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Fragile X refers to a group of genetic 

conditions now referred to as “Fragile 

X-associated Disorders”.   

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 usually 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. 

A l l  c h i l d r e n  w i t h  d e l a y e d 

development or autistic-like features 

should be tested for Fragile X 

Syndrome. 

Registered office; 196 Taita Drive, Avalon, 

Lower Hutt 5011  

Postal address; PO BOX 1322, Nelson 7040 

Free phone: 0508 938 0552 

Email: info@fragilex.org.nz 

Web: www.fragilex.org.nz 

Charity Commission Number: CC25998  

 

Trustees 

Chris Hollis - Chairperson 

Louise Smith - Treasurer 

Jude Pani - Secretary 

Senorita Laukau 

Lance Norman 

Bronwyn Markey 

Raymond Dickinson 

 

Executive Director  Andrea Lee 

andrea@fragilex.org.nz 

Free phone: 0508 938 0552 

 

Fragile X New Zealand is a parent-led  

charitable organisation which aims to; 
 

• support New Zealand families living 

with fragile X 

• raise awareness about fragile X with-

in New Zealand 
 

• assist individuals affected by fragile 

X to reach their full potential 

 

www.fragilex.org.nz 

 
 

What is Fragile X? 
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read this newsletter, her only connection with the wider fragile X 

world was through this newsletter. So, I felt the obligation to distil 

down the thoughts and learning gained from the many emails, 

Facebook posts, and phone conversations to provide a sense of the 

vibrancy and vision of our support network. In our recent survey, we 

learned how much this newsletter is valued by you all. It was a bit of a 

surprise to learn that it rated above social media, given how active our 

Facebook pages are. But it is a good message for us to hear that in 

these days of information overload, this newsletter continues to play an 

important role in connecting with the fragile X community. 

The board of trustees for Fragile X New Zealand has continued to 

evolve over the past year. Another new trustee has been appointed – 

Jude Pani who is based in Rotorua and the grandmother of two girls 

with fragile X. Following a career in local government, Jude is now 

Executive Officer of Te Tatau o Te Arawa Charitable Trust. And two 

trustees have stepped down. Jude Spier, who has been secretary for 

much of the past decade, has decided its time to let others experience 

the thrill of recording our exciting discussions at trust meeting. Her 

bubbly chatter belies that fact that she is super-organised and has been 

a hard-working and pivotal member of the trust for many years. And 

Nic Cuthbertson has also stepped down, so that she can focus more on 

the many initiatives she’s involved with in her local community. For 

Nic, Jude, Anita and I, our children are entering adulthood and it is 

dawning on us that there is a whole new suite of challenges that need 

the same focus and attention we gave to our children when they were 

first diagnosed. Transition to a life that is embedded in the community 

and where we are surplus to requirements is the ultimate goal. It’s not 

simple, with the challenges of ever-changing environment of NASCs 

and service providers on top of the individual’s needs and aspirations. 

So, its heartening to learn from our founding trustee, Vicki Williams, 

that there is a good life at the end of this road. 

Kia kaha, kia maia, kia manawanui e hoa 

Chris 

 

Kia ora tatou, 

My 93-year old mother died earlier 

this year. She was an avid reader of 

this newsletter. When I wrote this 

column, I often thought of her reading 

it. I didn’t appreciate how writing it 

now with her gone would affect my 

approach and to some extent my 

motivation. Like many of you who  
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in the survey, your feedback was appreciated.  

I’m excited to let you know that Attitude TV is 

making a programme about fragile X.  This 

involves a 30 minute episode including sisters 

Bronwyn, Angela and Donna who together 

with their families have generously agreed to 

be part of this project – thanks!  What an 

amazing way to raise awareness about fragile 

X. It will screen next year on TVNZ One and 

be available online. New trustee Bronwyn has 

certainly been busy since joining the trust 

with her family’s journey to diagnosis recently 

published in the Altogether Autism magazine.  

You can read her story on page 6.  The Hollis/

Nicholls dynamic duo isn’t finished spreading 

their magic either. Anita recently learned she 

is a finalist for the AMP scholarship 

programme for her dream of establishing a 

multi platform Fragile X Parent Education 

programme.  We’ll find out the result in late 

October and share more about the programme. 

For those joining in the family fun at the FX 

Family Gathering in Nelson I look forward to 

seeing you soon! 

Excitement is 

building as we 

prepare for our 

annual Fragile X 

Family Gathering. A 

number of new 

families will join us 

for the first time 

which is always a 

Andrea Lee 

Executive Director’s Update 

 
 

 

Fragile X Family Gathering 

5-7th October 2018, Nelson 
Book accommodation Tahuna Beach Holiday Park, 

Nelson  www.tahunabeach.co.nz  Book accommodation via 0800 500 501 

Please say you’re with the FXNZ group (All suitable accommodation is blocked 

out for FXNZ, so may not available for online booking).  

