Educating and getting active

Snring is here and time to get out of
your winter clothes, enjoy the sunshine
and get active!  Talking about getting
active, in this edition you can read
about our member  Philip Acton and
how he and his family took on a
challenge of a life time and organised
a fundraising bike ride and spread
awareness for all
Queensland. It was an amazing effort
that raised much needed funds for

the MDDA to continue to develop

and run our programs for all

members. We have been
overwhelmed by the show of
encouragement from supporters,
friends, families, MDDA members and
strangers, all who have given so
generously. The MDDA are so grateful
to Philip, Sarah and their gorgeous
boys for their generosity and spirit in
wanting to make a difference and
support all those living with an IEM.
You can read about
and see the photos captured inside.

Some of our adult members have also
been challenging themselves with the
new MDDA pil ot ini
Programd | aunched

Disclaimer: Information presented in this newsletter is intended for general purposes only and should not be construed as adv
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Fitbits on and goals set we have
twelve adults striving to achieve
6Being your best
feedback has been great!

The MDDA Family Retreat in NSW at
the Sydney Conference & Training
Centre, Ingleside, is most likely
underway as you read this

| Bdéw8latter.a Thisevd Ise our 9th family
retreat held and is shaping up to be
one of the best yet! The program is
jam packed with educational and fun
sessions. The retreat will kick off this
year with a festive like environment on
the Friday night as a casual means of
meeting and greeting all attendees.
We have also been able to provide
an active kids program and think we
may find a few adult ~ kids joining in! A
full run down and photos of the
retreat will be in the next newsletter.

Thank you to the Chinnery family and
Rih Butler fer 8haring tleein stories with us
and our newsletter isn't complete
without the usual product updates
and recipes. You will find low protein
recipes for all the family to enjoy!
tiative O6Well ness
| @krningtiar out eind of yéér t h

condition, if you have interest in any of the foods or treatments contained in this newsletter check first with a qualified h
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- all in the name of IEMS!

celebrations and catch  -ups have
begun. NSW and QLD already have

Y o uhéir dat&s dockédanr, you chnefind

details in the newsletter. If you would
like to organise an event in your state
contact the office for assistance.

Get moving and get active!
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ishg on diagnosis or treatment of any medical
eal th professional.



In l'ine with the MDDAGSs goal of
outcomes for individuals living with an IEM we are excited to have
launched our Pilot Wellness Program tailored to adults living with
an IEM. The Pilot Program was limited to 12 participants and we
received a great response. The cost of the Pilot Program is funded
by the MDDA, and the price of the Fitbits was subsidised.

a

ﬂ _boosting fitness and energy levels
hieviing positive
practicing mindfulness

heal th

ﬂ connecting with others

Graduation of the 8 week program will be celebrated at the NSW
Family Retreat (30 September &2 October 2016).

Facilitated by Susi Hendricks, (Psychologist & mother of teen with
PKU), the 8 week e -coaching program is designed to help N )
achieve your plan for wellness.  The aimis to educate, encourage 0The wellnes s program h as been jgoi
and guide your ability to improve your vibrancy and been able to look at ’.“V.S.e” n gwhole new light an_d flgure
energy. Based on the scientific principles of Positive Psychology, ohut ;Nhat : neec: Fohprlolntfltse In In;e. The o:lybdcr)]\_/vr;&dﬁ 'S tt;at
and using the technology of Fitbit, we are exploring: the fast pace of it has et me a tew weeks benin - The other
people | have been doing the program with have been so
I creating healthy habits supportive and open and honest which is very lovely. Susie is
1‘[ harnessing positive emotions very real aﬁd makgs sure we can apply the theory in
practi seo.
ﬂ identifying strengths Nicholla
Human Genetics Society of Australasia (HGSA)
40~ Annual Scientific Meeting
On the 29 August 2016, Monique Cooper & Louise Healy interactive National disease registries for specific disorders will
attended the Human Genetics Society of Australasia (HGSA) 40 facilitate more accurate and reproducible disease estimates,
Annual Scientific Meeting in Hobart. The theme for the improved and accelerated disease diagnoses, and treatments
conference was Ol ntegrating Geno mthatare notably hereacost h &féectieed . There was
also an important focus on rare disease registries. Access to comprehensive RD registries also will be of major
importance to the identification of affected people resident in
The HGSA conference program included a plenary session on different States and Territories of Australia, and in New Zealand,
6The Development and Establ i s hme ntherebyfalloRiagrthe efiiriers design and tegiggiofcustorised i n
Australasiad which was run in coldmnbgortabheémnapiweés hf Rarien®diovicesal rar e
Australia and the Human Variome project. RVA also facilitated a
post conference ORar e Disease Re gThe DDA sed/the Hersefit of p Bational Metabolic Inborn Error of
Metabolism Registry and will be further investigating the
The following excerpt from the rationale presented to the HGSA possibility, implementation and sustainability of what can be
LOC by SMAC Chair Prof Alan Bittles: 6 ¢ The est abl i sdpment of
Wellbeing in Chronic Conditions Low Protein Cook @ home Masterclasses
MDDA again has the opportunity to provide people with the come along. Each event will be promoted by MDDA and open
chance to host their own Low Pro Cook @ Home day! to any MDDA members to attend at no cost. Attending will
provide not only the chance to meet new friends and
These events are sponsored by Nutricia, and with their support, experiment with new recipes, but walk away with a freezer load
the MDDA will provide each selected host with a shopping of delicious low protein food for you to enjoy.
voucher and Nutricia low protein ingredients to make some
wonderful low pro creations of your choice. Hosts will be selected Please email office@mdda.org.au _ if you are interested in
based on their ability to provide a suitable cooking venue (home attending or hosting a cooking masterclass.
or elsewhere is fine) at a locale that enables others in the area to
23rd Genetic Disorders Awareness Week Launch - 7th September
= — MDDA were privileged to attend the Genetic Disorders Awareness
week launch at the Parliament of NSW. The theme for the event
was Australian Patients and Families®

