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GENE(S) TRANSCRIPT ASSOCIATED CONDITION

APC (NM_000038.5) Colorectal, Endocrine, Gastric, Nervous 
System/Brain and Pancreatic Cancer, Sarcoma

ATM (NM_000051.3) Breast, Pancreatic and Prostate Cancer

AXIN2 (NM_004655.3) Colorectal Cancer

BAP1 (NM_004656.3) Renal/Urinary Tract Cancer, Melanoma

BARD1 (NM_000465.3) Breast Cancer

BMPR1A (NM_004329.2) Colorectal, Gastric and Pancreatic Cancer

BRCA1 (NM_007294.3) Breast, Gynecologic, Pancreatic and Prostate
Cancer

BRCA2 (NM_000059.3) Breast, Gynecologic, Pancreatic and Prostate
Cancer, Melanoma

BRIP1 (NM_032043.2) Breast and Gynecologic Cancer

CDC73 (NM_024529.4) Endocrine and Renal/Urinary Tract Cancer

CDH1 (NM_004360.3) Breast, Colorectal and Gastric Cancer

CDK4 (NM_000075.3) Melanoma

CDKN2A 
(p14ARF)

(NM_058195.3) Nervous System/Brain Cancer, Melanoma

CDKN2A 
(p16INK4a)

(NM_000077.4) Pancreatic Cancer, Melanoma

CHEK2 (NM_007194.3) Breast, Colorectal, Endocrine, Gynecologic 
and Prostate Cancer

DICER1 (NM_177438.2) Endocrine, Gynecologic, Nervous System/
Brain and Renal/Urinary Tract Cancer, Sarcoma

EPCAM* (NM_002354.2) Colorectal, Gastric, Gynecologic, Nervous
System/Brain, Pancreatic, Prostate and Renal/
Urinary Tract Cancer

FH (NM_000143.3) Renal/Urinary Tract Cancer, Sarcoma

FLCN (NM_144997.5) Renal/Urinary Tract Cancer

GREM1* (NM_013372.6) Colorectal Cancer

HOXB13* (NM_006361.5) Prostate Cancer

KIT (NM_000222.2) Gastric Cancer, Sarcoma

MAX (NM_002382.4) Endocrine Cancer

MEN1 (NM_130799.2) Endocrine, Nervous System/Brain and
Pancreatic Cancer

MET (NM_001127500.1) Renal/Urinary Tract Cancer

MITF (NM_000248.3) Melanoma

MLH1 (NM_000249.3) Colorectal, Gastric, Gynecologic, Nervous
System/Brain, Pancreatic, Prostate and Renal/
Urinary Tract Cancer

MSH2 (NM_000251.2) Colorectal, Gastric, Gynecologic, Nervous
System/Brain, Pancreatic, Prostate and Renal/
Urinary Tract Cancer

MSH3 (NM_002439.4) Colorectal Cancer, Includes Reporting of 
Carrier Status

MSH6 (NM_000179.2) Colorectal, Gastric, Gynecologic, Nervous
System/Brain, Pancreatic, Prostate and Renal/
Urinary Tract Cancer

MUTYH (NM_001128425.1) Colorectal Cancer

GENE(S) TRANSCRIPT ASSOCIATED CONDITION

NBN* (NM_002485.4) Breast and Prostate Cancer

NF1 (NM_000267.3) Breast, Endocrine, Gastric and Nervous
System/Brain Cancer

NF2 (NM_000268.3) Nervous System/Brain Cancer

NTHL1 (NM_002528.6) Colorectal Cancer, Includes Reporting of
Carrier Status

PALB2 (NM_024675.3) Breast and Pancreatic Cancer

PDGFRA (NM_006206.4) Gastric Cancer, Sarcoma

PMS2 (NM_000535.5) Colorectal, Gastric, Gynecologic, Nervous
System/Brain, Pancreatic, Prostate and Renal/
Urinary Tract Cancer

