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OVERVIEW

GENETIC * Background Information
COUNSELLING AND * Women who have a family history of cancer
G ENE TES‘H NG FOR * Women who have a diagnosis of breast cancer

BREAST CANCER

DR MICHAEL GATTAS

MOST FAMILIES WITH BREAST CANCER DO NOT HAVE A GENE FAULT
WE CAN IDENTIFY
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LECULAR EVENTS DRIVING TUMORIGENESIS

Epigenome:
Changes in DNA methylation
Histone modifications
Chromosomal instabilty

Genome:
Changes in
Chromosomal
’ Organization, Copy
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8 W3 Gene fusions

* nucleosome

—
Lo
?\ /
‘ N
i i

heterochromatin -
Variome: Transcriptome
Mutations

+Gene fusions.

TOSOMAL DOMINANT INHERITANCE

* Most of our genes
are autosomal

* Most cancer
causing genes are
inherited ina
dominant fashion

BASIC CONCEPTS

Familial predisposition

means you have a head

start

BRCA1 or BRCA2 - risk management (female)
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* Women who have a diagnosis of breast cancer
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WOMEN WITH A FH OF BREAS

MBS ITEM NUMBER 73297

- Characterisation of germiine gene variants, including copy number
1. inone or more of the folowinggen
L
* First assessif they might have breast cancer
« Assess her FH using iPrevent o similar

* Gene test comes last




Changes to aur Hereditary Breast & Ovarian Cancer genetic panels
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pare range.
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= Resait availability within 3-8 weeks for gene panel tests
edicated eancer genetics test request form

GENETIC COUNSELLING

Is this person psych ulnerable o P
struggling to cope Confirmatio mutation
to obtain life insurance or income protection
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™ Gives them control over when they find out
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OVERVIEW

o have a diagnosis of breast cancer

EVIQ BREAST CANCER TEST

Target population

sl with breast cancer wha meets one of the fal terin:
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MBS ITEM NUMBER 73296

Characterisation of germine gene variants, including copy number variation where appropriate, requested by a specialist or
consultant physician:

(a) in genes associated with breast, ovar opian tube or primary peritoneal jich must include at I

(i) BRCAL and BRCA 2 genes; and

(i) one or more STKA1, PTEN, CDH1, PALB2 and TP53 genes; and

(b)in a patient:

(i) with breast, ovarian, fallopian tube or primary peritoneal cancer; and

(i) for whom clinical and family history criteria place the patient at greater than 10% enic o likely
t st, ovaria

K of having a pathor
pathogenic gene associa east, jopian tube or primary peritoneal cance;
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http://www9.health.gov.au/mbs/fullDisplay.cfm?type=note&qt=NoteID&q=PN.0.27
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Universal genetic testing for women with
newly diagnosed breast cancer in the context of
multidisciplinary team care

Dianka L De Silva'*>, Lesley Staffor s Devereu', Kirsten Hogg'
%, Flona Chan®, Phylis N Butow

fundod genotic 5 people |

| w3
| oathogenic germine variant, based on family history and tumour
Bathology.isateast 104
of
| 474 women with newly diagnosed invasive breast cancer (6 5%),
| ghteen of whom did not meet the 10% risk aterion for guideline-
bised testing

multissplinary tasm mesting. Women wore recuited to the piot

MOST WOMEN WITH
BREAST CANCER

SHOULD HAVE A
BREAST CANCER GENE
TEST

DR MICHAEL GATTAS
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