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Lynch syndrome designation is applied to patients with an identified germline 
pathogenic or likely pathogenic variant in a DNA mismatch repair gene (MLH1, 
MSH2, MSH6, PMS2, EPCAM   )

Autosomal dominant genetic disorder

Carries increased risk for multiple cancers (more details on a later slide)

Very common condition
• Estimated to affect 1/279 people in the general population
• Most common cause of inherited colorectal cancer (accounts for 4%)
• Most common cause of inherited endometrial cancer (accounts for 3%)

Lynch Syndrome
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First clinically described by Dr. Henry Lynch in 1966 and called “cancer family 
syndrome”

Was labelled “hereditary non-polyposis colorectal cancer” for a time to 
differentiate from familial adenomatous polyposis (FAP)

• This name was eventually abandoned to avoid confusion as patients often 
develop colon polyps and this is a multi -system cancer predisposition syndrome

Lynch syndrome was finalized as the preferred nomenclature in 2002

Giardiello FM et al. Guidelines on genetic evaluation and management of Lynch syndrome: a consensus statement by the U.S. Multi-Society 
Task Force on Colorectal Cancer. Gastrointest Endosc. 2014 Aug;80(2):197-220. 

Lynch Syndrome
Historical Background



Cance r  Type MLH1 MSH2 / EPCAM

Colorect a l Cance r 46-61% 33-52%

Endomet r ia l Cance r 34-54% 21-57%

Ovarian 4-20% 8-38%

MSH6 PMS2 General Public

10-44% 8.7 -20% 4.1%

16-49% 13-26% 3.1%

≤1-13% 1.3-3% 1.1%

Renal pe lvis or Ure te r 0.2-5% 2.2-28%

Prostate 4.4-13.8% 3.9-23.8%

Stomach 5-7% 0.2-9%

Pancreat ic 6.2% 0.5-1.6%

0.7-5.5% ≤1-3.7% Not  in SEER

2.5-11.6% 4.6-11.6% 12.6%

≤1-7.9% Not  Known 0.8%

1.4-1.6% ≤1-1.6% 1.7%

Lynch  Syndrome  
Cance r  Risks  (t o age  80)

NCCN Guidelines, Genetic/Familial High-Risk Assessment: Colorectal, v2.2023



Carries an increased risk for multiple cancers as noted
• Risk variable per gene and surveillance recommendations increasingly specific

between genes

Lynch  Syndrome
Cancer  Risk

Lynch Syndrome also carries a younger age of onset for cancer in 
comparison to the general population



Lynch  Syndrome
Screen ing
Cancer resulting from Lynch syndrome has a feature called microsatellite 
instability (MSI)

• Easily tested by staining pathology specimens of tumor tissue with immunochemistry
techniques or through direct microsatellite instability testing

This feature led to recommendations for universal screening of all 
colorectal cancers to increase Lynch syndrome identification as early as 
2005

• This is widely endorsed by medical societies across the world, including the National Comprehensive
Cancer Network, American Society for Clinical Oncology, American Gastroenterological Association
and others

• This effort was expanded to also include all endometrial cancers as well as other cancer types



Lynch Syndrome

From: Ambry Genetics, Sample Positive CancerNext report 
https:/ / www.ambrygen.com/ file/ material/ view/ 1438/ CancerNext%20v5.5_
Positive%20BRCA2_07_14_2020.pdf

Genetic Testing I

Genetic testing for Lynch syndrome has 
been available since the 1990s 

• The gene with a pathogenic
variant is clearly indicated on all
test results

• Imported directly into or scanned
into the electronic medical record

• Would be specified in all or almost
all clinical notes by relevant
specialties
⚬ Oncology, GI, Gyn , De rm , e t c



Genetic testing for hereditary cancer syndromes is now standard practice
• National Comprehensive Cancer Network (NCCN) has recommended genetic testing for Lynch

syndrome in patients with cancers having microsatellite instability or deficient mismatch repair
immunohistochemistry for many years

• NCCN also now recommends testing for hereditary cancer syndromes for all patients with ovarian and
pancreatic cancer and consideration in all patients with colorectal cancer

