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ABSTRACT

Congenital segmental dilatation of the 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 segm ental dilatation o f  the colon is a rare 
disease. Since its first descrip tion by  Sw enson and 
Rathauser in 1959, the entity has been reported mostly 
in children beyond neonatal period . 1 2  There are only 
1 1  cases o f  congenital segm ental d ila ta tion  o f  the 
colon in neonates m ajority  o f  them  w ere associated 
w ith  anorcetal m alform ations . 3 - 13  

C ongenital absence o f  the penis, or aphallia, is also 
a rare anom aly w ith  an approxim ate incidence o f  1  

in  1 0  m illion  p o p u la tio n s 1 4  w h ile  u m b ilica l cord  
hernia is very  rare and accounts for only 2 0  % o f  all 
th e  c o n g e n i t a l  a b d o m in a l  w a l l  d e f e c t s . 1 5  

A s far as our know ledge is concerned  and as per 
l i te ra tu re  se a rc h , th e  o c c u rre n c e  o f  a ll th re e  
m alform ations (congenital segm ental d ila ta tion  o f  
sigm oid colon, penile agenesis, and um bilical 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 w ith absence o f  penis, 
abdom inal distention, um bilical swelling and bilious 
vom iting . O n physica l exam ination , the abdom en
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Figure 1: Photograph showing absent penis, suprapubic 
vesicostomy & sigmoid colostomy

w as distended w ith  v isible intestinal loops. A  sm all 
um bilical sw elling about 2  cm. in size covered w ith 
sac, along w ith  centrally  a ttached  cord (umbilical 
cord hernia). T here w as absence o f  penis and no 
urinary opening could be identified in the perineum . 
The scrotum was fully developed with well descended 
testis. Anus was normal. O n plain X -ray o f  abdom en 
in  erect and supine, there w ere signs o f  in testinal 
obstruction. Ultrasound examination revealed bilateral 
hydronephrotic kidneys with distended urinary bladder 
and dilated bow el loops.

A t laparatomy, segmental dilatation o f  sigm oid colon 
w as found, 6  cm  in length  w ith  norm al caliber o f  
sigmoid colon proximally and distally. Urinary bladder 
w as also distended. Colostom y, proxim al to dilated 
sigm oid colon, vesicostom y and repair o f  um bilical 
cord hernia w as perform ed (Figure I).
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M ultiple biopsies w ere taken from  dilated as w ell as 
from  n o rm al s igm oid  co lon  th a t cam e out to be 
normal. Post operative recovery was uneventful. Post 
operative ante-grade cystogram  through vesicostom y 
show ed narrow  urethral opening into anterior rectal 
wall and left Vesico- uretric reflux (Figure II). Further 
m anagem en t includ ing  gender reassignm en t w as 
discussed w ith  the parents. They did not turn up for 
follow  up.

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

DISCUSSION

Congenital segm ental dilatation o f  the colon (SDC) 
is an extrem ely  rare anom aly . 1 It is the presence o f  
sing le , w ell defined  segm en t o f  d ila ted  in testine  
w ithout any m echanical obstruction or anom aly o f  
innervations w ith  m ore or less abrupt transition  to 
norm al bow el proxim ally and distally . 1 -2 It can affect 
any part o f  the large bow el from  caecum  to rectum  
w ith the recto sigm oid being the com m onest affected 
site . 2  In this patient m id sigm oid colon was involved. 
The fact that sym ptom s in  all cases dates back  to 
very  early  life, ind icates congen ita l o rig in  o f  the 
m alfo rm ation . 3 H ow ever the exact cause o f  SDC is 
unknow n. Several theories have been  p roposed  to 
e x p la in  its p a th o g en es is . In tra  u te r in e  v a scu la r  
accident, congenital dam age to the m yenteric plexus, 
,p r im a ry  d y sp la s ia  , a b n o rm a l o rg an o g e n e s is , 
d isturbance during splitting  o f  the notochord  from  
the endoderm  have all been  suggested as causative 
factors . 2 ’3 ’5 ’6

M ost o f  the affec ted  patien ts  p resen t beyond  the

neonatal age w ith history o f  chronic constipation and 
abdom inal d isten tion  that is com m only  trea ted  as 
f u n c t io n a l  c o n s t ip a t io n  o r  c o n fu s e d  w ith  
H irschsprung’s disease

O nly 11 cases have been  reported  in  neonatal age 
and all presented as intestinal obstruction . 3 - 1 3  M ajority 
have associated anorectal m alform ations . 6 ,7 , 1 0 - 1 3  The 
other congenital abnorm alities associated w ith SDC 
include exstrophy o f  b ladder , 7  m alro tation , 4 1 3  short 
sm all intestine, dysm orphism , 3 undescended testis , 3  

heteropic oesophageal m ucosa , 8 trisomy 21 , 4  M eckel’s 
d iv e rticu lu m  and  h y d ro p s  g a llb la d d e r , 5  co lon ic  
atresia , 8 , 11 myeloschisis and duplication o f  appendix . 1 0  

D efinitive treatm ent o f  segm ental dilatation o f  colon 
c o n s is ts  o f  s e g m e n ta l re s e c tio n  an d  p r im a ry  
anastom osis; how ever staged  opera tions m ay  be 
necessary  i f  the p a tien t’s general condition is poor.

On the other hand  congenital absence o f  the penis, 
o r a p h a llia , is a lso  a ra re  an o m aly  ca u se d  by  
developm ental failure o f  the genital tubercle . 1 4  The 
approximate incidence is 1  to 1 0  million populations . 1 4  

T he p ha llu s  is co m p le te ly  absen t, includ ing  the 
corpora cavernosa and corpus spongiosum . Usually, 
the scrotum  is norm al and the testes are descended. 
The u re th ra  opens at any po in t in the perineum  in 
m idline from  over the pubis to, m ost frequently, the 
anus or an te rio r w all o f  the rec tu m . 1 6  A ssoc ia ted  
m a l f o r m a t io n s  a re  c o m m o n  a n d  in c lu d e  
cryptorchidism , renal agenesis, dysplasia or duplex 
system , v esico u re te ra l reflux , ho rseshoe  kidney, 
an o rc e ta l m a lfo rm a tio n s , m u sc u lo sk e le ta l and  
card iopulm onary  abnorm alities . 1 6  This pa tien t had 
left sided vesicoureteral reflux w ith  duplex system.

C urren t recom m endations are to reassign  fem ale 
gender to these patients by  appropriate surgical and 
endocrine techniques . 1 7  Infants w ith  penile agenesis 
h isto rica lly  have  undergone gender reassignm en t 
su rgery , in c lu d in g  b ila te ra l o rch id ec to m y  w ith  
p rese rv a tio n  o f  the scro ta l sk in  fo r la te r vag ina l 
reconstruction and urethral transposition , 1 6  however, 
questions rem ain regarding in- utero gender imprinting 
and the long-term  psychological effects o f  gender 
conversion. Considerable controversy surrounds the 
t im in g , r o le  a n d  th e  n e c e s s i ty  o f  g e n d e r

JDUHS 2009, Vol. 3(1): 30-32 31



Congenital Segm ental D ila tation O f S igmoid Colon, Penile Agenesis And Umblical Cord Hernia - A New Association

reassignm ent . 1 8  The long-accepted notion  regarding 
the presence o f  a phallus or phenotypic phallic growth 
p o te n tia l  sh o u ld  n o t be  th e  m a jo r  c r ite r io n  in  
recom m ending gender reassignm ent.
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