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Background 

 

Ensuring access to genetic testing and recognition of hereditary cancer 
syndromes is essential. In this cohort, 13% of individuals carried an 
actionable LP/P variant, similar to findings in other populations. This 
underscores the need for sustained funding not only to expand access to 
genetic testing but also to strengthen multidisciplinary high-risk care in our 
institution, taking into account the geographic and economic barriers 
present in our country. 

 

Discussion 

A total of 1,577 patients were recruited; 99.3% were women (n=1,566) 
with an initial diagnosis of breast cancer (89.4%), ovarian cancer (8.5%), or 
both (2%). Only 0.7% were men (n=11), all diagnosed with breast cancer. 
Regarding age at diagnosis, 46.8% received their first diagnosis before age 
40, and 36.1% between 41 and 50 years. Overall, 13.4% (n=212) carried a 
likely pathogenic/pathogenic (LP/P) variant in genes with established 
clinical relevance; 0.8% (n=12) carried LP/P variants in genes without 
defined clinical features. Among those with negative results, 34.5% had 
negative BRCA1/BRCA2 testing, and 51.2% had a negative extended gene 
panel. The most frequent LP/P variants were found in BRCA1 (53.8%) and 
BRCA2 (24%). One percent carried more than one LP/P variant. LP/P 
detection rates were 12% for breast cancer, 19.5% for ovarian cancer, and 
50% for combined breast/ovarian cancer. The most recurrent variants 
were BRCA1 c.68_69del (6%) and BRCA2 c.1219C>T (4%). Among male 
patients, 9% carried a BRCA2 variant. In clinical genetics follow-up (n=212), 
72% received high-risk breast cancer management recommendations and 
54% for ovarian cancer. Among high-risk breast cancer patients: 34% 
initiated imaging-based surveillance, 26% underwent prophylactic 
mastectomy (10% were diagnosed with a new breast cancer), and 34% 
declined recommendations. In the high-risk ovarian cancer group: 18% had 
a prior ovarian surgery, 49% underwent prophylactic salpingo-
oophorectomy (with 2 new ovarian cancers detected), and 23% declined 
intervention. To date, 36.7% of patients have died, and 17% were lost to 
follow-up. 

Results 

This study includes individuals diagnosed with breast 
and/or ovarian cancer who were referred for Medical 
Genetics evaluation at the National Institute of Neoplastic 
Diseases (INEN) between August 2013 and March 2020. 
The participants met the inclusion criteria of the 
interinstitutional protocol INEN13-48 on hereditary cancer 
and underwent genetic testing at the City of Hope (IRB No. 
96144). The main objective is to identify the genomic 
profile of patients with breast and/or ovarian cancer and 
to evaluate the clinical impact of genetic testing on cancer 
management. 

 

Methods and Materials 

 

LOGO 

Breast cancer (BC) is one of the most common cancers 
among women in both Peru and worldwide. Ovarian 
cancer (OC), due to the difficulty of early detection, also 
represents a significant public health concern in the 
country. In recent years, genetic testing has become 
essential for identifying individuals at high risk for 
hereditary cancer predisposition syndromes, guiding 
decisions related to prevention, early detection, and 
treatment. In Peru, the use of genetic testing is still 
developing. This work presents an inter-institutional 
collaborative experience that has facilitated access to 
genetic testing and contributed to the implementation of 
a multidisciplinary care system for managing high-risk 
patients. 
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