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Background Hirschsprung’s disease is a congenital disorder identified by the absence of ganglion cells at the Meiss-
ner's plexus of the submucosa and Auerbach’s plexus of the muscularis. This disease can be found in approximately
1in 5000 live births. It is a congenital disorder that is rarely diagnosed in adults, where 95% of cases are diagnosed

in infants aged under 1 year old. Here we present a rare case of adult Hirschsprung's disease to enrich the body of
knowledge in diagnosing adult patients with chronic refractory constipation symptoms.

Case report An 18-year-old Indonesian woman came to the general surgery department of Unggul Karsa Medika
Teaching Hospital with a defecating problem (constipation) since childhood. There was no history of her passage

of meconium. A contrast enema study showed that the sigmoid colon was dilated and the rectum was narrowed,
with rectosigmoid index < 1. With these findings, it was suspected that the patient may have ultra-short segment
Hirschsprung's disease. The patient was then referred to the digestive surgery department of referral hospital for surgi-

Conclusion In adult patients presenting with history of constipation since childhood, it is necessary to consider the
possibility of Hirschsprung's disease that was not diagnosed in early childhood. Hirschsprung's disease in adults is
usually a short or ultra-short aganglionic segment because it shows relatively mild symptoms. Surgical removal of the
aganglionic segment of the gut is the definitive treatment for Hirschsprung’s disease.
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Background

Hirschsprung’s disease is a congenital disorder identified
by the absence of ganglion cells at the Meissner’s plexus
of the submucosa and Auerbach’s plexus of the muscula-
ris. It is usually characterized by nonspecific symptoms
such as chronic constipation [1]. Hirschsprung’s disease
can be found in approximately 1 in 5000 live births [2].
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Since it is a rare disease, literature study is often con-
ducted without gender-specific analysis and only includ-
ing a small number of patients [3]. The diagnosis is made
before the age of 1 month in 65% of the total cases and
before the age of 1 year in 95% of the total cases [1]. Rec-
tal touch findings might show a tight anal sphincter and
explosive discharge of gas and stool. Despite the fact that
most patients are identified in their infancy and the early
stages of their lives, there are some rare cases that may
not be detected until the age of adolescence or adult [4].
This report presents a rare case of chronic constipation
of an adult who was later diagnosed as Hirschsprung’s
disease.
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Case presentation

An 18-year-old Indonesian woman came to the general
surgery department of Unggul Karsa Medika Teaching
Hospital with a main complaint of a defecating prob-
lem (constipation) since childhood. She said that her
defecation frequency is once or twice a month. She has
not taken any medical interventions in any hospital or
clinic except over-the-counter drugs such as cathartic
drugs. She was unaware of her past history of passage of
meconium. There was no history of growth or develop-
ment problems. Physical examinations conducted on the
patient showed her abdomen was slightly bloated, and
rectal touch showed a collapsed ampullae.

Plain abdominal radiograph revealed that the air dis-
tribution in the colon and small intestine was increased
with coiled spring appearance (Fig. 1A). There was nei-
ther stepladder appearance nor subdiaphragmatic free
air. A contrast enema study was performed and showed
that the sigmoid colon was dilated and the rectum was
narrowed with rectosigmoid index less than 1 and irreg-
ular rectosigmoid mucosa. The study also showed nei-
ther rat tail appearance nor filling defects (Fig. 1B-F).
With these findings, it was suspected that the patient
may have ultra-short segment hypo-ganglionic type
of Hirschsprung’s disease. As we do not have a diges-
tive surgery consultant to perform the surgery, we per-
formed rectal washout using laxative agents. The patient
felt better after she could defecate, and we then referred
her to the nearest referral hospital for surgical interven-
tion. However, owing to economic problems, the patient
could not afford surgery and thus only used laxative
agents once a week. The patient said laxative can relieve
constipation and help to improve her quality of life, even
though surgery is the main treatment for her condition.

Discussion

Constipation is a common disorder that usually refers to
persistent, infrequent defecation, difficult stool passage
with pain and stiffness [5]. Chronic constipation in adults
is the sixth most common gastrointestinal symptom, with
global prevalence of 15%. Chronic constipation affects
women more than men, with a median female-to-male
ratio of 1.5:1. The prevalence is also higher in non-Cau-
casians group compared with Caucasians. It can be either
primary or secondary [6].

