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Hirschsprung Disease of the Adult Mimicked by Chronic 
Constipation or Vice Versa?

Juan Antonio Ramosa, b, Gary Stallingsa

Abstract

Hirschsprung disease is a rare congenital disorder characterized 
by a functional obstruction of the distal bowel due to aganglionic 
bowel segments with impaired motility. It is a rare condition in the 
adult, and usually mimicked by a long standing history of constipa-
tion, requiring great astuteness to diagnose. We present a case with 
all the clinical and radiologic characteristics of adult Hirschsprung 
disease, which had a final diagnosis of chronic constipation in a 
mentally impaired individual.

Keywords: Hirschsprung disease adults; Colonic aganglionosis; 
Constipation; Intestinal volvulus

Introduction

Hirschsprung disease (HD) is a congenital motor disorder of 
the gut, caused by failure of neural crest cells (precursors of 
enteric ganglion cells) to migrate completely during intesti-
nal development to the Meissner (submucosal) and Auerbach 
(myenteric) plexuses. The resulting aganglionic segment of 
the colon fails to relax, causing a functional obstruction [1]. 
HD is usually a congenital disorder, occurring in approxi-
mately one in 5000 live births, with an overall male: female 
ratio of 3:1 to 4:1[2], however, roughly 5% of HD cases are 
diagnosed in the adult population; it is frequently misdiag-
nosed as chronic constipation in these individuals [3, 4], and 
a common presentation is with volvulus of a colonic seg-
ment.

We present a case of chronic constipation with a clini-

cal history and radiologic findings [5] which mimicked 
Hirschsprung Disease diagnosed in the adult as described by 
case reports and series by others [3, 6-9].

 
Case Report

Our subject is a 65 years old male, skilled nursing facil-
ity resident, with a history of schizoaffective disorder and 
chronic constipation, with a recent admission to our insti-
tution one month prior with bowel obstruction secondary 
to sigmoid volvulus. The patient was surgically managed 
by subtotal colectomy with ileo-rectal anastomosis with an 
uneventful hospital course and was safely discharged. On 
present admission, one month later, he returned with three 
episodes of projectile vomiting of food and bilious material. 
Review of systems was positive for constipation, chronic in 
nature for our subject, as well as nausea. Abdominal X-ray 
showed distended bowel loops with a non-specific pattern, 
given the patient’s history a CT scan of the abdomen with 
oral contrast was pursued (Fig. 1), which showed massive 
dilation of the remaining rectum and Ileal loops filled with 
impacted stool. He was managed conservatively with rec-
tal tube decompression of the bowel as well as an aggres-
sive bowel regimen. The patient’s presentation and imagery 
prompted us to review the literature and begin a workup for 
possible adult presentation of Hirschsprung Disease.  Ano-
rectal manometry demonstrated an absent recto-anal inhibi-
tory reflex. From these suggestive findings we proceeded to 
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perform a full thickness mucosal biopsy of the patient’s re-
maining rectal mucosa, the gold standard diagnostic tool for 
HD [10], which failed to show aganglionosis of the remain-
ing rectal mucosa, therefore discarding Hirschsprung of our 
differential diagnoses. 

Our patient was treated symptomatically with an aggres-
sive bowel regimen of stool softeners and bowel laxatives 
and he was again discharged safely to his skilled nursing fa-
cility.

Discussion
  
Hirschsprung disease is a rare condition resulting in agan-
glionosis of the Meissner (submucosal) and Auerbach (my-
enteric) plexuses of the gut. In the majority of patients, the 
disorder affects a short segment of the distal colon, with a 
transition zone in the rectosigmoid colon. This condition was 
first described by Harald Hirschsprung in 1886 [11]. The ma-
jority of patients with HD are diagnosed in the neonatal pe-
riod [1], and though adult onset HD was thought to be rare, 
Hirschsprung himself had suggested as early as 1900, that 
the disease was not confined to children and several cases of 
adult HD have been reported since then [12]. About 5% of 
patients with less severe disease may not be diagnosed until 
early adulthood, most of them between the second and third 
decade of life, and are frequently misdiagnosed as chronic 
constipation [3, 4], these may not be truly diagnosed until 
an acute presentation with complications such as obstruc-
tive colitis, sigmoid volvulus or sub-acute obstructions [7]. 
Several cases have been diagnosed after presenting with a 
volvulus of the gut [6, 8, 9], likely due to an aganglionic 
segment of gut below the sigmoid colon and a freely mobile 
mesosigmoid [13].

The above described clinical vignette in addition to 
manifest radiologic imagery similar to that described in the 
literature [5] prompted the authors to consider Hirschsprung 
disease in the adult setting for this patient whose most likely 
problem is rather chronic constipation. Constipation is the 
most common digestive complaint in the general popula-
tion [14], with prevalence of 12 to 19 percent (average 15 
percent) reported in most studies [15]. It is of utmost im-
portance to recognize and treat chronic constipation in a 
timely and effective fashion to avoid complications such as 
the ones described above. This can be especially relevant in 
patients with pervasive developmental disorders, psychiatric 
disorders, the elderly, or any other type of patient population 
which may not be able to express appropriately nor act upon 
such a common gastrointestinal complaint.
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