Case Report on Hirschsprung’s Disease

Abstract

Introduction: - Hirschsprung's disease (HIRSH-SPROONGZ) is a disorder that affects the large
intestine (colon) and makes passing faces difficult. As a result of missing nerve cells in the baby's
colon muscles, the disease is present at birth (congenital). Hirschsprung’s popularized it in 1886
after “Ruysch” recognized it in 1961. Hirschsprung’s disease is an intrinsic developmental
condition. The enteric nervous system has an inherent component.

Clinical Findings: - Difficulty in passing stool, Abdominal pain, Fever, (Temperature 100-degree
f) Vomiting, Failure of thrive, constipation, tiredness.

Diagnostic Evaluation: - CBC Investigation, blood test, Hb-12.9%, Total RBC count-
4.84million/cumm, RDW-13.2%, HCT-36.7%, Total WBC Count-26200 cu mm, Monocytes- 01%,
Granulocytes- 30%, Lymphocytes- 65%, Total platelet count-3.5 Lacs/cu mm, ALT(SGPT)-17
U/L, AST (SGOT)-44 U/L.

Peripheral Smear: - RBCs-Normocytic Normochromic Platelets-Adequate on smear, No
Hemiparasite seen, WBCs-Neutrophilic leukocytosis.

Therapeutic Intervention: - blood Transfusion, Inj.,Aminoven 200 mg BD, Inj. Cefotaxime
400mg BD 1V, Inj. Pantaprazole 12mg OD, Syp. Augmentin 3ml BD, Syp. Azee 5ml OD, Inj.
Emset 1.8 mg SOS.

Outcome: - After treatment the child shows improvement his passing stool frequently and relive
vomiting, fever, abdominal pain, and facial expression are good.

Conclusion: - My patient was admitted in pediatric ward no 22 at AVBRH with a known case of
Hirschsprung’s disease, and he had complaint of difficulty in passing stool at birth, after getting
appropriate treatment and surgery his condition was improve.

Keywords: - Hirschsprung’s Disease, Congenital Megacolon, Intestinal Aganglionis, Enteric
nervous system, Congenital Aganglionis, Megacolon.

Introduction

Hirschsprung’s Disease is a rare disease that affect the nerve cell in the intestine, causing bowel
obstruction. A section of the bowel is missing nerve cell in Hirschsprung’s disease (HD), these cells
usually control the bowel muscles, which push the content along. The contents of the bowel
continue to move until they reach the section of the bowel where the cell is missing. As a result, the
poo passage become blocked or slowed™.

Hirschsprung’s Disease is caused by ganglion cell failure to migrate cephalocaudally via the neural
crest from week four to twelve of pregnancy, resulting in the lack of ganglionic cells in all or part
of the colon?. Distal colons of varying lengths are unable to relax, resulting in functional colonic



blockage over time. Typically, the Aganglionis segment originates at the anus and extends
proximally.?

The most frequent kind of short segment illness affects the rectosigmoid area of the colon. The
whole colon is affected by long segment disease. The small and big intestines are both affected. The
majority of patients appear in infancy, thus it's critical to get a diagnosis as soon as possible to
avoid complications. Most people live regular adult lives with adequate care.

Hirschsprung’s Disease is an uncommon gastrointestinal illness that affects mostly the large
intestine (colon) Normally, the bowel muscles contract in a regular pattern to push faces (poo)
through to the rectum. The nerve ganglionic cell that controls these muscles is absent from the
portion of the intestine in Hirsch rung’s Disease. This means that the faces can't flow through
normally. Congenital bowel is the most frequent kind of congenital bowel.

Affected newborns generally show with distal intestinal blockage in the first few days of life due to
bowel motility dysfunction. Aganglionis bowel response and a "pull-through" operation to move
the usually innervated intestine down to the anal border are the current treatments.”

