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What is genetic counseling?
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The National Society of Genetic Counselors

www.nsgc.org

“Genetic counseling is the process 

of helping people understand and 

adapt to the medical, psychological 

and familial implications of genetic 

contributions to disease.”



What do genetic counselors do?
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Assess Risk
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Educate

Assess Risk
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Educate

Support

Assess Risk



What to expect at a cancer genetics appointment
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Poll!
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My job as a genetic counselor 

is to help people understand 

their risk for conditions that 

may run in families, like 

cancer sometimes does. 
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My job as a genetic counselor 

is to help people understand 

their risk for conditions that 

may run in families, like 

cancer sometimes does. 

I’ll take a health history for 

you, and for your family. 

Then I’ll tell you about 

genetic testing, if it seems 

like that might be helpful.
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My job as a genetic counselor 

is to help people understand 

their risk for conditions that 

may run in families, like 

cancer sometimes does. 

I’ll take a health history for 

you, and for your family. 

Then I’ll tell you about 

genetic testing, if it seems 

like that might be helpful.

And if you DO decide to get 

tested, I’ll be here afterward to 

explain the results and to help 

you decide what to do next.
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I don’t know what my dad’s parents 

died of. I know my grandmother on my 

mom’s side had some kind of cancer, 

but I don’t know what kind.
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I don’t know what my dad’s parents 

died of. I know my grandmother on my 

mom’s side had some kind of cancer, 

but I don’t know what kind.

I guess I could ask. But half 

the family is back in Mexico, 

and, well,  we don’t like to 

talk about things like this.
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It’s just bad luck, right?

But what does this have to 

do with genetics?
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Environmental

Factors

Random
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Environmental

Factors

Random
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Single site analysis

August 2024 Interpreting for Cancer Genetics



32

Individual gene testing
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Gene panel
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Other tests
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Germline Testing Tumor Testing
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Germline Testing Tumor Testing
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So, this test would tell us if I 

have cancer? Or if I’m going 

to get cancer?
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Genetic testing can tell us if a 

person has certain genetic 

conditions, but it doesn’t tell 

you if you have cancer.
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Genetic testing can tell us if a 

person has certain genetic 

conditions, but it doesn’t tell 

you if you have cancer.

It tells you if you have a 

gene that makes it more 

likely for you to get certain 

cancers in the future. 
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Genetic testing can tell us if a 

person has certain genetic 

conditions, but it doesn’t tell 

you if you have cancer.

It tells you if you have a 

gene that makes it more 

likely for you to get certain 

cancers in the future. 

But even then, we can’t 

know if you would 

develop the disease or 

condition for sure.
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General Population
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The general population’s Risk of Breast Cancer is about 10%.
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People with BRCA1



August 2024 Interpreting for Cancer Genetics
44

70% of people with BRCA1 will get Breast Cancer.
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30% of people with BRCA1 will not get Breast Cancer.
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Poll!
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This test just tells me if I have 

a higher risk than everyone 

else of getting cancer, right?
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This test just tells me if I have 

a higher risk than everyone 

else of getting cancer, right?

But so what? If I’m 

going to get cancer, 

there’s nothing I can do 

about it, right? 
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This test just tells me if I have 

a higher risk than everyone 

else of getting cancer, right?

So why bother 

getting tested? 

What does it 

matter?

But so what? If I’m 

going to get cancer, 

there’s nothing I can do 

about it, right? 
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“It actually does matter...”
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I wonder how much this 

will cost? What do you 

want to bet my insurance 

won’t pay for it?
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And what if it turns out that I 

DO have this genetic 

mutation? It will just make 

me worry.

I wonder how much this 

will cost? What do you 

want to bet my insurance 

won’t pay for it?
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And what if it turns out that I 

DO have this genetic 

mutation? It will just make 

me worry.

And if my family 

finds out I have a 

genetic mutation, 

what will they 

think of me?

I wonder how much this 

will cost? What do you 

want to bet my insurance 

won’t pay for it?
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And what if it turns out that I 

DO have this genetic 

mutation? It will just make 

me worry.

It would be like 

God is punishing 

me for something. 

I wonder how much this 

will cost? What do you 

want to bet my insurance 

won’t pay for it?

And if my family 

finds out I have a 

genetic mutation, 

what will they 

think of me?

August 2024 Interpreting for Cancer Genetics



61

And what if it turns out that I 

DO have this genetic 

mutation? It will just make 

me worry.

It would be like 

God is punishing 

me for something. 

I wonder how much this 

will cost? What do you 

want to bet my insurance 

won’t pay for it?

And if my family 

finds out I have a 

genetic mutation, 

what will they 

think of me?

Or what if they 

terminate my 

health insurance 

because they 

know I’m going to 

get cancer?

August 2024 Interpreting for Cancer Genetics



62

And what if it turns out that I 

DO have this genetic 

mutation? It will just make 

me worry.

It would be like 

God is punishing 

me for something. 

Or what if they 

terminate my 

health insurance 

because they 

know I’m going to 

get cancer?

If they find out at 

work, could I get 

fired?

I wonder how much this 

will cost? What do you 

want to bet my insurance 

won’t pay for it?

And if my family 

finds out I have a 

genetic mutation, 

what will they 

think of me?
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Manuel, you look 

worried. What’s going 

through your mind?
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● What could be some of the benefits to genetic 

testing?

● Why might some people be wary of testing?

● What is GINA?
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Quiz!
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"Negative"
(Normal)
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"Negative"
(Normal)

"Positive"
(Pathogenic variant)
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“VUS”
(Variant of uncertain 

significance)

"Negative"
(Normal)

"Positive"
(Deleterious variant)
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Test Results: Common Hereditary Cancer Conditions

Hereditary Breast and Ovarian Cancer Syndrome
HBOC Syndrome
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Breast Cancer

Pancreatic Cancer

Prostate Cancer

Ovarian Cancer

Melanoma
Skin Cancer



Test Results: Common Hereditary Cancer Conditions

Lynch Syndrome
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Uterine Cancer

Colon Cancer

Ovarian Cancer

Rectal Cancer
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Manuel, our test found 

that you do have an 

altered MLH1 gene.
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Manuel, our test found 

that you do have an 

altered MLH1 gene.

That means that you are at higher risk than 

the general population to get a number of 

cancers such as colorectal cancer, liver 

cancer, pancreatic cancer and others. 
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Manuel, our test found 

that you do have an 

altered MLH1 gene.

That means that you are at higher risk than 

the general public to get a number of 

cancers such as colorectal cancer, liver 

cancer, pancreatic cancer and others. 

This condition is called 

“Lynch Syndrome.” 
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So, let's set up an appointment for a colonoscopy for you. It would 

probably be a good idea to do them more frequently than usual, 

now that we know you have a high risk of colon cancer. 
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So, let's set up an appointment for a colonoscopy, which is a 

procedure that screens for colon cancer. It would probably be a 

good idea to do them more frequently than usual, now that we 

know you have a high risk of colon cancer. 

We know that removing polyps 

can help prevent cancer, AND 

catch it early if it starts. 
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That makes sense. Let's make 

that appointment.
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Questions?
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