The program will include all our usual fun activities like the mums 

breakfast, a shared BBQ dinner, a workshop with Dr Andrew 

Marshall, the AGM and family fun activities including Kath Bee! 

Contact info@fragilex.org.nz to register 

All fragile X families 
welcome!!! 

Come and join the fun!   

highlight for me. It’s heartening to see new 

families embraced by the community and the 

generous sharing of knowledge and experiences 

that help others know they’re not alone.  Dr 

Andrew Marshall will join us this year and share 

with the community information about the FX 

clinical trial with Zynerba.  This is a significant 

development and you can read more about the 

trial later in this newsletter. You can also read 

the result of the recent FXNZ survey seeking 

feedback about the various services we offer.  It 

was helpful feedback to the board of trustees 

who met recently for a strategic planning 

session. You can see the results of the survey on 

page 13.   Thanks to all those who participated 

http://www.tahunabeach.co.nz
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Fragile X Awareness Month 

Thanks to everyone who joined in raising 

awareness during July. Over 100,000 people 

learned FX facts via Facebook with 15,000 

viewing of our video, 323 shares and 45,000 

people reached.  
 

FXNZ Planning Meeting 

Thank you to FXNZ trustees Chris, Lance, 

Nic, Raymond, Bronwyn, Louise and Jude P 

who met in July for a planning session.  
 

Annual Fragile X Family Gathering 

The FXNZ annual FX Family Gathering is 

scheduled for 5-7 October with around 26 

families registered to join the family fun in 

Nelson at the Tahuna Beach Holiday park. 

 

Fragile X  NZ Clinical Trial 

Progress continues for the proposed Zynerba 

Pharmaceuticals trial in NZ.  The site set-up 

procedures are continuing to progress well for 

Wellington Hospital as the NZ site for the 

Zynerba clinical trial in Fragile X children 

and adolescents. Provisional approval from 

ethics committee has been received, and once 

final approval is confirmed  Dr Andrew 

Marshall will start enrolling patients in late 

October 
 

‘No Longer Fragile’  Workshop  

FXNZ has recently presented in Hastings and 

Auckland and will visit Whangarei in 

September. We continue to  receive fantastic 

feedback  about the program and the 

difference it makes to education teams in 

understanding the strategies and 

interventions that support getting the best 

results for children affected by fragile X. Over 

80 professionals and families have recently 

taken part. Please get in contact if you’d like 

more information.  

System Transformation 

Stay up to date and read more about the 

changes in disability support services and 

how this will affect us all in the future by 

following this link 

www.enablinggoodlives.co.nz/system-

transformation  
 

Facebook 

The FXNZ Facebook page www.facebook.com/

Fragilexnewzealand  continues to be a good 

way to raise awareness about fragile X and 

share fragile X news and events.  If you are a 

parent and would like to join the parents 

group let Andrea know.  FXNZ have now also 

created a Facebook group specifically for NZ 

support and information for individuals and 

families affected by FXTAS and other FXD’s.   

 
 

 

  

Useful websites and links 

 F r a g i l e  X  N e w  Z e a l a n d 

www.fragilex.org.nz 

 The National Fragile X Foundation 

www.fragilex.org 

 Australian Fragile X Association 

www.fragilex.org.au 

 T h e  F r a g i l e  X  S o c i e t y 

www.fragilex.org.uk 

 For information about education 

and behaviour in Fragile X 

www.marciabraden.com 

 I n f o r m a t i o n  a b o u t  F X T A S 

www.fxtas.org   

 Fragile X research  www.fraxa.org 

 People First www.peoplefirst.org.nz 

 Parent to Parent New Zealand  

www.parent2parent.org.nz 

 D i s a b i l i t y  C o n n e c t 

www.disability.org.nz 

 E n a b l i n g  G o o d  L i v e s 

www.enablinggoodlives.co.nz  

Winter 2018 Fragile X New Zealand Newsletter  

An Update From FXNZ 

http://www.facebook.com/Fragilexnewzealand
http://www.facebook.com/Fragilexnewzealand
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If you are parent of a child with Autism Spectrum 

Disorder (ASD) you’ve probably experienced a journey 

like ours, if you’re a professional working with 

children/adults with ASD you’ve probably met 

families with a story like ours and if you just have an 

interest in ASD you’ve probably read similar stories 

to ours.  

