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Fragile X syndrome is the most common cause of inherited intellectual
disability and the single gene cause of autism

Itis one of the three known disorders that result from changes in the Fragile
X gene, the others are FX tremor ataxia syndrome and FX-associated
. . . primary ovarian insufficiency. The altered gene can be passed down through
AISO in th is edltlon: generations affecting men and women at different stages of their lives
Think of a footy finals crowd of about 100,000 people. That's the estimated
number of people in Australia affected by Fragile X ..... yet most people don't
know anything about it
Focus on FXTAS v
Supporting the Fragile X Association
Amazing Fundraising!

Meet Mrs Rogers: Learning to Live the Fragile X Way

For all our latest news:

The Power of Words ngk. won| facebook

Specialised Mobile Service ProvideeneeMobile
Olympics Representatives
Research Matters
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www.fragilex.org.au
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JULY TS FRAGILE X AWARENESS MONTH

Posters!
Thank you to each of the families who sent photos for these gorgeous new posters.
LT @82dzQNB LI FyyAy3a 2y KFE@Ay3 | CNY3IAES

local community centre or store, these will be perfect!
Each poster has the same wording and layout.

u»
[
(Vs
<
ot

To order soft or printed copies of these posters contact us osupport@fragilex.org.au or 1300 394 636

Andrew ‘

SAN
LE X AVARENESS MONTH

River

-

Braeden and Anneleh

Lucy

And a big thanks to graphic designer Stephen Baric, who designed the posters at no charge.
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JULY TS FRAGILE X AWARENESS MONTH

Fragile X Lapel Ribbons, Brochures,

Bumper stickers and DVDs
free to members

Contact Joan or Wendy in the office
if you need any of these for events in July.

.., 1 © someone
# % with Fragile X

Fragilex.org.au www.fragilex.org.au

The Fragile X ‘ '
"

Association of

Iron-on labels
For tshirts, running
singlets, sweatshirts.
$10 for pack of 3 labels
OR free with our

Virtual Walk

Will your local MP wear an orange ribbon in July?

TheHon Andrew Powell MPmember for Glass House in Queensland,
proudly wore an orange ribbon on Fragile X Awareness Day in 20
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Sarah and Jimmy from
Victoria are going to take part
in our Virtual 5km walk /run.

You can do it toeno matter
where you live in Australia!
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Fragile X Association of Australia
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Complete the walk anywhere,
anytime, from
July 1 to July 31, 2014.

Virtual walk for Fragile X Awareness £

Funds raised

You can run or walk the 5km a

at once, over the course of a $410.00
week or the entire month. TETT SRR
)
i ‘ Target: $ 2000
$10 donation
to register an adult Follow this event

(children free) £ |9

www.fragilex.org.au
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3 Iron-gn transfer = Fragile X Association of Australia
Fragile x _Iogos ' I M voumems
to put on your tshirt, sweatshirt

or running singlet.

Register for the Virtual Walk: www.mycause.com.au

Page3

Fragile X Syndrome is the most commonly known
cause of inherited intellectual disability and single
gene cause of autism Fragile X Assodiation of
Australia is a national not-for-profit organisation
providing support for children & adults with Fragile
X Syndrome and their families. Read more

ContactJoanif we can help you register:
1300 394 636

Autumn 2014 Fragile X Association of Australia



Carlien and Candy from Brisbane have introduced us to |
D NJ ds fa frkdiraising opportunityEvery month your local
DNAf QR gAtf R2YyIF0GS bppnn

TheDNAt f RQ [ 20t al GG4SNA LN
three charities to support every montfand invites
customers to deposit a token in their chosen jar.
G Y2yGiKQa SYR bPpnn A& &Ll
with the most tokens.

So, inspired by the success of the Queenslanders, ‘
Rosieand Bruc& | @S y2¢ aA 3y SR dzLJ|
caféAy / NB ¢ Qa b Byamidmanth FXAA R3S & @ - gz
ahead! www.grilld.com.au Rosie and Bruce Donald

QR

For the past 10 years ——
Trish PiperandBarbie Barratt p
have hosted an annual Card Day event —
Fragile X Association at Dural in Sydne\_S
The first couple of card days were run
the home of Trish and her husband
Graham. The event became such a Vp ave,
success it outgrew their home. g
Over recent years with the generous
support of both theGalston Community Bank branch of the Bendigo Bamid theDural Country Clupthe event
has gone from strength to strength raising around $45,000 for Fragile X Association.

This year around 80 ladies gathered for the 10th Anniversary Card Day, playing bridge, canasta, euchijeray.mah
Supporters of the event provided raffle and door prizes. Thank yoaterford Wedgwood Daltorfor their
continued generous support of a raffle iteunningsin Dural donated a gift card; ar@orban & Blaidonated over
$350 worth of home office products for the raffle. Mrs Ruth Shirriff, an awdrshing quilter, donated a
magnificent bed quilt. Galston Community donated $1500 in support.
A huge thank you to Trish, Barbie and their husbands for a magnificent effort over 10 years.
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Mrs Trish Piper|

Robyn Iredaleand Bernie Triebe Manager
\L Galston Community Bank Bendigo Bary

Mrs Barbie Barratt




Gala Fundraising Dinners in Perth and Brisbane

Shante and Jeremy Sweenégave organised a
gala dinner in Perth o8aturday 12 July.

