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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 

Lance Norman - Treasurer 

Judith Spier - Secretary 

Senorita Laukau 

Nic Cuthbertson  

 

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; 
 

 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 
Cover photo - The Greenwood family 

What is Fragile X? 
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Chris Hollis – Chairperson 

 Back in the winter newsletter of 

2010, we did some calculations and 

determined that around 12,000 

people in New Zealand either have 

fragile X or are carriers.  

Preliminary research by Don Bailey 

(see Page 10) and his team suggested 

that around 7000 of these people 

may be affected by a fragile X-

associated disorder (FXADs). As this 

newsletter shows, big advances have 

been made in understanding the  

  

 In this issue... 
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   National Coordinator  4 

   An Update from FXNZ  5 
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   Information:  
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   Fragile X Clinical Forum 13 

   FXNZ Library   15 

    

premutation phenotype and the recognition of FXADs. As the father 

of two young men with the full mutation and the husband of a 

premutation carrier, it strikes me as I read these articles that there 

is something missing. We spend some time extolling the strengths 

that help fragile X children learn and thrive. But we’ve paid almost 

no attention to the strengths that come with carrier status. I don’t 

have the space here of course to extoll all my wife’s virtues, nor do I 

have the expertise to differentiate the ones common to the cohort of 

women who continue to play leadership roles in our organisation. But 

there are some common themes: the ability to become experts in the 

complexities of fragile X and communicate that knowledge to 

professionals; persistence in the face of the need to constantly 

advocate for services; compassion and generous support to others 

sharing the journey; a sense of humour; and the capacity to multi-

task in the age of social media. 

So for Fragile X New Zealand, this year we acknowledge the debt we 

owe to Vicki Williams who established the organisation and the 

national support network 20 years ago. We also acknowledge the 

efforts of Heather Copestake, Jenny Adair (and Darryl Cockcroft) in 

establishing the Fragile X Trust 15 years ago, and building the 

relationship with our funders that continues to this day. And for the 

last 9 years, I have to acknowledge the efforts of Jude Spier, Senorita 

Laukau, Barbara Shelley, Jayne Sorenson and Anita Nicholls for the 

keeping the organisation stable and centred on family-focussed 

initiatives. In the past few years, we’ve benefitted greatly from 

Andrea’s input as trustee and now as national coordinator. This year, 

we farewell Jayne and welcome Nic Cuthbertson as our latest new 

trustee. We are still on the hunt for new trustees as we seek to 

rejuvenate the leadership. Being personally affected by fragile X is 

not a pre-requisite. All that is required is a strong desire to improve 

the quality of life for fragile X whanau across New Zealand. If you 

are interested, please contact me. 
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National Coordinator’s Report 

the fragile X premutation.  There have been 

huge advances in this area in recent years 

with research now showing results of studies 

specifically about the implications for the 

gene mutation in the premutation range (55– 

200 CGG repeats).  We know the premutation 

phenotype is very different to the full 

mutation fragile X syndrome phonotype in 

that the FMR1 gene is not silenced and the 

essential protein that is lacking in full 

mutation fragile X is still produced. But for 

many years now there has been anecdotal 

evidence that some premutation carriers seem 

to experience certain reoccurring issues. 

Researchers are understandably excited about 

the results of studies that confirm these 

observations and there is a lot of  new 

information coming out.  In this issue I have 

picked what I consider to be the best articles 

with helpful information to families affected 

by these developments. Of course Dr Randi 

Hagerman and her team at the MIND 

Institute are leading the way and there is a 

summary of her presentation at the most 

recent International Fragile X conference.   

You may have noticed you received the 

electronic version of our previous newsletter 

but not a hard copy.  We now have a new 

sponsor for the printing of our newsletter.  

Thanks to Fuji Xerox in Nelson for your 

generous support! As a small charity this is a 

huge boost.  But we still need our community 

to support the postage cost and you can do 

this by paying your annual donation with the 

form provided or online on the FXNZ website. 

Thanks in advance! 

This issue is 

dedicated to 

what is now 

referred to as 

F r a g i l e  X 

A s s o c i a t e d 

Disorders or 

issues that affect 

individuals with   

Andrea Lee 

 

Fragile X Family Gathering 

13-15th Nov. 2015 Kennedy Park, Napier 

All fragile X families 
welcome!!! 

Come and join the fun!   