Lynch Syndrome
Genetic Testing II

Germline genetic testing widely available and affordable
• Est im at e d  t ha t  ove r 1 m illion  ge ne t ic t e s t s  a re  done  pe r ye a r for cance r ind ica t ions  in  t he

USA a t  t h is  poin t

• Offe re d  by m ult ip le  com m e rcia l labora t orie s  t ha t  a re  CLIA-ce rt ifie d



Genetic testing for Lynch syndrome also allows for identification of this 
disorder prior to a cancer diagnosis 

• Allows for implementation of screening procedures and imaging to prevent cancer 

Lynch Syndrome

Early identification and ongoing clinical monitoring of Lynch syndrome 
patients is critical given the effectiveness of surveillance programs

• An e a rly s t udy of colonoscopy e ve ry 3 ye a rs  ach ie ve d  a  62% re duct ion  in  incide nce  of CRC and  a  
65% de cre ase  in  m ort a lit y

• If cance r de ve lops , a  Lynch  syndrom e  d iagnos is  can  guide  t re a t m e nt s  of cance r such  as  m ore  
e xt e ns ive  cole ct om y or e a rlie r  use  of im m unot he rapy (im m une  che ckpoin t  inh ib it ors )

Järvinen HJ et al. Controlled 15-year trial on screening for colorectal cancer in families with hereditary nonpolyposis colorectal 
cancer. Gastroenterology. 2000 May;118(5):829-34.



Surveillance recommendations vary slightly by gene for Lynch syndrome, but generally include: 

• Colonoscopy every 1 -3 years starting at age 20 -25 or 30-35

• Consideration of endometrial screening at age 30

• Consideration of hysterectomy and oophorectomy (usually after age 40 and/or
completion of childbearing)

• Upper endoscopy every 2 -4 years starting at age 30

• Pancreatic cancer screening in those with a family history

Lynch  Syndrome
Surve i l l ance

NCCN Guidelines, Fenetic/Familial High-Rish Assessment; Colorectal, v2.2023



Me dica l Socie t ie s / Organiza t ion
Pat ie n t  Advocacy 

Organiza t ions
Me dica l Expe r t s

American Cancer Society 

American College  of Gast roente rology 

American Socie ty of Gast rointest inal 
Endoscopy 

Collaborat ive  Group of the  Americas on 
Inherited Gast rointest inal Cancer 

Lynch Syndrome Screening Network 

Fight  Colorectal Cancer 

Alive  and Kick’n 

Catch It  In Time 

Joan Rush (President  of the  
Rush Foundat ion)

Prof. Heather Hampel, City of Hope  CA 

Dr. Swat i Pate l, Univ Of Colorado

Dr. Pe te r Stanich, The  Ohio State  Univ

Dr. Jennife r Weiss, Univ of Wisco

Robert  Smith, PhD,  ACS NCCRT

Laura Makaroff , ACS NCCRT

Miche lle  Springer, MS, CGC, Univ of Colorado

Andrea Dwyer, Fight  CRC and Univ of Colorado School of 
Public Health

Our application to create specific ICD10 coding for Lynch syndrome gathered broad support:

Lynch  Syndrome



• Lynch syndrome is a common and high impact genetic syndrome

• Lynch syndrome is a well-established diagnosis based on widely available genetic testing

• A dedicated ICD-10-CM code would allow for better organization and implementation of clinical 
surveillance and treatments that are shown to have clear mortality benefit

• Dedicated ICD-10-CM codes would allow for a major step forward in research efforts including 
use of nation-wide data sets

• Our proposal has widespread support from medical organizations, patient advocacy 
organizations and medical experts

Summary
Proposal for the new ICD-10-CM codes for Lynch syndrome


	Slide Number 1
	Slide Number 2
	Slide Number 3
	Slide Number 4
	Slide Number 5
	Slide Number 6
	Slide Number 7
	Slide Number 8
	Slide Number 9
	Slide Number 10
	Slide Number 11
	Slide Number 12