Some seats still available.
Contact Shante on: srippeebbes@hotmail.com

e .9 Annnal
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Fragile X Association of s &
Australia § - /
Fundraising . (/d é[ f;[ 0 7i g (I oser

Dinner Gala

Candy Stingelvith Mel Mikkelsenand Graham Hoolkhave
organised a gala dinner in Brisbane

LB ety 2l on Saturday 5 July.
The Wembley Hotel
Disots Oigiss st 65050 Some seats still available.

Contact Candy: cozziecane@gmail.com

And Running Season Has Kicked Off...
The Spdney Morning Herald

halfmarathon hbErUN

Congratulations toMichelle FO R A RE

who ran the 21.1 km distance race on peseneaty @he Wiest Anstralian
Sunday 18 May 2014.

Congratulations to
Shante, Kay and Sue!
They ran in Perth on 25 Ma
and raised
close t0$2,000!

Michelle says:
ot was a great morning and a

fantastic experience!l managed to

run the half marathon in

2 hours and 6 minutes.
Also, | raised $5,760.50 for the Frag
X Association, which | was also sc
happy about!H ¢

The SunHerald

CITY2SURF 1 ‘

Wifestpac

WHAT WILL YOUR HERO TIME BE?

Sunday, August 10, 2014

TO BRISBANE

SUNDAY SEPTEMBER 7 - BRIDGE TOBRISBANE COM AU Cynth|a
istaking on her second
TheOrange Army Sydney City 2 Surf this
is doing the Bridge to Brisbane again year, ready to best last
this year onSeptember 7th &SI NRna i
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Dear Members and Friends,

LiQa GKS SyR 2F (KS FTAYFYyOAlf @SIENJF3IFLAY 6KAOK akKI NLX &

financially this year and how things are shaping up for the coming year. Accordingly, | am writing this letter jointly

gAGK . NHYzOS 52yl fRX GKS ¢NBIF&adaNBNJ 2F C- 1! a 6S INB 1S

financial needs.

It has been a very busy 12 months for the team in the office and the Board:
The Association fundeXS seminaris Adelaide, Brisbane and Sydney, each attended by up to 100 people. FXAA
also contributed to the costs of the workshop run in Launceston.
35assessment clinic placesere funded for children of members. Each clinic place costs up to $1250 per child,
depending on location.
Thecounselling servicand provided at no charge to members is clearly a valued and essential service. Janie
Roberts has around 1,000 contacts with members each year, including up to 500 counselling sessions a year.
www.fragilex.org.aucontinues to be a first port of call for families seeking information, andeaeebook pages
connect us with over 800 people.

Our goal is to continue supporting our members and actively raising awareness of Fgagdectated Disorders.
In particular, we will be running an awareness raising campaign with health professionals over the next 6 months.

We are a small organisation with an office and four gamte staff providing support and services to families
nationally and requiring annually about $240,000. Our Board and Executive are all volunteers.

However we do need constantly to address our fund raising and funding base. To date we have not been able to
convince governments to assist us with funding for our basic operations and they seem now to be moving towards
funding disabled people individually rather than support organisations. Foundation and corporate philanthropic are
reluctant to fund office and running costs.

The success of FXAA last year has been possible to a large extent because of the generosity of two major donors and
the hard work locally of a number of members around Australia. But we have also used over $100,000 of our cash
reserves from previous years. Those reserves will not be there next year, so we must expand our funding sources.
We would like to thank the members who have been involved in fundraising efforts such as runs and arranging
events, and invite as many other members as possible to be partners in this effort.

The annual membership fee has been kept low to encourage families to join and share the information and support
we provide. We intend to keep that fee low and to work hard to attract new members. There are 90,000 people in
Australia with FXassociated disorders. Through our awareness program and our other activities we hope to increase
that membership significantly.

But at the same time we do need current members, if you are in a position to do so, to assist financially from your
own networks of family and friends, professional acquaintances and community organisations. For example, if 150
families set $1000 as a tax deductible target each year from within such networks, we would have the amount for
operations we had to fund last year from reserves. With our hoped for continued access to major donations, this will
keep the organisation active in providing services to members.

Longer term, we want to remind members of the Fragile X Endowment Fund established two years ago with the
ambitious target of $5m over the next 5 years. This would produce sufficient income to fund our basic operations
into the future. We think this is achievable. We could raise this if 5,000 Australians commit to make a tax deductible
contribution of $1,000 (just $250 per year for 4 years, an afgrout of pocket gift of about $150 a year for most).

We are now at the level of $160,000 in the Endowment Fund, including a substantial bequest from a close friend of
Leonie Star, a former president of FXAA, and donations raised by a member from his family and network.

The Board continues to actively seek grant funding to provide workshops and clinics, and continues to lobby
government for funding of current and future services.