Book accommodation at www.kennedypark.co.nz or 0800 457 275 

10% discount for all fragile X families 

This year we celebrate the 20th anniversary of a FX support 

network in NZ!  The program will include all our usual fun 

activities like the mums breakfast, the blokes night, a shared BBQ 

dinner, a workshop, the AGM and family fun activities.  Contact 

info@fragilex.org.nz to register 
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Useful websites and links 
 

Useful websites for information about 

fragile X: 
 

 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 

 I m a g i n e  B e t t e r  

www.imaginebetter.co.nz 

 For information about education and 

behaviour ww.marciabraden.com 

 Health Passport ww.hdc.org.nz/about

-us/disability/health-passport 

 I n f o r m a t i o n  a b o u t  F XTA S 

www.fxtas.org  

 Fragile X research  www.fraxa.org 

 Parent to Parent New Zealand  

www.parent2parent.org.nz 

 

Spring 2015 Fragile X New Zealand Newsletter  

An Update From FXNZ  

 

Activities and events since our last newsletter 
in Summer;   

Fragile X Clinic 

FXNZ together with Dr Andrew Marshall held 

another Fragile X Clinical Forum in February.  

We aim to run another later in the year.  Please 

get in touch if you would like to take part. 

 

Annual Fragile X Family Gathering 

The annual Fragile X Family Gathering is 

planned for the 13-15th November 2015, Kennedy 

Park, Napier. This year marks the 20th 

anniversary of a FX support network in NZ and 

the 15 year anniversary of the beginning of FXNZ 

as a registered Charity Trust. Come and join the 

celebrations, family fun and shared experience of 

living with fragile X.—all families welcome. Book 

your accommodation on Freephone 0800 457 275 

or via www.kennedypark.co.nz  Remember to ask 

for the 10% discount. Join us in celebrating this 

milestone!  

Special Education Review 

FXNZ made a submission to the review of 

Special Education currently underway. We 

will keep you up to date on developments. 
 

‘No Longer Fragile’  Workshop  

This year FXNZ has received funding from 

the IHC Foundation to support our education 

program throughout NZ.  We continue to  

receive fantastic feedback  about the program 

and the difference it makes to school teams in 

understanding the strategies and 

interventions that support getting the best 

results for children affected by fragile X. 

Please get in contact if you’d like more 

information.  
 

Genetic Health Services (GHSNZ) 

FXNZ have been in communication with 

GHSNZ and have now received assurance 

that siblings will be testing for fragile X if a 

request is made by a paediatrician.  
 

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.  You can 

visit the page without having a Facebook 

account.  If you are a parent and would like 

to be part of the parents group let Andrea 

know. 
 

Auckland Marathon 

Veronica again plans to lead a group taking 

part in the Auckland Marathon!  What a 

great way to raise awareness of fragile X and 

g e t  f i t  a t  t h e  s a m e  t i m e . 

www.aucklandmarathon.co.nz to enter. 

 

http://www.kennedypark.co.nz
http://www.facebook.com/Fragilexnewzealand
http://www.facebook.com/Fragilexnewzealand
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Not quite Fragile X: Probing the 
Premutation 

 

 

 
 

Don Bailey, PhD international expert in 
young children with fragile X and their 
families answers questions on how the 
premutation manifests, what the 
challenges are in treating premutation 
carriers, and what some of major open 
questions in the field currently are. 
 

Can you tell us about the range of clinical symptoms 

that manifest as part of the Fragile X premutation, 

and how these differ with gender and over time? 

Unfortunately, we still do not have a good idea of 

the prevalence or range of severity of symptoms of 

the FMR1 premutation. Most studies have focused 

on individuals identified because of presenting 

symptoms (e.g. primary ovarian insufficiency) or the 

diagnosis of another family member with Fragile X 

syndrome. This means we may have overestimated 

the prevalence of some symptoms or we may have 

missed some other salient symptoms that we are not 

even aware of yet. The most well-documented 

consequences are primary ovarian insufficiency 

(POI) in female carriers and Fragile X tremor-ataxia 

syndrome (FXTAS), primarily in male carriers and 

to a lesser extent in female carriers. Both of these 

consequences become evident in the adult years. 

