
544

newborn baby admitted to the hospital with
sacrococcygeal mass, perineal hypospadius and

partial transposition of the penis and the scrotum is
reported.  We report the pathological findings, a
review of the embryological development of the
anomaly and literature review.

Case Report.  A full term Saudi male infant was
seen during the neonatal period with a sacro-
coccygeal  mass measuring 5 x 5 cm which was soft,
compressible and pushing the anal opening
anteriorly. There was perineal hypospadias with
chordee, the penis was displaced posteriorly and
lying between 2 hemiscrota. The scrotum was bifid
and the uretheral meatus was perineal.  X-ray of the
spine showed T3 hemivertebrae. The infant passed
urine and stool during the episodes of crying
indicating bowel and bladder incontinence. The
obstetric history revealed a history of fever for 5
days during the first trimester of pregnancy for which
the mother was admitted to the hospital.
Consanguinity was positive.  The abdominal
ultrasound was normal. Barium enema was carried
out through the small anal opening, which showed

A dilatation of the ano-rectum enrolled in the perineal
mass.  As there was no neonatal emergency, the child
was discharged and readmitted at 10 months of age
for surgery. 

Exploration by a posterior sagittal approach
revealed cystic dilatation of the rectum herniating
through the left side of the levator muscle which was
like a thin membrane coming directly into the
subcutaneous space. The right side of the levator
muscle was well defined. Frequent electric
stimulation did not show any contraction of the
external sphincter muscle. Resection of the cystic
duplication of the rectum with the anal opening was
carried out. The right levator muscle was dissected,
turned posterior to the new rectum, and fixed to the
left side of the pelvic fascia. Ano-rectoplasty was
performed and closure was carried out with a drain.
The post-operative period was uneventful and the
child was discharged after 2 weeks with good
continence (3 stool/day). He was readmitted 4
months later for first stage repair of hypospadias,
perineal urethroplasty, release of chordee was carried
out, and the penis was moved to a more anterior
position with the 2 halves of the scrotum resutured
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ABSTRACT

Caudal Regression Syndrome is a rare anomaly affecting different systems in the caudal portion of the fetus. Peno-scrotal
transposition is a rare condition of variable severity often associated with Caudal Regression Syndrome.  We report a case
of Caudal Regression Syndrome with perineal ano-rectal duplication, incomplete peno-scrotal transposition, perineal
hypospadias, chordee, and thoracic hemivertebrae. 
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behind it. The patient was discharged with peno-
scrotal hypospadias. He was readmitted again 6
months later for the 3rd time, and Denis-Brown
urethroplasty was performed. After discharge, the
patient developed a distal penile fistula which, was
closed one year later with a satisfactory functional
and cosmetic result, with a 5 years follow up.

Discussion.  Caudal Regression Syndrome
(CRS) is a range of structural abnormalities
occurring in the distal portion of the developing
fetus; rectum, genito urinary system, lumbo-sacral
spine and lower limb, resulting from an insult to the
caudal portion of the developing fetus at 4-8 weeks
gestation.1  At this time, the urorectal septum, cloaca,
mesonephros and developing spine are all in
proximity. This spectrum of malformations include
anal imperforation and mermaid syndrome; classified
by Duhamel as small lesions (imperforate anus, mild
vertebral anomalies), larger lesions (urinary or
genital anomalies) and extreme lesions (limbs fusion
or Sirenomelia).1  Sirenomelia is the severe form,
consisting of lower limb fusion, sacral and pelvic
bony anomalies, absent external genitalia, anal
imperforation and renal agenesis or dysgenesis;
resulting from injury to the caudal mesoderm
between 28 and 32 days of fetal development.2

Transposition of the external genitalia has been
described in conjunction with CRS.3-5  In a normally
developed fetus the positioning of the penis in
relation to the scrotum depends upon the
development of the parsphallica at 4-10 weeks, and
the caudal migration of the labioscrotal swelling at 4
months.3  Transposition of the external genitalia is
believed to result from retardation in the
development of the parsphallica secondary to
retardation of its predecessor, the genital tubercle.
This affects the caudal migration of the labioscrotal
swellings and results in the peno-scrotal transposition
(PST).6  Sixty patients with PST have been

documented,4,7-17 of which 23 had association with
caudal regression syndrome, (9 of them had complete
PST and 14 cases had incomplete PST);18 the
remaining patients had no features of CRS.  In all the
forms, the testes are usually normally developed and
situated, whereas the penis is most commonly short
and hypospadic.14  Three females have been
described with the clitoris and urogenital sinus lying
posterior to fused  labio-scrotal folds.4,12,19

In summary, we report a case of CRS; the gastro
intestinal system involvement in our patient
consisting of perineal ano-rectal duplication, the
genito-urinary system involvement consisting of
perineal hypospadias, chordee, bifid scrotum and the
lumbo-sacral spine anomaly consisting of thoracic
hemivertebrae in addition to incomplete PST.
Correction of the perineal ano-rectal duplication was
carried out by a posterior sagittal ano-rectoplasty
technique with good functional results. Correction of
hypospadias and PST was carried out by a 2-stage
repair.
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Figure 1 - The perineal mass. Figure 2 - One folly catheter inserted in the perineal urethral opening,
another catheter inserted in the anal canal.
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