The current therapies include resection of the aganglionic intestine and a “pull-through™ surgery to
bring the normally innervated bowel down to the anal margin®. Despite advancements in surgery,
long-segment HSCR, in which a longer section of bowel or the whole colon is aganglionic, can
have poor results. Enterocolitis is more common in children, and up to 75% of them suffer
incontinence or bladder issues. The colon as a whole is aganglionic. Children are particularly
susceptible to enterocolitis, and up to 75% of them have incontinence or constipation. Some
youngsters will require a colostomy for the rest of their lives.’

The goal of this study is to give a basic overview of Hirschsprung's disease, covering the origin and
management of HSCR in children. 2 Hirschsprung's disease (HD) is a complicated enteric nerve
system condition that results in functional intestinal blockage. In children aged 1 to 5.4, HD is the
most prevalent cause of distal intestinal obstruction.

After almost half a century, Dr Swenson et colleagues were credited with the first description of
clinical characteristics of illness in their seminal work (Hirschsprung's disease)2, and he incorrectly
inferred that the pathology was in the proximal dilated intestine. Various surgical methods have
been reported since then, all of which are based on the removal of a ganglionic segment and
anastomosis of the ganglionated Surgery is considered curative for most HD patients because it
connects the intestine to the rectum.”

It's worth mentioning that congenital megacolon was recognized about 4000 years before Harlod
Hirschsprung in prehistoric India; amazingly, they ascribed the disease's aetiology to nerve
abnormalities and advised sigmoid colostomy as a therapy. * The global prevalence of HD is
1:5000, with a 4:1 male-to-female ratio. The M:F ratio is affected by the length of the sick bowel
until it becomes. In complete colonic aganglionosis, the length of the aganglionic segment, which
always begins distally at the internal sphincter and extends proximally to various distances, is
virtually the same 1.5:1.

Aganglionosis of the short segment ( rectosigmoid ), which affects 80% of HD patients, total
colonic aganglionosis, which affects at least the ileocecal valve but not more than 50 cm of small
bowel, long segment aganglionosis, which falls between the previous two categories, and finally
Zuezler syndrome ( very long segment ) The extremely brief portion The internal anal sphincter



achalasia, which is more accurate for pathologic entity5 and spans >50cm of small intestine, has
taken its position.

Hirschsprungs disease (HSCR) is a functional intestinal blockage caused by a congenital
abnormality in the distal section of the large intestine's normal myenteric plexus parasympathetic
ganglion cells. In 16916, Frederick Ruysch published the first description of congenital megacolon.
It went virtually ignored in the medical community until Harald Hirschsprungs brought it up in
18871, sparking a debate. This unigue illness has piqued scientists' curiosity. Despite this, it took 50
years for the important role of the distal aganglionic bowel to be revealed. A good outcome was
achievgd after surgical removal of the aganglionic section and anastomosis with ganglionated
tissue.

Treves (1898) described two types of megacolons, one resulting from chronic constipation and the
other arriving suddenly. Hirschprung's Disease (HSCR) is the most prevalent congenital gut
motility disease, marked by the lack of ganglion cells (aganglionosis) in the intestine.

The distal intestine's myenteric and submucosal plexuses It is considered to be caused by a failure
of enteric nervous system (ENS) precursor colonization of the distal intestine during embryonic
development.?

Hirschsprungs disease is a condition that affects the rectum and a portion of the colon above it that
can vary in length. Although it is usually just a few millimeters long, it can occasionally affect the
whole intestine. While HD can run in families, no cause has been identified. Hirschsprung's disease
(HSCR) is marked by a paucity of enteric nervous system ganglion cells (aganglionosis) in the
distal intestine.®

Patient Identification: - A male child of 2 years 6 month from Burtipura Dist. Gondia admitted in
pediatric ward no 22 in AVBRH on 29 Jun 2021 with a know case of Hirschsprungs disease, his
weight is 10kg and his height is 90cm.

Present Medical History: - A male child of 2 years & 6-month-old was admitted to AVBRH on 29
Jun 2021 by his parents with a complaint of child was not passing stool since from birth, and fever,
vomiting, abdominal pain, failure of thrive, constipation, nervousness, and he was admitted to
pediatric ward no 22 he his a know case of Hirschsprungs disease, and child is weak and inactive
on admission time.

