
Animal model that replicates human phenotype

PS3_very strong

Immunoassay/Western blot, 
Immunocytochemistry/Immunohistoch
emistry, or confocal/electron 
microscopy shows abnormal protein 
aggregation / loss of solubility or 
astrocyte cell body enlargement

Assay is an 
Immunoassay/Western Blot for 

GFAP protein solubility

Is an Immunocytochemistry or 
Immunohistochemistry assay

Yes
No

Assay that uses patient-derived cell lines
Yes No

PS3_supporting

Yes No

BS3_moderate

Cell line is transfected or genome 
edited with the variant in question

No

No criteria applies
Yes

Yes

Assay demonstrates GFAP 
protein loss of solubility

No

Yes

PS3

No

BS3

Demonstrates abnormal GFAP 
aggregation (compared to wild-type 

control with demonstrated 
intermediate filament architecture) 
or astrocyte cell body enlargement

NoYes

Yes No

BS3PS3_moderate

Contact VCEP 
to assess the 

functional assay 
and update 

specifications

GFAP PS3/BS3 
Instructions