Sequencing: survey results, translation & implications
parent of two boys diagnosed with Classical Homocystinuria (HCU)
not picked up via Newborn Screening, gave a personal insight to
the numerous challenges and questions her family faced before
the eventual diagnosis of HCU. Tara founded the HCU Network
with the aim to achieve meaningful progress and best health
outcomes for the HCU community.

Congratulations to Genetic Alliance Australia and Executive
Director Dianne Petrie OAM for a wonderful informative evening.
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Describe your family/How many in your family, ages etc?
Ty (Dad), Alana (Mum), Hugh 5 years old, Franklin 3 years
old and Maisy is 1 year old.

Describe a regular day in your familyds | ife?
There is no regular days in our lives. Hugh is at preschool

two days a week at the moment, he also does Little Ninjas

and the boys (Hugh and Franklin) do swimming lessons

each week. Alana and Ty run a firewood business and Ty

works a full time job for the local council. We also have a

farm with sheep that we manage but a very small

property.

Who has the IEM/What IEM?
Hugh has GA1 (Glutaric Aciduria Type 1). He cannot
break down Lysine and Tryptophan.

Describe the journey to diagnosis?

Hugh was diagnosed at new born screening. We had a

wonderful local paediatrician who was very supportive in

the diagnosis and then we travelled to Westmead

Chil drends Hospital where we met our amazing team,
headed by Professor lan Alexander.

What does the treatment for Hugh involve?

Hugh is managed through diet, he is currently on 20 grams
of protein a day. He can eat quite a lot of foods and we
only count potatoes, peas and corn out of the

vegetables and bananas out of the fruits. This however
can change when Hugh becomes unwell with the

common cold or any illnesses. GALl is at particularly high
risk when unwell. Hugh has a daily protein formula, we
are currently trying to transition to something new and it

i sndt going well but we wil!/
L-Carnitine.

Are there any major difficulties you have experienced/
Has having GA1 made any family activities difficult?

Just the illness factor can make it hard particularly through
winter.

Igosv tolid ytouhg% ébgu't educ&'ir?g falrni?y/frignldsﬁe%che?/ :

classmates about GA1?

We just keep communication open, we have letters that

we have given Hughds preschool fo
display for other parents. We have just enrolled Hugh in

primary school for next year so | know there will be a lot of

education there. We are hoping to meet the principle in

the next few weeks. Our families know as much as we

can explain.

How do you go incorporating Hughs diet into family meal
times?

We eat a lot of fruits and vegetables and so basically he
gets similar to us but with replacements, so when we have
steak and vegetables, Hugh has vegetables and pasta or
rice or some other low protein food.

What is Hughds favourite foodv’f/ d lik K b famil
Hughds favourite food at the |m%atr§vv§#’l‘etzgl;il gev%)éorﬁe&oarpoyv% gu.ta Hey
loves to peel them and get the stickers and put the sticker 9 ) . . .
on his drink bottle, he has quite a collection. We have embraced it and it has helped us tq apprt_emgte
things a lot more. We eat healthier as a family which is a
positive thing that has come into our lives through GAL.
We do struggle with the angst around sickness and with
each sickness we have the risk of Hugh being hospitalised
which is heartbreaking but Hugh is a very strong little
person and we know that GA1 has brought a lot to our
lives.

What does Hugh want to be when he grows up?
Hugh currently wants to be a spy when he grows up.

What is his favourite thing to do?
He loves to play outside, he loves crafts and is a typical
boy in that he loves playing superhero games.

Any tips for future parents in incorporating living with an

How does GAl i t family outings? . ! . T
ow does 'Mpact on your family oufings IEM into their everyday life and ensuring it is as easy as

We are always very housebound when Hugh is unwell, we

} . . ossible.
believe that the best way to recover is to rest but this can Pos . . . .
be very isolating at times. But in saying that when the sun I think staying positive despite the challenges. We do this
. 7 ' so Hugh doesndt see his I EM as a
is shining we try to get out and about because we know . . ;
part of who he is and whilst it h

how important sunlight and fun is for the immune system

and the family. everything that is him and our family.

Alana Chinnery

What is the familyds favourite thing to do together?
We love to go out to our farm and check the sheep, we
love taking the kids on quad bikes and to the park.
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