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Introduction

H irs ch s prung dis e as e  is  a de ve lopm e ntal dis orde r
ch aracte riz e d by abs e nce  of ganglia in th e  dis tal
colon, re s ulting in a functional obs truction. Mos t cas e s
of H irs ch s prung dis e as e  are  diagnos e d in th e  ne w born
pe riod.1 It is  th ough t to e ith e r occur from  a failure  of
ne uroblas ts  in ne ural cre s t ce lls  to m igrate  into bow e l
s e gm e nts  or de ge ne ration of alre ady m igrate d
ne uroblas ts . It affe cts  ce lls  both  in th e  m ye n-te ric and
s ubm ucos al ple xus e s .2 On th e  oth e r h and, polypos is
s yndrom e  is  ch aracte riz e d by th e  appe arance  of
m ultiple  polyps  in th e  gas trointe s tinal tract. Polyps
are  abnorm al grow th s  aris ing from  a m ucous  m e m -
brane .3 Alth ough  inte s tinal polypos is  s yndrom e s  are
re lative ly rare , aw are ne s s  of th e  e xis ting h e alth  ris k s
is  im portant for patie nts  and th e ir fam ilie s  affe cte d
by th e s e  dis orde rs .
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W e  re port th e  concurre nt occurre nce  of H irs ch s prung dis e as e  and m ultiple  polypos is  coli on barium  e ne m a
confirm e d w ith  h is topath ology in a 7 ye ar old ch ild w h o pre s e nte d to th e  Civil h os pital Karach i w ith  h is tory of
ch ronic cons tipation. H irs ch s prung dis e as e  is  th e  m os t com m on caus e  of colonic obs truction in a pe diatric age
population. Th e  polypos is  s yndrom e s  are  rare  dis orde rs  in w h ich  m ore  th an 100 gas trointe s tinal polyps  are
pre s e nt th rough out th e  GI tract. W e  pre s e nt th e  rare  cas e  of concurre nt occurre nce  of th e s e  tw o dis e as e s  of
diffe re nt e tiology and path oge ne s is  in a s ingle  patie nt.
Ke y w ords : H irs ch s prung dis e as e , Barium  e ne m a, and polypos is  coli.
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e ne m a. Th e re  w as  no h is tory of w e igh t los s , ble e ding
pe r re ctum  or pus / m ucoid dis ch arge . H e  h as  tw o
e lde r s is te rs  and 1 younge r broth e r; none  h as  s im ilar
com plains . Th e  fam ily h is tory re ve ale d no s uch  is s ue s
e xis ting in th e  fam ily. Th e  ph ys ical e xam ination w as
unre m ark able  e xce pt for m ild pallor. On adm is s ion,
laboratory inve s tigations  s h ow e d h e m oglobin 10 g/dl,
w h ite  blood ce ll count 5.33 ×  109 /L, plate le t count
118 ×  109 /L and m e an corpus cular volum e  77.8fl.
H e  w as  re fe rre d to th e  radiology de partm e nt for
barium  e ne m a w h ich  apart from  ch ange s  of H irs ch -
s prung dis e as e  (Fig. 1)  i.e . narrow ing at th e  re cto
s igm oid junction, collaps e d re ctum , inve rs ion of th e
re cto s igm oid inde x, and gros s ly dis te nde d s igm oid
colon and de s ce nding colon; de m ons trate d m ultiple
innum e rable  barium  coate d s m ooth  w e ll de fine d and
broad bas e d as  w e ll as  pe duculate d intralum inal filling
de fe cts  (polyps ) diffus e ly dis tribute d th rough out th e
colon (Fig. 2), large s t at th e  anti-m e s e nte ric borde r
of trans ve rs e  colon m e as ure s  34 x 28 m m . Colonos -
copy w ith  biops y from  th e  large s t polyp s h ow s  h am ar-
tom atous  tis s ue  containing m ucous  glands  and
conne ctive  tis s ue  w ith  no e vide nce  of dys plas ia or
m alignant ce lls .