POLD1 (NM_002691.3) Colorectal Cancer

POLE (NM_006231.3) Colorectal Cancer

PRKAR1A (NM_002734.4) Endocrine and Nervous System/Brain Cancer,
Sarcoma

PTCH1 (NM_000264.3) Nervous System/Brain and Skin Cancer,
Sarcoma

PTEN* (NM_000314.4) Breast, Colorectal, Endocrine, Gynecologic,
Nervous System/Brain and Renal/Urinary
Tract Cancer, Melanoma

RAD51C (NM_058216.2) Breast, and Gynecologic Cancer

RAD51D (NM_002878.3) Breast, and Gynecologic Cancer

RB1* (NM_000321.2) Melanoma, Retinoblastoma, Sarcoma

RET (NM_020975.4) Endocrine Cancer

SDHA* (NM_004168.3) Endocrine and Gastric Cancer, Sarcoma

SDHAF2 (NM_017841.2) Endocrine Cancer

SDHB (NM_003000.2) Endocrine, Gastric and Renal/Urinary Tract
Cancer, Sarcoma

SDHC (NM_003001.3) Endocrine, Gastric and Renal/Urinary Tract
Cancer, Sarcoma

SDHD (NM_003002.3) Endocrine, Gastric and Renal/Urinary Tract
Cancer, Sarcoma

SMAD4* (NM_005359.5) Colorectal, Gastric and Pancreatic Cancer

SMARCA4 (NM_001128849.1) Gynecologic Cancer

SMARCB1 (NM_003073.3) Nervous System/Brain and Renal/Urinary
Tract Cancer

STK11 (NM_000455.4) Breast, Colorectal, Gastric, Gynecologic and
Pancreatic Cancer

TMEM127 (NM_017849.3) Endocrine Cancer

TP53 (NM_000546.5) Breast, Endocrine, Gastrointestinal,
Genitourinary, Gynecologic, Hematologic,
Nervous System/Brain and Skin Cancer,
Sarcoma

TSC1 (NM_000368.4) Nervous System/Brain, Pancreatic and Renal/
Urinary Tract Cancer

TSC2 (NM_000548.3) Nervous System/Brain, Pancreatic and Renal/
Urinary Tract Cancer

VHL (NM_000551.3) Endocrine, Nervous System/Brain, Pancreatic
and Renal/Urinary Tract Cancer

WT1 (NM_024426.4) Renal/Urinary Tract Cancer

Cancer-related genes
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A positive test result means that you have a genetic change, called a pathogenic or likely pathogenic variant
(“mutation”), in your BRCA1 gene. This variant can cause hereditary breast and ovarian cancer (HBOC) syndrome.

It’s possible for anyone to get cancer at some point in
their life, however, people with HBOC are more likely
to get breast, ovarian, prostate, and pancreatic
cancers than the average person. See the table later
in this guide for ways to find and manage HBOC.

Genes and variants are passed from generation to generation. Your
relatives may also have this variant in BRCA1. Both men and women
can inherit and pass on this variant.

Who should be tested next?
Your close relatives have a 50% chance of also having the same positive variant.
This means your parents, siblings, and children. Your other relatives may also have
this BRCA1 variant.

Inheriting this BRCA1 variant does not mean that a person will definitely develop
cancer. This variant affects everyone differently. Members of the same family with
the same variant may develop different features of the condition or at a different
age. Features of this condition usually do not affect children. Genetic testing for
this variant is not recommended until the age of 18.

Genetic testing is a personal choice and your family members may choose not to
have genetic testing. It is recommended that they talk with their own healthcare provider about a plan for screening.

These options are a guide for you and your healthcare provider. They are meant to be used along with your genetic
test results and other health information. Each option may or may not be right for you. Your positive test result on
its own can not predict how this condition may affect you. Please talk with your healthcare provider to make a plan
that’s right for you.

This document is not part of Invitae’s clinical report and does not represent medical advice. These are general guidelines that
are not specific to your result. You can use this guide to talk to your healthcare provider about your test results, clinical history,
and the most current guidelines.

What is a positive BRCA1 result?

What does this mean?

What does this mean for family members?

Create a plan with your healthcare provider
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Options you and your healthcare provider might consider

CONDITION

RISK FOR
GENERAL
POPULATION

RISK FOR
BRCA1 OPTION MORE INFORMATION

Breast cancer
(female)

13% 40-87% • Periodic breast self exam starting at age 18
(1)

• Helps find cancer so you can seek treatment
as soon as possible.

