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INTRODUCTION

Hirschsprung's Disease (HD), also known as congenital megacolon, is a congenital
condition characterized by the absence of ganglion cells in the myenteric and submucosal
plexuses of the colon, leading to a lack of peristalsis in the affected segment of the
intestine. This condition results in a functional intestinal obstruction, which can vary in
severity depending on the length of the affected colon segment.

The incidence of Hirschsprung's Disease is approximately 1 in 5,000 newborns,
with a higher prevalence in boys than in girls. Although the exact causes of HD are not
fully understood, it is considered a multifactorial disorder involving genetic,
environmental, and epigenetic factors.

The symptoms of Hirschsprung's Disease often appear immediately after birth or
may become evident later in childhood. Clinical manifestations include severe
constipation, abdominal bloating, vomiting, poor appetite, and growth delays.

The diagnosis of Hirschsprung's Disease relies on a combination of clinical,
imaging, and histopathological methods. Abdominal ultrasound, barium enema, and
anorectal manometry can provide valuable information about the condition of the colon.
Intestinal biopsy is essential for confirming the diagnosis and determining the severity of
the disease.

Treatment for Hirschsprung's Disease involves correcting the intestinal obstruction
through surgical intervention. Various surgical techniques are available, with the choice of
method depending on the severity of the disease, the patient's age, and the surgeon's
experience. The primary goal of treatment is to restore intestinal continuity and normal
colon function, significantly improving the quality of life for patients with HD.

The etiopathogenic and therapeutic study of Hirschsprung's Disease is crucial for
better understanding the disease's causes, optimizing diagnostic methods, and refining
therapeutic strategies. This study aims to investigate the etiopathogenic aspects of
Hirschsprung's Disease, analyze the effectiveness of current diagnostic methods, and
evaluate the outcomes of various surgical techniques used in treating the disease.

The results of this study may contribute to improving the diagnosis and treatment
of Hirschsprung's Disease, offering a clearer perspective on this complex condition and
providing hope to affected patients.



I. Current State of Knowledge

1. Anatomical Aspects - Inframesocolic Region

In this abdominal space, located below the transverse mesocolon, are the jejunum
and ileum, surrounded by the framework of the large intestine, including the cecum with its
appendix, the ascending colon, the transverse colon, the descending colon, and the sigmoid
colon, which continues into the rectum, the latter being situated in the pelvis. (Niculescu,
1998)

Frank H. Netter, in the Atlas of Human Anatomy, specifies that the viscera of the
inframesocolic region are covered anteriorly by the greater omentum (omentum majus).
Attached superiorly to the greater curvature of the stomach, it extends over the transverse
colon, covering it at the level of the omental tenia, and drapes over the small intestinal
loops, encasing them as well. It has a quadrilateral shape with an irregular surface,
traversed by vessels and fat masses, with an anterior and a posterior leaf, presenting
significant individual variations.

The arterial supply is very rich, achieved through the anastomosis of the right and
left gastroepiploic arteries for the anterior leaf, and by branches from the splenic artery and
the inferior pancreatoduodenal artery for the posterior leaf. The veins accompany the
arteries; those of the anterior leaf drain into the left gastroepiploic vein or the splenic vein,
while those of the posterior leaf usually drain into the superior mesenteric vein.

The lymphatic vessels are very numerous. The anterior leaf drains lymph into the
right gastroepiploic lymph nodes and, further, into the subpyloric and hepatic nodes, which
underscores the necessity of removing the greater omentum in gastric cancer. The posterior
leaf drains lymph into the lymph nodes along the pancreatosplenic chain.

The innervation is also very rich, with nerves arranged in plexuses, mainly
originating from the hepatic and splenic plexuses.

Therefore, this chapter includes selected information from specialized literature to
provide a detailed description of anatomical aspects, with subsections describing:

1.1 Jejunum and lleum

1.2 Mesentery

1.3 Large Intestine (Intestinum crassum)
1.4 Cecum and Appendix

1.5 Colon

1.6 Rectum



2. Pediatric Surgical Pathology of the Digestive System. Congenital

Anomalies

The chapter dedicated to Pediatric Surgical Pathology of the Digestive
System explores a range of conditions and congenital anomalies that can
affect the proper functioning of the gastrointestinal tract in newborns and
children. Congenital anomalies of the digestive system represent a significant
category of pediatric surgical conditions, characterized by malformations or
developmental defects of the digestive organs, which can compromise
nutrient absorption, digestion, and waste elimination.