There are a number of ways you can help support the Association, such as:
Workplace Giving introducing Fragile X Association to a workplace giving program in your office
Fundraising events organise an Awareness Evegt goldcoin morning tea, or a lunch, or a dinner
Making a taxdeductible donation - throughwww.givenow.com.au/fragilex



Annual General Meeting in Septembecall for Board member nominations

The Fragile X Associatiginnual General Meetings coming up o6 Septemberand we will be seeking to appoint a
new Board member. A vacancy has arisen as Professor Kim Cornish resigned recently due to work commitments and
Dr Shelley McRae will not be-n@minating for personal reasons.

We are particularly seeking a person with financial expertise to join the Board so if you, or someone you know, are
interested please discuss it with Wendy in the office. Nomination Forms will be going out well before the meeting.
We are keen to have a Board Member from South Australia, ACT or Tasmania, if possibiehBi Board Meetings

are held by teleconference and last for around 2 hours. All current Board members have taken on various
responsibilities and for this we are really grateful.

We have devoted this report mostly to financial issues because of their importance. Without funding we cannot do
the great things you can read about in this newsletter.

Robyn Iredale, Bruce Donald

TaxDeductible Donations Online

Make a oneoff or a regular donation to Fragile X Association throu@liveNow.
GiveNow is dree online donations service for charities and community organisations.
Because Fragile X Association is a deductible gift recipient charity,

U
Using the

secure engine of donations made to Fragile X Association are tax deductible .

GiveNow.com.au

www.givenow.com.au/fragilex

Workplace Giving Provides Regular Donations to Charities through the Payroll Process

Workplace giving is a program that lets employees donate money to charities on a regular basis through
their payroll system.

* Because Fragile X Association is a deductible gift recipient charity, donations made to the Association through
workplace giving are tax deductible

* Streamlines the charitable donation process for the donor and the chabibyh for giving and for recordkeepir g

* Donations are recorded on your paysligo recordkeeping is taken care of

* Workplace donations are magee-tax - so the donor receives thiax benefit at the time the donation is made

An example:

A $20 donation to a charity prax costs the donor $13.70 after the automatic tax deduction, but the charity
receives the full $20 (dependent on marginal tax rate).

* |f employers choose to match employee donations this could effectively double the amount donated
* All donations, large or small, are important to us!

Fragile X Association is registered witharities Aid Foundatiopa not-for-profit c A Charities Aid
g : : s : : Foundation
organisation which provides workplace giving arrangements supporting many chari
Are you interested in introducing Fragile X Association into the workplace giving program of your employr,
or having your workplace set up for workplace giving? If so, please contact Wendy in the office.



Fragile X Association Newse.

Janie Joan Liz Wendy

While we each work part-time, there is someone here in the
office every weekday.

If we can help with anything please get in touch:
support@fragilex.org.au
1300394 636 or 029977 0074

For all our latest news: Diary Dates
B AlLike us on facebook June 30 Membership renewals due
Facebook and

July Adult FXS Assessment Clinic, Sydney
Childrends FXS AsSydneysment Ll inic
International FX Conference, USA (16-20 July)

July 22 Fragile X Awareness Day

August Chil drends Christmas Card [Compet

www.fragilex.org.au

Fundraiser Raffle
Win a daysail on
Sydney Harbour
on
Team Australia:
{SFLy [Fy3aYl]
trimaran
The fastest boat in the
Southern Hemisphere!
$10 per ticket
Contact 1300 394 636 or
support@fragilex.org.au

Sept 6 Fragile X Association AGM, Sydney

Oct 27  Adult FXS Assessment Clinic, Sydney

Nov FXAA Christmas cards for sale

Dec Childrenbds FXS AsSydneys ment Ll inic

3 easy ways tO. renew Post the completed form in the praddressed envelope sent earlier this month
MemfberSh'p Email the completed form to support@fragilex.org.au
or .
Phone  to update details : 1300 394 636
20142015 P

Board Member Appointments for 2012015

¢ KS | &3& 2A0rudl Generaf Niedtings coming up o6 Septemberand we will be seeking to appoir
a new Board Member at that meeting.

2 SONB LI NIGAOdzZ FN¥ & aSS{Ay3a I LISNE2Y 6A0GK FAYEYOAILf S

Member from South Australia, ACT or Tasmania, if possible.

Board members take part in-pionthly Board Meetings by phone and the AGM. They generally take on a

particular focus. Please contact Wendy in the office if you have any queries about the role.

