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Abstract

Retrorectal cystic hamartomas (HCR) (“tailgut cyst” in English-language literature) are 
congenital cystic tumors derived from vestiges of the hindgut. Its incidence is low, being more 
frequent in adult women. They are variable in size, uni or multiloculated. They can be lined with 
several types of epithelia (squamous, transitional, mucinous,...) in a same cyst and can contain 
mucus. Lesions usually present during adulthood due to pain, discomfort, rectal bleeding, 
infection, or malignant transformation. The incidence of malignancy is low, being adenocarcinoma 
and neuroendocrine the most frequent tumors associated to HCR. We present a case of HCR 
associated with squamous cell carcinoma and discuss aspects of the treatment.

Introduction
Retrorectal cystic hamartomas (HCR) (“tailgut cyst” in 

English-language literature) are congenital cystic tumors 
derived from vestiges of the hindgut [1,2]. Their incidence 
is low, being more frequent in adult women. They are 
variable in size, uni or multiloculated [3]. They can be lined 
with several types of epithelium (squamous, transitional, 
mucinous,...) in the same cyst and can contain mucus. Lesions 
usually present during adulthood due to pain, discomfort, 
rectal bleeding, infection, or malignant transformation. The 
incidence of malignancy is low, being the adenocarcinoma 
and neuroendocrine tumor [4], the most frequent tumor type 
associated to HCR. We present a case of HCR associated with 
squamous cell carcinoma and discuss some aspects of its 
treatment.

Case presentation
69-year-old female patient who noticed, for more than 

a year, a tumor in the coccygeal region with progressive 
increase in size and painful in sitting position. Physical 
examination revealed a ϐluctuating soft subcutaneous 
tumor without inϐlammatory signs in the coccygeal region, 
measuring 3 cm approximately. Pelvic magnetic resonance 
imaging identiϐied a bilobed lesion surrounding the second 
and third coccygeal bodies anteriorly and posteriorly, 
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hyperintense in T1 and T2, cranially displacing the pelvic 
ϐloor musculature, without supraelevator extension, 
measuring 29 x 49 x 50 mm. The diagnosis was that of HCR 
through the entire posterior approach, with a free margin 
including the 3rd coccygeal body and preserving the elevator 
muscles and external sphincter (Figure 1). 

Figure 1: A:  T1 Sagittal pelvis MRI image; B: Caudal view of surgical fi eld. Elevator 
muscle in the background; C: Surgical fi eld after tumor and coccyx resection ; D: 
Surgical specimen. It can be seen how the tumor involved the coccyx.
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The postoperative period was uneventful and the patient 
preserved absolute continence. The histological study 
conϐirmed the diagnosis of HCR lined by squamous epithelium 
with high grade dysplasia and the presence of moderately 
differentiated squamous cell carcinoma, with inϐiltration of 
the cyst wall and without reaching percystic fat. It presented 
a clear surgical margin of 2 mm, with intratumoral perineural 
invasion and without lymphovascular invasion.

The proliferation index (Ki67) was 70%, being tumor 
cells positive for p63, CK5-6 and p53 and negative for p16 
(Figure 2). A PET-CT scan was performed not showing nodal 
or distant spread. We discussed the case in a multidisciplinary 
clinical session, deciding to perform adjuvant treatment 
with pelvic radiotherapy. The patient consulted to another 
Radiotherapy Service of other hospital who decided to treat 
only the surgical site with intensity-modulated radiation 
therapy (IMRT).

Although tailgut cysts are seen in all age groups, they are 
most common in middle-aged women [1]. They are generally 
asymptomatic and are diagnosed through localization in later 
ages. Symptoms associated with an enlarging mass include 
pain, rectal fullness, constipation, dysuria, obstructive and 
gynecological symptoms, as well as chronic abscess and 
ϐistula [5].

HCRs can be lined by various epithelia: squamous, 
transitional, mucinous, etc., and therefore malignant trans-
formation from any of the cyst epithelial cell types could be 
possible. The incidence of malignancy is low, between 2 and 
8% [4,6], although up to 40% has been described [7]. The 
largest published series is 53 patients with only 1 case with 
a malignant tumor [4]. The most common is adenocarcinoma 
and low-grade neuroendocrine tumor, although endometrioid 
carcinoma to sarcomas have been described. We have only 
found two published cases of squamous cell carcinoma. In 
one case, the patient also received IMRT and 9 months later 
she presented tumor nodule next to the sciatic nerve (the 
authors do not provide further data) [8]. The other case was 

associated with synchronous rectal adenocarcinoma and 
received adjuvant chemotherapy with a FOLFOX-4 scheme 
after resection, being disease-free for 18 months [9].

The treatment of tailgut cysts is the dissection of the 
mass with clear surgical margins [6]. A surgical approach 
is supported for the anatomical site. The tumor committee 
discussed the type of treatment and the need for adjuvant 
treatment. Due to the lack of literature to support any 
decision, we assimilated the case to squamous cell carcinoma 
of the anal canal because the pathway of dissemination and 
biological behavior should be similar. There was unanimity 
on the limited beneϐit of use of adjuvant chemotherapy alone, 
as well as the possible beneϐit of radiotherapy in reducing 
the risk of locoregional recurrence. The type of radiotherapy 
that could provide the greatest beneϐit was discussed, and 
ϐinally, based on the short distance to the margin, the very 
high proliferation index, the perineural invasion and the 
tumor phenotype, radiotherapy with IMRT including surgical 
site and locoregional lymph node chains was recommended.  
Radiotherapy limited to the surgical site may be as correct an 
adjuvant treatment as the one we have proposed. Resection 
of the coccyx is debated. Although some authors support it 
for a better exposure and less risk of recurrence [6], others 
consider its resection unnecessary [10]. Given the suspicion 
of malignancy, the existence of ϐirm adherence to the coccyx 
or difϐiculty in bloc resection, it should be resected to avoid 
intraoperative rupture. Achieving an R0 bloc resection is 
important because most malignant tumors are incidental 
ϐindings [4].
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B: Higher magnifi cation, these tumor nests infi ltrated the cyst wall without 
reaching the fat (HE); C: The tumor cells were positive for p63; D: The tumor cells 
were positive for 5-6 Cytokeratins.
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