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Abstract
We report the case of a 57-year-old woman who presented with local invasion of the anal ca-
nal by mucinous adenocarcinoma, the malignant transformation of a long-term preexisting 
retrorectal tailgut cyst. This progression is infrequent and justifies preemptive surgical treat-
ment of retrorectal cysts. © 2021 The Author(s).
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Introduction

Tailgut cysts (or retrorectal cystic hamartomas) are often described as congenital cysts 
arising in the retrorectal-presacral space due to remnants of the primitive tailgut. These rare 
cysts are more frequently observed in women and generally asymptomatic. Surgical treatment 
is necessary because of the risk of complications including recurrent perianal suppuration and 
malignant transformation [1]. The rate of malignant transformation is poorly understood but 
seems higher than initially estimated [2]; these are usually mucinous adenocarcinoma but can 
be transitional cell carcinoma, carcinoid tumors, or squamous cell cancers. We report the case 
of a 57-year-old woman who, perhaps for years, had been losing a small amount of mucoid 
fluid from a small sus-anal opening, and who experienced anal discomfort revealing retroanal 
mucinous adenocarcinoma invading her anal sphincter and developing on a tailgut cyst.
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Case

At least 5 years ago, this 57-year-old woman from Mali noticed the loss of mucoid fluid 
from her perianal area with no pain or blood loss. Her husband had noticed a small opening 
(1–2 mm in diameter) located 2–3 cm above her anal verge far earlier. In 2017 she consulted 
the physician, who noticed and removed 3 jelly-like 10-mm masses above her anal verge; no 
other exploration was performed or planned.

In 2018, her anal discomfort worsened and she again sought medical advice. On visual 
inspection, a 20-mm mass with ulcerations and mucoid areas was observed a few millimeters 
above her anal verge. On digital rectal examination, the physician found a hard mass of more 
than 40 mm invading the posterior part of the anal canal and destroying the anal sphincters. 
Biopsies revealed a villous tumor with areas of high-grade dysplasia and others of mucinous 
adenocarcinoma. A colonoscopy found no further lesions. A medical workup was then 
performed. On CT scan, she had a huge retroanal mass developed under the anal verge, 
pseudo-cystic, and partly calcified (Fig. 1); a large (40 × 25 mm) mediastinal bronchogenic 
cyst was also seen. On MRI (Fig. 2, Fig. 3), a thin-walled, well-defined polycystic mass of 45 
mm was observed but its anterior wall was ill defined, with signs of invasion of the anal 
sphincter and skin; the tumor was gadolinium enhanced. An 18F PET scan found no further 

Fig. 1. CT scan showing a polycystic 
retroanal mass containing calcifica-
tions.

Fig. 2. Contrast-enhanced pelvic MRI, 
sagittal view: huge retroanal multilocu-
lar cystic mass invading the anal canal 
(arrow) and skin (arrowhead); the an-
terior margin was irregular, thickened, 
and poorly defined.
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metabolic areas. The thoracic cyst was shown to be a bronchogenic cyst. On laboratory tests, 
CEA was elevated at 30 ng/mL. The tumor was then diagnosed as a retrorectal cyst’s malignant 
transformation into mucinous adenocarcinoma. After a multidisciplinary team meeting, an 
abdominoperineal resection following neoadjuvant chemoradiotherapy (50 Gy in 25 frac-
tions plus concurrent capecitabine 800 mg/m2 twice daily) was decided. A second MRI was 
performed 2 months after completion of the neoadjuvant regimen and the images remained 
stable. A laparoscopic abdominoperineal resection was performed with no major problems. 
On pathological examination, a 55-mm mucinous lesion invading and destroying the posterior 
part of the anal region was described. Microscopically, the tumor was mucinous adenocar-
cinoma invading the external sphincter, anal canal, and perianal skin. None of the 24 examined 
lymph nodes was cancerous. The tumor was classified as ypT3ypN0. Biologically, postoper-
ative CEA was normal (1.2 ng/mL). Two years after diagnosis, the patient is alive with no 
progressive disease.

Discussion

Tailgut cysts are a part of neoplastic retroperitoneal cystic masses separated from the 
abdominal and pelvic organs, including cystic lymphangioma, mucinous cystadenoma, cystic 
teratoma, cystic mesothelioma, Müllerian cyst, epidermoid cyst, and bronchogenic cyst [3]. 
Bronchogenic cysts, rare benign congenital anomalies originating from the embryonic foregut 
ventral segment, are sometimes found in a retroperitoneal location [3]. Our patient had both 
a bronchogenic cyst and a tailgut cyst.

In a recent series of 52 retrorectal tumors, 56% were tailgut cysts, and only 4 were 
malignant: one was a malignant tailgut cyst, one a GIST, one a leiomyosarcoma, and one an 
angiomyxoma [4].

In most cases, patients with tailgut cyst present with common symptoms such as consti-
pation, obstructed defecation, dysuria, and urinary tract infection, all signs usually related to 
compression by the tumor mass. Histologically, these cysts may contain squamous, mucinous, 
or ciliated epithelium.

Fig. 3. Contrast-enhanced pelvic MRI, 
axial view: invasion of the anal canal 
(arrowhead) and destruction of the 
anal sphincter by a retroanal polycys-
tic mass (arrows).
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On imaging, tailgut cysts and cystic lymphangioma are usually polycystic, while other 
presacral cystic masses (epidermoid cyst, dermoid cyst, rectal duplication cyst, anterior 
meningocele) are usually unilocular [5].

In cases of malignant transformation, imaging and particularly MRI is of major impor-
tance; transformation may be suspected on MRI in view of cystic nodular wall thickening [2], 
usually heterogeneous, with irregular margins, solid areas, and gadolinium enhancement [4]. 
Histologically, although adenocarcinomas are the most frequent histological types, neuroen-
docrine carcinomas, transitional cell carcinomas, sarcomas, or squamous cell carcinomas 
have also been observed and these different epithelia often coexist [2, 6]. In our case, the 
retrorectal cyst had malignant degeneration mainly on the anterior wall and had invaded the 
anal sphincters and perianal skin. Other diagnoses are infrequently reported following such 
appearances on imaging. One case of rectal mucinous adenocarcinoma invading retrorectal 
dermoid cysts was recently reported [7]. Another very similar case of retrorectal mass, multi-
locular cystic on MRI with disseminated calcifications, involved retrorectal metastasis of 
pancreatic mucinous adenocarcinoma [8].

Treatment of such cancer arising from tailgut cysts is based on surgery guided by preop-
erative imaging. If imaging shows suspicious features, a biopsy is mandatory before proposing 
neoadjuvant treatment. If the tumor invades the rectum or skin, biopsy is simple. If not, the 
risks of biopsy are tumor spread, infection, and missing the transformed location. The surgical 
approach depends on tumor location. In cases like ours, neoadjuvant chemoradiotherapy 
similar to locally advanced rectal adenocarcinoma was given to decrease the risk of postop-
erative recurrence.
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