Parents are aware their child “isn’t quite right” from 

an early age so they question their GP, Plunket 

Nurse, other parents, and Dr. Google in a desperate 

search for answers.  Just hoping somebody will listen 

to them and believe the stories of their child’s 

behaviour that really, really, have to be told.  At the 

end of it all is a diagnosis of ASD.  There’s no cause, 

no reasons why, and no cure.  

Our story is a little different.  

Over a period of only six months we found out that 

both of our two sons have ASD.  We did find out the 

cause of our children’s diagnosis but this just left us 

with more questions not answers. 

When our first son Harry was born I was beyond 

excited. I had a wonderful pregnancy with only a few 

minor problems. Labour was relatively quick and 

easy. He had a tongue tie which resolved (or so we 

thought) 24 hours later and off we went to birth care. 

He was a pretty settled little guy. Breastfeeding was 

a struggle but we were getting there. He slept well, 

didn’t cry much and I was blissfully happy.  

On day 13 everything changed. Harry started to 

refuse naps during the day and it felt like he was 

crying all day. And night.  Until, exhausted, he would 

pass out at around 11pm.   Evenings were spent with 

our family walking around the house rocking, singing 

and patting Harry, trying to settle him. I would get a 

small sleep before the night feeds would begin.   Days 

were spent walking all over our neighbourhood as the 

moving buggy was the only place where Harry would 

really sleep.  

For the next few months, I worried endlessly over 

what was going on.  My GP and Plunket Nurse were 

convinced there was nothing wrong. It was “colic”, 

“reflux”, “anxious mother” etc. etc. you’ve probably all 

heard that before.  I questioned the mums in my 

coffee group “does your baby cry a lot?”, “do they 

refuse their day sleeps?”.  I could see the answer with 

all the contented babies sitting happily on their 

mothers’ knee or sleeping contentedly in their 

capsules.     I stopped going to coffee groups as Harry 

just cried and cried and I felt out of place with all the 

happy Mums and happy babies.  

After 4.5 months we had a break through.  We hired a 

baby sleep consultant and it worked.  Harry started 

having regular naps and going down at 7.00 in the 

evening and although he still cried a bit, it was 

definitely less than before. So feeling like a brand 

new Mum I returned to the coffee group gatherings.  

All the babies happily laid on the floor holding toys 

and examining them, playing under the baby gyms 

reaching out for the toys hanging above them. Not 

Harry though.  

At six months old Harry lay on the ground staring at 

the ceiling.   I realised he never reached out for toys, 

never tried to pick things up or examine the world 

around him. So naturally, I did what most mums do; I 

blamed myself. Obviously I wasn’t playing with him 

enough, wasn’t stimulating him enough.  

As we continued to attend coffee group events, Harry 

simply never seemed to be at the same place 

developmentally as the other babies. I continued to 

blame myself and thought maybe I wasn’t cut out to 

be a Mum. My partner tried his best to reassure me 

that everything was ok, that I was a good mum but 

something just didn’t feel right.  

At nine or ten months, Harry started rocking back 

and forth in his highchair and when happy or excited 

he would flap his hands. I felt devastated as I had 

heard of ASD and I was pretty sure that this was 

what was going on. But even that didn’t sit quite 

right. Harry was social, loved to be around people and 

had good eye contact. Back to the GP we went, back 

to our Plunket nurse we went. They were both 

insistent that he was young and these behaviours 

Fragile X: From A to X 

 By Bronwyn Markey 



7 

  

  

     Winter 2018 Fragile X New Zealand Newsletter  

 

didn’t mean anything, he would grow out of them, he 

wasn’t too far behind. I tried to believe them but I 

just knew something wasn’t right.  

We are older parents and wanted to have our 

children close together so by this stage I was six 

months pregnant but feeling terrified of having 

another baby.  If Harry was “normal” and this was 

how “normal” babies behaved I wasn’t sure I could 

cope. Harry still woke up once or twice in the night 

crying, sometimes screaming, for a couple of hours 

and we were both becoming concerned about how we 

were going to cope with two babies who didn’t sleep 

all night. 

The next milestone was when my sisters son at seven 

years old, was diagnosed with Fragile X syndrome 

(FXS).   I had never heard of this before but it didn’t 

take long with Dr. Google for me to realise that I had 

the answer I had been searching for.  Being genetic, 

it was a simple and safe correlation with Harry’s 

behaviours so everything fell into line.  Again I was 

devastated.  Though I was convinced, Andrew didn’t 

agree and my GP remained unconvinced.  

Life carried on and I tried to ignore the constant 

nagging thoughts that were telling me that Harry 

had fragile X. Ben was born and within days he was 

acting similar to how Harry had as a new-born. Not 

as severe but still he cried a lot and to get him to 

sleep during the day was tough. I continued to nag at 

Andrew that fragile X was a real possibility and he 

agreed to see a Paediatrician.  

