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• Identify variants in the STAT6 protein that cause gain-of-function (GOF) 
disease

• Overexpress variants in HEK293 cells and measure STAT6 
phosphorylation via flow cytometry and western blotting

• Publish the results publicly to accelerate physician diagnosis and 
treatment of STAT6 GOF

Methodology

• Once verified, the variants will 

be published in journals and 

deposited in genomic 
databases.

• This will aid physicians in 

diagnosing and treating 
STAT6 GOF with preexisting 

drugs that target the Jak/STAT 

pathway

Conclusions

Introduction
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Preliminary Results

Fig.3: Translational workflow for the identification, validation, and targeted treatment of STAT6 gain-of-function (GOF) variants.

Fig.2: Multisystemic clinical phenotype of STAT6 Gain-of-Function (GOF) disease

Fig.1: IL-4 and IL-13 stimulation of the Jak/STAT pathway with JAK-mediated STAT6 phosphorylation and nuclear translocation for transcription

Table 1: Comparative genotypic and clinical profile of (n=2) novel STAT6 GOF variants

Fig.4: Structural model of the DNA-STAT6
homodimer complex highlighting potentially 
pathogenic gain-of-function (GOF) variant sites

Fig.5: Schematic representation of STAT6 protein 
domain architecture mapping reported gain-of-
function (GOF) variants and variants of study
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