fragileX

newzealand

supporting families living
with fragile X syndrome

Fragile X Syndrome is the |l eading inherited cezé
common single gene cause of auti sn
Characteristics of FXS include mild to sever
del ayed and repetitive speech and auti s
Strengths include strong imitative skills, go
sense of humour, empathy and a desire

It is estimated that 1 in 800 males and 1

Female carriers have a 50% chance of passing
chil dren. Mal e carriers wil!/ pass 1t to 100%

Some carriers maybe at ri-ssks odi ateerce | dbips mrgd d 1r |
| ate onset neurodegenerative disorder (FXTA

Around 12,000 New Zealanders have Fragile X Syndrome or are carriers
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Fragile X refers to a group of genetic
conditions now refe
X-associ ated Disorde

The disorders include:

Fragile X Syndrome (FXS) is a genetic
disorder caused by the full mutation
of the FMR1 gene (a change in the
DNA structure) on the X chromosome.
It results in a wide range of
developmental and behavioural issues

and is the most common inherited
cause of intellectual disability
worldwide. It affects around one in

4000 individuals.

Fragile X -Associated Tremor/Ataxia
Syndrome (FXTAS) is a condition
affecting some male carriers (and in
rare cases, female carriers) of the

premutation over age 50, causing
balance, tremor and memory
problems.

Fragile X -Associated Primary
Ovarian Insufficiency (FXPOI) or
early menopause is a condition
affecting some female carriers of the
premutation.

Fragile X can be passed on in families
with no apparent sign of the
condition. In some families, multiple

generations are affected.

All children with delayed
development or autistic -like features
should be tested for Fragile X
Syndrome.
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supporting families living with fragile X syndrome
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196 Taita Drive, Avalon, Lower Hutt 5011
Free phone: 0508 938 0552

Email: info@fragilex.org.nz

o as OFragile

Web: www.fragilex.org.nz
Charity Commission Number: CC25998
Trustees

Chris Hollis - Chairperson

Lance Norman - Treasurer

Judith Spier - Secretary

Senorita Laukau
Jayne Sorenson
National Coordinator Andrea Lee
nationalcoordinator@fragilex.org.nz
Free phone: 0508 938 0552

Fragile X New Zealand is a parent -led
charitable organisation which aims to;

1 support New Zealand families living

with fragile X

raise awareness about fragile X within
New Zealand

assist individuals affected by fragile X to
reach their full potential

www.fragilex.org.nz
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Greetings all

Life is busy with work, family, church
and other commitments, including my
Trustee role, and they are all priorities
that make me feel

Board about the same time as Jude
Spier. Prior to that connection with the
Fragile X community, my intial
encounter with Fragile X was a scary
and confused one.

It was1993 when first | heard about Fragile X. My son Ofa had
been admitted to hospital for what my GP thought was an insect
bite. The hospital did some blood tests and | remember picking
up a letter from the Genetic Services some days later where they

i nformed me of Ofads diagnosi s

Fragile X. Even now, while writing, the weight of what | felt
then still make my tummy turn. Later that same year, | was
invited to a presentation at the Wellington Hospital about
Fragile X. This was the first time | had met Louise Gane. There
were only a handful of people in the room and | was the only
brown face there.

What a joy it was to attend a workshop in 2007 in Wellington for

Fragile X targeting educators &

where | met the other Hutt residents with Fragile X connections.
Ever since then, although some challenges are still there, 1 no
longer feel Fragile! | feel connected to a lot more people /
families / friends and experts. In a way, my family still feel very
special because we are the only known Pacific family with
Fragile X!

This year we will hold our AGM on 1st November at the Taupo
gathering again.Every year, | look forward to the AGM

gathering because it feels like a family reunion and every year, it
is awesome to see so many familiar faces as well as starting to
know new faces and new families. | also note that the children
who are now growing up are starting to recognise each other and
us, the parents. It is great that we try our hardest to organise

the Family gatherings to coincide with the AGM so we can see
more of you and as well as enjoying each others company and
friendship.

The work that FXNZ does is very important to me because |
woul dnét wish the | onely and

| first heard about Fragile X, not knowing who to turn to or how
to support my own child and family. | am so looking forward to
finding another Pacific Fragile X family but then it would mean
mi ne wondt be special anymore
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and energy everyday. | joined the FXNZ
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Ther eds | Bayveslacked ghe resources to keep up with
share in  our demand. So let me know if you and your
S pr i n g schoolareinterested.