The Paediatrician quickly noted the physical signs, 

took a family history and agreed that it was highly 

likely that Harry had fragile X.  A simple blood test, 

four week wait and we would have our answer. It 

came back positive. Harry was dual diagnosed with 

ASD and Fragile X syndrome. A double blow. 

So now we had a diagnosis.  I’ve read many articles 

where parents have spoken of the relief they feel 

after receiving a diagnosis. I felt no relief. I only felt 

hopeless, and a feeling of being responsible.   Where 1 

in 260 woman and 1 in 800 men are carriers of fragile 

X the mutation is related to the X chromosome and 

its dynamic, only a mother can pass fragile X to a son 

and it’s passed at an increased level of mutation.  

Fathers can only pass a stable pre-mutation to their 

daughters.  

So there it was, I gave this to my beautiful baby boy. 

There was a 50% chance that Ben had it too so we 

knew we had to get him checked. Although Ben was 

very different to Harry he was much more engaged 

with the world around him but as time went on he 

missed more and more milestones.   When Ben 

refused to crawl, wave or form early words we were 

truly concerned.  Incredibly Genetic Health Services 

NZ initially refused to test Ben, despite an extended 

family history, an impacted sibling and missed 

milestones. Access to testing for fragile X is a real 

issue in New Zealand. It took tears and begging to 

get the eventual agreement to test Ben. 

Ben’s diagnosis of fragile X was much harder for all 

of us to accept than Harry’s.  Ben appeared, and still 

does, to be much less affected than Harry so I had 

convinced myself that his delays were within the 

realm of normal.  With both boys affected, I felt all 

my hopes and dreams of life with children being 

thrown out the window.    

The one most valuable piece we have been given is 

that “nothing changes for your child after their 

diagnosis. They are still the same person they were 

before”.  It’s taken close to three years but I’ve finally 

realised that this is true. Harry and Ben, for the most 

part, are the happiest of kids and are loving life.  But 

the same can’t be said for parents.  When Harry was 

first diagnosed his Paediatrician told us “be kind to 

each other”.   We thought that was a strange 

comment but he was right.   

There is a clear grief period for both parents post 

diagnosis. As individuals we all grieve in different 

ways and we were constantly at different places on 

our road to acceptance.  There have been many times 

over the last two, nearly three years that we have not 

been kind to each other as we struggled to get over 

the enormous grief we felt.      

As a couple this takes its toll on the relationship and 

we aren’t unique, the statistics around relationship 

break-downs are appalling for parents of kids with 

disabilities.   Personally I felt like my whole world 

had shattered and that I would never have the life I 

had envisaged.  I have learned to accept that and 

finally I’m at a place where I can see that having a 
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“different” life does not mean having a “worse” life. 

Over the last two, nearly three years that we have 

not been kind to each other as we struggled to get 

over the enormous grief we felt.      

As a couple this takes its toll on the relationship and 

we aren’t unique, the statistics around relationship 

break-downs are appalling for parents of kids with 

disabilities.   Personally I felt like my whole world 

had shattered and that I would never have the life I 

had envisaged.  I have learned to accept that and 

finally I’m at a place where I can see that having a 

“different” life does not mean having a “worse” life. 

We have found that most people we have encountered 

on our journey, including professionals, never heard 

of fragile X.  With New Zealand’s population it is 

estimated that around 1000 people are affected by 

the full mutation (www.fragilex.org.nz) and of course 

they are spread out around the country.  My family 

does include two sisters who also have children 

affected by fragile X.  However, their journeys to a 

diagnosis are different to ours, their children are now 

much older and both have neurotypical children in 

the mix, so it wasn’t always easy or fair to lean on 

them for support.   

We were quick to join Fragile X New Zealand.  This is 

a parent led charitable organisation from whom we 

received a great level of support and access to an 

enormous amount of information.  This was great for 

me as otherwise I felt alone.  As a mum I had no 

friends with children who had special needs and 

knew of no-one with two special-needs children.  

Andrew has two children to a previous relationship 

so I felt even separate from him. I couldn’t go out as 

with both of them so close together in age and their 

behaviour unpredictable it was nearly impossible. I 

felt isolated and alone. 

My outlook was that I would not ever get to 

experience the events and milestones that I had 

always hoped for.  Worst of all, I would likely never 

have grandchild.  So my feelings turned towards 

hopelessness and then fear, anxiety and depression.  

I did however have an overpowering feeling of love 

and protectiveness towards to my two gorgeous, 

loving little boys.  This was enforced by the love that 

they showed towards me.  I knew I had to pick myself 

up and do whatever I could to make their life as 

positive, productive and fulfilling as possible. 

