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Background: Breast is one of the commonest sites of malignancy in women. Together BRCA1 and BRCA2 account for nearly all high risk 
families with breast and ovarian cancer. The present study was undertaken with the aim of screening of breast carcinoma patients for BRCA1 
and BRCA2 gene mutation and to study nuclear grades in aspirated cytology smears and histological sections in carcinoma breast. Subjects 
and Methods: This study was carried out in the Department of pathology and General Surgery in a tertiary care centre , over a period of one 
year.   Proper examination was done and the diagnosis of carcinoma breast was then confirmed by fine needle aspiration cytology (FNAC) 
needle biopsy or incisional/excisional biopsy. 20 cc of whole blood was taken in EDTA vial from the patients and preserved in liquid nitrogen 
at – 190 degree celsius. The blood samples obtained from patients were used for mutation detection. Results & Conclusion: Most of the 
cases in BRCA mutant group had high histological grade. No male case was found in BRCA1 mutant group whereas in BRCA2 mutant 
group. Out of 4 cases, one was male patient. In BRCA2 mutant group only mis-sense type of mutation was found whereas in BRCA1 group 
frame shift mutation, non-sense mutation and mis-sense mutation found. 
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Introduction 

 

Breast is one of the commonest sites of malignancy in 
women. Its incidence shows a wide variation throughout the 
world with a low Asian incidence. Breast cancer is 
uncommon in women under age of 30 years and thereafter 
goes up the age increases.[1] 
Incidence rates are highest among Parsi women reaching 
2.1, 1.7 and 1.4 times the rates reported among Hindu, 
Muslim and Christian women respectively. The last decade 
has seen tremendous advances in our knowledge of special 
genes which confer increased susceptibility to breast 
cancer.[2] 
Two major genes conferring hereditary predisposition to 
breast and ovarian cancer have recently been identified. The 
BRCAI gene is located on chromosome 17 (Hall et al, 
1999) and encodes a large protein of 1863 amino-acids 
which is thought to play an as yet unidentified role in the 
maintenance of genomic integrity. Cloning of BRCAI gene 
in 1994 has led to identification of nearly 300 distinct 
genetic alterations that confer a high risk of disease (BIC 
Database).[3] 
Together BRCA1 and BRCA2 account for nearly all high 
risk families with breast and ovarian cancer (i.e. three or 
more cases among first degree relatives and approximately 
60% of families with site specific female breast cancer. 

Among individuals who are genetically predisposed to 
breast cancer generally represent 5-10% of all breast 
cancers, in certain population with strong founder effects, or 
which have undergone population bottlenecks, the 
frequency of specific mutations have been found to be 
significantly higher.[4]  
This study would focus on the identification of BRCA1 and 
BRCA2 mutations found specifically in Indian women with 
breast cancer. It is anticipated that both mutations unique to 
specific ethnic groups and those which occur in diverse 
population worldwide will be identified. 
The various prognostic factors in breast cancer are tumor 
size, tumor type, tumor grade, cell kinetics, aneuploidy 
(DNA index and S fraction), lymph node status, lymphatic 
or vascular invasion, tumor staging and hormone receptor 
status (ER/PR). Of these the nuclear grading is a 
cytopathological parameter that can be easily performed and 
is reproducible. Combined with histologic tumor type it is a 
powerful predictor of tumor aggressiveness.[5-7] 

With these considerations, the present study was undertaken 
with the following aims: 
1. Screening of breast carcinoma patients for BRCA1 and 

BRCA2 gene mutation. 
2. To study nuclear grades in aspirated cytology smears 

and histological sactions in carcinoma breast. 
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