Much work is needed to determine whether and how 

any social and cognitive symptoms are evident in 

the early childhood and school-aged years, whether 

these symptoms affect successful learning or 

adaptation in any way, and what strategies might 

promote successful adaptation. For example, some 

research suggests an elevated rate of depression in 

female carriers. Are there detectable signs of 

depression during the early childhood years? Does 

its expression look any different for premutation 

carriers compared with depression in non-carriers? 
 

How are the symptoms of the Fragile X premutation 

currently managed? 

Symptoms of the premutation are currently treated 

based on symptoms, rather than underlying disease 

mechanisms. There are well-established protocols 

for treating symptoms such as tremors, anxiety, 

depression, or attention problems, and we know 

very little about the FX-specific presentation of such 

symptoms that would determine a unique course of 

action. As important as medical treatments may be, 

psychosocial support from both professionals and 

family members is equally important. Knowing the 

potential cause of symptoms can be the first step 

towards acceptance of symptoms (rather than self-

blame or blame from others) and can support 

positive adaption to ‘living with’ being a carrier. 
 

What are the challenges in developing targeted 

treatments or management strategies for disorders 

as heterogeneous as the Fragile X premutation?  

Although we understand the causative genetic 

mechanism (expanded CGG repeats) of the 

premutation, much work remains to be done on the 

underlying biology. A major challenge in developing 

targeted treatments has been the development of a 

robust and useful premutation animal model. 

Research on mechanisms of the premutation lags 

significantly behind research on mechanisms for the 

full mutation Fragile X syndrome. A fundamental 

issue is that almost all reported premutation 

symptoms occur in only a subset of the population, 

but we do not have a useful biomarker to predict 

who will experience symptoms and who won’t. 

Consequently, treatment or management strategies 

will need to be symptom-based rather than based on 

any understanding of core mechanisms. 

Anticipatory guidance might be helpful, however, so 

that individuals with the premutation can develop a 

self-awareness of potential vulnerabilities and take 

action when signs occur. 
 

Fragile X premutation carriers often demonstrate 

incomplete penetrance. What do you think are the 

reasons behind this?  

Well, that is the big question that everyone would 

like to know. I’m sure that the answer will not be a 

simple one (e.g. a single biomarker, a new way of 

looking at the FMR1 gene, or the identification of a 

modifying gene). Almost certainly we will see that it 

is a combination of factors such as environmental 

stressors, exposures, modifying genes, and 
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epigenetics. Whole-genome sequencing or more 

targeted approaches looking for risk factors (e.g. 

metabolomics) will undoubtedly discover important 

associations, but I suspect it will be much like 

autism, in which multiple genes interact with 

environmental events to increase risk for symptom 

expression, but a risk algorithm is unlikely in the 

near future. 
 

During the course of your career, how has our 

understanding of the Fragile X premutation 

changed? 

Dramatically! When I first started studying Fragile 

X syndrome (FXS), it was assumed that the only 

risk for carriers was to have a child with FXS. We 

now see evidence of a wide range of potential risks, 

variably experienced across the population. There 

is converging evidence and now generally wide 

agreement that carriers experience risk, but the 

nature and magnitude of risk is not yet known. In 

the past five years we have seen enormous growth 

in research on this topic, something that will only 

increase. 
 

The Fragile X premutation has received relatively 

little attention from the research and clinical 

communities when compared to Fragile X 

syndrome. Why do you think this is, and why is it 

important to address this knowledge gap? 

Traditionally a carrier has been defined as an 

individual who has no clinical symptoms for a 

particular disorder but has an increased risk of 

having a child with that condition. Convincing 

researchers and clinicians that Fragile X is 

different has not always been easy, so awareness 

has evolved. I think there has also been some 

reluctance to label carriers because of fears of 

stigmatisation and anxiety with regard to 

uncertain outcomes. Our evolving awareness of the 

spectrum of risks has led to increased interest in 

understanding underlying mechanisms and 

treatments. 

From a patient-centered perspective, information 

about risk for symptoms can be important for many 

carriers who struggle to understand why they are 

experiencing symptoms such as anxiety, 

depression, or tremors. Carrier parents of children 

with the full mutation may experience a ‘double hit’ 

of elevated risk, dealing with both the challenges of 

raising a child with FXS as well as their own 

symptoms, further elevating the importance of 

research and clinical knowledge. 
 

Are there any technological advancements that you 

think have or will have a significant impact on 

furthering research in this field? 