Past medical history: - In My patient was diagnose to have Hirschsprungs disease, at the age of 1
year when he was admitted to hospital due to abdominal pain and vomiting that time child rectal
biopsy and Abdominal X-ray is done.

Present Surgical History: - My patient was diagnosed to have Hirschsprungs disease, now the
endorectal pull through surgery and colostomy closure procedure is done. and other investigation
also done.



Family History: - In my patient There are three members in the family. my patient was diagnosed
to have Hirschsprungs disease, and his parents are healthy and he his belongs to nuclear family. all
other member of the family is healthy were not having any other complaints in their health except
my patients who was being admitted in the hospital at AVBRH.

Fig 1. Patient with symptoms

Past Intervention and Outcome: - The patient was diagnosed with a Hirschsprungs disease, when
he was 1 year old. from that time onwards he was admitted to the hospital in abdominal pain and
vomiting and difficulty in passing stool that time rectal biopsy and Abdominal X-ray is done. then
he is diagnosed as Hirschsprung’s Disease. Then time to time for further treatment of the disease it
was found effective as the patient does not develop complication till them.

Clinical Finding: - Difficulty in passing stool, abdominal pain, fever (temperature 100-degree f),
vomiting, Failure of thrive, constipation, tiredness and nervousness.

Etiology: - The aetiology of Hirschprung's Disease is unknown. It can run in families and be
linked to a genetic mutation in some situations. Hirschprung's Disease develops when nerve cells in
the colon do not regenerate fully. The muscular contractions that transport food through the
intestines are controlled by a nerve in the colon. The gastric ulus are controlled by the enteric neural
system, which is composed of a network of nerves. the physiology of the gastrointestinal system in
a mostly autonomous way.

Physical Examination: - There is not much abnormality found in head-to-toe examination except
abdomen in abdomen it’s found in abdominal distention the child is then and having dull look he is
weak and not so cooperative and his irritable and so tired.

Diagnosis Assessment: - CBC Invesgation, Blood test, Hb -12gm%, Total RBC Count -
4.84million /cu mm, RDW-13.2%, HCT-36.7%, Total WBC Cont-26200 /cu mm, Monocytes-
01%, Granulocytes-30%, Lymphocytes-65 %, AST (SGOT)-44U/L, ALT (SGPT)-17, Alkaline
phosphate-239 U/L, Total protein-6.7 g/dl, Albumin-3.7 g/dl, Globulin-3.0gm/dl, Total bilirubin-



0.3 mg/ dl, Bilirubin Conjugated-0.1 mg / dl, Bilirubin Unconjugated-0.2 mg /dl, Platelet Count 3.5
micro litter, MCV -75.8%, MCH -26.7 %, MCHC -35.1%.

Eosinophil -01%, Basophil 0%, KFT-Urea 18%, Creatinine — 03 %, Sodium — 142%, Potassium-
4.8%,

Peripheral smear: - RBCs-Normocytic Normochromic Platelets-Adequate on smear, No
Hemiparasite seen, WBCs-Neutrophilic leukocytosis.

Radiological Investigation: - There is a functional blockage with reduced peristaltic activity into
the aganglionic segment and aberrant or absent relaxation of the aganglionic segment on
radiological examination because HSCR decreases bowel segment motility. On radiographs, these
features can be observed often, although their frequency fluctuates, making them insufficient to rule
out HSCR ( eg. histology of rectal biopsies)

Abdominal X-ray: - In my patient Abdominal X-ray is done there is not much abnormality found
in abdomen. Some abnormalities are seen in air fluid level can be seen in erect abdominal views
indicating intestine. A diagnostic examination should begin with an abdomen X-ray. Essentially,
low intestinal blockage and distended bowel loops of various abdominal radiographs must be
searched for it.

