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A Rare Congenital Perineal Groove
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Background. Perineal groove is a rare congenital anomaly characterized by nonepithelialized mucous membrane that appears as
an erythematous sulcus in the perineal midline, extending from the posterior vaginal fourchette to the anterior anal orifice. It is
one of the uncommon anomalies of anogenital region that is unknown to many clinicians, and it is usually misdiagnosed as an
anal fissure, perineal trauma, diaper dermatitis, infection, or sexual abuse. Case Presentation. Seven-day-old female neonate was
brought by her parents after they observe reddish discoloration of her genitalia. Upon examination, there was a vertical
perineal wet groove-like unkeratinized erythematous lesion with no bleeding, sign of infection, or inflammation that extends
from the posterior vaginal fourchette to the anal rim. The newborn was sent home after counseling with a reassessment plan
in case of complications. Conclusions. Recognition of the congenital perineal groove at birth is important for the health care
providers to deliver an appropriate parental counseling and appropriate follow-up.

1. Background

Perineal groove is a rare congenital anomaly characterized
by nonepithelialized mucous membrane that appears as an
erythematous sulcus in the perineal midline, extending from
the posterior vaginal fourchette to the anterior anal orifice
[1, 2]. It is a benign rare entity first described by Stephens
in 1968 [3]. It is unknown to many clinicians, and it is usu-
ally misdiagnosed as an anal fissure, perineal trauma, diaper
dermatitis, infection, or sexual abuse [4]. The diagnosis of
the defect is set mainly on the clinical assessment of the
lesion [5]. This is the first case reported in Ethiopia.

2. Case Presentation

A seven-day-old female newborn from Bahir Dar city was
brought to Afilas General Hospital by her parents with the
complaint of reddish discoloration of the skin around the
genitalia (like fresh wound). The neonate was born to a 30-
year-old Para II mother through spontaneous vaginal delivery
with no instrumentation at gestational age of 39 + 6 weeks
with birth weight of 3400 grams and Apgar score of 8 and
10 in the first and fifth minutes, respectively. The total dura-
tion of labor was 10 hours and rupture of membrane was

intrapartum. The mother had regular antenatal care follow-
up and it was uneventful. The mother has no history of ciga-
rette smoking, alcohol consumption, or substance abuse. Both
the father and mother have no history of congenital birth
defects in the family. There was no history of local trauma,
defecation issues, and urinary problem with the newborn.

Physical examination of the neonate was normal in other
body systems. On genital examination, there was around
1.5 cm wet groove-like erythematous vertical lesion which
extends from the posterior vaginal fourchette at 6 o’clock
to the anal rim (Figure 1). The lesion has no bleeding, no
sign of infection, or inflammation. Urethra and vaginal
orifices were intact and located at normal position. The anus
is perforated with normal anorectal examination with neo-
nate passing meconium and no fistula. Ultrasound of the
kidneys and pelvis was normal. The examination revealed
a congenital perineal groove, and the parents were counseled
about expectant management and sent home with appoint-
ment to undergo follow-up examinations.

3. Discussion

Perineal groove is generally a wet sulcus lesion extending
from the posterior vaginal fourchette to the anterior anus
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[4]. It is mostly presented in female infants as an isolated
anomaly but can be found in males as well [6]. Incidence
of this congenital anomaly is underestimated as it may be
unrecognized earlier at birth and/or later misdiagnosed as
a diaper rash, contact dermatitis, or trauma [1]. Our case is
female with no associated anomaly which was not diagnosed
at birth.

It is a congenital malformation that consists of three
main features: (1) a wet groove in the midperineum between
the fourchette and the anus, (2) normal formation of the ves-
tibule including the urethra and vagina, and (3) hypertrophy
of the minoral tails that skirt the perineum and course
posterior to join at the anus or surround it [7].

There are several controversial embryological theories
regarding the formation of perineal groove [2, 4]. This
malformation may be a result of failure of fusion of the
median genital folds, which are located on the midline [4].
The second theory states that perineal groove and perineal
canal occur as uroanal septal defects between the 5th and
8th weeks of gestation after the normal urorectal septum
forms [2, 4]. Abnormal expression of some genes like bone
morphogenic protein 4 (BMP4) may be associated with
perineal groove [4]. A third theory, justifying this defect in
both sexes, is the failure of the development of external gen-
italia during the fusion of labioscrotal folds with ectoderm
forming the midline raphe. When part of this merging does
not take place, the raphe is replaced by the groove [2]. Even
if in majority of cases the defect is presented as isolated defect,
there is case report happening in monozygotic twins [8].

Perineal groove could be complete or incomplete. The
complete perineal groove extends from the vaginal four-
chette to the anus, while the incomplete type either extends
from the vaginal fourchette to the middle of the perineum
or from the anus to the middle of the perineum [9].

Few cases have been published in medical literatures [5,
10]. Definitive diagnosis is based on clinical examination,
and occasionally, skin biopsy may be performed with limited
importance [7]. This malformation is usually misdiagnosed

sexual abuse, anal fissure, erosive diaper rash, diaper derma-
titis, or ulcer [1, 2, 4].

Perineal groove usually resolves spontaneously, and
complete epithelialization occurs by the age of 1 to 2 years
[1, 7]. Surgical correction can be for cosmetic reason, if the
lesion is not epithelialized by the age of 2 years and in
patients with repeated inflammation or infection of the
nonepithelized area [1, 11].

4. Conclusions

Correct recognition is important to avoid misdiagnosis and
unnecessary investigations. I report this case to raise aware-
ness and for doctors to provide appropriate advice and
follow-up recommendations for parents of affected infants.
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