
 

Adult Hirschsprung’s Disease

MedDocs Publishers

Received: Aug 20, 2024
Accepted: Sep 09, 2024
Published Online: Sep 16, 2024
Journal: Journal of Surgery Case Reports
Publisher: MedDocs Publishers LLC
Online edition: http://meddocsonline.org/
Copyright: © Teressa M (2024). This Article is 
distributed under the terms of Creative Commons  
Attribution 4.0 International License

*Corresponding Author(s): Murtii Teressa
Senior Resident in General Surgery training Writing 
Original Manuscript and review draft Hawassa  
University, college of medicine & health science  
department of surgery, HUCSH, Hawassa, Ethiopia.
Email: Murtyko1984@gmail.com

Journal of Surgery Case Reports
Open Access | Case Report

Wondemagegn Gizew1; Murtii Teressa2*; Kibrom Legesse3; Eyerusalem Fissahatsion3; Fekade Yerakly4; Mishame Damtew5

1Senior consultant General surgeon & Pediatric surgeon, Assistant professor of Pediatric surgery, Hawassa university, college of 
medicine & health science department of surgery, HUCSH, Hawassa, Ethiopia.
2Senior Resident in General Surgery training Writing Original Manuscript and review draft Hawassa University, college of 
medicine & health science department of surgery, HUCSH, Hawassa, Ethiopia.
3Senior Resident in General Surgery training Review of draft and scientific literature, Hawassa University, college of medicine & 
health science department of surgery, HUCSH, Hawassa, Ethiopia.
4Senior consultant Clinical Pathologist, Assistant professor of pathology Histopathologic examination and Review of draft, 
Hawassa University, college of medicine & health science department of surgery, HUCSH, Hawassa, Ethiopia.
5Senior Resident in Clinical pathology training Histopathologic examination Review of draft, Hawassa University, college of 
medicine & health science department of surgery, HUCSH, Hawassa, Ethiopia.

Abstract

Background: Although the primary pathology of Hirschsprung’s 
disease is a congenital gut motor neuron development disorder 
causing functional intestinal obstruction, which is diagnosed in over 
94% of cases with clinical evidence and histologic examination be-
fore children reach the age of five, the term “adult Hirschsprung’s 
disease” is conventionally used as a clinical trend when the disease 
is diagnosed in an adult who is older than ten years. Despite this, the 
disease is almost always misdiagnosed as refractory chronic func-
tional constipation in adults.

Case presentation: In this study, we report the case of a 27-year-
old female patient who was referred to a gastrointestinal referral 
clinic due to persistent problems of passing stool and flare-ups of 
her symptoms. She was receiving regular laxatives, and an enema, 
but there was no improvement observed on subsequent follow-ups. 
Consequently, adult Hirschsprung’s disease was diagnosed clinically 
and treated with a diversion sigmoid loop colostomy with rectal and 
colostomy site biopsy, which confirmed HSD. The patient was treated 
with Swenson’s pull-through technique.

Result: In the long run, the patient’s long-term post-operative 
course was satisfactory because the biopsy-proven adult HSD was 
successfully managed using the same surgical principles that apply to 
paediatric age. Initially, diversion of the sigmoid loop colostomy re-
sulted in a significant decrease in colonic calibre and patient improve-
ment from secondary morbidity, which later greatly contributed to the 
Swenson pull through procedure and surgery-related complications.

Conclusion: Thus, in adults with a history of prolonged functional 
constipation, adult Hirschsprung’s disease should be regarded as one 
of the differential diagnoses for chronic constipation, and the patient 
should be examined with a diagnostic histologic examination of the 
bowel, since Swenson’s pull-through is a surgical management op-
tion that can be used as in the pediatric age group.
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Introduction

Background of study: Hirschsprung’s disease is congenital 
absence of ganglionic cell either from failure of caudal migration 
of neural crest cell or failure to survive after migration of neural 
crest cell or failure of maturation in sub mucosal/meissner’s 
and myenteric/Auerbach’s nerve plexus result in incapable of 
Antegrade peristaltic propulsive movement usually presented 
with delayed meconium passage at birth, early neonatal ob-
struction, progressive abdominal distension, infrequent passage 
of loose stool with difficulty, significant wasting, failure to thrive 
in children and symptoms of chronic constipation in adults.