—

Fragile X Fact Sheets: new information resources on www.fragilex.org.au

The Association has developed a serieBauft Sheet$o provide information on Fragile-¥ssociated disorders.
Available now on www.fragilex.org.au

# 1. Fragile X Glossary of Terms # 2. What is Fragile X syndrome
# 3. Prevalence of Fragile X syndrome # 4. Carriers of Fragile X syndrome
#5: Reproductive Options # 6. FXTAS

Autumn 2014 Fragile X Association of Australia
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quite a popular one. At a recent Fragile X picnic a family sitting next to us in the {#@wns. The power to

KFR NBFIR GKS oFyySNIFyR | aadzySR KL (genprate lgughgerteps. N3 2 7
people not coping very well after a relationship breakdown! Another wonderful tak8€ POWer to lift up or put

on the term was presented to me by a man who had believed all his life that he HA@Wn- The power to motivate

. . . : or demotivate. The power to
fragile legs and he kept patting them to reiterate the point. teach good o evil. The power

' . : . . . .to e>f(press love or hate.
| am a firm believer in the power of language to be inclusive, exclusive, connecting,Q power to give or take

people and disconnecting of people. Many of our members have mentioned hOWThe power to heal or harm.

alienated, upset, angry and shamed they have felt by the words that people havespoose your words carefully.

carelessly used. Often people are referred to simply by their disability, deficiency or A.D. Williams

glea Ay SKAOK (KSe& IINB y20 Wy2NXIfQ IyR GKA&a OFYy o6S ¥FN
Language used by clinicians can sometimes have an isolating effect as it almost says

GLQY 21 odzi &2dzONB y20¢ o

Some people prefer to use language that is less judgmental and negative when talking about loved ones with Fragile
X Syndrome, like for instance:

Additional needsather than special needs

Atypicalrather than abnormal

Typically developintather than developing normally

Differently abledather than disabled
There is of course another perspective that people do not like to have their experiences minimised and glossed over
with what could be seen as more palatable terms. They prefer to have their struggles acknowledged by the language
used and the real effects of living with Fragile X Syndrome given sufficient space.

I do often wonder how much the difficulties of living with Fragile X Syndrome are made more significant by the way

AY B6KAOK ¢S O2yadlydte YSIadaNBE 2dz2NESt @dSa Ay 2dzNJ 4204 S
Y2N¥a 2F a20AS0Ge o0& 3I2Ay3 (2 | Wy2NNItQ aoOKz22ftz 3ISGGA
KIgAy3 OKAftRNBY>Z IyR GKS& R2y Qi NBIFIOK GKS ARSIfta 2F o
GKFd GKAAa 62dx R SyKFryOS (KS aSyasS 2F ay2i o0SAy3a 3I22R
debilitating in themselves. In response to this it can be interesting to consider who has set these rules of normalcy
FYR G2 1ljdzSadA2y 6K2 KFa (GKS NRIKG G2 RSGSN¥YAYS 6KIFG 068
challenge these disabling practices.
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| suppose that, as with everything, there are many different views and my personal take is that | would hope to be
respectful and honouring of people and their abilities and anticipate that the language | use would be reflective of
GKIFIdd ¢KSNBE faz2z ySSRa (2 o6S Iy 0ly2¢fSRAYSYy(d GKFG S¢
possibly be classified by one label. Janie Roberts

Janie Robertsk-ragile X Association Counsellor

The Counselling provided by Janie is free and confidential.

Counselling offers empathetic listening, a Hadgemental attitude, a safe place to vent, and an
opportunity to consider new insights and perspectives. Janie has experience with counselling in
areas of anxiety, depression, isolation, grief and loss, finding balance, feelings of guilt, maintaining
hope, relinquishing care, domestic violence and trauma, and changes in relationships.

Janie encourages families, couples, siblings, and individuals to contact her foriphet:
counselling support or faem-face support (in the Sydney area).
Janie: 1300 394 636 (free call) or 02 9977 0074 or janie@fragilex.org.au

WEYAS KFa F aladSNRa Ay /2dyaStftAiy3a FyR ta2OK2iKSNILRE® { KS A
Association of New South Wales Inc (CAPA) and Psychotherapy and Counselling Federation of Australia (PACFA).  Prior to
training as a counsellor Janie worked for over 10 years with adults and children with special needs in day centres and school



This October in Melbourne 1,000 Aussie athletes with an intellectual
disability will be striving to achieve their personal best in front of ®

family, friends and fans.

With competition across 16 Olymplgpe sports, the Games will be a huge
OSt SoNYGA2Y 2F loAfAGeEe +ta ¢Sttt Fa | |
Olympics World Summer Games in Los Angeles where athletes will have the

opportunity to represent Australia on the world stage.

Kieran Kelleheand Marty Campbellfrom Sydney will be among the

competitors representing eam New South Wales.

Tennis: MartyWa -hell fir8am has come true!
He has been selected to participate in the NSW tennis squa

\
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F—
SPECIAL OLYMPICS

NATIONAL GAMES 2014
MELBOURNE

compete in the Special Olympics national games in October.

Marty is a very keen tennis player. He competes regularly in tournaments and won the Gold
medal for his division in the 2013 State tournament. Marty also plays with the Bayview
Tennis Club every weekend and has received a huge amount of encouragement and support
from this wonderful group of people. He has been busy raising funds to contribute to the

cost of the games.

Basketball: Kierais competing in basketballn order to be selected he has to play four T
competition rounds, which are generally away from home. Apart from learning to play as a #
team these outings are a great opportunity to meet and socialise with other young adults in

similar situations.