These conditions can vary in severity, from minor anomalies that do not
require immediate treatment to severe malformations that necessitate
emergency surgical intervention to save the child's life. Among the most
common congenital anomalies are esophageal and intestinal atresias,
intestinal malrotations, Hirschsprung's disease, and gastroschisis, each with
significant clinical implications.

This chapter addresses the following subchapters:

2.1 Anorectal Malformations

2.2 Meconium lleus

2.3 Meconium Plug Syndrome

2.4 Meconium Peritonitis

2.5 Congenital Megacolon
2.5.1 Etiology
2.5.2 Pathophysiology
2.5.3 Symptomatology
2.5.4 Diagnosis of Hirschsprung's Disease
2.5.5 Differential Diagnosis of Hirschsprung's Disease in Newborns
2.5.6 Treatment

2.6 Chronic Intestinal Pseudo-Obstruction



I1. Personal Contributions

3. Brief History of Hirschsprung's Disease

Hirschsprung's Disease, initially known as "Die Hirschsprungsche Krankheit,"
remains, more than 100 years after its first description, a condition of significant interest in
both diagnosis and treatment. It holds a crucial place in pediatric surgery and clinical
pediatrics, and it continues to be a subject of intensive study in molecular biology. Its
medical history is fascinating, providing insights into scientific advancements and the
essential contributions of microscopy and pathology. Harald Hirschsprung was the first
physician to present this disease to the German Society of Pediatrics, describing cases of
fatal constipation in infants, significantly contributing to the understanding and diagnosis
of colonic aganglionosis. This chapter includes the following subchapters:

3.1
Dr. Hirschsprung -

3.2 3.3

) ) o Pre-Hirschsprung Era Post-Hirschsprung Era
Biographical Highlights

4. Evolution of Surgical Techniques in the Management of

Hirschsprung's Disease

Harald Hirschsprung provided the first detailed description of congenital
megacolon, paving the way for advances in the etiology, diagnosis, and treatment of
Hirschsprung's Disease. Over the following century, significant progress was made in the
surgical management of this condition. Orvar Swenson was a pioneer in the field,
performing the first complete transrectal dissection, followed by other surgeons who
contributed to the development of modern treatment methods. Although the earliest
observations of megacolon are attributed to Ruysch, Ehrenpreis noted that these findings
were insufficient for a clear diagnosis, with many of the initial cases involving adults with
atypical clinical histories and inconclusive autopsies.

This chapter discusses the evolution of surgical techniques in the management of
Hirschsprung's Disease, focusing on:

4.1 4.2 4.3
19th Century 20th Century 21st Century



5. Working Hypothesis and General Objectives

The study of Hirschsprung's Disease presents a significant challenge both in
diagnosis and in establishing effective treatment. The relevance of this subject stems from
the difficulty in removing the affected intestinal segment and creating a functional portion
that ensures normal motility and fecal continence. Although there is extensive research on
surgical techniques and postoperative outcomes, information regarding preoperative
monitoring and treatment is limited. A significant obstacle is the intraoperative
histopathological examination and the use of transrectal suction biopsies for diagnosis. Of
the 24 patients studied, 20 underwent biopsies to confirm the diagnosis. Congenital
megacolon, characterized by the absence of ganglion cells in the intestinal wall, typically
affects the terminal part of the colon, causing severe intestinal dilation. In more severe
cases, the entire colon or even a portion of the small intestine may be involved. The disease
can be diagnosed late, sometimes in adolescence or adulthood.

6. General Research Methodology

In this study, a group of patients admitted between 2017 and 2024 to the Surgery
Clinic of the "Grigore Alexandrescu” Emergency Clinical Hospital for Children were
analyzed, all diagnosed and treated for congenital Hirschsprung's megacolon. The study
was deemed feasible due to the high referral rate of the hospital, which receives cases from
across the country. Data were collected from various sources, including surgical protocols,
clinical observation records, histopathological results, and the hospital's information
system. The study group was divided into two categories based on the histopathological
confirmation or exclusion of the Hirschsprung's Disease diagnosis. A total of 24 patients
diagnosed with chronic constipation due to congenital megacolon were included in the
study, all of whom had complete clinical data necessary for statistical analysis.

