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Clinical Features and Diagnosis of Hirschsprung’s Disease

Woo-Hyun Park, M.D.

Division of Pediatric Surgery, Department of Surgery, Keimyung University Dongsan Medical Center

Daegu, Korea

Diagnosing Hirschprungs disease (HD) is a clinical challenge to pediatric surgeons. The
cardinal symptoms are failure of passage of meconium within first 24 hours of life, abdominal
distension, and vomiting. The severity of these symptoms and the degree of consitpation
vary considerably between patients. HD is suspected on the basis of history and clinical
findings and the diagnosis is established by radiological examination, anorectal manometry,
and histochemical analysis of biopsy specimens. In this review, the advantages and pitfalls of
each diagnostic modality are discussed. And a diagnostic approach utilizing these diagnostic
modalities in children with suspicious HD is presented. (J Kor Assoc Pediatr Surg 8(1):48~53), 2002.
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Table 1. Diagnostic Modalities

Radiological study

a. Simple abdominal and prone cross-table
lateral film

b. Barium enema
Anorectal manometry
Rectal suction biopsy
a. AChE histochemistry - cholinergic fiber
b. NADPH-diaphorase histochemistry — nitrergic fiber
¢c. NSE+S—100 stain-ganglion cell and nerve fiber

d. LDH, SDH , Cathepsin D stain—immature
ganglion cell

e. H & E stain ganglion cell
Full thickness biopsy
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Table 2. Useful Radiological Findings in Hirschsprung's
Disease

1. Transitional zone

2. Reversed rectosigmoid index (RSi<1):
predictive value for HD

68% positive

. Barium retention on 24-or 48-hr films

. Irregular contraction in the aganglionic segment
. Stool mixed with barium
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. Microcolon in total colonic aganglionosis and ultralong
segment HD

7. Loss of normal redundancy of sigmoid loop, splenic
and hepatic flexure (Question mark sign) in total
colonic aganglionosis and ultralong segment HD
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3. ZIZF E0IMA (rectal suction biopsy, RSBx)
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Table 3. Rectal Suction Biopsy with Acetyicholinesterase Histochemistry: de Brito and Maksoud’s Criteria (1987) for
Hirschsprung’s disease

Positive reaction
Pattern | (newborn pattern)

1) large nerve bundles or trunks exclusively in the muscularis mucosa and submucosa without infiltration in the
lamina propria

2) mainly involve infants younger than 3 months of age
Pattern Il (classical pattern)

1) many thinner and discrete nerve fibers in the muscularis mucosa and submucosa with clear infiltration in the
lamina propria

2) mainly involve children older than 1 year of age
Pattern Ill (intermediate pattern): mixture of pattern 1 and Il
Negative reaction
No or barely present fibers
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Fig.1. Diagnostic algorithm in patients suspected of hav-
ing Hirschsprung's disease. LGI; lower gastrointestinal
tract, AChE; acetylcholinesterase, RSR; rectosphincteric
reflex, Bx; biopsy
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