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2-year-old male 

normal at birth, subsequently 
presented with weight gain
found to have a 3.9 cm 
sellar/suprasellar mass        
with bilateral cavernous sinus 
invasion (L>R)
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Case Discussion

 Differential Diagnosis?

 Diagnostic Studies?
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Tumor and germline sequencing analysis demonstrated:

Germline DICER1 frameshift mutation

Somatic DICER1 hotspot mutation in the ribonuclease III domain 

Germline loss of function mutations in DICER1 cause a rare 
autosomal dominant tumor predisposition syndrome 
(OMIM #601200)



Pituitary blastoma with DICER1 mutation
• Sellar region neoplasm composed of 

primitive cells, neuroendocrine cells, and 
Rathke epithelium

• Exceptionally rare tumor

• Usually occurs in children less than 2 years 
of age

• Cushing syndrome is one of the most 
common presentations

• Associated with germline and somatic 
mutations in DICER1, which encodes a 
microRNA processing enzyme 

• Patients may present with or subsequently 
develop other DICER1 related tumorsPrimitive cells

Neuroendocrine cells
Rathke epithelium
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