EBankSA

Katherine Brownin Adelaide recently organised an
orangethemed morning tea fundraiser at Bank SA.
Orange juice and orange cupcakes were a big hit!

Candy and team in Brisbane
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Aliciawith Barry Linke
General Manager Grange Golf Club

Aliciais a year 12 student in Adelaide.
She has been playing golf for 5 years and is a
member and employee of th&range Golf
Clubb 't AOAl Q& ONBUOUKSNJI K
organised a great raffle to raise awareness.
Alicia secured the generous support of the
Club, which donated 4 of the 5 prizes.
She sold 400 tickets and promoted awareness
of FXS around her school, golf stores, her
hairdresser, family businesses as well as
friends and family.
Alicia raised an impressive $740



Fragile X Associated Tremor / Ataxia Syndrome (FXTAS)

C-¢!{ Aa I NEOSyiGfte RAZAO2GSNBR ouHnnmu ySdz2NBf23A0Ft 02y
l'fT KSAYSNRA 2NJ aiGNR]1 S L krelated digoyfi&s (BragileX Ky@drdimk, IRETAS dr Frayikey CN
XcAssociated tremor ataxia syndrome and FXPOI or Fragile X associated primary ovarian insufficiency) that result

from changes in the Fragile X gene.

¢KS CN}Y3IAES - 3ISYyS orftaz (y2ey o0& AtGa aOASYGAFAO ylIYS
WFdzf £ Ydzil GA2yQd ¢KS fGiSNBR 3ASyS Oy 6S LI aaSR R2sy |
of their lives. Both males and females who have a premutation of the gene are referred to as carriers. FXTAS occurs

in FMR1 gene carriers usually over age 50 and occurs in nearly 50% of male and beR0&enfFemale carriers.

FXTAS is a progressive condition, often beginning with mild symptoms and becoming more severe over time. Disease
progression can vary greatly among individuals. Many function well for years or even decades until carrying out daily
living tasks and walking without assistance become difficult. Some individuals exhibit only tremor amokdance

(ataxia), some others may develop progressive cognitive decline or psychiatric problems in later stages of the
disorder.

Symptoms that families may notice (but often attribute simply to aging) include:

WAy ( Sy shakigg®hatiofeB oc@uidIvhen reaching for or pouring something;
balance problems (ataxia) that cause falling or instability;
numbness in the extremities (neuropathy);
mood instability, irritability and other changes in personality;
short term memory loss and gradual intellectual decline

* % % % ™m

Source: FXAA Fact Sheet #6

wS3Qa {d2NB

My name is Reg Reed. | was diagnosed with FXTAS about 9 years ago. | was actually diagnosed with "chemical
AYOLfLyOSé Ay (GKS ONIAY AY | NRdzyR mpdp FYR Al sl a& 2yfe
that my daughter asked me to be tested.

Until about 12 to 18 months ago | was fairly "normal”. At about that time | started to show certain mental side
effects and these are found to be triggered by stupid disagreements between myself and my wife which cause
sudden anger on my part that lasts a minute or so and then disappears. They still happen now and of course
they cause me to be very sheepish afterwards.

The reason | am sharing this, is that some people with Fragile X might be in the same boat as me and wondering
what is happening. So it's not only physical abnormalities, like shaking or twitching, but also mental abnormality
that can occur.

If this can help some partners and families of a FX person, please understand that it is not the person but this
dreaded problem causing this.

If anybody reading this would like to get in contact with me, please do this via Janie at Fragile X Association:
janie@fragilex.org.au or 1300 394 636

For further information about FXTAS see:
* article on page 12 of this newsletter
* Fragile X Association Fact Sheet #6: FXTA8w.fragilex.org.au
* www.fxtas.org
*

- websites of the US National Fragile X Foundation (US)
www.nfxf.org



This is a summary of a more detailed research note prepar&a Bynuta Z. Loes¢tMD, PhD; Senior Research Fellow, School of
Psychological Science, La Trobe University, Melbourrihe extended research note is available on www.fragilex.org.au

The parents and grandparents of FX affected children, who were carriers were initially thought to be clinically unafpetéal|ye

as any emotional, cognitive or health problems in those carriers appeared relatively minor in comparison with the setarity of
FXS. Symptoms among carriers were often largely attributed to the stress of raising children with this syndrome. Havever, th
1991 report of a higher (20%) incidence of premature ovarian failure (menopause before the age of 40 years) in femalgs carryi
the premutation, followed by the discovery, a decade later, of FXTAS (freagigokiated tremor/ataxia syndrome) in older male
premutation carriers, led to closer investigation of these and some other changes, including psychiatric and cognitinesoble
immune-mediated conditions such as thyroid dysfunction and fibromyalgia.

A major focus of recent research has been on the spectrum of clinical manifestations of FXTAS. The onset of these amnifestati

occurs typically between the ages of 60 and 65 years in most individuals, with the tremor usually being the first observable

symptom. Because parkinsonism (resting tremor and muscle rigidity) occurs in more than a half of individuals with FXTAS, this
A8YRNBYS YIé& 0SS YAadalr1Syte RAFIy2aSR | a A Rgoigghdsdamkhiirdthist | NJ Ay a2y
important area is being undertaken by Dr Danuta Loesch at La Trobe University in Australia in collaboration with a tg&hofed b

Randi Hagerman at the M.I.N.D Institute at the University of California.