News |l et t ergyreht®y U lark preparing for our annual
be amazed Fragile X Family Gathering in Taupo the
what 6s hapiptyBekehd of November. It looks set to be
over  winter! the biggest yet with potentially over 100
Thank you to  people. | can hardly believe it! Just goes to
everyone  Who  show how committed families are to getting
together and sharing the experience of living
with fragile X. Not to mention the fun to be
had at DeBretts! We have also organised

joined us in spreading awareness over
Fragile X Awareness Month in July. We used

Eagebookl%s o(())lé)r platform {Jhred:)rgll\llnzately ol Tony McLean from Imagine Better to present
ad over views on the pageln Worksho(PWon FFurture Pl anni

July! This included Dltq me0 U oK ne. you hav

X information bites. Check it out if you
havendst already. A g:éllsgzlr?cztﬁport E;ngles who nsed flnrssmaf:lal

Alexandra and Vicki and Veronica in Sett

Whangarei who held awareness raising ltds exciting to see famil:.
fundraisers. You can see Vicki and Veronica the country for coffee mornings, dinner out,

later in the newsletter in the t -shirts they  and even a walking group! Isolation is often

had especially printed! an issue when a family member has special

needs. Remember support and information

Recently we received support from the is just a click or a phone call away!

Frozen Funds Charitable Trust to run more

6 No Longer Fragil ebd wor o) sghgool s.
This is exciting news because schools are T ’B‘ CB%‘ ’ '8‘ '&

increasingly requesting the workshop and we
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The Annual General Meeting for FXNZ will
be held 1st of November 2013 at 7:30pm in
the Pavilion at DeBretts, Taupo. All are
welcome to attend. Your input is important!

[ OOE ) Ol AT A &AI EI
This annual event will take place over the
weekend of the 1-3rd November at DeBretts

in Taupo. Last year we had a record 28
families attend and we look set to break that

parents and grandparents to share their
experiences of living with Fragile X in NZ.

- A AHamilieb cdh contact FXNZ to join.

&AT ET U ' AOEAOET ¢O AT A
Families in Wellington met in April and families
in Auckland met in April and May and have also
held several coffee mornings. Families in
angareija | orq‘y also met for coffee
\r/ranings. Algo%eéfoud%ﬁ: assistance to get
families together in your area let us know, we are
happy to help.

record this year. We plan to hold a workshop
again, with details available closer to the 5 OA &EF£0OI x AAOEOAO | AT A
time. Accommodation can be booked at
www.taupodebretts.co.nz or 07 '378 8559 Useful websites for information about
Remember to ask for the 10% discount for fragile X:
FXNz families. FXNZ can help support
families that need financial assistance to 1. Fragile X New Zealand
attend. www.fragilex.org.nz

~ ¢ oA 2 N < 2 . The National Fragile X Foundation

Ol AA & Ol AOAEO A O www.fragilex.org
Vicki and Veronica held a hugely successful 3 . Australian Fragile X Association
awareness raising fundraiser in Whangarei. See www.fragilex.org.au
photos later in this newsletter. Thank you from 4 The Fragile X Society
FXNZ. www.fragilex.org.uk

>~ A AE AT T g A A7 5 IR a=g A Better
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The date has been set for our next Fragile X 6 . For information about education and
Charity Golf Day fundraiser. If you would behaviour ww.marciabraden.com
like o jO!h us mark Wednesday 13th 7 . Health Passport ww.hdc.org.nz/about
November in your calendar now! Currently _us/disability/health -passport
we are looking for donations for prizes. _
Please contact Andrea if you can help. 8. Information about FXTAS

www.fxtas.org
& A A A A 'I' 'I' E 9 . Fragile X research www.fraxa.org
) ) 1 OParent to Parent New Zealand

We continue to use Facebook to raise awareness www.parent2parent.org.nz
about Fragile X and to share information about ' e
what 6s happening i n ojur communi ty.
www.facebook.com/Fragilexnewzealand
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T - )prow er, who theh had To carTy out a
2AO0EAAT OEAI "IAOAEké;as%A£slmleht Bk RQEA need
(AxEAO " Aus responsible for making the application to the

Ministry of Health, so it required a close liaison
What started out as a hugely difficult journey with our case -worker. They were required to

for our family has become a very positive ensure that we had tried everything within our
change for each and evepynmmlfi Pl H5 mbEECREtRos ne
little about our journey. Ministry of Health have very specific

expectations that if at all possible the young

A4EA 001 AAOO person is catered for within their local

_ o communities.
On first deciding that we wanted to look at Matt

attending Hohepa, | contacted the school to chat ~ AS there was little within our community we

with them about the possibility. hadndét tried our NASC provi
supportive of our application, though they did

suggest enlisting the services of a behaviour
management specialist as we
for several years and that was one expectation

the Ministry would have.

