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Primary perineal endometriosis – a case report 
and literature review
Primární perineální endometrióza – kazuistika a přehled literatury
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Summary: Endometriosis is a common gynecological disease caused by the implantation of active endometrial cells outside the uterine 
cavity. In most cases, endometriosis occurs in the pelvic area, such as the ovary, Douglas’ pouch, or uterine sacral ligament. Some rare cases of 
extrapelvic endometriosis can also occur in the perineum, urinary system, gastrointestinal tract, nervous system, chest, subcutaneous tissue, 
and skin. Endometriosis of the perineum is usually secondary to obstetric trauma, such as perineal laceration or episiotomy. To date, few cases 
of spontaneous perineal endometriosis have been reported. Herein, we report a rare case of spontaneous deep perineal endometriosis. Notably, 
the patient had typical symptoms of regular pain during menstruation with no history of delivery or perineal trauma. The patient recovered well 
after postoperative gonadotropin releasing hormone agonist injection.
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Souhrn: Endometrióza je běžné gynekologické onemocnění způsobené usazením aktivních buněk endometria vně děložní dutiny. Ve většině 
případů se endometrióza vyskytuje v pánvi, tedy v oblasti vaječníků, Douglasova prostoru nebo uterosakrálního vazu. Ve vzácných případech 
může mimopánevní endometrióza vzniknout v perineu, močových cestách, gastrointestinálním traktu, nervovém systému, hrudníku, podkoží 
a kůži. Endometrióza perinea obyvkle vzniká sekundárně po poranění při porodu, např. při laceraci perinea nebo episiotomii. Dosud bylo 
zaznamenáno jen málo případů spontánní endometriózy perinea. V tomto článku popisujeme vzácný případ spontánní hluboké endometriózy 
perinea. Pozoruhodné je, že pacientka měla typické symptomy v podobě pravidelné bolesti při menstruaci, a to bez porodu nebo poranění 
perinea v anamnéze. Po pooperačním podání injekce agonisty hormonu uvolňujícího gonadotropin se pacientka plně uzdravila.
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Case Presentation
A 25-year-old nulliparous woman pre-
sented with vaginal pain that was ag-
gravated during her menstrual period. 
Physical examination revealed a 1.5- cm 
painless, solid tubercle, which was pal-
pated in the deep subcutaneous region 
of the left inferior ramus of the pubis. 
She had no history of childbirth, perineal 
trauma, or dysmenorrhea.

After admission, an ultrasound 
showed a  weak echo with a  range of 
2.8 × 1.1 × 2.0 cm in the subcutaneous 
muscle layer of the left perineum, which 
had an unclear boundary, irregular 
shape, and no obvious blood flow sig-

of obstetric laceration or episiotomy. The 
pathogenesis of endometriosis is un-
clear. However, the most commonly ac-
cepted theory of perineal endometrio-
sis is the implantation theory, in which 
endometrial cells are implanted directly 
into the perineum from the uterine cav-
ity due to surgery or other trauma  [4]. 
At present, case reports of perineal en-
dometriosis are mostly a  result of per-
ineal trauma. In this report, we describe 
a rare case of non-traumatic perineal en-
dometriosis. The patient had no history 
of childbirth or perineal trauma, and the 
pathogenesis could not be explained by 
the implantation theory.

Introduction
Endometriosis refers to the presence of 
endometrial tissue in locations other 
than the uterine cavity  [1]. It is a  rela-
tively common disease among women 
of reproductive age, with an incidence 
rate of 10–25% [2]. However, extrapelvic 
endometriosis is relatively rare, thereby 
accounting for 12% of all endometrio-
sis cases, and perineal endometriosis is 
even rarer, with an incidence of only 0.3–
1% [3]. The first case of perineal endome-
triosis was reported in 1923; however, 
since then, there has been limited liter-
ature in this area. Perineal endometriosis 
usually occurs in women with a history 
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Discussion
According to literature, perineal endo-
metriosis mainly occurs after perineal 
trauma, usually resulting from a  per-
ineal tear or episiotomy during vagi-
nal delivery. Generally, it is considered 
that the pathogenesis of endometrio-

patient was discharged on postopera-
tive day four, and was administered go-
nadotropin releasing hormone agonist 
(GnRH-a) after the operation. At present, 
the perineal wound has recovered well 
after four injections of GnRH-a eight 
months after the operation.

nal detected (Fig. 1). Left perineal mus-
cle layer endometriosis was consid-
ered in the ultrasound dia gnosis. Serum 
cancer antigen 125  (CA125) level was 
27.2 U/ mL.

The patient underwent perineal mass 
resection. During the operation, a solid 
nodule was observed in approximately 
1.5 cm deep subcutis of the left infe-
rior ramus of the pubis (Fig. 2); this was 
closely related to the pubis and pene-
trated the pelvic diaphragm to the lateral 
rectal space. The mass was approximately 
1 × 3 × 2 cm in size, and hard yellow tissue 
was observed within the mass (Fig. 3, 4).