¢tKS FTNBIdSyde 2F | FdAfte aaYLWi2YIGAO OWRSFAYAGSQL C-id! { KI &
both US and Australian cohorts. However, it is lower in men aged between 50 to 60 years and much higher (over 70%) &éh men age
over 80. Female premutation carriers can also develop FXTAS, but the risk is much lower (~16%) than in males. Althowath we do

yet have an accurate estimate, it seems even less prevalent in the Australian than in the US females. An accurate gbtimate of

risk of FXTAS in both male and female carriers is problematic. This is because of an extengidkviigsl variability of bth

progress and clinical presentation of this syndrome. Recent research undertaken by the team (and others) found the discrepanc

in some proportion of patients, between typical brain changes on MRI and minor clinical manifestations, or typical clinical
manifestations with minimal MRI changes, or predominance of cognitive decline or depression that, in some cases, may precede

the onset of neurological symptoms. These variable manifestations suggest that the frequency of the FXTAS spectrunsiin contra
GAGK GKS GNIRAGAZ2YLEE O2yOSLIi 2F WRSTFAYAGSQ C- ¢! {0 YstudiesoS KA 3
are needed to accurately assess this variability and its relevance to the risk and diagnostic criteria of FXTAS.

The most intriguing and clinically meaningful aspect of FXTAS is that it occurs only in some premutation carriers, aploitécs pr

of individuals remain symptosfree till very old age. To address this problem the Australian and US research teams have tried to
unravel the pathological mechanisms underlying progressive loss of brain tissue in the affected carriers. An important
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premutation carriers, both affected and neaffected. An important step was a discovery of the changes concerning important

cellular organelles known as mitochondria, which were more obvious in the affected than-effected carriers. These changes,

in their severe form, are lethal to the cell.

The Australian research team is now explong particular pathway leading from the elevated RNA via mitochondrial changes to
severe cellular pathology in premutation whjéhconfirmed, may open the possibility of targeted treatment. Moreover, because

each of the individual elements tested along this pathway provides a potential biomarker for disease, their identificétion an

relevance to clinical involvement may help to predict which premutation carriers will be affected. This will help in accurate

prognosis and thus iany early intervention/treatment strategies. The research relies mainly on the results from blood cells, since
GKS&8 IINB + FFEANI 0GK2dAK y20 ARSFf 0 NBLNBaSyidldadAzy 2F gKI Q4

In addition to the need for adequate funding, a large number of participants are required. Collaboration between thetrelevan
research centres is also essential for the success of studies of the FXTAS spectrum and other premsstatiated disorderd.he

relatively low participation rate of premutation carriers in this country, especially those from older generations, hastquese

serious problem in the Australian research. Another factor which also affects research participation is inadequate informatio
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forms of parkinsonism, or else confuse FXTAS with FXS. Although these two syndromes are associated with mutation in the same
(FMR1) gene, they have different underlying mechanisms, different symptoms, and concern different age groups.

There is no targeted treatment of FXTAS or any other premutatgsociated condition as yet. This is a long process requiring
substantial funds and wide carrier participation. Although further research on risk factors contributing to FXTASqaisidl, re

several environmental contributors such as smoking, alcohol and other substance abuse, prolonged anaesthesia, chemotherapy,
have already been identified. Avoiding these factors, where possible, combined with a diet rich in antioxidants mayeconstitu
some preventative measures, or an important addition to existing treatments for tremor or ataxia in the affected carriers.

Australian Study
For additional information, including participation in the Australia side of the study, please cdbtdatinuta Z Loesch
(03) 94791382 or d.loesch@Ilatrobe.edu.auMs Eleanor Hammersle(03) 9479 2329 or e.hammersley@latrobe.edu.au



This is an extract from a longer article on Nutrition and the Benefits of Coconut Oil, written by Fragile X Association
memberLouise Hallinan The full article is on www.fragilex.org.au
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Hi, my name is Louise Hallinan and | am a fully qualified Nutritionist and Homeopathic Practitioner with 10 years
experience working in the health industry. This is my first contribution to oimfo newsletter and in coming

newsletters | will be giving you lots of information about good Nutrition for you and your family.

Caring for your family is such a busy job, it is a full time job really. And what tends to happen is that you are so busy
looking after everyone else, that you end up leaving yourself to last. Your own health is just as important as
SOSNE2YyS StasSqQaz S@Sy Y2NB AYLRNIFydG Ay FFOGX o6SO0OFdzaSs
even though it may be hard to do, you must put yourself and your health first, so that you keep staying healthy and
avoid illness.

It is interesting that some foods can have a beneficial effect and some can actually make you feel drained. Others
will give you a shot of instant energy and then you are depleted not long after. So knowing which are the right
foods to eat will make it so much easier when grocery shopping and planning for the days and weeks ahead.

