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Introduction

This booklet has been put together by the Monash CF multi-disciplinary team to
assist you during the time of diagnosis.

By now you would have met with members of the team (doctor, coordinator, social
worker, physiotherapist, and dietitian). The team will have started to discuss CF and
its management with your family. People often say they feel tired and overwhelmed
during these first few days and often have trouble remembering what has been
discussed.

We are very aware of the need for families to have the opportunity for frequent and
regular discussion with all team members and we encourage you to do this. You
know your child best and we are committed to working with you in managing your
child’s CF.

Everyone adjusts to new information at their own pace and information may need to
be discussed many times before you feel confident and comfortable. Some people
find it helpful to write down any questions they have for the team. Feel free to do this
as often as you need to. We will be guided by you as to how often you need to
discuss the information you have received.

“Parent tip #1: Use a pen and
paper, take notes and look
over them later. You'll be
given lots of materials to
read, documents and scripts.
Store everything in a folder
and maybe keep them
together in a plastic tub.”
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What is Cystic Fibrosis?

Cystic Fibrosis [CF] is a rare genetic iliness affecting one in every 2,500 babies born
in Australia. It affects both males and females equally. CF primarily affects the lungs
and digestive system because of a faulty gene, causing the production of an
abnormal amount of excessively thick and sticky secretions in the lungs, airways and
digestive system. CF can also affect the liver, sweat glands and the reproductive
system. The increase of thick secretions stops the pancreas from working properly
and contributes to poor absorption of nutrients, constipation and sometimes bowel
obstructions. The excess mucous in the lungs can cause recurrent bacterial
infections, inflammation and lung damage. Lifelong medications and physiotherapy
techniques will help treat symptoms of CF. A diagnosis of CF involves a high level of
commitment from families with the need for
regular treatments at home. CF cannot be

“Not all organs are affected by cured, however with current and new

the CF mutation gene, the treatments, the outlook has improved
organs it will affect most are significantly over the past few decades and
lungs, pancreas and sweat continues to do so.

glands. It affects boys and girls
equally. 1 in every 2500 babies

in Australia are born with CE” It is important to understand that not all organs

are affected by CF and these include the heart

and the brain. Your child will still be able to

attend school and their level of academic
achievement should be no different to their non-CF peers. The aims of treatment are
to allow people with CF to live a normal life with minimal lung disease and optimal
growth.

Recently, new medications have been developed to help treat the underlying cause
of CF rather than the effects of CF (such as coughing, malabsorption of nutrients,
infections, etc). These medications are designed to be used alongside regular CF
treatments. In the past few years they have become more widely available to some
children with CF.
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Genetics of Cystic Fibrosis

CF is an inherited genetic disease. This means
that CF is caused by a change or mutation in the
CF gene. The gene involved in CF controls the
production of a protein called CFTR or Cystic

Fibrosis Transmembrane Conductance

Regulator. This protein controls the movement
of salt (sodium chloride) in and out of cells in the
body. When a mutation occurs in the CF gene,
the function of the CFTR is abnormal, which
results in an abnormality in the movement of salt
in or out of cells. This abnormality then leads to
the problems with sticky mucous and excess
secretions as outlined on page 5. There are
more than 1500 different mutations in the CF
gene, but the most common in Australia is called AFses.
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Like other genes in the body, the CF gene exists in a pair. Every individual inherits
one gene from each parent. The inheritance pattern in CF is known as autosomal
recessive. For CF to occur in any newborn child, each parent must be a “carrier” of a
CF mutation. This means that in each parent, one CF gene is normal and the other
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carries a mutation. When each
parent passes on their
abnormal CF gene, the child
will have 2 copies of the
abnormal gene, and will be
affected with CF. If only 1
parent passes on an abnormal
CF gene the child will be a
carrier and completely healthy.
If neither parent passes on
their abnormal CF gene, the
child will have completely
normal CFTR function and will
not be a carrier (Figure 1).
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CF is a genetic disease which currently has no cure. However, over the past 30
years, advances in treatments for CF have dramatically improved life expectancy,
such that the mean age of survival is now over 40 years. There are now more adults
than children with CF in Australia.

The improved outlook for children and adults living with CF is due to creating
universal best practice guidelines for CF care. With our current management
practices, we expect all newly diagnosed CF children will grow and develop to lead a
productive and healthy life well into adulthood. The outlook for those living with CF
has never been more optimistic and we anticipate further improvements in both
quality of life and life expectancy in the future.

For more information visit www.cysticfibrosis.org.au
To hear from other families sharing their stories, visit
www.cysticfibrosisbabysteps.org.au
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FAQ

How common is cystic fibrosis?
It is a rare disease with one in every 2500 babies born affected by the disease

What causes cystic fibrosis?

Cystic fibrosis is a genetic condition. One person in 25 carries the faulty CF gene,
usually without knowing. If two carriers have a baby, the child has a one-in-four
chance of having cystic fibrosis.

Can you catch cystic fibrosis?

No, cystic fibrosis can't be caught or developed; it can only be caused by inheriting
two copies of the faulty gene. You could be a gene carrier without having cystic
fibrosis.

How will | know if | am a carrier of the gene that causes cystic fibrosis?

Most people do not know if they are a carrier. If you have cystic fibrosis in your
extended family, you should ask your GP to be tested as you are more likely to be a
carrier than the general population.
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