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Working Together
The GSNV and VCGS can form a strategic alliance

Over the past few months | have had the opportunity of working with Associate
Professor Agnes Bankier, the newly-appointed Director of the Victorian Clinical
Genetics Services, on many exciting projects. These include the National
Approach to Public Health Genetics paper, and a working group looking at the
opportunities around the development of a Centre for Community Genetics.
Working with Agnes has increased our understanding of the VCGS and in turn
has increased their knowledge of our role.

It is important that the GSNV is constantly working toward helping others in the
community affected by a genetic condition to find the appropriate support group in
order to receive information, support and advocacy. It is also important the GSNV
acts as a voice to ensure the community has a say in all aspects of the ever-
increasing genetic debate. In order for this to happen we need to be constantly
working with others to develop strategic partnerships that support but do not
dominate each other. Working together will keep us in touch with the issues, and
how to best address them for you, our members.

The GSNV will be having a picnic at Hay’s Paddock in Kew as part of Genetics
Awareness Week on Saturday the 16th of June. This will be a perfect opportunity
for all our members to meet Agnes and others from the VCGS. It's great to put
faces to names. Having said that, | will hand over the letter to Agnes to introduce
herself further and the role of the VCGS.

| welcome this opportunity to write to you, together with
Dani, President of the GSNV. Dani and | now work on
a number of projects together and share the same
vision — the importance of supporting personal choice
in genetics, as in other aspects of life. Well-being and
health are not necessarily the absence of disability or
challenge. It comes from well-supported, well-
informed life choices. It recognises the challenge and
lives each day to the full.

The VCGS has a charter from the DHS to provide
genetic counselling and diagnostic services to the
people of Victoria. Our services are recognised for
excellence internationally but unfortunately in our own
state many people of Victoria and many of the doctors they turn to, do not know
what is available through our services. We are in a pivotal position to be of help.
We can help interpret new information from research as it reaches you from the
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media and the internet or when you seek our services. The availability of new tests has raised
concerns about eugenics - concerns that the new technology will be driven by a wish to eliminate
birth defects. Genetic testing is about supporting informed choice and the options available, not just
about testing in pregnancy.

Increasingly, genetic tests are becoming available which provide information about future health of
people, or information about conditions they may develop at an older age. The new genetics will
make it possible to develop a susceptibility profile and to do something about it. Pharmacogenetics is
an emerging body of knowledge which will make it possible to offer treatment based on a persons
genetic profile before the onset of disease symptoms. The VCGS is not about eugenics but about
information and choice. We can also help ensure that you are linked to other services that may be of
help. We cannot do this alone.

The VCGS together with the GSNV can form a strategic alliance, which can help both groups achieve
what neither could achieve alone. An alliance may help gain resources from funding bodies, develop
policy and provide information and support. The VCGS helps with diagnosis but ongoing care (with
specific exceptions) is provided by a variety of doctors. Time and time again we hear of people’s
frustration with the delays in getting appropriate help. As a first step we have developed a Resource
Check List which is included in this newsletter. We would value your input. Please share your
knowledge and experience. Once finalised this could be made available through the GSNV, VCGS
and through the respective web sites.

The VCGS is considering a name change and | thank those of you who have already responded to
an initial survey of your views. Our new name will be launched just before the GSNV Picnic. You can
contact me by letter or email on bankiea@cryptic.rch.unimelb.edu.au

Yours sincerely,

Associate Professor Agnes Bankier Ms Danielle Blanden
Director President
Victorian Clinical Genetic Services Genetic Support Network of Victoria

Picnic in the Paddock

Genetics Family Day

Mark Saturday 16 June in your diary
as a fun day for your family. The
Genetic Support Network of Victoria
will be hosting a picnic for all our
families at Hay’s Paddock in Kew.
There will be clowns, magicians and
games for the kids, and a parent
pamper tent. Come along and meet
other families, other support groups,
and medical and counselling staff.
More information will be in your
mailbox soon.

Genetic Support Network of Victori&lot® Royal Children’s Hospital FlemindtoR&kaille 3052 (03)8341-
6315
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Can you help with ideas, organisation or sponsorshi p?
If so we'd love to hear from you! Call Eilis or Ca  roline in the GSNV office on (03) 8341-6315.

Genetic Support Network of Victori&lot® Royal Children’s Hospital FlemindtoR&kaille 3052 (03)8341-
6315
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Media Scrapbook

Following are some highlights from newspapers in recent months.
For full copies of the articles, please contact the Genetic Support

Network of Victoria office on 8341-6315.