The study framework is based on a comparative analysis between the confirmed

and unconfirmed diagnoses of Hirschsprung's Disease, with respect to:

- patient gender - polyps

- rectal resection surgery - ganglion cells

- type of surgery performed - fibrosis

- aganglionosis - hemorrhage

- colostomy - inflammation

- hyperplasia - inflammatory infiltrate
- vegetative innervation - hyperemia



- mucosa - hyperplasia of nerve fibers
- myenteric plexus - vascular congestion
- submucosal plexus - constipation
- enterocolitis

The retrospective clinical-statistical study was based on archived data from the
"Grigore Alexandrescu" Emergency Children's Hospital in Bucharest, including all patients
diagnosed and treated for Hirschsprung's Disease during the analyzed period. The
diagnosis was confirmed using radiological imaging and histological methods, and the
cases were reported to the Bucharest Public Health Directorate. Statistical analysis was
performed using Microsoft Excel, with data subsequently processed using GraphPad and
Epi Info software. Statistical data validation included the application of Fisher's Exact Test,

Mann-Whitney U Test, and Likelihood Ratio to evaluate the results.

7. Study | - Surgical Techniques in Hirschsprung's Disease

7.1. Materials and Methods

Hirschsprung's Disease is a congenital condition characterized by the absence of
ganglion cells in the intestinal wall, leading to functional obstruction of the colon and
severe chronic constipation. Early diagnosis and appropriate treatment are crucial for
preventing complications and improving the quality of life for patients. The primary
treatment is surgical, aimed at removing the affected segment and restoring intestinal
continuity with a healthy portion. Various surgical technigues, such as the Duhamel,
Swenson, Soave methods, and laparoscopic techniques, have been developed to address
this complex condition. Each technique has its own advantages and disadvantages, and the
choice of the appropriate method depends on factors such as the length of the aganglionic
segment, the patient's age, and their overall condition. This chapter provides a detailed
analysis of these procedures, discussing the principles, indications, complications, and
outcomes to offer a personalized and optimized therapeutic approach.

This study describes and discusses the following: 7.2 History of Surgical
Techniques for Hirschsprung's Disease, 7.3 Minimally Invasive Techniques for the
Treatment of Hirschsprung's Disease, 7.4 Swenson Technique, 7.5 Soave Technique, 7.6
Duhamel Technique, 7.7 Strict Transanal Endoanal Pull-through Technique, 7.8
Colostomy, 7.9 Postoperative Complications




7.10 Conclusions and Interim Discussions Arising from the Study of Surgical
Techniques in Hirschsprung's Disease

The surgical techniques used in the treatment of Hirschsprung's Disease, such as
Swenson resection, the modified Soave method, and the Duhamel technique, have
demonstrated long-term efficacy and safety. Most patients who underwent pull-through
procedures achieved positive outcomes, including adequate fecal continence and the
prevention of severe complications. However, there are postoperative variations, and some
patients may develop intestinal dysfunctions that require additional care. A
multidisciplinary team is crucial for managing postoperative complications, and minimally
invasive techniques may offer improvements in continence and reduce the need for
reinterventions. Each surgical technique has its advantages and limitations: the Swenson
technique is simple but carries risks for the anal sphincter, the Soave method requires
precision to avoid complications, and the Duhamel technique reduces intestinal dilation but
presents technical challenges and the risk of fistula formation. The surgeon's experience
plays a significant role in the success of the intervention, and laparoscopic and robotic
techniques are gaining popularity due to their faster recovery times and reduced

complications.

