
All in the Family: Lynch Syndrome Often Undiagnosed
By Mary Mitiguy Miller

Brian Mansfield, a music critic for USA Today in Nashville and 
48 years young, didn’t see it coming. Nor did his doctor. After an 
episode of rectal bleeding and months of unexplained heartburn, 
a gastroenterologist suggested Prilosec and said, “Because you’re 
near 50, let’s go ahead and do a colonoscopy.”

The results were a double gut punch. He was diagnosed with 
colorectal cancer, and also Lynch syndrome. People with Lynch 
syndrome due to an inherited genetic mutation face greatly 
increased chances of developing colorectal cancer more than once, 
plus other cancers (stomach, pancreas, urinary system, even brain 
or skin cancers). Women with Lynch syndrome also face a 40-60 
percent chance of developing endometrial (uterine) cancer in their 
lifetime and an increased risk for ovarian cancer. 

And because Brian has this inherited mutation, his parents, 
siblings, and his four children also have a 50% chance of having 
Lynch syndrome.  

One in 35 people who have colorectal cancer also have Lynch 
syndrome (about 1 in 370 people in the general population). Not 
everyone with Lynch syndrome will get cancer: It just heightens 
the person’s susceptibility. But if people know they have Lynch 
syndrome and get careful, frequent monitoring, many cancers can 
be caught early and cured—or, with colon cancer, even prevented 
from becoming cancer. (Studies show that doing colonoscopies 
every 1 to 3 years in Lynch syndrome patients can lower the 
number of colorectal cancers by 60%.) 

But as many as 98% of individuals—perhaps 90% of families—
don’t know they have Lynch syndrome, according to calculations 
published in a 2010 Cancer Prevention Research journal article 
by Heather Hampel, Associate Director of the Human Genetics 
Division at Ohio State University. 

“Lynch syndrome is seriously under-diagnosed,” says Hampel, 
who is one of the nation’s leading researchers into effective ways 

to screen for Lynch syndrome. When she started as a genetic 
counselor 17 years ago, there was no blood or tumor-tissue test 
available for Lynch syndrome. It was found by careful study of a 
person’s family medical history.

Back in 1966, Dr. Henry Lynch first detected unusual family 
clusters of cancer. He began to suspect that an inherited genetic 
mutation was causing colon and uterine cancers that were 
diagnosed in unusually young people (in their 40s or 50s), or in 
people who had multiple cancers. 

Studies now show that about 25% of colorectal cancers are 
“familial”—occurring more often in one side of a family tree. From 
3 to 5%  cases are directly inherited, meaning a person inherits a 
specific genetic mutation from either parent that greatly increases 
susceptibility to certain cancers. (The two most common known 
inherited forms of colorectal cancer are Lynch syndrome and 
“FAP”— familial adenopolyposis, in which many polyps develop as 
early as adolescence.)

The Mansfield family
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With today’s genetic analysis tools, researchers now have identified 
four (at least) different genes where mutations can cause what is 
now known as Lynch syndrome.

GeneTiC TeSTinG  

But even though scientists can tell which gene mutations cause 
Lynch syndrome, most carriers don’t know they have (and can pass 
on) a gene mutation putting them and family members at such a 
high risk for cancer.

Finding these unknowing Lynch syndrome carriers could save lives 
and countless dollars in cancer treatments. How to find them?

People with a suspicious family history may be Lynch syndrome 
carriers even if they do not have cancer. Genetic testing can identify 
people with the genetic mutations, which allows them to work out a 
tailored management plan with their doctors for cancer prevention 
and early detection.

Most experts now agree that newly diagnosed colorectal cancer 
patients should have their tumor tested—certainly if they are under 
age 50 or 60 years old, or if they have a suspicious family history of 
cancers.

Some experts like Dr. Lynch and his son Dr. Patrick Lynch, plus 
Heather Hampel and others on a Centers for Disease Control 
and Prevention expert task force, urge universal testing of every 
colorectal tumor—and some cancer centers are testing that 
approach. Most hospitals preserve tumor tissue, often for many 
years, so people diagnosed previously can still get their tumor 
tested if they were diagnosed young or if their family health history 
raises red flags.

FAMiLy hiSTOry iS STiLL viTAL

Besides genetic testing, the other way 
to find people unaware of their Lynch 
syndrome is for individuals to become 
detectives into their family medical 
history. 

Brian Mansfield’s family history didn’t reveal clues—until he dug 
beyond his immediate family.

“There were no [cancer] cases in my immediate family, but it was 
a small sample. I’m one of two children, and my father is an only 
child,” Brian said. And his father’s mother had a hysterectomy 
which would have avoided possible Lynch-associated uterine or 
ovarian cancer. 

“But if you go through my grandmother’s siblings and their kids, 
then the family tree lights up like a Christmas tree,” he added. 
“Once we started talking to the women of the family…and as word 
spread through Facebook, we found out my father has three first 
cousins diagnosed in their 40s with colorectal cancer, and my 
father’s aunt had uterine cancer…”  

And to spread the word about Lynch syndrome beyond his family, 
Brian is reporting on his own journey in USA Today. There are a 
lot of people out there who might find life-saving clues by taking a 
careful look at their own family medical history.  
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