Fig 2. Diagram shows: CXR Abdomen AP x-ray

Rectal biopsy: - In my patient rectal biopsy procedure is done. In rectal biopsy some abnormalities
are seen. it is used to determine the cause of blood or pus in the stool. rectal biopsy is a procedure
to remove a small piece of tissue from the rectum for examination. Rectal biopsy can be used to
determine the cause of blood, mucus, or pus, in the stool. It can also confirm findings of another
test or x-rays, or take a biopsy of a growth found in the colon.



Barium Enema: - Barium enema is frequently used in my patients. The megacolon is depicted
with a typical constricted section in the distal colon or rectum.

Fig 3. Diagram showing Barium Enema

Pull Through Surgery: - In my patient the Pull Through Surgery is done. To treat hirschprungs
iliness, which creates a blockage in the intestine. The goal of pull-through surgery is to remove the
damaged part of your child's intestine and then draw the healthy portion of the intestine down to the
anus. Using minimally invasive methods, this surgery may usually be done in a single operation.

Colonostomy Closure: - Colostomy closure surgery has been performed on my patient. The
procedure's goal is to close the stome in the stomach using sutures. The top part of the colon is
reattached to the colon's remaining section.

Therapeutic Intervention: - blood Transfusion, Inj. Aminoven 200 mg BD, Inj. Cefotaxime
400mg BD 1V, Inj . Pantaprazole 12mg OD, Syp. Augmentin 3ml BD, Syp. Azee 5ml OD, Inj.
Emset 1.8 mg SOS, Inj. Metronidazole 120mg TDS, Inj. Amikacin 180 mg OD, Inj. Neomol 180
mg TDS. Syp. Orofor xt 2.5 ml BD.

Discussion :

A male child of 2 years 6 Month old form Burtipura Dist. Gondia was admitted to pediatric ward no
22 on AVBRH on 29 Jun 2021 with a complaint of difficulty in passing stool, abdominal pain,
fever, vomiting, failure of thrive, Constipation, tiredness and Nervousness, he is a known case of
Hirschsprung’s disease which was diagnose when he was 1 year old as soon as he was admitted to
hospital investigation were done and appropriate treatment were started and surgery is done after
getting treatment he is show great improvement and the treatment was still going on till my last
date of care.



Hirschsprung's disease is most commonly seen in children, however Kottmeier and Clatworthy
(1965) showed that bowel dysfunction caused by a functional megacolon can also appear in
children. Another reason why all patients should get a low rectal biopsy before undergoing any type
of resection is because of this. If so-called ‘skip regions' exist, they must be exceedingly rare (For
shall, 1964; Kottmeier & Clevenger, 1995).

The single death, in retrospect, might have been averted. A decisive procedure should have been
done at the initial admission. Other writers that propose a one-stage Duhamel resection (Ehrenpreis
etal., 1966; Kostia, 1962) concur with our findings. Other related studies were reviewed®*.

For individuals who have had Hirschsprung's disease for a long time and have a big, hypertrophied
colon, a colostomy is an appropriate initial step. Two children had such a colostomy, which took
almost nine months to remove. The bowel had restored to its original size. By the conclusion of this
era, the problem will have been reduced to manageable proportions. Hirschsprung's disease is a
condition that can be detected as early as childhood. It's probable that gastroenteritis, a major cause
of newborn mortality, contributed to some of the deaths in Jamaica.> ™’

Conclusion:

Hirschprung’s Disease should be considered when dealing with persistent constipation. An
abdominal X-ray and a rectal sample can be used to confirm the diagnosis. Surgical surgery is
recommended due to the progressive nature of the condition and the possibility of fetal
complications. Hirschsprung's Disease is one of the most frequent pediatric illnesses. It is critical to
make a diagnosis.

in the early stages of the condition, so that the kid does not succumb to the disease's complications.
Surgery for Hirschsprung’s illness necessitates a pre- and post-surgical assessment to obtain
reliable histopathological experience and pull through operational method, as well as a colostomy
closure process. Despite these challenges, managing the long-term consequence of enterocolitis
Constipation and incontinence continue to be a problem.
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