8. Study |1 - Etiopathogenic Statistical Study on the Presence of Rectal
Polyps in Patients with Hirschsprung's Disease

8.1 Introduction

8.2 Diagnostic Obstacles and Therapeutic Considerations

8.3 Congenital Megacolon: A Detailed Overview

Congenital megacolon is a condition characterized by the absence of ganglion cells
in the intestinal wall, primarily affecting the terminal segment of the large intestine, such
as the sigmoid colon and rectum. This deficiency impairs peristalsis, the essential process
of moving food through the digestive tract, leading to the dilation of the affected intestinal
segment. In over 10% of cases, the entire portion of the colon and sometimes part of the
small intestine may be involved. In moderate forms, the disease may go undiagnosed until
adolescence or, in rare cases, even into adulthood.

8.4 Prognosis and Potential Complications

8.5 Study Presentation

10




This statistical study analyzes the prevalence of rectal polyps in patients with
Hirschsprung's Disease, comparing the findings with those in the general population.

8.6 Results

The current study included 17 patients with histopathologically confirmed
Hirschsprung's Disease, of whom 2 (11.8%) had rectal polyps. This prevalence rate is
significantly higher than the expected prevalence of 2-3% in the general population. The
difference was statistically confirmed using Fisher's Exact Test, with a p-value of
1.000000, indicating a statistically significant association relative to the number of cases.

8.7 Conclusion

The results of this study suggest an increased prevalence of rectal polyps in patients
with histopathologically confirmed Hirschsprung's Disease. Although further research is
needed to fully understand the relationship between the two conditions, it is important for
patients with Hirschsprung's Disease to undergo regular screening for rectal polyps,
thereby contributing to a reduced risk of colorectal cancer.

8.8 Recommendations

Patients with Hirschsprung's Disease (HD) should consult with a surgeon to
establish a personalized screening program for rectal polyps to be followed throughout
their lives. The frequency of these investigations depends on individual risk factors, but it
is generally recommended to perform them every 3-5 years, starting from the time of
diagnosis and continuing until the age of 25. Screening may include colonoscopy or
flexible sigmoidoscopy, along with biopsy. Early detection of polyps allows for their
prompt removal, thus reducing the risk of colorectal cancer. These recommendations are
based on the data from the current study.

9. Study 11 - Comparative Statistical Study on the Type of Surgery
Performed in Patients with Histopathologically Confirmed
Hirschsprung's Disease versus Patients with Histopathologically
Unconfirmed Hirschsprung's Disease

9.1 Introduction

9.2 Objective

This comparative statistical study aimed to analyze the correlation between the
diagnosis of Hirschsprung's Disease (confirmed or unconfirmed histopathologically) and
the type of surgery performed on the patients included and monitored in this study.

9.3 Method

11




The method of this study included a total of 24 patients, divided into two groups.
The first group consisted of 17 patients with a confirmed diagnosis of Hirschsprung's
Disease, established through histopathological analyses, while the second group included 7
patients for whom the diagnosis was unconfirmed using the same methods. Information
related to the patient's sex (male or female) and the type of surgical intervention performed
during treatment was collected and analyzed for each patient.

9.4 Statistical Analysis

This study investigated the association between the diagnosis of Hirschsprung's
Disease (HD) and certain variables such as patient sex and the type of surgery performed.
To evaluate the relationship between HD and patient sex, Fisher's Exact Test, a statistical
test that determines the significance of the association between two variables, was used.
The result of this test was compared with a pre-established significance level, usually 0.05,
to decide if there was a statistically significant association. The relationship between the
HD diagnosis and the type of surgical intervention was also evaluated using the likelihood
ratio (LR). This ratio provides information on how much the likelihood of an HD diagnosis
varies depending on the type of surgery performed, indicating whether certain surgical
procedures are more commonly associated with this diagnosis.

9.5 Results

The study analyzed the relationship between the diagnosis of Hirschsprung's
Disease and two variables: patient sex and the type of surgery performed. Regarding
patient sex, Fisher's Exact Test did not identify a statistically significant association,
indicating that sex does not influence the likelihood of being diagnosed with this disease.
The p-value of 1.000 suggests no difference between patients of different sexes regarding
the diagnosis of Hirschsprung's Disease. As for the type of surgery, the results indicated a
marginal association, with a p-value of 0.615863, suggesting that although there is a trend
of association between diagnosis and type of surgery, it is not strong enough to be
considered statistically significant.

