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CASE REPORTS

Congenital perineal defect with rectal 
duplication and extreme hypospadias—a rare 
association
Mrinal Arora*, Noor Ullah Zargar and Anurag Krishna 

Abstract 

Background: Congenital perineal hernia is an extremely rare entity with only 10 cases having been reported in 
literature. We report a newborn with exposed bowel loops coming out through a defect in the perineum to the right 
of the median raphe and propose the term perineoschisis for this abnormality. The exposed bowel loops were a 
sequestered segment of colon. The baby also had extreme perineal hypospadias and left undescended testis.

Case presentation: A term neonate, born of caesarean section, was noted at birth to have exposed bowel loops 
visible in the perineum. The bowel loops were not covered by any membrane. To avoid injury to the exposed bowel 
loops and setting in of infection, the baby was taken up for emergency surgery. At laparotomy, the bowel loops were 
traced from duodeno–jejunal junction to ileocecal junction and sigmoid colon and rectum. No loops were seen her-
niating outside from the abdomen through the perineum opening. The extruded bowel loops were sequestered and 
ending blindly close to the rectum. The sequestered bowel loops were excised completely and perineum reconstruc-
tion was done.

Conclusion: The extruded bowel loops would appear to be a form of colonic duplication with the duplicated 
colonic loops herniating outside through an opening in the perineum. Since the bowel loops were lying to the right 
of median raphe and were not covered by hernia sac or any other membrane we propose the term perineoschisis 
for this abnormality. The baby also had extreme hypospadias with a perineal meatus, bifid scrotum and penoscrotal 
transposition. This association of herniated duplicated colon with extreme hypospadias is hitherto unreported to the 
best of our knowledge.
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Background
Congenital perineal hernia is an extremely rare entity 
with only 10 cases having been reported in the literature, 
of which two were reported in aborted fetuses [1–9]. 
In all earlier reported cases, the herniated bowel loops 
were covered either by skin or a peritoneal sac. In our 
case, since the exposed bowel loops were seen coming 
out through a defect in the perineum to the right of the 
median raphe, we propose the term perineoschisis which 

would more appropriately describe this abnormality. 
The baby also had extreme perineal hypospadias and left 
undescended testis, an association not hitherto reported.

Case presentation
A term, newborn with a birth weight of 2.37 kg, was born 
of caesarean section. At birth, the baby was noted to have 
exposed bowel loops herniating through an opening in 
the perineum. The antenatal scans had not mentioned 
any anomaly. The baby was referred to our hospital for 
management. On examination, bowel loops were visible 
in the perineum extruding through an opening to the 
right of the median raphe, not covered by overlying skin 
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or any membrane (Fig 1). The anal opening along with 
the median raphe was deviated to the left. The baby also 
had severe hypospadias with a perineal meatus. There 
was complete penoscrotal transposition and bifid scro-
tum (Fig.  2). A patch of mucosa with a central pit was 
seen around the urinary meatus extending into the peri-
neum raising the suspicion of vaginal tissue (Fig. 3). The 
right testis was present in the scrotum and the left gonad 
was palpable in the inguinal region.

Ultrasound scan showed normal kidneys. No mullerian 
structures were identified. Echocardiography was nor-
mal. Karyotyping showed a normal 46 XY pattern.

To avoid injury to the exposed bowel loops and setting 
in of infection, the baby was taken up for emergency sur-
gery. Bladder catheterization was done with a 6-Fr Foley 
catheter. The abdomen was opened through a pfannen-
stiel incision to get good access to the pelvic floor. The 
bowel loops were traced from the duodenojejunal junc-
tion through the ileocecal junction to the sigmoid colon 
and rectum. No bowel loops were seen herniating from 
the abdomen outside through the perineum. No defect 
was noted in the pelvic floor and there was no com-
munication between the abdominal bowel loops and 
extruded bowel loops in the perineum. Both vas deferens 
were traced till the deep ring. No mullerian structures 
were seen in the pelvis. The bowel loops in the perineum 
were mobilized and traced upwards. There was no shar-
ing of blood supply between the sequestered bowel and 
intra abdominal bowel loops. They were ending blindly 
with a close approximation to the postero-lateral wall of 

Fig. 1 Exposed bowel loops lying in the perineum to the right of 
midline with a normal anal orifice deviated towards the left

