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Case report of mesenteric 
lymphadenopathy in Gaucher disease: 
rare and benign complication 
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A 10-year-old boy known case of Gaucher disease about 2 years ago was admitted with nausea, 
vomiting and epigastric pain from 3 days before hospitalization to Mofid Children’s hospital, Tehran, 
Iran. On the initial examination, no abnormalities were found except for splenomegaly and brief 
tenderness on the spleen. In secondary paraclinical evaluations (with Ultrasound and Ct-scan), 
we noticed mesenteric lymphadenopathy in the patient. The lesions remained unchanged and no 
significant changes were observed in the clinical and laboratory evaluations of the patient during 
one-year follow-up period. This is a rare and benign manifestation of Gaucher disease, which is 
usually monitored and does not require any intervention without signs of malignancy or severe space 
occupying effects   
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Gaucher disease is a metabolic disorder due to a 
deficiency of the b-glucocerebrosidase enzyme, 
which leads to the glucocerebroside accumu-

lation in tissue macrophages of liver, spleen, and bone 
marrow, lungs, kidneys and intestines. In this disease, 
fat accumulates in the lysosomes of macrophages 
and is not metabolized [1]. The main features of the 
disease are anemia, bone lesions, neurological disor-
ders and hepatosplenomegaly. Moreover the disease 
is associated with rare complications, such as mesen-
teric lymphadenopathy, which only 26 cases have 
been reported worldwide [2]. In the present study we 
describes a pediatric patient with Gaucher disease, 
who had mesenteric lymphadenopathy as a rare and 
benign manifestation of Gaucher disease. 

CASE REPORT

A 10-year-old boy known case of type1 Gaucher 
disease (homozygous c.1448T>C (p.L483P); 
Lyso-Gl-1 – 875.5 ng/ml (cut of value 0–4.0 ng/ml)) 
about 2 years ago has been under Enzyme Replace-
ment Therapy (ERT). The treatment was received 
incompletely. He was admitted with nausea, vomiting 
and epigastric pain 3 days before hospitalization, to the 
Mofid Children's Hospital, Tehran, Iran. On the initial 
examination, no abnormalities were found except for 
splenomegaly and brief tenderness on the spleen. To 
complete the initial assessment for the patient, labo-
ratory tests and ultrasound of the abdomen were 
performed, the findings included: WBC 5,7 × 109/L 
(Neut 55%, Lym 37%), PLT 138 × 109/L, Hb 114 g/L, 
liver function test and amylase were in normal limit. 

Evidence of lobulated large mesenteric mass meas-
uring about 91 × 57 mm by ultrasound was depicted 
(figure 1). 

For better assessment of the lesion, CT-scan of the 
abdomen and pelvis with IV contrast was requested for 
the patient, which showed the following findings.

Congluromated lymphadenopathy containing 
coarse calcification and area of cystic degenera-
tion was detected which encased SMA (figure 2). By 
given the history, clinical condition, laboratory data 
(normal CBC, ESR and LDH) and imaging , mesenteric 
lymphadenopathy as a rare and benign manifestation 
in Gaucher disease was considered . Due to the strong 
clinical suspicion of the benign process and the high 
risk of surgery for the patient, sampling and surgery 
were not performed. It is noteworthy that taking an 

Figure 1

In Ultrasound, evidence of lobulated large mesenteric 
mass measuring about 91 × 57 mm in the epigastric 
region by spreading to the umbilical region was seen 
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antacid after one week relieved the patient’s epigas-
tric pain. The patient was also followed up by serial 
ultrasounds over the course of a year, and the lesions 
remained unchanged and no significant changes were 
observed in the patient's clinical and laboratory evalu-
ation during this one-year follow-up period.

DISCUSSION

Accumulation of glycosphingolipids in the mono-
nuclear phagocyte system, may progress to disabling 
and potentially life-threatening complications when left 
undiagnosed and untreated(1). Mesenteric lymphad-
enopathy is a rare and benign manifestation in pedi-
atric patients with Gaucher disease, which is generally 
refractory to ERT and substrate reduction therapies [3].

The clinical implication of this condition is unde-
termined, with no consensus on treatment strategies. 
However, this condition can reflect the progression of 
Gaucher disease. Moreover, it can be accompanied by 
the serious complication, protein-losing enteropathy 
[4]. 

Despite successful treatment with ERT, several 
cases of this manifestation have been reported. It is 
not clear why ERT is not effective in these rare cases. 
But it may be because the lymph nodes do not have 
access to this type of treatment [3].

In a few studies biopsy of lymph nodes was 
performed which revealed no malignancy [4–6]. 

The main differential diagnosis is lymphoma 
which is still a rare manifestation in Gaucher disease, 
however calcification in lymphomatous mass is only 
seen after therapy [7].

Thus, according to the results of our study and 
other similar studies, misdiagnosis as a malignant 
tumor and incorrect treatment can be avoided with 
increased recognition and knowing better about this 
rare manifestation. Surgical interventions may only be 
required if malignant lesions are highly suspected and 
mass effects are present on other organs due to the 
size of the lymph nodes. Further reporting and evalua-
tion, and longer follow-up of similar cases, are needed 
to obtain more accurate information.

CONCLUSION

Our study showed that mesenteric lymphadenop-
athy can be a benign and rare manifestation in Gaucher 
disease and does not require immediate intervention. It 
can be monitored and if it leads to more complications, 
then appropriate interventions could be considered.
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Figure 2

Conguloromated lymphadenopathy containing coarse 
calcification and area of cystic degeneration was 
detected which encased SMA 