The pathophysiology and differential diagnosis of
chronic constipation are multifactorial and include iatro-
genic, organic stenosis, endocrine or metabolic disorders,
neurological disorders, enteric neuropathies, myogenic
disorders, colon disease (such as irritable bowel syn-
drome or diverticulitis), and anorectal disorders [5,
7]. Careful history-taking and physical examination
should be performed, including duration of symptoms,
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frequency and consistency of stool, size of the stool,
sensation of incomplete stool evacuation, straining, and
digital rectal examination [5, 8]. After the initial history
and physical examination, a series of tests should be per-
formed to exclude underlying diseases. Barium enema,
endoscopy, anorectal manometry, and balloon expulsion
test can be considered to diagnose chronic constipation
[5].

Hirschsprung’s disease is characterized as the total
nonexistence of ganglion cells within the colonic wall and
an absent recto-anal inhibitory reflex. This is the most
frequent finding within the gastrointestinal neuromus-
cular disorder, a group of disorders that also includes
hypoganglionosis, ganglioneuromatosis, intestinal neu-
ronal dysplasia, myopathies, and abnormalities of the
interstitial cells of Cajal. It is known in 2% of patients,
a chief complaint of chronic constipation is caused by
the disease. This symptom of chronic constipation will
show up as a result of short aganglionic segment in the
descending part of the colon less than 10 cm in length [2].

Hirschsprung’s disease is one of the main causes of
intestinal obstruction in infancy. Diagnosis and treatment
are conducted at an early age, in the first 5 years of life in
more than 90% of cases. Consequently, the diagnosis of
Hirschsprung’s disease in adulthood is rare [9]. The clas-
sic clinical symptoms including abdominal distension (in
more than 90% cases), vomiting (more than 85% cases),
which may be bilious, and failure to pass meconium dur-
ing the first 24 h of life (more than 60% cases) [10].

Adult Hirschsprung’s disease is commonly misdiag-
nosed as refractory constipation. The absence of intra-
mural ganglion cells in the affected segment of the colon
is the underlying mechanism of refractory constipation
in Hirschsprung’s disease in both infants and adults. Mild
Hirschsprung’s disease in early life might go undetected
due to the proximal colon compensating for the nonmo-
bile colon segment, then presenting as chronic refrac-
tory constipation in adulthood. When this happens,
most patients usually use cathartic agents to alleviate this
symptom. However, at some point, this condition can
deteriorate into distal colon obstruction, then the patient
will experience rapidly worsening constipation or even
acute intestinal obstruction [11].

Once Hirschsprung’s disease is clinically suspected,
imaging studies, anal manometry, and full-thickness rec-
tal biopsies are usually performed to confirm the diag-
nosis [2]. Plain abdominal radiograph is usually the first
investigation. It might demonstrate grossly distended
large bowel, with possible absence of stool in the distal
colon or rectum. However, the water-soluble contrast
enema, which has been used for more than 50 years to
diagnose Hirschsprung’s disease, is a radiologic exami-
nation of choice. It shows a transition zone between a
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Fig. 1 A Abdominal plain radiograph. This figure revealed that the air distribution in the colon and small intestine is increased with coiled spring
appearance. There was neither stepladder appearance nor subdiaphragmatic free air. B-F Contrast enema study radiograph. The study showed that
the sigmoid colon was dilated and the rectum was narrowed, with rectosigmoid index less than 1 and irregular rectosigmoid mucosa
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narrow distal aganglionic bowel segment and distended
proximal ganglionated bowel, which is considered to be
the most accurate radiologic feature of Hirschsprung’s
disease [12].

A case similar to that reported herein was reported
in Bali, Indonesia: a 13-year-old girl who had chronic
refractory constipation and abdominal distension since
birth. The patient only defecated once a month. Histo-
pathological examination was performed, and the result
confirmed that the distal rectum part was aganglionic.
Therefore, the patient was diagnosed with ultra-short
segment Hirschsprung’s disease [13]. Another case of
adult Hirschprung’s disease was reported by Soussan
et al. The patient was a 20-year-old male with history
of chronic constipation who presented with inability
to evacuate stool and gas along with abdominal pain.
Abdominal CT scan showed dilated colon and intestine.
Surgical treatment was done, and histological findings
showed aganglionic part of sigmoid, thus confirming the
diagnosis of Hirschprung’s disease [14].