Gene research offers fresh hope

Researchers at Monash University are
currently  investigating the genes on
chromosome 21 which are involved in

Alzheimer's disease, leukaemia and heart
failure in people who have Down syndrome. It
is hoped that this work will benefit people with
Down syndrome as well as other people
affected by these three conditions.

A big smile but life can be
tough going

The above story was accompanied by a story
about, and great photo of, Rohan McDonald,
son of Tony (secretary of the GSNV) and Arch.
The McDonalds talked about how Down
syndrome has affected their lives.

Alzeimer’s cure coup

Herald Sun 22/12/00

Scientists report that they believe they may find
a drug to cure Alzheimer’s disease within five
years, but the Alzheimer's Association of
Australia warned against unrealistic optimism,
and thought that 15-25 years might be a more
realistic timeline.

Community grants online

Herald Sun 29/01/01

Rhonda Galbally (guest speaker at the GSNV
AGM last year) reports on a new database for
grants for small community groups. Check out
WWW.ourcommunity.com.au for funding
opportunities for your support group.

Scientists publish our

genetic code

Herald Sun 12/02/01

The first draft of the human genome was
published in the journal Nature in February. It
is hoped that this information will lead to
developments in development of drugs
“customised” to the patient, as well as to earlier
diagnosis of disease.

Genes may not be the answer
Herald Sun 13/02/01

Scientists report that the Human Genome
Project indicates that humans have around
30,000 to 40,000 genes, which is far fewer
than earlier estimates on 100,000. In fact we
only have twice as many as a fruit fly!

Gene find to help diabetics
Herald Sun 8/02/01

Melbourne  scientists at  biotechnology
company Autogen report discovering five
genes involved in obesity and diabetes. These
genes are part of a complex system of many
genes and environmental factors which lead to
these conditions.

Gene revolution begins

Herald Sun 17/02/01

This articles speculates on the potential impact
of the Human Genome Project on medicine in
the future, particularly with regards to drug
development

Many articles about the Human Genome Project were printed in February.
For more information on the Human Genome Project, visit the official site at
http://www.ornl.gov/TechResources/Human_Genome/
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65,000 Babies are Born In Victoria
Every Year

Every baby will be tested for several importantdibons

Do you remember when your baby was a few days old and the midwife said, "I'm just
taking your baby to the nursery for the heel prick test"? That blood test was for a
Newborn Screening test

If you or your child were born in the last 30 years in Victoria then you would have had
this test. Since 1970 all babies have been screened for the genetic condition
phenylketonuria (PKU). In the 70s and 80s tests for congenital hypothyroidism and
cystic fibrosis were added. For details, see the enclosed brochure.

The VCGS (Victorian Clinical Genetics Services) have recently acquired a new machine,
a tandem mass spectrometer that is able to screen for over 20 additional metabolic
conditions. Early detection of these conditions reduces the risk of severe and sometimes
fatal illness and also allows for earlier monitoring and treatment resulting in a better
outcome for babies. Some of the more common conditions detected include MCAD
(medium chain acyl coenzyme A dehydrogenase deficiency), maple syrup urine disease
and maternal vitamin B12 deficiency.

The universal criteria for screening are:
the test must be easy, cheap and reliable and available to all,
there must be benefits of early diagnosis (ie treatment, genetic counselling)
the test must be acceptable to the population
access to education and counselling

The VCGS is pleased to let you know that the expanded Newborn Screening Program
will be available in Victoria. There are plans to pilot this expanded screening program
this year. The pilot study will include an extensive education program for parents and
health professionals and will be continuously evaluated. Similar programs are already
underway in New South Wales and South Australia.

MaryAnne Aitken
Community Education
Murdoch Childrens Research Institute

How Do They Do It?
A new scientific instrument i®eing used

A new instrument called a tandem mass spectrometer was recently installed in the
VGCS. This instrument will be used to expand the newborn screening program by
increasing the number of genetic conditions that are tested for using neonatal blood
spots collected on paper (Guthrie cards).