Documenting the important role of AGG 

interruptions in reproductive risk was a major 

scientific advancement and should result in 

important changes in family counselling. We need 

to know if AGG interruptions are related to risk for 

other consequences (e.g. POI, FXTAS cognitive or 

mental health issues). Metabolomics or whole 

genome sequencing may provide important insights 

into why some individuals experience certain 

problems and others do not. 
 

What do you think are the key questions yet to be 

answered about the Fragile X premutation? How do 

you see research in this field moving forward in the 

next ten years? 

The central epidemiological questions regard the 

real prevalence and range of severity of symptoms 

associated with premutation status. The central 

mechanistic questions relate to the fundamental 

biology and the ability to predict who is at risk for 

which outcomes. The central social science 

questions focus on the extent to which environment 

(ranging from exposures to experiences) plays a role 

in the risk for negative outcomes, and risk-exposure 

models. The central developmental questions 

regard the timing and onset of symptoms. The 

central ethics/policy question is whether we have 

enough information to say that carrier status is 

indeed a risk factor and justifies testing of children. 

The central treatment question is whether some 

anticipatory treatments or environmental 

modifications could prevent or reduce the severity 

of symptoms. Enough questions for a full decade of 

research for sure! 
 

Don Bailey , PhD is a Distinguished Fellow at RTI 

International. He studies young children with disabilities and 

their families, focusing primarily on fragile X syndrome. 

Originally posted on 24th November 2014 by  Biome. 

Reprinted with permission  
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FXNZ Community  News 

Left: Ben Hollis ,  aged 21, Sailing in Wellington Harbour! 

   

  Above:  (L to R) Yasmina, Aria, Loche, Asher 
  and Connor catching up at a summer  BBQ in 
  Whangarei! 

Left: Andre, aged 10 (3rd from the left)  playing 

basketball for the Junior Jammers  

Left: Wellington families got together for a Mid-Winter 

Christmas party in July.  A couple of reindeer dropped in 

to say  hello to Danielle and Liam! 

Above:  Luke, Leo and Flynn  (all  aged 7) playing 

together at the Auckland family get together in May 
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Congratulations from FXNZ!!! 

Bradley Caffell, aged 18, won 1st place in Special Olympics 

Powerlifting  at a Christchurch event!  He continues to train  and 

be part of the team at Sky Fitness in Dunedin. 

As appeared in the North Shore Times  

June 16th 2015 

By Rachael Clarke 

Young film-makers were asked to make a three to 

seven minute film, with the theme being the Kaipatiki 

area.  Entries were submitted from primary, 

intermediate and secondary schools. First prize for the 

secondary schools went to Wairau Valley Special School 

fro their film Kaipatiki—It Makes Sense. 

Photo: Kaipatiki Local  Board member Danielle Grant 

presents an award to Bogdan Sandu, part of the winning 

team from Wairau Valley Special School 

Left: Auckland Mid-Winter Christmas party in July 

L to R: Rebekah, Susan, Angela, Veronica, Patricia 

and Vicki W. 
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Dr. Randi Hagerman  
 

Premutation involvement is different from 

what is seen in fragile X syndrome (FXS), 

because the molecular mechanism of 

involvement in FXS is distinct in that there is 

a loss of FMRP: the fragile X protein. 

In the premutation, the messenger RNA 

copies (mRNA) that are made from the DNA 

and move into the cytoplasm to make FMRP 

are increased – the higher the CGG repeat 

number, the higher the mRNA copy level. 

Too much mRNA from the FMR1 gene can 

cause toxicity to the neuron including 

oxidative stress and the sequestration of 

many important proteins for neuronal 

function. This can cause early cell death of 

the premutation neuron in culture. The 

premutation neuron has enhanced oxidative 

stress, mitochondrial dysfunction and it is 

vulnerable to environmental toxicity. 
 

Medical Issues 
 

Those with the premutation may experience 

several medical problems more commonly 

than the general population. Although FXPOI 

and FXTAS are the best known problems that 

a subgroup of premutation carriers may 

experience in mid-life and in aging, 

respectively, there are other problems that 

can cause long-term side effects that can 

affect the brain with aging. 

 

These problems include: 

 High blood pressure 

 Migraine headaches 

 Depression 

 Anxiety 

 Hypothyroidism 

 Chronic pain especially related to 

neuropathy or fibromyalgia 

 Sleep apnea 

 

All of these problems can be treated by your 

physician or health care provider, so it is 

important to know if you have the 

premutation so you can be monitored for 

these issues, and receive treatment, if needed. 
 