Statement of the problem: Lack of physician awareness in 
late presentation and gold standard diagnostic investigation 
needed for adult HSD result in disease misdiagnosis as refrac-
tory constipation which leads to delay in management and sec-
ondary morbidity.

Purpose of the study: Even though a few literature and case 
reports exist in other parts of the world in diagnosis and man-
agement of adult HSD there is no enough literature in Africa 
and Ethiopia in particular on the sequence of management in 
different case scenario of adult HSD and options of surgical 
procedure to apply with regard to its feasibility and outcome. 
In this case study we are describing adult HSD diagnosed at 27 
years, initially diversion loop colostomy later on Swenson pull 
through procedure done and postoperative patient has satisfy-
ing outcome.

Objective of the study: To improve physicians’ awareness 
on early diagnosis and surgical management options of adult 
Hirschsprung’s disease.

Significance of the study: This worthy clinical experience will 
improve awareness of physician on adult HSD by considering 
as differential diagnosis which has a magnificent effect on early 
diagnosis and proper management to avoid disease related 
morbidity.

Scope of the study: This particular single case study states an 
adult HSD diagnosis and outcome of sequential management 
with diversion and Swenson pull through procedure.

Literature review

The first thorough description of adult Hirschsprung’s dis-
ease was published by Rosin in 1950. A substantial corpus of 
literature has been produced since then. The precise number 
of incidents that were reported is unclear, as seen by the dis-
parities in the citations of cases that have been recorded. For 
instance, Zhang and Ding report 300 recorded instances up until 
2016, whereas Chen et al. indicate 300 reported cases up until 
2006. In response, Adamou (2019) noted an increase in instanc-
es from 490 to 600 between 2009 and 2019 [1].

Despite the fact that the exact epidemiology of Hirschsprung’s 
disease in adults is yet unknown, most reviews of clinical pro-
files indicate that males outnumber females 133 to 42. This 
is mostly because the disease is commonly disregarded in 
adults. The patients’ ages varied from 10 to 73 years old, with 
a 24.1-year-old average. Although the majority of patients have 
been under 30 years old [2], Hirschsprung’s Disease (HD) affects 
about one in 5000 live births, with a male to female ratio of 3:1 
to 4:1 overall [3].

Most often, impaired craniocaudal migration of neuroblasts 
from the neural crest during the first twelve weeks of gestation 

is thought to be the etiology of HSD and results in functional 
intestinal blockage [3]. The deformity of the hindgut known as 
Hirschsprung’s disease is caused by the absence of intramural 
ganglion cells in the Meissner’s and myenteric plexuses, which 
is exhibited by the megacolon and results in functional blockage 
and colonic dilatation in the vicinity of the affected segment [4]. 
Hirschsprung’s Disease (HSD) is most commonly diagnosed in 
childhood, with 94% of cases detected by the age of five. How-
ever, adult Hirschsprung’s disease (HSD), which is defined as a 
diagnosis made after the age of ten, is regarded as a missed 
diagnosis [5]. In order to prevent related morbidity and Mortal-
ity, a high index of suspicion is required for early diagnosis [6].

A difficulty with adult HSD is that it takes longer to diagnose 
and treat patients, which affects morbidity and death rates. 
Just a small number of instances have been reported in Africa, 
which makes sense given the rarity of Hirschsprung’s disease in 
adults and its challenging identification, even in the west.

Enterocolitis is not a common problem among adult pa-
tients, but the majority of them arrive with recurring constipa-
tion that can be treated by an enema or laxatives, just like in 
children. Due to the possibility of hypertrophied proximal in-
nervated colons that compensate for aganglionic rectums that 
are distal obstructions, persons with [7] lesser condition may 
not receive a diagnosis until later in life. Furthermore, cathartics 
and enemas are common methods these individuals attempt to 
treat their constipation. The dilated colon eventually stops be-
ing functional in anterograde propelling of faecal matter result 
in retention [8].

In nearly all cases, chronic constipation is present. A biopsy 
is required to confirm the lack of ganglion cells, but the diagno-
sis may be suggested by the barium enema examination if an 
area of smooth narrowing with proximal dilatation is observed 
(83%). A dilated colon without a constricted section was pres-
ent in 14% of patients [9].