J\UTUI\/IN FOCUS
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With the new procedure the initial treatment of the cards is similar to what is currently
done with PKU testing: a small circle is punched out of the blood spot and the molecules
of interest are washed off and chemically treated. However, in the next stage these
samples are sprayed into the tandem mass spectrometer and analysed using electrical
fields. This two-stage process is highly sensitive and specific so we can easily measure
very low levels of a chemical even when many other chemicals are present in the blood
spot at much higher levels. Because the process is automated and can be performed
quite rapidly we can measure many different chemicals in the blood spot in the one
experiment.

The tandem mass spectrometer will replace the existing test for PKU and measure
approximately 30 other chemicals, mainly amino acids and another class of compounds
called acyl carnitines which are important markers for several metabolic conditions. This
will enable us to detect about 20 other metabolic conditions in addition to PKU. We are
currently establishing and checking methods on the new instrument prior to its
introduction into the newborn screening program later this year.

Dr James Pitt

Metabolic Screening &
Biochemical Genetics Laboratory,
Victorian Clinical Genetics Services

What Should We Screen Babies For

The case for introducing newborn screening for
Congenital Adrenal Hyperplasia

There is a healthy diversity of opinion informing the discussion surrounding neonatal
screening for genetic disorders. Such views are typically predicated upon medical,
ethical, legal or economic tenets. | would like to offer another perspective, namely that of
an advocate for those with a specific genetic disorder that is not routinely screened for in
this state, but one that probably should be.

Congenital Adrenal Hyperplasia (CAH) is an inherited group of disorders occurring in
approximately 1 in 10,000 live births. In its most common form, CAH is characterised by
an inability to respond to the stress of illness or injury that may lead to a life-threatening
state of shock known as an ‘adrenal crisis’. Other features include ambiguous genitalia in
newborn females, a potential for hypoglycaemia and consequent loss of consciousness,
and if untreated, virilisation of external genitalia and precocious puberty.

Females affected by CAH are often detected at birth because of a genital abnormality
brought about by excessive amounts of androgens whilst in utero. Consequently, female
infants are more likely to be corrected diagnosed with CAH, receive steroid hormone
replacement promptly and be spared a perinatal adrenal crisis. Comparatively, males
who have no genital abnormality (or severely virilised females with incorrect gender
assignment) are typically not suspected of having CAH and may suffer an adrenal crisis
in the newborn period. Anecdotal accounts from members of the CAH Support Group
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indicate that, in Australia, affected males (bearing in mind that males with CAH equates
to approx. 1:5,000 live births) are typically diagnosed as a consequence of a life-
threatening crisis occurring at some stage within the first few weeks of life.

The situation of the diagnosis of CAH being made as a consequence of such a
catastrophic event is extremely unfortunate as reliable screening tests exist, and
neonatal screening for CAH is routine in many countries such as New Zealand, Japan,
Italy, France, Ireland and seventeen states of the US. Typically a heel prick capillary
blood test is utilised. The situation in Australia is particularly concerning when one
considers that early discharge from hospital of mothers and new babies is the norm
these days and that a neonatal adrenal crisis will probably occur in the home
environment, rather than in the relative safety of a hospital. A survey of parents of
children with CAH that | conducted in 1996 reported a 67% overall incidence of neonatal
crisis. Clearly adrenal crisis in neonates with CAH is not a rare event!

There are no data to indicate whether many babies die with undiagnosed CAH in
Australia. The overseas medical literature reports instances of undiagnosed, sick CAH
babies whose circulatory collapse has been misdiagnosed as a result of acute renal
failure or pyloric stenosis, and some having even been inappropriately operated upon!
Experiencing & surviving an adrenal crisis may also have some harmful sequelae. There
is evidence from a British study in 1994 that

demonstrated learning difficulties amongst 30% of “_ . _only 30% of thos:
males and 21% of females with (salt losing) CAH. .
Further analysis indicated that the learning difficulty detected by screeni
sub-group were sicker than other study participants at had been detect
the time of diagnosis of CAH and had a higher linicallv.”
incidence of convulsions due to hypoglycaemia. clinically.
There has been evaluation of the effectiveness of CAH

neonatal screening programs in various parts of the world. For example, in a Scottish
trial only 30% of those detected by screening had been detected clinically. Similarly, the
Texan experience in screening nearly two million babies between 1992 and 1998 found
that the majority detected with CAH were not diagnosed until screened, some even in the
presence of profound electrolyte disturbance or genital ambiguity. The Texan data
revealed that the incidence of CAH was higher than that of Phenylketonuria (PKU) and
Galactosemia, but less than that of Sickle Cell Disease and Congenital Hypothyroidism
which are also part of their standard neonatal screening regime. Limitations to neonatal
screening for CAH must be acknowledged and the Texan evaluation revealed false
positives in premature infants and the need for a second screening test rather than a
one-off test. It must also be acknowledged that not all cases of CAH will be detected,
even with good neonatal screening regimes and that screening is expensive.

