Methods

The clinicopathological characteristics of a mucinous 
adenocarcinoma within a Retrorectal Cystic Hamartoma 
(RCH) in a 52-year-old woman is described. In this study, the 
anatomopathological examination is emphasized but Computed 
Tomography (CT) scans, Magnetic Resonance Imaging (MRI) 
are also included. A comprehensive review of the literature is 
also present.

The specimen was fi rst preserved by fi xing in 
formaldehyde. Next, sections was cut from tissue embedded in 
paraffi  n blocks. Finally, tissue sections (5μm) were stained with 
hematoxylin and eosin and analyzed with a optical microscope. 
Immunohistochemistry stains were performed on selected 
sections for CK7, CK20, MIB1, p53, CDX2, CD20, PAX8, Estrogen 
Receptors (ER), Progesterone Receptor (PR).

Case Report

A 52-year-old female with a 6-month history of a low 
back pain and enlarging mass in the glutealarea is admitted in 
the service. On physical examination, a 40×30mm tumor was 
identifi ed in the intergluteal crease. In the MRI, a presacral 
uniloculated cystic mass posterior to the rectum was detected, 
measuring 40×30×33mm. There was no evidence of invasion 
into surrounding structures (Figure 1). The mass is located 
in the retrorectal space without features of colon invasion. 
Subsequently, surgical resection was performed through 
posterior approach. The post-operative recovery of the patient 
was uneventful. 
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Pathological fi ndings

The macroscopic specimen consisted of a 3.5cm×2.5cm 
cystic tumor with well-circumscribed margin. The cut surface 
revealed a unilocular cyst lesion, fi lled with a creamy-yellow 
substance. Additonally, contained multiple gelatinous masses, 
both fl oating and attached to the cyst wall. No solid areas were 
found.

Microscopic pathological examination revealed an 
intestinal-type epithelium with variable degrees of nuclear and 
architectural atypia next to an associated desmoplastic hyaline 
stroma. There were also identifi ed pools of extracellular mucin 
which contained fl oating malignant epithelial cells (Figure 
2). Invasion of the cyst wall by the adenocarcinoma was not 
detected, nor lymphovascular invasion. 

Discussion

Retrorectal Cyst Hamartoma (RCH) or tailgut cyst is a rare 
malformation of the retrorectal space. RCHs are not related 
to any specifi c age-group, and may appear at moment. Most 
RCH occurs in women, as illustrated in the case presented. 
Approximately, half of the patients are symptomatic, being 
pain in the rectal area and lower back, or symptoms associated 
with the mass size their most common complaints [4].

The presacral space (also called retrorectal space) is a space 
posteriorly limited by the sacrum and anteriorly by the fascia 
of the rectum. Tumors occurring in the retrorectal space are 
typically benign, although a variety of neoplastic conditions 
could happen in this region [5].

The best therapeutic option is a complete excision of the 
tumor, even in asymptomatic patients. Surgical resection may 
be necessary for treating conditions such as potential growth 
or malignancy. Negative surgical margin is recommended in 
order to relieve pressure symptoms and to make a defi nitive 
diagnosis. 

However, choosing the best surgical approach may be 
challenging. The most attractive option is the posterior 
surgical approach of presacral masses, but a laparoscopic 
approach should be regarded too, as it reduces the surgical 
trauma and postoperative complications [6]. Complications 
that are typically associated with surgery include urinary and 
fecal incontinence, bleeding, abscess or fi stula formation, 
or nerve root injury leading to weakness.  The regular 
postoperative follow-up consists of the clinical examination 
with anal endosonography. In our case, the tumor was excised 
successfully, with complete resection. The patient had an 
uncomplicated postoperative stay and a satisfactory recovery 
without morbidity. She was not needed additional treatments.

Analyzed raw, the lesion is typically composed of 
multilocular cyst ranging in size from one to fi fteen cm and 
tends to present opaque mucoid content. 

For diagnosing that the mucinous adenocarcinoma has 
developed from a congenital tailgut cyst, the patient history 
and its localization, morphology and immunohistochemical 
phenotype must be taken into account. In our case, the 
morphology and the immunohistological phenotype (positive 
for CDX2) were similar to those of colo-rectal carcinomas. 
Nonetheless, the retrorectal localization, female sex, the entire 
tumor-free colon and the fi nding of dysplastic columnar 

Figure 1: MRI.

Figure 2: HE.

Immunohistochemical stains showed the tumor cells to be 
positive for CDX2. Immunohistochemical staining for CK7 showied 
focal cytoplasmic positivity and negative staining with CK20.

There was a marked overexpression of p53 in the mucinous 
adenocarcinoma arising in the retrorectal cystic hamartoma. 
Also, there was marked overexpression of p53 in areas of severe 
dysplasia (Figure 3). Moreover, a signifi cantly higher expression 
of the Ki-67 antibody (MIB-1), indicating a high proliferation 
rate in malignant epithelium. Other immunohistochemical 
stains were performed to determine other possible primary 
origin areas, with negative results (PAX8, estrogen receptors, 
progesterone receptor, WT1 and p16). 

The fi nal pathology data revealed a mucinous adenocarcinoma 
in the retrorectal space.

Figure 3: p53.
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epithelium within the cysts were evidences that suggested that 
this lesion developed within a preexisting congenital tailgut 
cyst rather than extending from the intestinal tract.

Other differential diagnoses of tailgut cysts include 
epidermoid and dermoid cysts, rectal duplication cyst, and 
anal gland cyst. Epidermoid cysts are lined only by stratifi ed 
squamous epithelium. Dermoid cysts contain, in addition, 
dermal appendages. Duplication cysts are usually unilocular 
and are lined by an intestinal or respiratory epithelium. Many 
of them are located prerectally, whereas congenital tailgut 
cysts are invariably retrorectal [7]. Finally, another differential 
diagnosis is with chordoma, which is the most common 
primary sacral lesion. 

The positive nuclear staining for p53 in immunohistochemical 
stains suggests a mutation in the tumor-inhibitory gene 
(mutant p53). The moderated intensity of the tumor 
proliferative index marker Ki-67 (MIB-1) usually indicates a 
high capacity of the malignant neoplastic process. Thus, in our 
case, following the results from both immunohistochemical 
markers, the patient experienced a malignant transformation 
of the congenital retrorectal cystic hamartoma associated with 
the p53 gene mutation.

In a review of the scientifi c literature, malignant 
transformation within a retrorectal cyst hamartoma has only 
been documented in 33 cases (including the current report), 
carcinoid tumor and adenocarcinoma included in the search 
[8,9], while there have been found 29 cases of neuroendocrine 
tumours arising in tailgut cysts [10,11].

Conclusion

Retrorectal cystic hamartomas (tailgut cysts) are rare 
congenital lesions thought to arise from remnants of the 
embryonic postanal gut. They exists predominantly as 
asymptomatic retrorectal multicystic masses in women. 
Surgical resection provides a convenient specimen for 
histopathological examination, relieves symptoms caused by 
local compression, avoids subsequent infection, and rules out 
malignant transformation. Malignant transformation in the 
form of adenocarcinoma or carcinoma, although rare, may 
occur. Our case was unusual because, besides from presenting 
classic congenital tailgut cysts with malignant transformation, 
it also appeared in the form of a mucinous adenocarcinoma.
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