I would like to give you some useful information now that can be used immediately and incorporated into your daily
life. So | thought it would be good to start witoconut Oil. Coconut Oil has an enormous amount of health

benefits, more so than many other foods.

Coconut Oils a saturated fat a good saturated fat. This is one of the very best food sources that you can start to

include in your daily diet. The Coconut oil is clear liquid in room temperature, and goes solid in the cooler

temperatures. CoconutoilO2 y G Ayad YSRAdzY OKIFIAYy &l {Gdz2Ny GSR FLddGe | OAR
Saturated fat compared to Trans Fat. Fifty perent (50%) of the fat content in coconut oil contains Lauric Acid. Our

body converts Lauric Acid into Monolaurin, which has-aimél, antibacterial and antfungal properties.

The only Coconut Oil to use is thB&tra Virgin, Cold Pressed Coconut Ddlok at the label and make sure it is not

the refined coconut oil.

Ways to use Coconut Oill

* Pour onto your morning muesli or cereal * Use as a spread on toast or bread like butter
* Use as a salad dressing *  Use freptdmesoil or butter with coconutil
* Can be used to cooking and frying foods etc as it can safely withstand high temperatures

So Coconut Oil can be used for the whole family and will benefit your health in more ways than one. Oh and | forgot
to mention..... It tastes great too!! Remember to start off slowly, using ¥z or 1 teaspoon daily so your body can get
used to the oil. Then you can increase gradually up to a maximum of 2 dessertspoons a day.

I am happy to receive any feedback or suggestions of what you would like to know about in terms of nutrition, so
please send me an email and let me know. You can email eeliee @louisehallinan.com.au

. . Recommended Specialised Mobile Phone i ora.
Jeeneemobile > Senvice Provider

Christine, an Association member, has recommended mobile phone service pri@éadeemobile.
Services includ24/7 Help serviceGPS LocatgEasy icons
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services for people who need extra support to stay in touch and people who want peace of mind when they're out
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and carers, mums and kid&/e're specialists in providing mobile handsets and services to support your

individual speech, literacy, numeracy and fine motor skills requiremerts & 2 dzZNOSY 666 d2SSy SSod 21
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GPS Locator Service Easy Icons Affordable plans Australian based service Peace of Mind 24/7 HELP Service
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Hello Australial

My name is Cindi Rogers and | am from Colorado, U.{
| am the Mother of two adults sons with fragile X
syndrome. | live with my husband, Chris, and my boys
Jake, 25 and Joe, 23 years old. Both of our boys werg
diagnosed with fragile X in 1991 way back when the D
for fragile X was just being discovered!

Over my many years of involvement in fragile X, | havq
served as Family Liaison for the Fragile X Treatment g
Research Center here in Denver, Colorado with Dr. R§
Hagerman for six years. Since 2003, | have also serv{
the Board of Directors for Developmental FX which wdg
founded by Tracy Stackhouse and Sarah Scharfenake
of these things have allowed me the pleasure of meeti| §

with hundreds, if not thousands of families with fragile S
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helped us not feel alone in our journey.
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Since the inception of Facebook, the ability to connect with families from all over the world has been phenomenal
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experiences and thoughts related to raising our two boys in my blog on

www.mrsrogersfxneighborhood.blogspot.com

Last year, in 2013, | met a woman named Polly Letofsky that set me on a completely different path! Polly is an
Author, and she encouraged me to write a book about my experiences, joy, challenges and successes of raising Jake
and Joe. So, | set out to work on it.

LY WdzySs wnmnI Y& @SNER 26y 06221 OFftftSR a.S802YAy3a aNRO®
print. | decided to publish it myself, with the help of many of the necessary professionals like a Writing Coach, an
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This book takes the reader from the birth of Jake and Joe through the many (did | say many? | mean exponential!)
challenges we have faced from infancy through the sclageld years and on into adulthood. | tried very hard to

give details that would help other families generate ideas that would work for their own children, and most of all,
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and every day: HOPE!

This book was a labor of love for me as | wind down my involvement in the full immersion of fragile X. Chris and |
are moving toward transitioning our boys into a life of independence and then on to our own retirement. | do hope
those of you in Australia will take a chance and read
our story and find something that you can relate to
from our experiences.

. Most of all, | want you to find hope while raising a

child with fragile X syndrome.

Fraghe Xix 3 commen aa¢ Ishariied con of learaing Efficeltine. A
tecting 3 chik's abilty o tackis key arvas such as literacy and

warsy. s o Mehavi prabecs s el aaiey. gy Learning to Live
ot oy tes Der stary, b aias ghees advice for new parsats, such ak:

« e ploysical 90¢ behwrioral characturiatics o Fragle X, e o the Fragile X Way

* the efiects o Fraghe X sm learaing,
 medieation sed

2 et g . ety Vpes _ This is the cover of my new book!
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Kindle in August.

Cheers to all of you across the pond!!