NEWBORN SCREENING

The anecdotal evidence from members of the CAH Support Group is that a life-
threatening crisis is virtually the norm for male babies with classic CAH in this country.
The crisis typically arises following repeated attempts by parents to seek help and
convince a medical practitioner that there is "something wrong" with their baby only to be
repeatedly fobbed off, often with the implication that they are "too anxious". The overall
experience traumatises parents and almost inevitably leads to a deep-seated distrust of
medical practitioners. This inability to fully trust doctors can only contribute to sub-
optimal future management of their child, who has, after all, a chronic condition.

J\UTUI\/IN FOCUS
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On balance there exists a very good case to introduce screening for CAH into the
standard regime of neonatal screening in Victoria. The case includes consideration of
probable saving of lives, improvement in quality of life that may be afforded by a more
timely diagnosis of the disorder and reduction to trauma suffered by parents of babies
born with CAH. The issues of survival (or otherwise) of neonates with classic CAH, or
harm suffered as sequelae of a neonatal adrenal crisis remains unclear due to a lack of
research. These sequelae are more far reaching than biomedical parameters. Thankfully
we are entering an age of consumer participation in genetics and parameters other than
those associated with the traditional biomedical disciplines will contribute to decision
making.
Julian Pearce
President
CAH Support Group

What Should We Screen Babies For

Should we offer newborn screening for lysosomailagje
disorders? Families reflect.

Last year, Lysosomal Diseases Australia (LDA) facilitated discussion groups as an
opportunity for patients and families to discuss issues of relevance to them. Most
participants would wish to have the option of newborn screening if therapy was available
for a particular disorder, or if the promise of a therapy was on the horizon. There was
recognition that early diagnosis would require accurate knowledge of the disorder and its
likely progression. The impact on families of individuals missed on newborn screening
(false-negatives) is an important issue.

The actual timing of a diagnosis is generally not seen to be as important as the manner
in which the diagnosis is communicated to the family. Access to comprehensive
counselling by appropriately trained professionals at the time of diagnosis is important,
as is community and professional education. Parents requested that the counselling
process be transparent and that the counsellor be self-aware and honest about the
process of newborn screening.

Some participants considered that early diagnosis allows decisions to be made about
early intervention and exploring various treatment options (eg diet, physiotherapy, bone
marrow transplantation, enzyme replacement), as well as offering reproductive choice for
future pregnancies and the relief of avoiding unnecessary and prolonged medical
investigations. The majority of participants valued the "power" and choice that
knowledge would give them.

The issue of parental bonding time with a newborn child is an important one. Some
parents expressed gratitude that they had the opportunity of enjoying the time with their
affected child before diagnosis, and also the opportunity of having more children before a
diagnosis has been made. It was recognised that having a diagnosis in the absence of
symptoms makes decisions about reproduction difficult.

NEWBORN SCREENING
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Families with disorders that currently have no available treatment made the point of
asking why newborn screening for these disorders should be introduced at a time when
research and therapy development timelines are so very long.
Reproduced with permission from
LDA Newsletter, November 2000
Lysosomal Diseases Australia

Web Watch

The world wide web is such a vast sea of information for us to surf, it can
be difficult to know where to start. Here are some great sites from around
the world featuring Newborn Screening, and the conditions currently
screened for in Victoria.

Metabolic Screening & Biochemical Genetics Laborato ry
http://murdoch.rch.unimelb.edu.au/vcgs/metabolic/metlab.htm
Information about the lab in Victoria which provides newborn screening services.

Genetics Education Program NSW
http://www.genetics.com.au/resource/factsht/home.html

Fact sheets on genetics-related topics, including newborn screening (sheet 17) in an
Australian context.

Women's and Children's Hospital, Adelaide
http://mww.wch.sa.gov.au/cgi-bin/wch/services/display_sd.pl?name=81
Details of the service provided to South Australia, Northern Territory and Tasmania.

International Society for Neonatal Screening

http://www.isns-neoscreening.org/

The society has the objective of promoting the carrying out of appropriate screening for
fetal, neonatal and infant sicknesses and disorders, world-wide.

