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•8-year-old female patient
•Autism, developmental delay, 15q11.2 deletion 
syndrome 

•No headaches, nausea, vomiting or change in 
vision.

Clinical history











Diagnosis?



TRICHROME



SSTR2A EMA

PR CD68



UCSF500 NGS and Diagnosis

Diagnosis: Perivascular spindle cell proliferation with a likely 
pathogenic in-frame PDGFRA deletion.



T2 FLAIR

Couple months later…A 13-year-old female patient

T1-post-GAD



Immunohistochemistry
• SSTR2A: Patchy
• EMA: Patchy 
• PR: Negative.
• CD34: Blood vessels.
• Ki-67: Rare cells.



• Meningioangiomatosis
• Giant tumefactive perivascular spaces
• Gastrointestinal stromal tumor (GIST)
• Myopericytoma/myofibroma

Differential Diagnoses



PDGFRA is expressed in mesenchymal cells and its alterations were 
identified in various disorders
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• Glioblastoma, IDH-wildtype, CNS WHO grade 4
• Astrocytoma, IDH-mutant
• Diffuse pediatric type high-grade glioma
• Low-grade glioneural tumors such as myxoid glioneuronal tumors

• Could this be an expansion of this specific progenitor pool?
• Is this entity potentially targetable by an RTK-inhibitor?
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