So we entered the realisation phase.  Not to be 

confused with the realisation that fragile X was real 

and in our life forever but realisation that it is us, as 

parents, that must change our ways of thinking and 

how we look at life.   Realisation that publicly funded 

therapists won’t actually do any therapy and that we 

will have to become expert at all of these things.  

Andrew and I both agreed on this and we have 

worked hard to get to a place that we can be the best 

parents we can.   We decided I wouldn’t return to 

work instead I would focus my efforts on the boys 

(although I do now work one day each week largely 

for the interaction with others).   

The fragile X community is small by comparison to 

the autism community.  I decided to accessed the 

many autism support services available but with very 

mixed results.  Although fragile X and autism 

overlap with shared phenotypes, it is of vital 

importance that a child with fragile X not be treated 

the same as a child with autism.  After a few failures 

we discovered many research articles written about 

this subject.  As a parent of fragile X children we 

learnt you must be very careful to select the tools 

that will have a good chance of success. 

At the first workshops related to raising, educating 

and supporting a child with autism I felt like an 

imposter, like I shouldn’t really be there because of 

Harry and Ben’s dual diagnosis.  In reality the 

presenters were always welcoming, and I found that I 

knew enough to pick out the information that was 

useful for dealing with fragile X.  

When the boys were diagnosed we were extremely 

lucky to have a Developmental Paediatrician 

experienced with fragile X, an active interest in the 

condition, and willing to take guidance from offshore 

specialists in the field.  Unfortunately, there are 

many Paediatricians who haven’t had exposure to 

fragile X before.   

A great example of delayed diagnosis are my sisters 

whose children (3 out of the 6) were not diagnosed 

with fragile X until the ages of 11, 7 and 7.   The 

http://www.fragilex.org.nz
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three children, all with fragile X, all had either 

development delays, learning challenges or behaviour 

issues.  Fragile X was not even suggested as a 

possible diagnosis, instead it was found a bit by 

chance through testing for a wide range of genetic 

tests on the youngest of the three. 

I have met many parents who have child/children 

with ASD and not heard of FXS let alone been offered 

testing for FX. The Ministry of Health document 

“New Zealand Autism Spectrum Disorder Guideline” 

outlines the importance of testing for fragile X; 

 

“Clinicians should consider the possibility 

and importance of genetic factors for each 

individual and carry out appropriate 

investigations, as indicated by clinical 

assessment. Clinicians should provide genetic 

advice where indicated and ensure onward 

referral, where necessary. 

“Appropriate medical tests should be 

ordered. Choice of tests will depend on 

each child’s clinical presentation, but 

chromosome karyotype and fragile X 

DNA analysis are the only current 

routine recommendations ” Pg 45  

 

Early intervention with FXS is critical and the 

mistakes we made with wrongly applied techniques, 

we must ask; “why is this advice not being followed?” 

A simple blood test is all that is needed for diagnosis. 

This provides a reliable result determining if FXS 

repeats are in the region of normal, premutation, or 

full mutation.  

I often wonder what diagnosis would my two boys 

have if their cousin had not tested positive for fragile  

X? I imagine Harry would have been diagnosed with 

ASD and Ben with global development delay. Just 

using the estimated rate of 1 in 260 women carrying 

a premutation level FXS is must be likely that that 

there are many children in New Zealand who; are 

diagnosed incorrectly with ASD, could have ASD as 

well as fragile X, or have diagnosis at all. 

As Harry nears 5 and the start of school is looming 

we are grateful that we have the ASD and fragile X 

diagnosis. We have been able to target treatments 

and interventions to suit his needs and we are hoping 

the diagnosis will make it easier to access the 

support he will need along his journey as a 

productive member of his class and school.  Of course, 

we hope the same for Ben and luckily for him we 

know more now than we did with Harry. 

After nearly 3 years since receiving our first fragile X 

diagnosis, and after our share of tough stuff, I believe 

we are getting there as a family. I am so grateful to 

have Andrew on this journey with me and I believe 

we have nearly come together at the same place in 

terms of acceptance.  We try not to think too much 

into the future as who knows what will come.  

My big wish is for increased awareness of fragile X 

and that genetic testing will become more common. 

Through raising awareness, I hope many more 

parents of fragile X children are able to get the 

targeted interventions and support they need.   

 “Parenthood is about raising and celebrating the 

child you have, not the child you thought you’d have. 

It’s about understanding your child is exactly the 

person they are so supposed to be. And, if you’re 

lucky, they might be the teacher who turns you into 

the person you’re supposed to be” – The Water Giver  
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Hi one and all.  

It has been quite some time since I have given 

everyone in the fragile X community an update 

on Craig and our family. 

