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Keypoints

What is known:

- Constipation is a frequent symptom in children and is mostly of

functional etiology.

- Awareness should be raised about the signs which indicate the
| need for exclusion of organic causes.

What is added:

- Although most cases of anorectal malformations are diagnosed
during the neonatal period, 25% may be diagnosed later.

- Anorectal malformation must be considered during the
evaluation of an infant or child with constipation.
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Introduction

A 4-month-old female infant, without remarkable history,
except for recurrent perineal candidiasis, presented
a change in her defecation pattern. She maintained
daily bowel movements but with increasingly harder
and difficult to pass stools, associated with painful
defecation. Dietary management of constipation was
tried which proved ineffective. Following an episode of
rectal bleeding, after painful defecation, by 12 months of
age, an external hemorrhoid was detected and she was
started on osmotic laxatives, with partial improvement.
Routine examination by 18 months of age indicated no
abnormal abdominal findings and no palpable feces.
However, anterior implantation of an apparent anus was
identified on the perineal examination (Fig. 1). The child
was referred for pediatric surgery consultation which
led to the diagnosis of imperforate anus with perineal
fistula. Surgical correction was performed after the
exclusion of urogenital malformations and congenital
heart defects.

Although constipation in children is mostly a functional
etiology, detailed history and a thorough physical
examination should be performed to exclude an organic
cause.! Moreover, the identification of an abnormal
anal position should raise the suspicion of anorectal
malformations and motivate early referral to pediatric
surgery.

Anorectal malformations are congenital anomalies with
a wide phenotypical spectrum, reportedly occurring
in around one in 5000 live births. The etiology is not
completely known, although it seems to be multifactorial
and frequently associated with other congenital
malformations, especially urinary tract malformations.?

Most cases of anorectal malformations are diagnosed
during the early neonatal examination, but around
25% of milder forms are diagnosed later.*® Patients
with later diagnosis may present with constipation
often unresponsive to laxative treatment, abdominal
distention, and rectal bleeding.> Most anorectal
malformations require surgical treatment. A delay in
the diagnosis results in a higher risk of surgical and
functional complications, with a consequent negative
impact on the quality of patient life.*

Figure 1. Perineal area presenting an anal dimple (arrow) and
anteriorly a cutaneous fistula in close proximity with external
genital apparatus. The child was contracting pelvic muscles while
crying which allowed to observe anal dimple demarked by folds
from external sphincter muscle contraction, not observed during
relaxation.
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