Cas e  Sum m ary

A 7 ye ar-old As ian m ale  is  pre s e nte d to Civil h os pital
w ith  com plains  of ch ronic cons tipation on and off
s ince  birth  re lie ve d only w ith  laxative s  and k le e n
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Figure  1: Late ral vie w : Barium  e ne m a s h ow ing inve rs ion of
re ctos igm oid inde x

Dis cus s ion

Inte s tinal polypos is  s yndrom e s  are  broadly clas s ifie d
into h e re ditary and non-h e re ditary type s . Th e  h e re -
ditary type s  include  h e re ditary non polypos is  colore ctal
cance r, fam ilial ade nom atous  polypos is  s yndrom e
(FAPS), Gardne r s yndrom e , Turcot s yndrom e , Cow de n
s yndrom e , Pe utz -Je gh e rs  s yndrom e  and non-h e re -
ditary include  h ype rplas tic polypos is  s yndrom e ,
Cronk h ite -Canada s yndrom e . In juve nile  polypos is
s yndrom e , approxim ate ly 25%  cas e s  are  fam ilial and
75%  are  non-h e re ditary in origin.
Juve nile  polypos is  s yndrom e  is  a rare  s yndrom e
ch aracte riz e d by h undre ds  of dis tinct juve nile
h am artom atous  polyps  in th e  gas trointe s tinal tract
containing fluid/m ucous  and an incre as e d ris k  of
colore ctal cance r. Th e  te rm  "juve nile " re fe rs  to th e
type  of polyp rath e r th an to th e  age  of ons e t of
polyps .4-5

In 2010 W h ittle  DO e t al6 re porte d th e  cas e  of Juve nile
polypos is  s yndrom e  in a 21- ye ar old m ale  w ith  a
tw o-ye ar h is tory of inte rm itte nt re ctal ble e ding. Colo-
nos copy re ve ale d m ultiple  pe dunculate d ch e rry re d
polyps  m ainly in th e  le ft colon. H is tology confirm e d
juve nile  polyps .
Sodh i KS e t al7 in 2005 docum e nte d a cas e  of a 5-
ye ar-old boy w ith  inte rm itte nt re ctal ble e ding. Barium
e ne m a X-ray s h ow e d m ultiple  re ctal and colonic
polyps . H is tological e valuation re ve ale d m ultiple
juve nile  polyps  w ith out ade nom atous  ch ange  or
dys plas ia.
Ik e da Se t al9  in 2009  re porte d th e  firs t cas e  of
H irs ch s prung's  dis e as e  as s ociate d w ith  fam ilial ade no-
m atous  polypos is  (FAP)in a 14-ye ar-old Japane s e
fe m ale  w h o h ad m ultiple  polyps  in h e r large  inte s tine ,
s tom ach , and duode num . Five  m e m be rs  of h e r fam ily
h ad be e n diagnos e d as  h aving FAP.
Th e  aim  of our cas e  is  to docum e nt th e  rare  coe xis te nt
occurre nce  of m ultiple  polypos is  coli and H irs ch -
s prung dis e as e . Th e s e  are  tw o e ntire ly diffe re nt
dis e as e s , e ach  h aving s pe cific origin and path o-
ge ne s is . Each  de s e rve s  s pe cial atte ntion, as  e ach
dis e as e  can h ave  diffe re nt s e q ue lae . For e xam ple
polypos is  coli can le ad to colore ctal carcinom a afte r
a late nt pe riod.8 Th e  affe cte d individuals  als o ne e d
ge ne tic couns e ling and s urgical inte rve ntion is  th eFigure  2: Sh ow ing innum e rable  colonic polyps  (black  arrow s )
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only m e ans  of cure  for H irs ch s prung dis e as e  (H S).
O ur patie nt w as  planne d for s urge ry of H S, and
afte rw ards  h e  w as  k e pt on s urve illance , and inte rval
colonos copie s  w ith  follow  up vis its  w e re  re com -
m e nde d.
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