Other Issues Sometimes Seen 
 

The premutation can sometimes cause 

developmental problems, such as: 

 Attention deficit hyperactivity disorder 

(ADHD), particularly in boys 

 Shyness 

 Anxiety and social avoidance 
 

If a male with the premutation has seizures 

then more significant problems such as 

autism spectrum disorder (ASD) can 

sometimes develop. These problems respond 

well to treatment in childhood so again it is 

important to know if your child has the 

premutation so that appropriate treatment 

can be started. 
 

Higher Levels of CGG Repeats in 
the Premutation Range 
 

Sometimes in those with a higher level of 

CGG repeats in the premutation range (>150 

repeats), there can be a deficit of FMRP, 

leading to behavioral and sometimes 

developmental problems. Those with a high 

premutation CGG repeat number can have 

both high FMR1 mRNA levels and low FMRP, 

leading to a “double hit”. Boys are more 

vulnerable to the problems of a double hit 

because they only have one ‘X’, and mild 

features of FXS can occur in addition to some 

of the problems of premutation carriers. 

 

Copy Number Variations 
 

Sometimes copy number variations (CNVs) in 

other areas of the genome can occur with the 

premutation, and this can also lead to more 

clinical involvement. A recent study by 

Lozano demonstrated that 20% of 

premutation carriers with early neurological 

problems, motor problems or ASD 

demonstrated a CNV that was pathological 

and added to the phenotype (clinical features) 

 Advances in Understanding 

Premutation Involvement 
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 of the carrier. (A copy number variation (CNV) 

is when the number of copies of a region of 

DNA is more or less than what is typically 

seen.) 
 

Steps You Can Take 
 

Most importantly, if you are identified as 

having the premutation there are steps that 

you can take that can help you stay healthy 

and we think will reduce your risk of FXTAS 

and other aging problems. 
 

 Exercise – Daily exercise is the single 

most important intervention you can do for 

yourself. Exercise stimulates neurogenesis 

(the making of new neurons), improves 

mitochondrial function, reduces stress, keeps 

your cardiovascular system healthy – which 

reduces your risk for dementia, and exercise 

helps to improve depression and anxiety by 

increasing serotonin levels. 
 

 Antioxidants – Because there is 

oxidative stress in neurons and other cells 

including fibroblasts, we recommend 

antioxidants including green tea, fresh 

blueberries and acai berries, omega 3s, and 

vitamins (See Polussa et al 2014 Brain 

Disorders and Therapy for a list page 12). 
 

 Maintain a healthy lifestyle – It is 

essential that you avoid obesity and metabolic 

syndrome, treat your hypertension, stress, 

anxiety, depression, migraine headaches, 

sleep apnea and hypothyroidism because 

these problems can lead to worsening of the 

metabolic state of your brain. 
 

 Avoid drug and alcohol abuse – 

Alcohol abuse, cocaine, heroin, opioids, 

methamphetamine and even marijuana can 

worsen white matter disease and will likely 

increase your risk for FXTAS. 
 

 Avoid environmental toxins – You 

want to avoid environmental toxins such as 

cigarettes, insecticides, mercury and gasoline 

vapors because they can worsen brain damage 

and likely increase your risk for FXTAS. 
 

 Avoid general anesthesia – We also 

recommend avoiding general anesthesia, if 

possible, since many patients have developed 

FXTAS or cognitive decline after inhalant 

anesthesia associated with surgery. There is a 

great need for research to clarify which 

anesthesia is the least toxic to the aging brain 

and we do not know this answer yet. 
 

FXTAS 
 

Although memantine was not found to be 

helpful for the tremor and ataxia in a large 

controlled trial in patients with FXTAS, a 

subgroup of patients (n=41) in the controlled 

trial of memantine also underwent event 

related potentials (ERP; assessment of the 

electrical activity of the brain with certain 

stimuli) studies at the beginning and end of 

the trial. In the ERP measure of brain 

processing there were significant benefits of 

memantine in cued recall memory and in the 

N400 repetition effects compared to placebo 

Although memantine may have very limited 

benefits there is a great need for an effective 

treatment for FXTAS. We hope to initiate 

trials of allopregnanolone, a GABAA agonist 

neurosteroid with neuroprotective effects that 

improves RNA toxicity of the premutation 

neuron in culture. 
 