NEWBORN SCREENING

Wisconsin Newborn Screening Laboratory

http://bitbahn.slh.wisc.edu/newborn/

The Wisconsin Newborn Screening Laboratory Homepage is dedicated to promoting and
encouraging the sharing of knowledge, communication and resources with health care
agencies, families and anyone else interested in newborn screening.

OMNI - Neonatal Screening Information
http://omni.ac.uk/browse/mesh/detail/C0027617L0027617.html
Provides a UK-based gateway to information on newborn screening.

Children’s PKU Network (USA)

http://www.pkunetwork.org

Children’s PKU Network is a non-profit organisation dedicating to maintaining an agenda
of public awareness, education and direct assistance through a variety of programs.

Cystic Fibrosis Victoria Inc
http://www.cysticfibrosisvic.org.au
Provides advocacy, support and information to people living with CF and their families.

The Thyroid Society (USA)
http://www.the-thyroid-society.org

J\UTUI\/IN FOCUS
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An American society for education and research into disorders of the thyroid, including congenital

hypothyroidism.

Your Say...

In this new section of the newsletter, you have the opportunity to write about your own experience of being faced
with genetic challenges. Thank you to members of CLEFTPALS (Cleft Lip and Palate Society) for writing to us
this time. Mrs Margaret Sahhar, Senior Social Worker at the VCGS, has offered her response to these letters.

Just a cleft!

My daughter was born 5 years ago with a soft
palate cleft. She was our first child and | had been
induced 3 weeks early as the placenta wasn't
functioning properly. She weighed 4 pounds and 8
ounces, so feeding and weight gain was an issue
from the beginning. It was two days before her
cleft was detected - she did not receive the normal
check over at birth. They were more concerned
that she would be breathing on her own and may
need to be transferred to a specialist hospital.
Every baby is supposed to have its mouth checked
at birth and then again during their first bath. It was
only when | mentioned that she vomited more out
her nose than her mouth that the nurse took her
away and came back with the paediatrician
wielding a torch and tongue depressor (this
paediatrician was present at her birth!). His
announcement that "Yes this baby does have a
cleft" was the most devastating news | have ever
received. It took me a long time to come to terms
with it (at least 12 months). One of the things that
annoys me to this day is the way people down play
her birth defect. "It's just a cleft" is the thing many
people have said over the years. "It can be fixed".
Physically, yes, it can be corrected, as can the
other physical problems associated with the cleft,
but the emotional scars ran a little deeper for us,
the parents.

Many people minimalised her problems as their
way of trying to make me feel better. Others
minimalised her problems to make themselves feel
better. All of them had either not yet had children
or had given birth to those healthy bouncing babies
like the ones you see on the television - like the
ones we all expect to gett We received many
comments on how lucky we were, lucky you
couldn't see her defect, lucky she didnt have a
cleft of the lip as well, lucky we live in a day and
age where medical care is so terrific. Luck was not
a word | could associate with my baby, and five

years later | still cannot associate luck with her. Again
these comments all came from people who had
never given birth to a baby with a defect. She has
endured much more than anyone should have to in
their first 5 years, not all of it cleft related, but it has
added to the list of things she has had to put up with.

Yes, there are certainly much more debilitating
illnesses or diseases that my daughter could have
been afflicted with. There are many people out there
who are "worse off" and living a much harder life than
| could ever imagine. There are also many people
out there who are "better off" and living a much easier
life than | could ever imagine. No doctors, no endless
stream of specialists, no surgery on your nine month
old baby, no constant worry about whether she will
speak like other children, and the list goes on. Some
children born with a cleft endure over 20 years of
treatment in an effort to give them the best possible
appearance they can get. A "normal" appearance
some would say! A "perfect" appearance others
would say! We all know there is no such thing as
"normal” or "perfect”, yet these are things we all strive
for.