Kevin and I have had a huge life style change 

and escaped Auckland about 18 months ago. We 

brought a small farm on the out skirts of Paeroa, 

around 10 to 15 minutes before you enter the 

Karangahake Gorge. We have a very relaxing life 

style now and have more time to do things.  

Here is a picture of Craig feeding one of our little 

calves which he just loves to do.  

Craig remains in Auckland which is only 1 hour 

and 15 minutes away from our new place.  He 

has been with the same service provider and in 

the same house for 10 years now.  Craig comes 

home a lot more often and he just loves the 

animals and the peace and quiet here. 

Craig continues to do well. He still works at 

Altus Enterprises where he been for about 6 

years now and enjoys the company of this work 

mates. 

 

 

 

Here are some photos of what Craig gets up to on 

his one on one day which is fully funded from his 

old school funding (Very High ORS Funding 

which is called VHN). If it  wasn’t for the funding  

Craig couldn’t do half the stuff he gets up to.  

 

Here is a photo of Craig having a beer with his 

Dad (Kevin) which they both like to do every now 

and then. 

Anyway I am keeping his short and sweet. Hope 

everyone is well and keeping warm. 

Update from Vicki Williams  
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New Zealand families will this year 

have the opportunity to participate 

in a clinical trial led by Dr Andrew 

Marshall on behalf of Zynerba 

Pharmaceuticals. 
 

Zynerba Pharmaceuticals Announces New FAB

-C Phase 2 Open-Label Data in Patients with 

Fragile X Syndrome—July 2018 
 

Significant Improvements in Behavioural 

Symptoms Observed in Patients and 

Sustained through 38 Weeks of Treatment 

with ZYN002 – 

– Presentation at the 16th NFXF 

International Fragile X Conference  

 

In a podium presentation entitled, 

“Transdermal Cannabidiol (CBD) Gel for the 

Treatment of Fragile X Syndrome (FXS),” Liza 

A. Squires, M.D., Zynerba’s Chief Medical 

Officer, presented new 12- and 38-week data 

describing significant and sustained 

improvements in behavioural symptoms with 

continued use of ZYN002 in children and 

adolescents with FXS. The presentation 

included data through 38 weeks of treatment 

with ZYN002 in the open label Phase 2 FAB-C 

(Treatment of Fragile X Syndrome Anxiety 

and Behavioural Challenges with CBD) trial. 

The data demonstrated that treatment with 

ZYN002 improved core behavioural symptoms 

of Fragile X syndrome with statistical 

significance versus baseline across multiple 

measures of efficacy at week 12, and these 

improvements were sustained through 38 

weeks of treatment.  ZYN002 was well 

tolerated; no serious adverse events were 

reported, and no clinically meaningful trends 

in vital signs, ECG, or clinical safety 

laboratories, including liver function tests 

(LFTs), were observed. 

“These data are consistent and compelling, and 

suggest that ZYN002 may have a clinically 

meaningful and durable effect on the most 

common observable behaviours associated with 

childhood and adolescent Fragile X syndrome,” 

said Honey Heussler, FRACP, DM, Associate 

Professor, University of Queensland and 

Medical Director Child Development, 

Children’s Health Queensland, and lead 

investigator in the FAB-C study. “The goal of 

an ideal therapeutic intervention is to reduce 

the severity and impact of these core 

symptoms, and thus improve the child’s ability 

to engage with the world around them, 

including with their parents, caregivers, 

teachers and peers. It is very encouraging that 

measurable improvements in behaviours were 

observed in this study across a variety of 

instruments, whether validated for use by 

caregivers or physicians. I am delighted by 

these data; however, we need the results from 

the recently initiated CONNECT-FX study for 

confirmation. I look forward to participating in 

the continued development of ZYN002 for these 

children.” 

 

Fragile X Clinical Trial in NZ 
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FXNZ Community  News 

Andre (14) having success at Hard 
Materials in his Year 7 Tech Class 

New Trustee Jude Pani (left) with NFXF executive director Linda 
Sorenson at the recent International Fragile X conference  

Cruz (11) with his Xcellent Eggs business!  With the help of his 
grandmother Joanne Richards, Cruz is caring for the chickens, 
collecting the eggs, packaging and selling the eggs.  He is learning 
many new skills and slowly growing his business.  