To confirm the diagnosis, imaging investigations, anal ma-
nometry, and full- thickness rectal biopsies are typically carried 
out after Hirschsprung’s disease is clinically suspected [10]. Due 
to the difficulty of diagnosing this illness, PCPs, gastroenterolo-
gists, surgeons, and pathologists must collaborate across spe-
cialties and have high standards for biopsies. The usual course 
of treatment is surgery intended to remove or bypass the agan-
glionic colonic or rectal segment; following surgery, quality of 
life can be greatly enhanced [11].

There have been reports on a number of surgical care al-
ternatives for adult HSD in addition to diagnosis; nonetheless, 
there has been no specific surgical treatment or better surgical 
management advocated as general.

Comparison of the various operational methods for 
Hirschsprung’s disease with regard to functional results and 
postoperative complications is made possible by an analysis of 
199 adult instances of the disorder. The most appropriate sur-
gical management techniques include the Duhamel, Swenson 
technique, the Soave endorectal pull-through procedure, and 
anorectal myectomy with low anterior resection [12].

Between 1950 and 1978, the Mayo Clinic performed opera-
tions on fifty adult patients with Hirschsprung’s disease. There 
were six separate operations applied. Nonetheless, all three of 
the patients who underwent the Soave endorectal pull-through 
treatment had outstanding long-term outcomes. Two of the 
patients experienced anastomotic leaks and needed diverting 
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colostomies.

There was only one small problem for the four patients who 
had the Duhamel operation, and all of them had good results 
[13]. Due to anatomical changes, surgical therapy becomes 
more difficult as an adult. Several surgical techniques have been 
described; Swenson, Duhamel, Soave, and Lynn being the most 
well-known. There have been suggestions for changes to these 
methods. Resecting or excising the aganglionic section and low-
ering the healthy colon-which is ordinarily innervated at the 
anus-are the objectives of surgical treatment [14].

Thus, on rare occasions, Hirschsprung’s at adulthood has 
been linked to doctors’ ignorance and misinterpretation, which 
raises mortality and morbidity even more. This presents an ana-
tomical obstacle for surgical care, following the same principle 
in the pediatric age range of under 10 years.

In the hopes that our contribution would positively influence 
the diagnosis and surgical treatment of adult Hirschsprung’s 
disease, we are sharing here our clinical experience in diagnos-
ing and treating a rare condition.

Case presentation

This is a 27year old female patient referred to our HUCSH 
whom had multiple health care facility visit having long stand-
ing compliant of difficulty of stool passage since she known 
herself as old children, with current exacerbation of progressive 
abdominal distension, significant weight loss but unquantified, 
frequent abdominal pain, appetite loss and on periodic laxative 
use and rectal enema, for relieving of her symptoms, objectively 
evaluation the patient was chronically sick looking and wasted, 
hard palpable faecal mass abdominally, loose stool component 
on digital rectal examination with rectum full faeces gaseous 
large bowel on, hugely distended colon on contrast enema (Fig-
ure 2) and computed tomography (Figure 1), moderate anea-
mia of chronic illness on complete blood count, hypokalaemia 
of 1.7mEq/L, hyponatremia of 120mEq/L, severe hypoalbumin-
emia of 1.21g/dl with all above evidence adult onset severe 
acute malnutrition and adult Hirschsprung’s disease diagnosed 
clinically for which patient was managed for acute secondary 
complications of SAM at the same time she had advised for di-
version colostomy and rectal biopsy

So that on initial intraoperative finding colon was signifi-
cantly dilated having typical transition zone at recto sigmoid re-
gion (Figure 3) with multiple faecalomas in the colon seen and 
biopsy from rectum and colostomy site taken, diversion loop 
colostomy and faecaloma removal was done post operatively 
patient was discharged home to be on regular follow up then 
biopsy confirmed rectum aganglionated and colostomy site 
gangilonated (Figure 6 & 7)

patient significantly improved from her malnutrition associ-
ated and abdominal symptom and no colostomy related com-
plication seen and put on waiting list for Swenson’s pull through 
procedure.

definitive surgery was done 08 month on loop colostomy 
after she was counselled for procedure related complication, 
intraoperative due to significant weight gain intra-abdominal 
fat and deep female pelvis make pelvic dissection little difficult 
from routine pull through done in pediatric age group but we 
managed to do successful Swenson’s pull though and the re-
sected aganglionated bowel segment(Figure 4) specimen sent 
for histopathologic exam(Figure 5) and patient condition was 

smooth post-operative except she had superficial surgical site 
infection at colostomy closure site which managed with wound 
care and discharged and biopsy revealed same result and on 6 
month follow up patient doing well having regular bowel habit.