My point is, that we need to recognise that a cleft is a
big deal for those concerned rather than dismiss it as
"no big deal". The same applies to any birth defect,
illness or condition. We need to give them the
recognition they deserve. After speaking to many
parents over the years at meetings, picnics, hospital
visits and so on, it seems that we all cope in different
ways. Some of us need to have the cleft recognised
as a big deal, others prefer to minimalise it
themselves and compare it to "worse" conditions their
child could have been afflicted with. It's all about
perspective really, and time often gives you a
changing perspective. | can look back now, without
crying or becoming angry or wondering what | did to
cause it, and say “Well it happened and we're dealing
with it”. Our daughter has had her cleft repaired and

Genetic Support Network of Victori&lot® Royal Children’s Hospital
6315
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grommets inserted at the same time, has had little
ongoing ear trouble, speaks as well as her

11
classmates at kinder, and is generally doing quite
well.
Tania Bourier

Love at first sight

We were first informed that the baby we were
expecting would be born with a Cleft Lip and
Palate at our 18 week ultrasound. This came
as a great shock to us but it was made even
worse when they suggested that there could be
further complications and that we should have

an amniocentesis and
should the baby have
anything else then would we
terminate. With  little

information given to us at the
time of consultation this was
very hard to conceive and
not something that we
wanted to face. We decided
that no matter what, we
wanted our baby and had
the test only so we could
prepare ourselves for any
bridges that we had to cross.
Fortunately the diagnosis
remained at the baby having
a bi-lateral cleft lip and
palate.

Daniel arrived 3% weeks early in May 1996,
and it was love at first sight for our family and
friends. When you're given so many months to
gain information it can sometimes be daunting
but it was also great to be prepared in
advance. The next 12 months were extremely
busy for our family. We already had a 2 year
old, Joshua, and so juggling doctors
appointments, expressing breast milk for 4
months, long feeding times and generally trying
to keep on top of the day to day things was
certainly a challenge. Thankfully we had very
supportive family and friends.

Cathy and Daniel White

Daniel had his lip repaired at 4 months and his
palate repaired at 10 months. Since then he
has had further surgery to his palate and a
pharyngoplasty to help improve the quality of his
speech. Unfortunately for Daniel he has had to
have other surgeries involving his ears, cysts on
his head and recently
correction of clinodactaly of
both his little fingers (the tips
of his fingers were growing
inwards instead of growing
straight). These are co-
incidental birth defects that are
unrelated to him having a bi-
lateral cleft lip and palate.

Daniel has spent the last 11
months having speech therapy
and will continue with this. He
iIs an intelligent, witty, happy,
gorgeous boy who takes
everything in his stride and
could not be a better patient.
He still has more surgeries
planned in the future, but for now he is looking
forward to being a big brother in January when
our third child is expected, and to going to four
year-old kinder.

It is thanks to support groups such as CleftPALS
that we have managed to be informed and
involved and supported in everything to do with
Daniel's progress. Having been actively
involved with CleftPALS for the past 3 years |
can see how support groups and organisations
such as the GSNV can play such an important
role in the family life of someone born with a
condition that needs a lot of medical attention.
Cathy White

A Social Worker Responds

Thank you for the chance to read these letters
from 2 parents. As a social worker who meets
many families at the time of their child’s birth
and at the time of diagnosis, | am aware of the

many different feelings and reactions parents
and their families experience when their child is
diagnosed with a condition. All these varied

Genetic Support Network of Victori&lot® Royal Children’s Hospital
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reactions are normal and to be both expected
and respected .

Both mothers in these letters identify the
shock . Pregnancy is wusually a time of
happiness. Parents plan and dream about their
baby and often have great expectations for
their baby’s future. Other family members and
friends join in this. The first routine ultrasound
is anticipated with great excitement, as the
time that the baby will be seen and perhaps
videoed. When there is a problem identified, it
is hard to believe. The shock can be
overwhelming, and as Cathy identifies, it is
hard to hear and understand all the information
the doctor is telling you. Some parents deny
the news, and believe that the doctor has
made a mistake. Other parents may react with
anger towards the person giving them the bad
news. Others will blame themselves and feel
guilty or blame their partner, the environment
etc. Many people have only a basic
understanding of science, so it is hard to take
in and understand the information, let alone
make decisions about the baby and the
pregnancy. It is not the right time to make
profound decisions, and if possible, try to
delay the decision for a day, to have some
space to reflect on the information and to
discuss with each other and, perhaps a few
close and trusted others.

Having time to prepare, emotionally and

practically , is good for most people. Tania
was not given this time as her baby was
diagnosed at birth. The way the diagnosis is
given is important. If the doctor seems rushed,
unconcerned, and doesn’t take the time to
allow for questions, then it is hard to accept the
news, and most parents will feel angry. We all
need time to take in bad news and to consider
what it means. Parents need to feel able to
come back to ask questions often, to
understand the implications for possible
treatment, and to consider what the future
holds. Referral to an appropriate support
group needs to be offered. Whilst some
people don’t want early contact with a support
group, many find that the contact with another
person who has had similar experiences is
very helpful - here are people who can
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understand , and give their own personal
experiences in a way that no professional can.