• Clinical breast exam every 6-12 months,
starting at age 25 (1)

• Helps find cancer so you can seek treatment
as soon as possible.

• If you have a family history of breast cancer,
screening may be started earlier than age 25.

• Breast MRI with contrast once per year from
ages 25–29 (1)

• Helps find cancer so you can seek treatment
as soon as possible.

• If a breast MRI is not available, consider a
mammogram or a 3D mammogram.

• If you have a family history of breast cancer,
screening may be started earlier than age 25.

• Mammogram or 3D mammogram and a
breast MRI with contrast once per year from
ages 30-75 (1)

• Helps find cancer so you can seek treatment
as soon as possible.

• If you have a family history of breast cancer,
screening may be started earlier than age 30.

• Your personal and family health history will
help determine if this screening is
appropriate over age 75.

• Consider risk-reducing mastectomy (surgery
to remove the breasts) based on personal
and family history (1)

• May help lower the chance for cancer.

Breast cancer
(male)

<1% 1-2% • Breast self exam starting at age 35 (1) • Helps find cancer so you can seek treatment
as soon as possible.

• Clinical breast exam once per year starting at
age 35 (1)

• Helps find cancer so you can seek treatment
as soon as possible.

• If you have a family history of breast cancer,
screening may be started earlier than age 35.

Ovarian cancer 2% 16-59% • Transvaginal ultrasound with CA-125 blood
testing once per year starting at age 35 may
be considered for those that do not yet have
their ovaries removed (1)

• Helps find cancer so you can seek treatment
as soon as possible.

• The benefit of these tests is unknown.

• Consider risk-reducing salpingo-
oophorectomy (RRSO) (surgery to remove
the ovaries and fallopian tubes) from ages
35-40, after child bearing is complete (1)

• Helps find cancer so you can seek treatment
as soon as possible.

• Your personal and family health history will
help determine if and when to consider this
option.

Prostate cancer 12% 16% • Consider prostate specific antigen (PSA)
blood screening starting at age 40 (1)

• Helps find cancer so you can seek treatment
as soon as possible.

Pancreatic cancer 2% 1-3% • Consider pancreatic imaging (MRI with
contrast or endoscopic ultrasound) if there is
additional family history of pancreatic cancer
(1)

• Helps find cancer so you can seek treatment
as soon as possible.

• Specific recommendations have not yet been
determined; you may consider screening
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CONDITION

RISK FOR
GENERAL
POPULATION

RISK FOR
BRCA1 OPTION MORE INFORMATION

through clinical trials or if you have a close
relative with pancreatic cancer.

• Results of this test will help determine if and
when you will need more testing.

These options outline recommendations from NCCN. Referenced with permission from the NCCN Clinical Practice Guidelines in Oncology (NCCN
Guidelines®) for Guideline Genetic/Familial High-Risk Assessment: Breast, Ovarian, and Pancreatic V.1.2020. (1) © National Comprehensive Cancer
Network, Inc. 2019. All rights reserved. Accessed December 19, 2019. To view the most recent and complete version of the guideline, go online to NCCN.org.
NCCN makes no warranties of any kind whatsoever regarding their content, use or application and disclaims any responsibility for their application or use in
any way. We are always learning more about genetics and disease, so please always refer to the current guidelines and recommendations when considering
surveillance and treatment options. Information in this document may not include all relevant international recommendations and acts as a supplement to the
Invitae result report. This information is not meant to replace a discussion with your healthcare provider and should not be considered or interpreted as
medical advice.

Genetic counseling is recommended to help you clearly and accurately understand your results so it’s important to
talk to your genetic counselor or other healthcare provider about your test results. Invitae also has board-certified
genetic counselors who are available to answer questions about your test results or these options. Log in to your
patient portal (invitae.com) to view your results, search for a local or Invitae genetic counselor, or join Invitae’s

Patient Insight Network (PIN), a community where you can connect with other patients and share your experience.

We (and others) are here to help

Notes for personalized assessment
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