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A rare cause of constipation

Uma causa rara de obstipação
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A 14-year-old male with attention deficit hyperactivity disorder (ADHD), currently treated with lisdexamphetamine, and a two-year history of 
episodic constipation treated with polyethylene glycol was admitted to the pediatric ward with complaints of progressively less frequent and 
harder stools over the past two months, refractory to medical treatment (polyethylene glycol, milk of magnesia, and glycerin suppositories). 
He also reported abdominal pain, initially diffuse but localized to the hypogastric region over the past month, with progressive abdominal 
distension. He denied asthenia, pallor, or weight loss.

Physical examination revealed a thin appearance (body mass index = 16.9 kg/m2, z-score = -1.33), a distended and painful abdomen with 
tenderness, and a palpable mass with a rock-hard consistency in the hypogastric region. Abdominal radiograph (Figure 1) showed marked 
abdominal distension without air-fluid levels. Abdominal ultrasound revealed a large heterogeneous retroperitoneal mass in the midline of 
the abdomen and another lobulated hypoechoic mass near the rectum, suggestive of conglomerate lymph nodes or neoplasm.

To further characterize these findings, an abdominopelvic computed tomography scan was performed (Figure 2), which revealed a midline 
mesenteric mass measuring 17.3 x 8.4 cm, along with multiple other ill-defined masses in the abdominal, retroperitoneal, and pelvic regions 
with areas of necrosis highly suggestive of an aggressive neoplastic process. In addition, there was evidence of peritoneal carcinomatosis and 
liver metastases. Complete blood count and biochemistry, including uric acid and lactate dehydrogenase levels, were within normal ranges. 

Figure 1 - Abdominal radiograph showing abdominal distension 
(indicated by arrows).

What is your diagnosis?

Figure 2 - Abdominopelvic computed tomography scan showing a 
large heterogeneous solid mass with necrosis located in the midline, 
probably in the mesentery (indicated by arrows).
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DIAGNOSIS 

Desmoplastic small round cell tumor

DISCUSSION

The diagnosis of desmoplastic small round cell tumor (DSRCT) 
was established by anatomopathologic examination of the mass 
in conjunction with immunohistochemistry and confirmed by 
cytogenetic analysis, which revealed the presence of the t(11;22) 
translocation responsible for the EWSR1-WT1 gene fusion. 

DSRCT is an extremely rare and aggressive tumor of the serosal 
lining of the abdomen that predominantly affects Caucasian male 
adolescents. It is characterized by the recurrent t(11;22)(p13;q12) 
chromosomal translocation resulting in the fusion of the EWSR1 gene 
on chromosome 22q12 with the WT1 gene on chromosome 11p13.(1) 

The patient in this case is currently being managed at a clinical 
cancer centre and has undergone chemotherapy, surgery, and 
radiotherapy with only a partial response. The prognosis remains 
poor due to the limited availability of  effective treatment options.(2)

Constipation is a common problem in Pediatrics, with more than 95% 
of cases having a functional etiology. In adolescents, factors such as 
eating disorders, school stressors, and attention-deficit/hyperactivity 
disorder (ADHD) can promote or exacerbate constipation. Although 
rare, underlying causes must be considered in the presence of red 
flags.(3)

In this case, despite the patient’s history of functional constipation 
and ADHD, the sudden onset of bowel obstruction combined 
with localized abdominal pain, progressive abdominal distension 
refractory to medical treatment, and a palpable pelvic mass should 
be recognized as warning signs warranting further evaluation. 
Constitutional symptoms may not always be present as DSRCT is a 
rapidly progressive tumor.

ABSTRACT

In Pediatrics, functional etiology accounts for the vast majority of 
constipation cases, while neoplastic etiology is rare. The authors 
describe the case of a 14-year-old male with a history of constipation 
that progressively worsened and became refractory to medical 
treatment. On physical examination, the patient had a distended 
and painful abdomen with a palpable mass in the hypogastric region. 
An abdominopelvic computed tomography scan revealed multiple 
masses highly suggestive of a neoplastic process. Anatomopathologic 
examination confirmed the diagnosis of desmoplastic small round 
cell tumor (DSRCT). DSRCT is an extremely rare and aggressive 
malignancy that can present without constitutional symptoms. 
This case highlights the importance of recognizing warning signs in 
patients presenting with constipation.
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RESUMO

A maioria dos casos de obstipação em idade pediátrica é de 
etiologia funcional e as causas neoplásicas são extremamente 
raras. É descrito o caso de um adolescente com antecedentes de 
obstipação com agravamento progressivo e refratária ao tratamento 
médico. Ao exame objetivo, apresentava abdómen distendido e 
doloroso e massa hipogástrica palpável. A tomografia computorizada 
abdominopélvica revelou múltiplas massas altamente sugestivas de 
neoplasia e o exame anatomopatológico estabeleceu o diagnóstico 
de tumor desmoplásico de pequenas células redondas (TDPCR). O 
TDPCR é uma neoplasia extremamente rara e agressiva que pode 
apresentar-se sem sintomas constitucionais. Este caso reforça a 
importância de reconhecer os sinais de alarme em doentes com 
obstipação.
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