They arranged for us to visit with Matt to look
around and join them for lunch at the school.
First they showed us around the school and we
met with the principal to discuss how they
operate, and for them to find out a bit about

Matt. We had to take along any recent reports, Once they had agreed to place an application for
IEPs etc. from school, paediatrician, and the Matt _to g0 to Hohepa, the ?Ch°°| and ‘
psychiatrist. They also had a parent attend the paediatrician and psychiatrist were required to

meeting to answer any questions we might have ~ Provide a letter of support.
from a parentsd per spec AdaM®e were very fortunate to have full

While we were in the meeting, two of the support from both these services, as they both
specialist teachers took Matt for a walk to see viewed Hohepa as a positive step for Matt.
their rooms to see if they could engage him. While the NASC were completing this process
After this, we met with the director and he and sending it off to the Ministry, we were also
showed us around the boarding houses and required to meet with CYFS (Child, Youth and
introduced us to some of the house parents and ~ Family Services).

explained a bit about the application process. CYFS role is to ascertain whether or not it is in

the best interests of a child under 16 years to be
put in an out of home placement. Had we sent
our older son Sam to a boarding school this

While he said they would be happy to take Matt
and that they currently had a couple of places
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woul dndt have been a
because Hohepa is partially funded by the
Ministry of Health, it was a requirement. At

the close of the CYFS meetings we had to sign
a Section 9 for an out of home placement.

40AT OEOETTET C 01
Once approval came through from the Ministry
things happened pretty quickly.

With the help of a behaviour specialist who
also works as an advisor to the Hohepa staff,
we created a transition plan to prepare Matt
for his new school.

After our visit to Hohepa with Matt, we had
discussed with him how we thought it was cool
to have a school on a farm, and explained that
the kids at the school stayed in the houses we
had looked at and went home only in the
school holidays. We were very relieved when
Matt piped up with ol

To help prepare Matt further we talked to him
about boarding schools and how both his
granddads and his aunt had gone to boarding
school and how it was an exciting thing to do.
We also talked to him about how his brother
Sam was leaving home next year to go to
university and he would be sleeping there and
that leaving home was something everyone did
and it was part of growing up and becoming a
young man. This seemed to appeal to him and
while anxious about going he seemed to be
excited about the prospect.

od

Matt started at Hohepa in January 2012, so
we visited Napier a couple of times during the
holidays to familiarise him with the area and
each time we drove around the Hohepa

r e gnvironneme nt ,

however

This preparation, along with the behavioural
specialist we had worked with holding a
training day at Hohepa for the staff who would
be working with Matt, ensured that he had a

s o~

very smooth transition.

Matt has now been at Hohepa for 18 months.
He is enjoying newfound independence from
hip fangily, sopeghing wehad found yerye ¢
difficult to achieve. He has lots of friends and
supportive carers there, and we are rested, and
able to enjoy Matt when he is home in the
holidays. He enjoys a wide range of daily
activities not offered at other schools,

including helping with planting, growing and
harvesting of foods grown on the farms at
Hohepa. He has a very healthy lifestyle
including a diet based on organic and
biodynamic food, much of it produced on the
Hohepa farms.
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New Zealand -based biotech Neuren Pharmaceuticals has
achieved impressive preclinical results in the Fragile X
mouse model with two of their lead compounds, NNZ -2566

and NNZ -2591. These compounds are examples of a new
class of drugs based on insulin -like growth factors (IGF -1).

7z

On 29t July 2013 Neuren Pharmaceuticals Limited
announced positive results
molecule, NNZ -2591 in a mouse model of Fragile X Syndrome
(FMR1 knockout mouse model).

usi

In summary, NNZ -2591 was shown to reverse the differences
between normal (wild -type) mice and FMR1 knockout mice,
normalizing known Fragile X neuronal, behavioural and
biochemical characteristics.