Based on the length of the aganglionic segment of the
colon, Hirschsprung’s disease is classified into four cat-
egories. The first one is short aganglionic segment (75—
80% of cases) in which the aganglionic segment is present
in the distal sigmoid colon and rectum. The second one
is long aganglionic segment (10% of cases) in which the
aganglionic colon segment is present from distal sigmoid
colon and rectum until splenic flexure. The third one is
the rarest form of Hirschsprung’s disease and has the
most severe clinical course, which is total colonic agan-
glionosis or involving the entire colon (5% of cases). The
last one is called the ultra-short aganlionic segment,
which involves only the distal rectum and the anal canal
above the pectinate line. Hirschsprung’s disease in adults
usually presents as short aganglionic segment or ultra-
short aganglionic segment, thus showing relatively mild
symptoms, especially in the early stages of life [13].

Intravenous fluid resuscitation, decompression method
with nasogastric tube insertion and rectal washouts,
along with antibiotic treatment when indicated, for
example when perforation of abdominal organs is sus-
pected, are the initial treatments for adult Hirschsprung’s
disesase. Meanwhile, surgical removal of the aganglionic
segment remains the definitive treatment for this disease
[15].

The surgical approach for Hirschsprung’s disease
is determined by the length of the achalasic zone, the
length and reversibility of colonic dilation, the nutritional
status of the patient, and the experience of the operator.
Trans-anal myectomy is primarily used to remove the
spasm from the aganglionic zone when it is very short.
Sigmoid rectal resection with colo-anal anastomosis and
Swenson’s procedure is used to remove the aganglional
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part of the rectum and the irreversibly distended part of
the upstream colon [11].

The Duhamel technique is based on the principle of a
short circuit of the aganglionic zone, lowering the healthy
colon behind the diseased rectum left in place. This tech-
nique is performed when rectal dissection is very difficult
to achieve and has morbid consequences to the patient.
Another technique is the Soave’s procedure, which is
resecting the distended colon and the upper part of the
pathological rectum, but then the resection stops before
approaching the lower rectum. The ganglionic colon is
then pulled through the rectum, from which the mucosa
has been removed. This surgical technique has a degree
of difficulty that is related to the length of the remaining
ganglionic colon of the patient [16].

We report herein a rare case of adult Hirschsprung’s
disease with history of chronic refractory constipation
since childhood. While our case report did not pre-
sent how the definitive treatment was done or its result
owing to the lack of digestive surgeon in our hospital,
this case report suggests the necessity to workup towards
Hirschsprung’s disease when encountering patients with
chronic refractory constipation. Hirschsprung’s disease
in adults is usually caused by short aganglionic seg-
ment of distal colon or ultra-short aganglionic segment
because those types will show relatively mild symptoms,
thus leading to late diagnosis of the disease [13]. Care-
ful history-taking, physical examination, and the usage
of simple radiology modalities such as abdominal plain
radiograph and contrast enema study can be very use-
ful in diagnosing adult Hirschsprung’s disease. Radio-
logical studies showed signs of distal colon obstruction
as there was increased air distribution in the colon and
coiled spring appearance, then the contrast enema study
showed dilation of sigmoid colon and narrow rectum
with rectosigmoid index less than 1 and irregular rec-
tosigmoid mucosa. These findings thus directed our clini-
cal judgement to the diagnosis of Hirschsprung’s disease.

Initial treatment to decompress the abdomen was nec-
essary to alleviate the symptoms, using nasogastric tube
and rectal washout using laxative agents. However, the
definitive treatment of surgery using one of the tech-
niques stated above has to be done.

Conclusion

In adult patients presenting with history of constipa-
tion since childhood, it is necessary to consider the pos-
sibility of Hirschsprung’s disease which was failed to be
diagnosed in early childhood. Hirschsprung’s disease in
adults is usually a short or ultra-short aganglionic seg-
ment because it shows relatively mild symptoms. Surgical
removal of the aganglionic segment of the colon is defini-
tive treatment for Hirschsprung’s disease.
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