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Abstract

Objective: To describe the case of an infant with Hirschsprung’s disease presenting as total
colonic aganglionosis, which, after surgical resection of the aganglionic segment persisted with
irreversible functional intestinal obstruction; discuss the difficulties in managing this form of
congenital aganglionosis and discuss a plausible pathogenetic mechanism for this case.

Case description: The diagnosis of Hirschsprung’s disease presenting as total colonic agan-
glionosis was established in a two-month-old infant, after an episode of enterocolitis,
hypovolemic shock and severe malnutrition. After colonic resection, the patient did not recover
intestinal motor function that would allow enteral feeding. Postoperative examination of rem-
nant ileum showed the presence of ganglionic plexus and a reduced number of interstitial cells
of Cajal in the proximal bowel segments. At 12 months, the patient remains dependent on total
parenteral nutrition.

Comments: Hirschsprung’s disease presenting as total colonic aganglionosis has clinical and
surgical characteristics that differentiate it from the classic forms, complicating the diagnosis
and the clinical and surgical management. The postoperative course may be associated with
permanent morbidity due to intestinal dysmotility. The numerical reduction or alteration of
neural connections in the interstitial cells of Cajal may represent a possible physiopathological
basis for the condition.

© 2016 Sociedade de Pediatria de Sao Paulo. Published by Elsevier Editora Ltda. This is an open
access article under the CC BY license (http://creativecommons.org/licenses/by/4.0/).
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PALAVRAS-CHAVE
Lactente;

Doenca de Hirschsprung - Dismotilidade intestinal pos-cirurgica

Objetivo: Descrever o caso de um lactente portador de doenca de Hirschsprung na forma agan-
glionose colonica total que, apos a resseccdo cirlrgica do segmento aganglidnico, manteve
quadro irreversivel de obstrucao intestinal funcional; discutir as dificuldades no manejo dessa
forma da aganglionose congénita e apontar um mecanismo patogenético plausivel para o caso.
Descricdo do caso: O diagndstico de doenca de Hirschsprung na forma aganglionose colonica
total foi definido em lactente aos dois meses de vida, apds episodio de enterocolite, choque
hipovolémico e desnutricao grave. Apos resseccao coldnica, o paciente nao recuperou a funcao
motora intestinal que possibilitasse a alimentacdo via enteral. O exame do ileo remanes-
cente pos-operatorio mostrou presenca de plexos ganglionares e reducdo numeérica das células
intersticiais de Cajal em segmentos proximais do intestino. Aos 12 meses de vida, o paciente
mantém-se dependente de nutricdo parenteral total.

Comentdrios: A doenca de Hirschsprung na forma aganglionose colonica total tem particular-
idades clinico-cirdrgicas que a diferenciam das formas classicas e dificultam o diagnostico e o
manejo clinico-cirlrgico. A evolucao pos-operatoria pode associar-se a morbidade permanente
decorrente de dismotilidade intestinal. A reducao numérica ou as alteracoes das conexdes neu-
rais das células intersticiais de Cajal podem representar uma possivel base fisiopatoldgica para

© 2016 Sociedade de Pediatria de Sdo Paulo. Publicado por Elsevier Editora Ltda. Este é um
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Introduction

Hirschsprung’s disease (HD) is the most prevalent cause of
functional bowel obstruction in infants, with an incidence
of 1:5000 live births." It is genetically determined and cha-
racterized by a defect in the migration of embryonic cells
from the neural crest, generating an aganglionic segment at
the distal end of the intestines.? The gold standard diagnos-
tic method is a rectal biopsy showing absence of ganglion
cells and increased number of acetylcholinesterase-positive
nerve fibers.?

The anatomical location of the transition between the
distal aganglionic segment and the proximal ganglionic seg-
ment allows for the classification of HD as follows: classic -
when the aganglionic segment extends to the proximal sig-
moid; with long segment - when aganglionosis reaches the
splenic flexure or the transverse colon; or total colonic agan-
glionosis (HDTCA) - when the aganglionic segment extends
from the anus up to at most 50cm proximal to the ileoce-
cal valve. HDTCA presents clinical, histological, and genetic
differences in relation to the other types of HD, and is asso-
ciated with diagnostic and management difficulties.* The
classic form of HD is observed in 7-88.8% of cases; the long
form, in 3.9-23.7%; and HDTCA, in up to 12.6% of patients.®

Surgical therapy in HD minimizes the complications of
intestinal obstruction when the aganglionic segment is com-
pletely resected. In some patients, postoperative intestinal
dysmotility persists, most often manifested as chronic cons-
tipation and recurrent episodes of enterocolitis. Different
histopathologic findings can be identified in these cases,
such as incomplete resection of the aganglionic segment,
hypoganglionosis, and intestinal neuronal dysplasia juxta-
posed to the aganglionic zone.*

The present article reports a case in which difficulties of
diagnosis, therapy, and prognosis were observed. The publi-
cation of this case report was approved by the Institutional
Review Board (IRB) of the State University of Campinas, IRB
Opinion/Article No°012/2015 from July 28, 2015.

Case description

A black male patient was referred to a tertiary hospital at
age 2 months, with a diagnosis of intractable diarrhea and
vomiting for 22 days. He evolved with hypovolemic shock and
refractory metabolic acidosis. The patient had undergone
a simple abdominal radiograph, which showed widespread
bowel distension (Fig. 1), and a CT scan showing lack of
progression of the enteral contrast to the distal colonic seg-
ments.

History of prenatal ultrasound showing distended fetal
bowel loops. The mother denied delay (>24h) in the pas-
sage of meconium at birth and complaints compatible with
intestinal obstruction. The child was born vaginally, at 39
weeks of gestational age, discharged from the hospital on
the third day of life, with birth weight of 2950g. Neonatal
screenings for phenylketonuria, hypothyroidism, and cys-
tic fibrosis were negative. The child had been in exclusive
breastfeeding since birth; the mother denied constipation,
but reported poor weight gain. After 38 days of life, the
child had diarrhea that required hospitalization in the city
of origin. After ten days, he was transferred to a tertiary
hospital for intractable diarrhea and metabolic acidosis.

Upon admission to the tertiary hospital, weighting 2860g,
he presented generalized muscle atrophy, sparse sub-
cutaneous tissue, and distended abdomen tympanic to
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