9.6 Conclusion

The results of this study do not suggest a statistically significant correlation
between the diagnosis of Hirschsprung's Disease (confirmed or unconfirmed
histopathologically) and patient sex. However, while a marginal association was identified
between the diagnosis of Hirschsprung's Disease and the type of surgery performed, the
data are not sufficient to draw a definitive conclusion. Further studies with larger patient
samples are needed to clarify the relationship between these variables.

12



9.7 Study Limitations

10. Study 1V - Etiopathogenic Statistical Study for Patients with
Histopathologically Confirmed and Unconfirmed Hirschsprung's Disease
with the Presence of Aganglionosis

10.1 Introduction

10.2 Methodology

A retrospective study was conducted on a group of 24 patients with suspected
Hirschsprung's Disease (HD), of which 17 were histopathologically confirmed, and 7 were
histopathologically unconfirmed. The prevalence of aganglionosis was analyzed in both
groups of patients. Fisher's Exact Test was used to determine the statistical significance of
the observed association.

10.3 Results

The study results show a significant prevalence of aganglionosis among patients
with histopathologically confirmed Hirschsprung's Disease. Of the 17 patients diagnosed
with this condition, 15 (88.2%) presented with aganglionosis, while only 1 out of the 7
patients with an unconfirmed diagnosis exhibited this condition (14.3%). The Fisher's
Exact Test value of 0.001318 indicates a statistically significant association between the
diagnosis of Hirschsprung's Disease and the presence of aganglionosis, suggesting that this
marker is crucial in the accurate diagnosis of the condition.

10.4 Discussion

The study results show a statistically significant association (p = 0.001318)
between the presence of aganglionosis and the histopathologically confirmed diagnosis of
Hirschsprung's Disease. Patients with confirmed Hirschsprung's Disease had a significantly
higher prevalence of aganglionosis compared to those with an unconfirmed diagnosis,
highlighting the importance of aganglionosis as a critical marker in diagnosing this
condition.

10.5 Conclusion

This study provides evidence supporting an etiopathogenic association between
aganglionosis and histopathologically confirmed Hirschsprung's Disease. Further studies
with a larger patient cohort are necessary to confirm these findings and explore the
potential underlying mechanisms of this association.

10.6 Limitations

It is important to note that this analysis is based on a small sample size, so the

results should be interpreted with caution.

13




11. Study V - Comparative Etiopathogenic Statistical Study for Patients
with Histopathologically Confirmed Hirschsprung's Disease versus
Patients with Histopathologically Unconfirmed Hirschsprung's Disease in
Relation to the Presence of Hyperplasia in Colonic Biopsy Samples

11.1 Introduction

This study aims to investigate the etiopathogenic association between the presence
of hyperplasia in colonic biopsies and histopathologically confirmed Hirschsprung's
Disease (HD), compared to cases where the HD diagnosis was unconfirmed.

11.2 Materials and Methods

A retrospective study was conducted on a group of 24 patients suspected of having
Hirschsprung's Disease, of which 17 were histopathologically confirmed, and 7 were
histopathologically unconfirmed. The prevalence of hyperplasia was analyzed in both
patient groups. Fisher's Exact Test was used to determine the statistical significance of the
observed association.

11.3 Results

The study results on the prevalence of hyperplasia show that 11 out of 17 patients
with histopathologically confirmed Hirschsprung's Disease (64.7%) presented hyperplasia,
while only 2 out of 7 patients with unconfirmed Hirschsprung's Disease (28.6%) exhibited
this feature. However, Fisher's Exact Test yielded a value of 0.181922, indicating that this
association is not statistically significant. This suggests that although there is a difference
between the groups, it is not strong enough to be considered statistically relevant.

11.4 Discussion

The study results suggest a possible association between histopathologically
confirmed Hirschsprung's Disease and hyperplasia in colonic biopsies. Patients with
histopathologically confirmed HD showed a higher prevalence of hyperplasia compared to
patients with unconfirmed HD. However, Fisher's Exact Test did not demonstrate
statistical significance (p = 0.181922).

11.5 Conclusion

Although the results suggest a possible association, further studies with a larger
patient cohort are needed to confirm this observation and to determine whether hyperplasia
is a consequence of HD or a risk factor for its development.