Pippa (left) and her son Jack (19) try out the new 
tandem mountain bike Pippa purchased through 
The Good Life Charitable Trust she set up to raise 
awareness and educate the community about 
respecting and supporting disabled people and to 
raise funds to buy things like this bike!  Pippa said 
the bike meant Jack could be assisted and – for 
the first time – the family could finally enjoy the 
Otago Central Rail Trail. It was something the 
family was looking forward to, especially as Jack 
was very athletic in a range of other disciplines, 
including running and swimming. 
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FXNZ Survey Results — July 2018 

Results of participants ranking services in order of importance: 

1. How important is the Family Support Network to you?   87 

2. How important is support via the helpline and/or email?   80 

3. How important are Fragile X Conference/Workshops to you?   81 

4. How important are FX Family Gatherings/Family Events to you? 78 

5. How important is Fragile X awareness raising to you?   85 

6. How important is FX social media like Facebook to you?  75 

7. How important is the Fragile X Clinical Forum to you?   72 

8. How important is the FXNZ newsletter to you?   86 

 

Participants were asked to rate each question on a scale of 1 to 100 (1 = not important and 100 = extremely 
important).  This represents the average of all the responses.  

Thank you to the 33 people who took 

part in the  recent survey.  It was helpful 

for us to know what services you value 

and what’s important to you as we plan 

into the future.   
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Individuals with FXS often have difficulty establishing 
meaningful friendships. Limited social skills, social 
anxiety and an often narrow range of interests contribute 
to these difficulties. Various interventions can increase 
the social network of those with FXS. The following ideas 
are provided to help such individuals and their families. 

Building Early Social Skills  Parents are 

in a unique position to assess their child’s social 

strengths, weaknesses and interests and to provide 

“real life” intervention across childhood. If there is a 

second child in the home, the child with FXS may 

have a play partner with whom a variety of social 

skills may be rehearsed. Basic social skills such as 

greetings, taking turns, making requests, and simple 

negotiation can be rehearsed at home, thereby 

increasing the opportunities for children with FXS to 

generalize skills to peers they encounter in the 

greater community. 

Parents may have to be more systematic in their 

approach to fostering friendships for their children 

affected by FXS, but the earlier that social 

connections occur and are made a priority, the more 

success a child can have. Parents may have to make 

an extra effort to reach out to other parents in the 

neighbourhood or school setting. 

They may need to advocate for their child by 

explaining the nature of FXS and its core symptoms 

to other parents. By fostering relationships with 

other parents, it may be easier and more comfortable 

to get children together. Peers are more accepting of 

special needs during the younger years. When 

relationships are established early, they can pave 

the way for social support in the future. 

It is important to keep in mind that with respect to 

friendships, quality is more important than quantity. 

Like other children, those with FXS benefit from a 

range of friendships, from acquaintances to best 

buddies. In addition, when choosing supportive 

interventions, parents need to consider individual 

factors such as the degree of social anxiety, social 

interest, behavioural perseveration, and frequency of 

outburst behaviour. It is best to schedule only one 

friend over at a time, to keep the sensory stimulation 

and social demands at a tolerable level. 

Making Friends   Most of the adults with FXS 

whom I work with have limited sources for 

developing lasting friendships. This is true for both 

genders. For most people, friendships are the 

outcome of mutual interests, proximity, shared 

experiences, and similar values or perspectives. This 

is no different for persons with developmental 

disabilities, but often it seems that existing 

friendships are based more on proximity than on 

shared interests. Children often develop friendships 

based on familiarity, due to mutual placement in 

special education or inclusion programs. 

Friendships can often be fostered through a “circle of 

friends” approach (Perske, 1989; Newton and Wilson, 

2003), in which a teacher or other adult at school 

tries to identify supportive peers who are interested 

in befriending other students in the school. 

Interested student volunteers are chosen to befriend 

children who do not have many social supports. 

Something for the participants to do while they got 

together. Conversation was superficial and hard to 

follow. The young women enjoyed snacks, drinks, 

and chatting together. The group leaders planned 

activities and also had occasional phone calls with 

participants or their parents. 

As time passed, the women began to reach out to 

each other by phone or email in between group 

sessions. The art activity became less important 

since members began to initiate discussions about 

relationships with family members and others. 

Additional frequent topics included difficulties with 

work, symptoms of FXS, anxiety and depression. 

Members learned to turn to one another for advice. 

In essence, the group evolved to provide the level of 

support each member sought. Individuals varied in 

terms of self-disclosure, but everyone participated in 

and valued the group. As the young women began to 

have more success in their own lives outside the 

group, the need for the group and its relative priority 

in some of their lives changed as well. 

Visual Supports Visual cues and strategies 

can help make therapy more concrete. They are very 

important in reducing the load that is placed into 

working memory. It is difficult for people with FXS 

to follow a complex conversation and track verbal 

information, which many traditional therapies 

emphasize. Drawing or diagramming a topic as it is 

discussed can be very helpful. Not only does it help 

focus visual attention, it also provides a format for 

reviewing previous discussions. Simple stick figures 

can go far in representing a verbal idea visually 

Building Social Supports 
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and making the conversation more concrete. 