Fig. 2 Associated extreme hypospadias with complete penoscrotal 
transposition and bifid scrotum

Fig. 3 Extreme perineal hypospadias, with a patch of mucosa with 
central pit seen around the urinary meatus raising the possibility of 
vaginal tissue
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the rectum. The sequestered bowel loops were excised 
and were taken cared of to avoid injury to the rectum. 
Muscles of the perineum were identified and the per-
ineal defect was closed in layers (Figs.  4 and 5). After 

reconstruction, the median raphe and anal opening 
returned to midline position. The anus was normally 
located within the muscle complex. The mucosal patch 
close to the urinary meatus was also excised. Histology of 
the sequestered bowel showed it to be colonic tissue. The 
mucosal patch that was thought to be vaginal tissue also 
was colonic mucosa.

Postoperatively, the baby was fed from the third post 
operative day. At a follow-up visit after 6 months, the 
perineum is well healed and the baby is awaiting genital 
reconstruction.

Discussion
Perineal hernias are known by different names—ischio-
rectal hernia, pudendal hernia, posterior labial hernia, 
sub-pubic hernia, hernia of Douglas’ pouch, vaginal 
hernia, and pelvic hernia [1]. These hernias develop as 
a result of weaknesses or defects during development in 
the musculature of the pelvic floor. They can be broadly 
classified as congenital or acquired hernia [10]. Congeni-
tal hernias develop due to the persistence of a cul-de-
sac descending into the perineum in embryonic life [1]. 
Acquired perineal hernias are generally found in adults, 
after pelvic surgeries. Anatomically, they are classified as 
anterior—those that arise from defective urogenital dia-
phragm and are lying anterior to the paired superficial 
transverse perineal muscles, and posterior—which occur 
as a defect within the levator ani muscles constituting the 
pelvic diaphragm or through defects resulting from the 
failure of obturator internus and ileococcygeus muscles 
to join [11]. Congenital hernias are generally of the pos-
terior type [12].

Most of the earlier reported cases had delayed presen-
tation because the defect was the covered type. Our case 
was diagnosed on day one of life as the bowel loops were 
lying exposed in the perineum. The exposed bowel loops 
were not connected to the intestinal loops inside the 
abdomen and were ending blindly with a close approxi-
mation to the rectum. This would appear to be a form 
of colonic duplication with the duplicated colon loops 
extruding through the perineal defect. Since the per-
ineal defect was to the right of the median raphe and 
the bowel loops were lying exposed, we propose the 
term perineoschisis to better describe this abnormality. 
The isolated patch of colonic mucosa around the uri-
nary meatus in the perineum would suggest a failure of 
the transverse septum to clearly separate the urogenital 
sinus from the anorectum. The severe form of hypospa-
dias with bifid scrotum, penoscrotal transposition, and 
left undescended testis raised the possibility of a disorder 
of sexual differentiation but the karyotyping results were 
normal 46XY. Perineal herniation of duplicated colonic 

Fig. 4 Perineal defect—after excision of the sequestered bowel 
loops

Fig. 5 Repaired perineum after excision of the bowel loops
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loops associated with extreme hypospadias has not been 
reported in the literature to the best of our knowledge.

Different surgical approaches have been described for 
the repair of such defects—abdominal, perineal, and 
combined abdominoperineal [13]. We began with the 
abdominal approach but could not find any bowel loops 
herniating outside through the pelvic floor. Hence, we 
mobilized the exposed bowel in the perineum and traced 
it upwards to its attachment to the lateral rectal wall. The 
combined approach though better since it allows better 
delineation of the anatomy, it adds to the overall morbid-
ity. The perineum was repaired in layers with primary 
suturing. Perineal repair with the use of flaps and mesh 
has been reported in the literature, but they are generally 
described in adults [12].

Conclusion
This is a very rare case of congenital perineal herniation 
of the bowel loops, lying exposed in the perineum requir-
ing emergency exploration. The exposed loops were 
sequestered colonic loops herniating through a perineal 
defect and ending blindly close to the rectum. We believe 
a combined abdomino–perineal approach may be best 
to repair such abnormalities. The abnormality is better 
described by the term perineoschisis, rather than con-
genital perineal hernia.
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