L m A copy of the book is available in the
Fragile X Association library

Cindi Rogers
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The FREE FX Study Research Update and the Best Platform Presentation Award af theetrational
Child Neurology Conference, Brazil

TheFREE FX studyDaveloping new tests for fragile X: Aiming to improve outcomes for children and their families
through earlier diagnosishA Yy AG A G SR G ¢KS w2eélf / KAftRNBYyQa | 2aLRAGL €
involve Fragile X families nationwide. Participant recruitment and assessments in New South Wales managed by
Carolyn Rogers from Hunter Genetics and performed by Annabel May Marsh have been initiated in April this year.

Twenty-eight participants and their families have already taken part ofRREE FX study
Preliminary analysis of the results obtained from the clinical and molecular assessments o
first 16 children and adolescents were presented by PhD candidate Marta Arpone at'the 1
International Child Neurology Congress in Brazil in May 2014. The conference was of the

scientific international standard with participants from all over the word. The latest advancg
and the most recent research discoveries in child neurology were presented. Moreover, th
current standard of care in the practice of child neurology both in developed countries and
low resource settings were also discussed. The result was an intellectually stimulating me
where professionals had a great opportunity to exchanges and discuss ideas.

Marta Arpone

¢tKS Cw99 C- (i SFMROronlIméthyldtiBn atalysist af Bpigénetic biomarker for the
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Cognition and Psychiatry. During the session the promising, although preliminary, results from the FREE FX study
were presented. To date the data suggest that there is a significant correlation between the methylation level of
specific FMR1 biomarkers (recently discovered by our team) and cognitive functioning. Interestingly, among all the
tissues collected, we found the strongest correlation between the methylation in the cheek cells (buccal) samples
and the IQ scores. Data was also presented on a new highly sensitive fragile X test calibthMSee the

attachment Inaba et al. 2014 Clinical Chemistry; and press release on GenomeWeb). This test was wudadsifyre

two FMR1premutation carriers into premutation/full mutation mosaic categoryhis should allow these families to

gain access to the Better Start Initiative available for early intervention in individuals with a confirmed diagnosis of
Fragile X syndrome with full mutation, including those with mosaic Fragile X.

al NIFQa LINBaSyidldazy 2y (GKS Cw99 C- NBadzZ Ga o6Fa |6l NRS
Cognition and Psychiatry session. The FREE FX study team would like to thank immensely all the families that have
already patrticipated in the study; without their great contribution this research would have never been possible.

If you are interested in participating in the FREE FX study please contact:

New South Wales Victoria
Ms Carolyn Roger$;enetic Counsellor Ms Justine Elliott,Research Genetic Counsellor
02 4985 3137 Carolyn.Rogers@hnehealth.nsw.gov.au |03 9936 6729 justine.elliott@mcri.edu.au

This article was submitted to Fragile X AssociatioBibRavid Godlerfrom the Murdoch Childrens Research
Institute.

Additional related material is available at www.fragilex.org.au

* Early Detection of Fragile X Syndrome: Applications of a Novel Approach for Improved Quantitative Methylation
Analysis in Venous Blood and Newborn Blood Sfpots,the journalClinical Chemistr014

* Australian Team Develops Melt Curve Methylation Assay for Fragile X Detection, Potential Screening
by Madeleine Johnson, genomeweb, 8 May 2014
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Monash University in Melbourne invites females who carry the premutation for Fragile X syndrome, as well as non
carriers, to participant in a world first study.

This project aims to comprehensively add to the global understanding of the female fragile X premutation profile
and is being overseen Brofessor Kim Cornistiormer Fragile X Association Australia Board Member,
andDoctor Joanne Fielding

To be eligible to participant, you must:
* Be a female between the ages of 18 and 55 years of age
* Be either a premutation carrier for fragile X syndrome or a-ocamier
* Have normal or corrected vision

The project requires a single half day visit to Monash Biomedical Imaging Centre (located at 770 Blackburn Rd Clayton),
on a day and time that suits you. The research involves having a magnetic resonance imaging (MRI) scan, which is a
painless, safe, and neanvasive means of studying your brain. This study will allow us to understand how the brain
functions in premutation carrier women.

We will focus on memory, thinking and how we pay attention to the world around us. You willfalso
be asked to take a blood test to further look at the FMR1 gene. All participants with be adequptely
reimbursed for their time.

We hope to have all participants tested by the end of 2014, so that a summary of the findings|can
be sent directly to those involved, and communicated to Fragile X Association Australia by mid
2016.

If you are interested in participating or would simply like some more details, please contact
Miss Annie Sheltoron annie.shelton@monash.edor
Dr Joanne Fieldingn 03 9905 3935 gpanne.fielding@monash.edu

Annie Sheldon

Better Start Early Days Workshops
are for parents who have a child with syndromes
such as Fragile X in the early years before school .

These workshops will help you to:

* |learn more about the services and supports
available to you and your child

* understand how Commonwealth funding such as
Better Start or NDIS works

* meet other parents who have similar experience
to you

* build confidence and develop positive strategies

The workshops are being run across Australia in capital
cities and regional centres.

Find out more and register for workshops
by visiting the website:

betterstartearlydays.net.au



