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Gastrointestinal stromal tumors (GISTs) are rare in infants. 
GIST was presumed to originate from the interstitial cells 
of Cajal (ICC), which has been proven by their immu-
nophenotype (CD117 positive). About  95% of GISTs 
express CD117 and 80% of GISTs also express CD34. They 
locate mostly in the stomach or the small intestine and usu-
ally cause obstruction [1]. The UK National Registry of 
Childhood Tumors reported the incidence of GISTs at 0.02 
per million per year in children below the age of 14 years 
[2]. Here we will discuss a very rare case of infantile GIST 
with negative CD117 expression and make a review of lit-
eratures about its clinical, histopathological, and prognos-
tic findings.

A 2 month-21-day-old female infant was transferred to 
our hospital because of a right quadrant abdominal mass. 
Previous prenatal examination revealed no abnomalities. 
Abdominal ultrasonography revealed a hepatonephric 
mass (5.1 × 4.7 cm) filling the right abdominal space and 
presenting with internal gas signs (Fig. 1a, b). Abdominal 
computed tomography imaging of the infant showed a mass 
locating between the liver and the right kidney (Fig. 1c). 
Laparotomy showed an orbicular mass surrounding cecum 
with a size of 5 × 4 cm, extending from the wall of the 
cecum, but not intruding into the lumen. The bowel segment 
containing the mass was excised and an ileocecal anasto-
mosis was performed. The pathological specimen showed 
a 5 × 4 × 4 cm mass surrounding the cecum. Microscopic 
examination of the tumor showed a spindle cell mesenchy-
mal tumor and mild atypia (Fig. 1d, e). The mitotic rate 
was 1 per 50 HPF with Ki-67 LI as 1%. The tumor was 
completely resected with a negative margin confirmed by 

pathological examination post-operation. The tumor bulk 
was composed mostly of spindle cells staining positive for 
CD34, vimentin, DOG1 and partly positive for S-100. The 
tumor stained negative for CD117, Caldesmon, smooth mus-
cle actin, myoglobin, β-catenin and desmin. The girl sur-
vived without recurrence for three years. To our knowledge, 
this is the ninth case reported a GIST in infantile period 
[2–9], and the second case reported an infantile GIST in 
the cecum (Fig. 1, Table 1). 

The most common symptoms were vomiting, abdomi-
nal distention, constipation, abdominal pain and bloody 
stools. Multiple air fluid levels and dilated loops of bowels 
were presented on the abdominal X-ray examination while 
a mass discovered by the ultrasonography. Five male and 
four female infants were reported with age ranging from 
1 day to 6 months. All those patients received laparotomy 
and bowel resection, none of them received chemotherapy 
or radiotherapy. One case received a reoperation because of 
partial necrosis of the proximal bowel end of anastomosis 
and consecutive leakage and two cases died of sepsis post-
operation. All of the others survived free of recurrence. The 
GISTs located in the ileum in four cases, in the jejunum in 
three, and in the cecum in two. The immunohistochemistry 
examination showed CD117 positive in 4 cases, and CD34 
positive in 5. Three cases were classified as high risk while 
six cases as low risk according to the modified NIH criteria 
[1]. Our case is evaluated as low risk.

Complete (R0) resection of GISTs without rupturing 
the tumor pseudocapsule is the main aim of surgical treat-
ment according to the reported results. Imatinib is the only 
treatment for GISTs that has been evaluated in the adjuvant 
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setting, while evidences suggesting that patients with pediat-
ric/wild-type GIST benefit from adjuvant imatinib is uncon-
vincing; so treatment of this group remains controversial 

[10]. The treatment of GISTs in children is different from 
adults; furthermore, nearly half of infantile GISTs presented 
with CD117 negative, which is quite different with adults.

Fig. 1  The laboratory examination and H&E staining. a & b A heterogeneous mass on ultrasonography examination, c A homo-density mass on 
computated tomography examination, d & e Spindle cells on H&E staining (original magnification × 10, × 20)
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