Figure 1: Axial and coronal section of abdominopelvic CT-scan 
with contrast shows significant colonic dilatation above transition 

zone and collapsed rectum below as indicated by black arrow.

Figure 2: Contrast barium enema showing rectal collapse and 
significant Colon dilatation and the transition point at rectosig-

moid and faecal loaded entire colon.

Figure 3: Intraoperative photograph shows hugly dilated 
sigmoid colon to delivered to wound for diversion colosto-
my.
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Figure 4: Intraoperative photograph of resected bowel 
segment shows collapsed rectum and dilated sigmoid colon 
with transition zone clearly seen.

Figure 5: Photograph of resected tissue specimen sent for 
histopathologic examination shows sample measurement.

Figure 6: Low and high power section shows sigmoid colon 
muscularis layer having ganglion cells as shown with black 
arrow.

Figure 7: Low and high power-section show rectal tissue 
composed of bland mucosal glands and submucosa having 
hypertrophied nerve bundles. 

Discussion

The disease’s incidence is unknown, most likely due to lack of 
awareness lead to frequent misinterpretation, although the first 
reports of adult Hirschsprung’s disease date back to the middle 
of the 1900s. In our investigation, the patient was a 27-year-old 
female who had no family history of a related illness.

When adult Hirschsprung’s disease manifests as refractory 
constipation with progressive abdominal distention, a palpable 
hard faecal matter contrast enema can clearly show the transi-
tion zone and state the reverse ratio. However, if there is any un-
certainty about other differential diagnoses, a CT scan can help 
rule out other conditions that could be related to malignancy. 
But the gold standard for diagnosing HSD is a colonoscopy that 
confirms the lack of ganglionic cells/hypertrophied nerve in the 
submucosal and myenteric enteric nervous system of gut.

Results

Even with certain anatomical challenges Adult HSD is man-
aged according to the same principles as pediatric HSD, mean-
ing that patients with acute obstruction, significant proximal 
dilatation, and secondary morbidity such as severe acute mal-
nutrition should have protective diversion, colostomy, and rec-
tal biopsy performed. This will allow the patient to be optimized 
for further definitive surgical management, which is the com-
mon goal of overall management: the resection of an aganglion-
ated segment of bowel.

It’s important to discuss our clinical experience with the 
patient we treated, who initially presented with significant co-
lonic dilatation, After a diversion sigmoid loop colostomy was 
performed, the colon’s calibre significantly decreased, and the 
aganglionated rectum and hypoganglionated recto sigmoid 
were resected after eight months and Swenson’s pull through 
technique was done and currently our patient having normal/
regular bowel habit.

Conclusion

Hirschsprung’s disease should be considered a differential 
diagnosis in this patient who has a history of long-term chronic 
constipation, a faecal matter- loaded colon, and disproportion-
ate dilatations of colonic segments that hint at barium enema 
study. A rectal biopsy is required to confirm this diagnosis. Sw-
enson’s pull through can be used with or without modification 
depending on the degree of aganglionosis and the caliber of the 
gangilonated colon.

 Methodology

Study area: The study is carried out at the comprehensive 
specialized hospital of Hawassa University and the college of 
medicine and health sciences.

Data collection: Information gathered through direct obser-
vation, patient charts, and patient interviews.

Case analysis: For this specific case evaluation and reporting, 
the case analysis is based on the body of scientific literature that 
already exists as well as textbooks.

Ethical considerations

Informed consent: We hereby declare that the patient has 
provided written informed consent for the publication of her 
medical case for educational purposes; the patient’s name has 
been anonymised for privacy; a copy of the consent is available 
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