11.6 Limitations

14




12. Study VI - Statistical Study on the Presence of Histopathologically
Confirmed Hirschsprung's Disease versus Histopathologically
Unconfirmed Hirschsprung's Disease Correlated with Patient Sex and
Age

12.1 Introduction

12.2 Working Hypothesis

There is an association between Hirschsprung's Disease and either sex or age.

12.3 Materials and Methods

A retrospective study analyzed 24 patients suspected of having Hirschsprung's
Disease, of which 17 had a confirmed diagnosis and 7 had an unconfirmed diagnosis. In
the group with confirmed Hirschsprung's Disease, the majority of patients (88.2%) were
male, with a median age of 5 years. In the group with unconfirmed diagnoses, all patients
were male, with a median age of 7 years. Statistical analysis showed no significant
association between sex and the presence of the disease (p=1.000000), but age was
significantly associated with Hirschsprung's Disease, with younger patients being more
likely to be diagnosed (p=0.014464).

12.4 Interpretation of Results

The study results indicate that there is no statistically significant association
between sex and the presence of Hirschsprung's Disease, as suggested by the p-value of
1.000000, implying that the difference in the proportion of affected boys and girls is not
significant. However, age analysis showed a statistically significant association, with a p-
value of 0.014464, indicating that patients with Hirschsprung's Disease tend to be younger
than those with unconfirmed disease. Therefore, age appears to be a more relevant factor in
the diagnosis of the disease, while sex does not have a significant influence.

12.5 Conclusions

In this sample, sex was not identified as a risk factor for Hirschsprung's Disease,
with no significant association found between the two variables. In contrast, age was
associated with the presence of the disease, with younger children being more likely to be
diagnosed with this condition. Further statistical analysis, using the p-value calculated
through Fisher's Exact Test, confirmed that there is no statistical relevance between sex

and Hirschsprung's Disease in this examined group.
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13. Study VII: Statistical Study on the Relationship Between Place of
Origin, Sex, and Histopathologically Confirmed or Unconfirmed
Hirschsprung's Disease

13.1 Working Hypothesis

The working hypothesis suggests that there is no statistically significant association
between the environment of origin (rural or urban) and the presence of Hirschsprung's
disease. The provided data show that, among patients with confirmed disease, 11 come
from rural areas and 6 from urban areas, while among those with an ruled-out diagnosis, 5
are from rural areas and 2 from urban areas. The result of Fisher's Exact Test, with a p-
value of 1.000000, confirms that there is no statistically significant link between the
environment of origin and the presence of Hirschsprung's disease.

13.2 Interpretation of Results

The p-value obtained from Fisher's Exact Test is 1.000000, indicating a complete
lack of statistically significant association between the environment of origin and the
presence of Hirschsprung's disease in the analyzed sample. This high p-value suggests that
the proportion of positive Hirschsprung's disease cases is similar in both rural and urban
environments, with no significant difference between the two groups. Thus, the
environment of origin does not significantly influence the prevalence of the disease from a
statistical standpoint.

13.3 Conclusion

Based on the available data, there is insufficient evidence to support that the
environment of origin (rural vs. urban) is a risk or protective factor for Hirschsprung's
disease.

13.4 Limitations

This study has several important limitations. Firstly, the sample size is small
(N=24), which reduces the statistical power of the test and makes it difficult to detect an
association, especially if it is weak. Additionally, being an observational study, it cannot
establish a causal relationship between the environment of origin and Hirschsprung's
disease, and other confounding factors may influence the results. There is also a lack of
information on important variables such as age, sex, or socio-economic factors, which
could affect the relationship between the environment of origin and the occurrence of

Hirschsprung's disease.
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14. Case Presentation

14.1 Introduction

14.2 Clinical Aspects

The first clinical case involves a 5-month-old male infant who was transferred with
suspected megacolon and a diagnosis of severe protein-caloric malnutrition, acute
enterocolitis, and severe dehydration syndrome. Following an unfavorable progression, he
was transferred to the “Grigore Alexandrescu” Emergency Clinical Hospital for Children.
Histopathological examination revealed the presence of rare nerve fibers in the intestinal
muscular wall, with no ganglion cells.

