
A guide to mutational testing for people 
with a gastrointestinal stromal tumor (GIST)
All GIST is driven by an underlying mutation.This guide will help 
you discuss with your care team which mutation drives your GIST 
and the best way to treat it.

Your test results and what they mean*
One way to think of your results is like an address:

The gene is the city; this is the gene that is affected.

The exon is the street; this is the area on the gene 
where the mutation is located.

The alteration is the house number; this is the exact 
change within the gene that is driving your GIST.

Take this guide to your next 
appointment to help start the 
conversation about which mutation 
may be causing your GIST.

Test results usually come back within 2 weeks. If you started a treatment while waiting 
for your results, ask if your treatment plan should be changed based on your mutation.

Use the checklist below to record your mutational test results.

Additional gene mutational testing
(if no mutation is detected in KIT or PDGFRA)

BRAF mutation detected 

 SDH A/B/C/D mutation detected

NF1 mutation detected 

NTRK fusion detected 

Alteration:  __________________________________________

My mutation
What gene, exon, and alteration do I have?

Answer
Gene:  ______________________________________________
Exon (if included in report):  _________________________
Alteration:  __________________________________________
If your care team cannot provide the information you need to 
complete the gene and alteration fields, ask them to clarify why 
this information is not available and what other options you have 
for understanding your mutation.

*   Your alteration result may contain letters and numbers that explain how the gene (DNA) 
or protein (amino acid) has changed. Always ask your care team to clearly explain your 
mutational testing results. Some test results may not include your exon, but results 
should always include information about your gene and alteration. The alteration listed 
in mutational test results can represent a change in the amino acid or DNA change.

KIT gene mutation

 no KIT mutation detected

Exon (check all that apply):

  9   11   13   14   17

 no exon information in my report

Alteration (write in):  _____________________________

PDGFRA gene mutation

 no PDGFRA mutation detected

Exon (check all that apply):

  12   14   18

 no exon information in my report

Alteration (write in):  _______________________________
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_____________________________________________________

_____________________________________________________

_____________________________________________________

_____________________________________________________

_____________________________________________________

_____________________________________________________

_____________________________________________________

_____________________________________________________

The following questions may be helpful in discussing mutational testing results with your  
care team and how they may affect your treatment.

Key questions for your care team

Getting treatment for your GIST
Key question
Imatinib is usually the first treatment for many patients 
with GIST, but I have learned that it does not work for  
all mutations. Is imatinib effective in treating my type  
of mutation?  

Answer
_____________________________________________________

_____________________________________________________

_____________________________________________________

Key question
What other therapies may or may not work for  
my mutation? 

Answer
_____________________________________________________

_____________________________________________________

_____________________________________________________

Key question
Are any new treatments for GIST approved or available  
in clinical trials that may be suitable for my mutation?  

Answer
_____________________________________________________

_____________________________________________________

_____________________________________________________

Important: Once you have your test results, talk with  
your doctor about which treatment might be best for  
your type of GIST.

Consider these tips when discussing GIST 
mutational testing with your care team

1
2

3

Take this guide with you, and address any 
questions or concerns you have noted below. 

If possible, take a friend, family member, or 
caregiver with you to your appointment. Share 
your questions and concerns so that this 
person can help you ask questions and note 
your care team’s answers.

Don’t be afraid to tell your GIST care team if 
you don’t understand something or if you need 
more information.

4 Ask for a copy of your mutational test report for 
your records.

For more information about  
GIST and mutational testing, 
visit www.MutationMatters.com.

Notes from my doctor visit

Blueprint Medicines, Mutation Matters and associated logos are trademarks of Blueprint Medicines Corporation.  
© 2019-2020 Blueprint Medicines Corporation. 
02/2020     USBP-DAA-18-004.2