Writing out simple words to go along with key ideas 

serves to organize memory about the conversation. 

This technique is equally effective when parents use 

it to facilitate discussions with their children or 

when teachers use it to highlight an idea with 

students. It can be very helpful in diagramming a 

social situation or rehearsing appropriate ways to 

respond socially. Paper can be kept in a file for a 

review of previous sessions or ideas. A dry erase 

board is nice because it is more fluid. If a mistake is 

made 

(clients often correct drawings), a dry erase board 

can be edited more easily. 

Social scripting   The social anxiety that 

most individuals with FXS face interferes with their 

ability to engage in relationship-building activities. 

Despite the developmental gains that individuals 

make as they grow older, those with FXS often 

continue to feel overwhelmed by social interactions. 

They may have difficulty starting conversations, 

responding to direct questions, or handling common 

social situations. On the plus side, they often 

respond well to social scripting, in which an adult 

(parents, teacher, therapist), scripts and then 

rehearses certain interactions. This allows the 

person with FXS to “memorize” the desired social 

response, decreasing the likelihood of some other 

less desirable response.  For example, Frank may 

convey to his parents that he would like to invite 

Steve, a peer from school, to go bowling. Despite 

that he truly wants this to occur, Frank may feel too 

anxious to ask Steve. A social script can teach him 

exactly how to approach Steve. It may highlight 

“when” and “how” so that Frank is more prepared 

for the encounter. His script may even be written or 

drawn onto a file card so that Frank can review it 

prior to the interaction. He can carry it in a pocket 

to decrease his relative stress. Even this may not be 

enough to allow for Frank to make the request. 

Since no two people are alike, intervention 

strategies should be tried and then refined as 

needed. If Frank is ultimately not able to approach 

Steve, it should not be considered a failure of 

intervention. Rather, it is a success because it has 

provided the information that the level of support 

was not high enough. 

Subsequent strategies might include a familiar 

adult approaching Steve with Frank, providing 

proximal support. It may be that the adult needs to 

initiate the interaction and make the initial request, 

with Frank providing additional details as he feels 

comfortable. Frank might prefer to hand Steve a 

written invitation or with help, perhaps send an 

email. All of these options allow Frank to enhance 

his social skills, and with success, to decrease his 

social anxiety. 

Facilitated social interactions 
Some individuals with FXS need their interactions 

with peers to be directly facilitated. This may be 

particularly true for younger children if they are 

just starting to have play dates. It may also be true 

for older children or adults who have had limited 

social success or who have a history of aggressive 

behaviour patterns. These individuals require 

supportive scaffolding. 

For a play date, it is important to pay attention to 

structure, organization, and supervision. Structure 

refers to the specifics of the situation (when, where, 

what) in concrete terms so that the child knows 

what to expect. Rather than letting the play unfold, 

it may be more successful to specify what the 

children will do. If 6-year-old Joey is having a friend 

over, what three activities would he like to do? 

These can be represented using pictures (such as a 

picture schedule using line drawings or 

photographs) so that Joey and his friend have a 

reference point as they progress. 

A snack time may be helpful, since snacks are 

almost always popular with children. Finally, there 

should be a scheduled timeframe. It is much better 

to keep the first few playdates too short, with the 

children wishing for more, rather than to have them 

too long, with the children pushed beyond their 

sensory/regulatory capabilities. 

There should also be adequate adult supervision. 

This refers to an active adult in the room who can 

guide the process successfully along. It might mean 

simply sitting on the sidelines, but it could expand 

to facilitating turn-taking, sharing, or negotiating. 

For an adult with FXS, a facilitated social 

interaction might include a structured social event 

(baseball game, bowling) where very similar 

structure is utilized. A visual schedule may be 

helpful. It will be useful to review and predict ahead 

of time what types of behaviours will be expected 

and what type of events will occur.  
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If you are moving house, changing phone or email 
address please contact us! 
Do you have something of interest to put in this Newsletter? 

Please send your articles to nationalcoordinator@fragilex.org.nz  

Remember, this is your Newsletter. We want to hear about what’s happening in your 
household, at your child’s school or in your local community, so that we can share it with 

our national community.  Deadline for the next issue: 27th  October 2018 

Sincere thanks to our generous sponsors -  

   

Donations help us do our work supporting families living with fragile X and associated    

disorders and raise awareness about the disorder. 

Donations can be made to the FXNZ account ASB 123152 0096420  00 

Donations over $5 are tax deductible, receipts available 

  FXNZ Wish List…. 

  Funding to support the No Longer Fragile Workshop in schools 

  Funding or skills to update the FXNZ website 

  Support for the new Fragile X Parent Education Programme 