Lar
t he

Commenting the result s,
OWe are truly excited with
results in a well -accepted model of Fragile X Syndrome are
compelling and reinforce our belief that NNZ -2591is a
valuable compound with significant promise as a therapeutic
for chronic neurological conditions. That both NNZ -2566 and
NNZ2591 exhibit significant benefits in this model suggests

on

a o0class effectd which has not
which two synthetic analogues of naturally occurring
neuropeptides show therapeutic potential in the same

condition.
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Y Provide structure and
predictability of schedule
Y Provide opportunities to be
included with  typically
developing peers
¥ NS e Adlfal S © figRdhg |97 Y 9
wherever possible
Y Provide support strategies
for transitions ie. transition
object, job or task to move
from one location to another
\ Remove or minimise
stressful situations where
ry Gl sbls, Neuronos |[CEO,
tpg%SIme of this stiudy.
Y Plan and adapt for upcoming
noisy or potentially stressful
events if not avoidable
Y  Avoid crowded areas; help
or es\t/uldeonts tP gragjually de dport e
sensitise to crowded
environments
N Encourage opportunities to
move N 5
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When Ben left school at the end of last year | -AEA ODOOA UIT 6O AEE]
felt a little like | felt on his first day at school ~ o A A ~ A " £ oA o A o .
- slightly bewildered at what life would be for 'e\ .I. I, ! 'é\ ,'\A\ (? é\ A >f EOE R OE 'é\ E
him and us. But this was an event | had AT i1 1 EODEAO8 4EA A/l
planned for. | started looking for answers to A ~ o D - L R . z A
what we could put in place for Ben several A A A |, 1 A 3 E IA (? _I_ 1 O '%‘ A,‘ E _I.
years ago and to be hode@t@AlhE@eA@Q)tE[y t EO Ol
found a perfect answer. - A i ! T AAAT A AT A B
P EO EI bT OOAT O O1 OE/

| went to a workshop by Imagine Better, an _
organi s atasssnfamiliés to intagine Ben felt part of the team at the railway
a better way of life and provide the support because he found a role or way of
and encouragement required to achieve their contributing; mowing the steam train
goal s6. The key points Siocd @it Yi0rSorhatwfes . The ot her
workshop were; are very happy for Ben to mow the lawns as

A - 1 A . A - < .. it allows them tq. spen%\m\ore time on the
30A00 xEOE UT OO wésE E |
El OAOAOOO AT A OOPAI OE08

T AANLE R = = T e ngx er ceI asﬁ/
E__) I\ O C,) !E 'A,‘ | 'é‘ Al A . | clurél(veﬁ ﬁglces A]\AI as tl1e
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XA A A designed to give service providers ideas to
'CEOOOOAS Opromote an inclusive soci e

realise vocational aspirations of all New

This takes bravery on our part as some days Zealanders especially those with significant
it is hard to believe our children have barrierso.
dreams or are capable of achieving them .
Ben told me that he wants to own a farm like Geoff Waghorn talked about the importance
his grandfather and become a train driver. of employment for maintaini
Although being a train driver for a NZ rail sense of well-being. For people with mental
company is out of reach for Ben | realised health issues research states that
that Ben could become involved in the local demployment is one of the n
steam train society. Once Ben joined, he very treatmentsé because it conn

quickly felt that he was one of the working

team at the railway. Ben often gets to sit in
the engine with the driver. One day one of
the guys let Ben drive the engine. He was

over the moon.

Another idea that was suggested at the
workshop was to ;

others and provides a sense of purpose. It
makes sense that either employment or
activity that provides purpose and
connectedness is important to our children
also. Geoff also reported the depressing news
that work placement services frequently
struggled to successfully provide work for
their clients.

Xo
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Two speakers discussed an alternative idea to
gaining employment from others. Guy Turnbull
talked about social enterprises. A social enterprise is
a business set up to support a social good rather
than just make money for investors. Tony McLean
from Imagine Better talked about a type of social
enterprise called a micro business; a small scale
business that provides activity for someone with a
disability. The business does not have to make
money, only fulfill its aim of providing employment
and activity for the person it is designed to support.
The example Tony gave was a lad with Down
Syndrome who loved walking dogs and started a
micro business walking the neighbourhood dogs. He
is paid 10 dollars a walk. Imagine Better provide
advice and guidance to those who wish to set up a
micro business for their family member. Guy
Turnbull said that a successful social enterprise
must provide a high quality product or service and
have methods of monitoring the quality of service.
He also said that it was OK to take risks when
setting up a business. We do not have to be totally
risk adverse when considering our childrens future
options. Better to try and fail than not try at all. |

can imagine a micro business working for Ben.
Setting something like this up would be challenging.

The conference also made sense of my experience of
transition services. T here is a big gap between
government rhetoric and practice. There are
fantastic services in some areas and very poor
services in other places.

Unconnected to all this | ran into Ally Attwell, whose
has started up an organisation that promotes NZ
sign. Check out her web site

Voice Thru Your Hands (Web site; http://
www.voicethruyourhands.org.nz). An
organisation that promotes NZ sign.
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