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ABSTRACT

Congenital segmental dilatation ofthe colon, penile agenesis and umbilical cord hernia are individually rare

congenital malformations. An association between all three malformations has not been previously reported.

We report a neonate with congenital segmental dilatation of the colon, penile agenesis and umbilical cord

hernia all coexistent in a new born.
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INTRODUCTION

Congenital segmental dilatation of the colon is a rare
disease. Since its first description by Swenson and
Rathauser in 1959, the entity has been reported mostly
in children beyond neonatal period... There are only
11 cases of congenital segmental dilatation of the
colon in neonates majority of them were associated
with anorcetal malformations.s.is

Congenital absence of the penis, or aphallia, is also
a rare anomaly with an approximate incidence of .
in .o million populations.. while umbilical cord
hernia is very rare and accounts for only ..« % of all
the congenital abdominal wall defects is
As far as our knowledge is concerned and as per
literature search, the occurrence of all three
malformations (congenital segmental dilatation of
sigmoid colon, penile agenesis, and umbilical cord
hernia) in a neonate has not been reported so far. We
are reporting it for the first time.

CASE REPORT

A 12 hour old baby presented with absence ofpenis,
abdominal distention, umbilical swelling and bilious
vomiting. On physical examination, the abdomen
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was distended with visible intestinal loops. A small
umbilical swelling about . cm. in size covered with
sac, along with centrally attached cord (umbilical
cord hernia). There was absence of penis and no
urinary opening could be identified in the perineum.
The scrotum was fully developed with well descended
testis. Anus was normal. On plain X-ray ofabdomen
in erect and supine, there were signs of intestinal
obstruction. Ultrasound examination revealed bilateral
hydronephrotic kidneys with distended urinary bladder
and dilated bowel loops.

At laparatomy, segmental dilatation of sigmoid colon
was found, s cm in length with normal caliber of
sigmoid colon proximally and distally. Urinary bladder
was also distended. Colostomy, proximal to dilated
sigmoid colon, vesicostomy and repair of umbilical
cord hernia was performed (Figure I).

Figure 1: Photograph showing absent penis, suprapubic
vesicostomy & sigmoid colostomy
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Multiple biopsies were taken from dilated as well as
from normal sigmoid colon that came out to be
normal. Post operative recovery was uneventful. Post
operative ante-grade cystogram through vesicostomy
showed narrow urethral opening into anterior rectal
wall and left Vesico- uretric reflux (Figure Il). Further
management including gender reassignment was
discussed with the parents. They did not turn up for
follow up.

Figure 2: Antegrade cystogram through vesicostomy showing
urethra pening into rectum & VVUR in left sided duplex system.

DISCUSSION

Congenital segmental dilatation of the colon (SDC)
is an extremely rare anomaly.. It is the presence of
single, well defined segment of dilated intestine
without any mechanical obstruction or anomaly of
innervations with more or less abrupt transition to
normal bowel proximally and distally .- It can affect
any part of the large bowel from caecum to rectum
with the recto sigmoid being the commonest affected
site.. In this patient mid sigmoid colon was involved.
The fact that symptoms in all cases dates back to
very early life, indicates congenital origin of the
malformations However the exact cause of SDC is
unknown. Several theories have been proposed to
explain its pathogenesis. Intra uterine vascular
accident, congenital damage to the myenteric plexus,
,primary dysplasia , abnormal organogenesis,
disturbance during splitting of the notochord from
the endoderm have all been suggested as causative
factors..sss

Most of the affected patients present beyond the
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neonatal age with history of chronic constipation and
abdominal distention that is commonly treated as
functional constipation or confused with
Hirschsprung’s disease

Only 11 cases have been reported in neonatal age
and all presented as intestinal obstruction.s..s Majority
have associated anorectal malformations.s.s..o.is The
other congenital abnormalities associated with SDC
include exstrophy of bladder - malrotation .:s short
small intestine, dysmorphism s undescended testis s
heteropic oesophageal mucosas trisomy 21. Meckel’s
diverticulum and hydrops gallbladder s colonic
atresia.s.u myeloschisis and duplication ofappendix o
Definitive treatment of segmental dilatation of colon
consists of segmental resection and primary
anastomosis; however staged operations may be
necessary if the patient’s general condition is poor.

On the other hand congenital absence of the penis,
or aphallia, is also a rare anomaly caused by
developmental failure of the genital tubercle... The
approximate incidence is : to 1o million populations..
The phallus is completely absent, including the
corpora cavernosa and corpus spongiosum. Usually,
the scrotum is normal and the testes are descended.
The urethra opens at any point in the perineum in
midline from over the pubis to, most frequently, the
anus or anterior wall of the rectum .« Associated
malformations are common and include
cryptorchidism, renal agenesis, dysplasia or duplex
system, vesicoureteral reflux, horseshoe kidney,
anorcetal malformations, musculoskeletal and
cardiopulmonary abnormalities.s This patient had
left sided vesicoureteral reflux with duplex system.

Current recommendations are to reassign female
gender to these patients by appropriate surgical and
endocrine techniques .7 Infants with penile agenesis
historically have undergone gender reassignment
surgery, including bilateral orchidectomy with
preservation of the scrotal skin for later vaginal
reconstruction and urethral transposition..s however,
questions remain regarding in- utero gender imprinting
and the long-term psychological effects of gender
conversion. Considerable controversy surrounds the
timing, role and the necessity of gender
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reassignment.s The long-accepted notion regarding
the presence ofa phallus or phenotypic phallic growth
potential should not be the major criterion in
recommending gender reassignment.
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