Intraoperative frozen pathology re-
sults showed that the mass was endo-
metriotic tissue. The pathological dia g  - 
nosis of postoperative frozen paraf-
fin was also endometriosis (Fig. 5). The 

Fig. 1. Ultrasonic image of the nodule.
Obr. 1. Ultrazvukový obraz uzliny.

Fig. 2. The solid nodule is located approximately 1.5 cm deep in the subcutis 
of the left inferior ramus of the pubis.
Obr. 2. Pevná uzlina se nachází v asi 1,5 cm hlubokém podkoží levého dolního 
ramene stydké kosti.

Fig. 3. General image of the nodule.
Obr. 3. Obecný obraz uzliny.

Fig. 4. Cutaway image of the nodule.
Obr. 4. Výřezový obraz uzliny.
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2020, Yu Liu et al. reported a 27-year-old 
patient with primary endometriosis in 
a retrospective study of 35 patients with 
perineal endometriosis  [4]. In 2004, Su 
et al. reported the youngest case of pri-
mary vulvar endometriosis in a 15-year-
-old patient  [11]. In these patients re-
ported in the literature, no recurrences 
were observed. However, a special case 
of vulvoperineal endometriosis was re-
ported by Grimstad et al. in 2015. A le-
sion appeared in her right periclitora, 
and recurred six years after it was surgi-
cally removed [12].

Conclusion
Primary perineal endometriosis is rare 
and unique. Based on the existing litera-
ture, the clinical presentation of primary 
perineal endometriosis is usually a mass 
with cyclic perineal pain. Ultrasonogra-
phy and MRI can be used to assist in the 
dia gnosis, and histological bio psy is the 
definitive criterion for dia gnosis. At pre-
sent, there are no definite guidelines for 
the dia gnosis and treatment of perineal 
endometriosis, but the commonly used 
treatment is surgical treatment of per-

tion of the lesion is the primary treat-
ment, and adjuvant treatment with hor-
monal suppressors, such as GnRH-a or 
oral contraceptives, can reduce the risk 
of recurrence.

Spontaneous perineal endometriosis 
is a  rare condition. Only a dozen cases 
have been reported to date, and there 
are fewer than 10 cases of primary per-
ineal endometriosis. In 2021, Scioscia 
et  al. reported a  rare case of primary 
vulvar endometriosis in a  27-years-old 
woman. Her lesion was reported in the 
right mons pubis. An ultrasound-guided 
percutaneous bio psy was performed, 
and histological examination confirmed 
perineal endometriosis [8]. A case of per-
ineal endometriosis without perineal 
trauma between the left labium major 
and labium minor was reported by 
Hamdi et al. in 2015. A firm painless mass 
was observed in a  23-year-old woman 
without perineal trauma or sexual inter-
course [9]. In 2005, Fulciniti et al. made 
a retrospective study of 10 cases of cu-
taneous endometriosis and found one 
case of primary vulvar endometriosis in 
a 34-years-old woman [10]. Similarly, in 

sis is related with endometrium implan-
tation, coelomic metaplasia, lymphatic 
metastasis, and vascular metastasis. Be-
cause perineal endometriosis is mostly 
secondary, a  primary explanation for 
the etiology of perineal endometrio-
sis is direct endometriotic implantation 
in most cases. However, there are few 
case reports on primary perineal endo-
metriosis [5]. The most likely pathogen-
esis of this type of endometriosis is lym-
phatic vascular metastasis. Additionally, 
multiple factors, such as immune, ge-
netic, and familial factors may be as-
sociated with the disease pathogen-
esis  [6]. Perineal endometriosis with 
a history of perineal trauma often pre-
sents as a tender nodule or mass at the 
perineal lesion, and progressive and cy-
clic perineal pain; however, primary per-
ineal endometriosis is more difficult to 
dia gnose and requires a more detailed 
medical and surgical history, as well as 
a thorough examination.

When it comes to dia gnosing perineal 
endometriosis, we should first perform 
a detailed gynecological physical exami-
nation. Some medical examination such 
as ultrasonography, magnetic resonance 
imaging (MRI), tissue bio psy, and some 
laboratory indicators are also very im-
portant for dia gnosis. Ultrasonography 
is the most commonly used and pre-
ferred adjuvant examination. It can ac-
curately describe the location and size 
of the mass in perineal endometriosis. 
If anal sphincter involvement is consid-
ered, endoanal ultrasonography should 
be performed to determine the extent 
of a procedure and need for sphincter-
oplasty [7]. Pelvic MRI has more advan-
tages than other auxiliary examinations, 
such as ultrasonography, in detecting 
deep and small masses. Histological ex-
amination is the most certain test for 
a definite dia gnosis. The significance of 
serum CA125  level in the dia gnosis of 
perineal endometriosis is unclear.

Treatment methods for perineal endo-
metriosis includes surgical excision and 
drug therapy. Complete surgical resec-

Fig. 5. Histopathological image of the nodule.
Obr. 5. Histopatologický obraz uzliny.
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