The reactions of family and friends to the
diagnosis of a condition vary. Some people can
be supportive and open, able to tolerate your
sadness and fears. Others are overwhelmed
and feel inadequate and withdraw, because they
don’'t know what to say and fear that they may
offend. This is hurtful at a time when friends’
support both practically and emotionally, is
needed. Friendships can change forever
Trivial, optimistic comments, such as Tania
experienced, often reflect that person’s difficulty
- they want everything to be “better” Although it
is difficult, parents need to try to set the agenda,
by giving information to family and friends.
Choose what you want to say, and to whom. Not
everybody needs lots of detail. Ask your doctor
or another trusted professional to give
information and printed material to family
members. Beware the internet , where there
can be misleading information. Often friends and
family will give misleading information, trying to
be helpful - check with your doctor.

Finally, both these letters highlight the important
fact that the diagnosis is not the child. Your child
has a distinct personality, and characteristics,
apart from the diagnosis. The condition
diagnosed needs to be acknowledged and the
issues addressed, so that the child has
maximum opportunities for the future, but the
condition remains only one part of the whole
person who is your child.

Good Book:
FACING THE CROWD: by Peter Cronin,
available in the Child Health Information Centre,
ground floor RCH.
Mrs Margaret Sahhar
Senior Social Worker
Victorian Clinical Genetics Services

CLEFTPALS

The Cleft Palate and Lip Society

Genetic Support Network of Victori&lot® Royal Children’s Hospital
6315

FlemingtoR&&uille 3052 (03)8341-
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For more information about cleft palate and lip, Tel: 9723-7595

and details about the support group, please A Fact Sheet writen by members of
contact CLEFTPALS at: CLEFTPALS is available from the Genetic
PO Box 8030 Support Network of Victoria — please contact the
Carrum Downs 3201 GSNV on 8341-6315 if you'd like a copy.

Greatbreak

A pilot respite coordination project

Yooralla is pleased to annouce a new pilot Difference and Linkages, with priority given to
project funded through the Department of those who:

Human Services “Greatbreak” initiative in the
Eastern Metropolitan Region. Its goal is to
assist carers to navigate a complex respite
system and ensure a planned, flexible and
responsive respite support plan prepared in
partnership with the carer and client.

Require support to access services

Are supporting people with complex
medical needs

Ageing carers

Have a culturally and linguistically diverse

_ _ _ background
Yooralla is seeking referrals for this new To access this service, please contact Lindee
project. Appropriate referrals include those Quirk on 9895-7007 or by email at
carers and clients who do not have access to lindeeq@yooralla.com.au or Naomi Pile on
case management services such as Making a 9895-7009 or naomip@yooralla.com.au.

GSNYV Diary

Each newsletter we publish a calendar of upcoming events such as, AGMs, seminars, conventions,
social days, etc. If you or your group would like us to include details of your event please contact
Caroline Bowditch at the Genetic Support Network of Victoria on Ph. (03) 8341 6315.

April

Wednesday 18™  Regular GSNV Committee Meeting 10" Floor, Royal 6pm
All members welcome! Children’s Hospital

Friday 27™ Seminar: The Consumer View of Genetic 10" Floor, Royal 8.30am-
Services Children’s Hospital 9.30am
GSNV Members speak to scientists, doctors
and counsellors about their experiences.
All welcome to come and listen or speak!

May

Saturday 12" CleftPALS Information Seminar Ella Latham 9am —
Families have an opportunity to meet various Theatre, 12noon
medical professionals as well as other families. 1% Floor, Royal

Children’s Hospital

Wednesday 16"  Regular GSNV Meeting 10" Floor, Royal ~ 6pm
All members welcome! Children’s Hospital

June

Genetic Support Network of Victori&lot® Royal Children’s Hospital FlemindtoR&kaille 3052 (03)8341-
6315
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Saturday 16" Picnic in the Paddock Hay’s Paddock, Afternoon
Family fun day for everyone! Kew

Wednesday 20"  Regular GSNV Meeting 10" Floor, Royal ~ 6pm
All members welcome! Children’s Hospital

Genetic Support Network of Victori&lot® Royal Children’s Hospital FlemindtoR&kaille 3052 (03)8341-
6315