The second clinical case involves a 2-year-old child known to have congenital
megacolon and a right colostomy. A Duhamel-type extramucosal sphincterorectomy was
performed, with a favorable postoperative outcome.

Another clinical case concerns a 1-year-and-6-month-old child with a colostomy
and ileostomy. Biopsy results showed preserved glandular architecture and hypertrophy of
the muscularis mucosae, with no identified ganglion cells. Microscopic description
revealed aganglionosis in the rectum and sigmoid colon, with hyperplasia of nerve fibers
and granulomatous inflammation in the transverse and ascending colon. The anatomical-
pathological diagnosis confirmed Hirschsprung's disease in the rectum and sigmoid, with
hypoganglionosis in the remaining colon. Irrigography showed a narrowed transverse
colon and a descending colon of almost normal caliber. An endoanal Soave-type pull-
through procedure was performed, which preserved pelvic vascularization and innervation,
with a favorable postoperative course. Although the procedure is suggested to potentially
increase constipation incidence, this has not been clinically demonstrated.

14.3 Conclusions and Stage Discussions Generated by the Presented Cases

Hirschsprung's disease requires rapid diagnosis and appropriate surgical treatment
to ensure a favorable outcome. Modern surgical techniques, such as Duhamel's
sphincterorectomy and the Soave endorectal pull-through, offer the possibility of restoring
intestinal function, significantly improving patients' quality of life. Postoperative
management is crucial for preventing complications and optimizing recovery. The modern
treatment approach includes early diagnosis, surgical intervention, and specialized
postoperative care, with the main goal of restoring the continuity and normal functionality

of the colon.
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PERSONAL CONTRIBUTIONS

The developed guide provides healthcare practitioners with a structured, evidence-
based approach, facilitating early diagnosis, the establishment of an appropriate treatment
plan, and efficient patient monitoring. Additionally, such a guide helps reduce variations in
medical practices by ensuring the application of the best surgical and therapeutic
techniques.

Implementing a clinical guideline for managing Hirschsprung's disease is essential
for standardizing patient care and improving clinical outcomes. The guide offers a clear
framework for managing and preventing complications, supporting the medical team in
making informed and personalized decisions based on each case.

The implementation of a clinical guideline can reduce medical errors, optimize
resources, and enhance patients' long-term prognosis. Ultimately, the guide is an
indispensable tool for improving care quality and ensuring effective intervention in

Hirschsprung's disease.

ESSENTIAL CONCLUSIONS

1. Diagnosis of Hirschsprung’s Disease: The diagnosis requires clinical, imaging, and
histopathological methods, with intestinal biopsy and histopathological examination
being crucial for confirmation.

2. Treatment: Treatment involves surgical interventions to remove the obstruction, with
the choice of method depending on the severity of the disease and the surgeon’s
expertise.

3. Genetic Studies: Genetic studies have identified mutations associated with
Hirschsprung’s disease, particularly in genes that regulate the development of the
enteric nervous system (ENS).

4. Surgical Techniques: Techniques such as Swenson’s resection, the Soave procedure,
and Duhamel’s myotomy have proven effective and safe, providing favorable long-
term results.

5. Postoperative Outcomes: Most patients who have undergone pull-through surgeries
achieve satisfactory outcomes, such as fecal continence and avoidance of severe
complications.

6. Multidisciplinary Team: A multidisciplinary team is essential for evaluating and

managing postoperative patients, tailoring approaches to each individual case.
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10.

10.

Future Research: Future research should explore minimally invasive techniques, which
may improve continence rates and reduce postoperative morbidity.

Surgical Techniques: Each surgical technique has its advantages and limitations, with
none being definitively superior; the surgeon's experience significantly impacts the
success of the intervention.

Laparoscopic and Robotic Techniques: Laparoscopic and robotic techniques are
becoming increasingly popular, offering advantages such as quicker recovery and
reduced postoperative complications.

Screening for Polyps: Studies suggest an increased prevalence of rectal polyps in
patients with Hirschsprung’s disease, highlighting the importance of regular screening

to reduce the risk of colorectal cancer.
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