In Summary 
 

It is important to remember that the brain is 

plastic and can make dynamic changes even 

in aging, so it is never too late to develop a 

healthy lifestyle, reduce stress with yoga or 

mindfulness meditation, and stimulate the 

brain not only with exercise, but the use of 

memory/computer games, reading and study 

are also likely to help in aging. 

 
Randi Hagerman MD, is a Distinguished Professor of 

Developmental and Behavioral Pediatrician and the 

Medical Director of the MIND Institute at UC Davis. She is 

internationally recognized as both a clinician and 

researcher in the fragile X field and she is the Director of 

the Fragile X Research and Treatment Center at the 

MIND Institute and holds an Endowed Chair in Fragile X 

Research at UC Davis. 

Reprinted with thanks to; 

www.fragilex.org 
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Premutation cont. 

Tables taken from the following article available online: Polussa et al, 2014, Brain Disorders and Therapy; 

Molecular Advances Leading to Treatment Implications for Fragile X Premutation Carriers 

www.ncbi.nlm.nih.gov/pmc/articles/PMC4245015/  The National Center for Biotechnology Information, US 

 

1 .  Re comme ndat io ns  and 

treatments to support healthy 

aging and support for FMRl 
premutation carriers including 

medications, complementary and 

alternative treatment methods, 

and lifestyle changes as evidenced 

by similar neurodegenerative 

disorders. 
 

2.  General model of aging in 

FMRl premutation carriers. 

Normal aging processes, like 

t e l o m e r e  s h o r t e n i n g , 

g e r o n t o g e n e s i s  e t c . ,  a r e 

exacerbated by FMRl toxicity 

across the whole lifespan of a 

premutation carrier. 

http://www.ncbi.nlm.nih.gov/pmc/articles/PMC4245015/
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Fragile X Clinical Forum 
The Fragile X Clinical Forum is an opportunity for a discussion via video conference link between families affected 

by Fragile X Syndrome, paediatricians responsible for the local care of children with Fragile X and Dr Andrew 
Marshall, Developmental Paediatrician and specialist in Fragile X Syndrome. 

This is a free service available to all families.  Families can use the service more than once as the need arises. 

Please contact FXNZ  for more information or to register for the next clinic 

FXTAS is a degenerative neurological 

condition affecting a small proportion of 

the premutation carrier population 

(usually over age 50).  It affects men more 

than woman.  It causes balance, tremor 

and memory problems. At present the 

medical profession in New Zealand you 

may find you need to provide information 

and links to sources of good up to date 

information to any professionals you 

come into contact with in regards to 

suspected FXTAS.  The table to the left 

gives an outline of the current diagnostic 

criteria for FXTAS. 

Currently the best source of up to date 

information about FXTAS comes out of 

the US and can be accessed through  the 

website www.fxtas.org 

FXNZ can also put you in contact with a 

neurologist who knows about FXTAS and 

works in both the public and private 

systems in New Zealand.   

Current Diagnostic Criteria for FXTAS 

Dr Randi Hagerman & Dr Paul Hagerman, Advances in Clinical and Molecular Understanding of the FMR1 

Premutation and Fragile X-Associated Tremor/Ataxia Syndrome, Published online 3 March 2014 
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Let’s talk about Anxiety 

and Depression for Fragile 

X Premutation Carriers 

Joanne Richards, ND, is a registered Clinical 

Naturopath who has worked in the natural 

health industry for over 25 years, practicing 

in private practice for the past 17 years. She 

works in an integrated clinic with other 

health practitioners and alongside her clients 

doctors and specialists to provide a complete 

package of care. She is also a premutation 

carrier. Joanne shares her personal journey 

and offers  to share the clinical insights  she 

has gained along the way. 

I am a premutation carrier that is 

affected by Fragile X Associated Disorders 

(FXAD).  In my family two of my three 

children carry the premutation, one son 

with a dual diagnosis of Aspergers and 

my daughter. I have two adorable 

grandsons, one who is mosaic full 

mutation, and the other who was 

conceived and selected through PGD 

(Preimplantation Genetic Diagnosis; a 

reproductive technology used with an IVF 

cycle).  I have two carrier sisters and a 

niece, nephew and mother who are also 

carriers.  We are a bit of a poster family 

for fragile X as we seem to have almost 

covered all bases with a wide range of 

CGG repeats and FXADs affecting us, 

including that of FXTAS, which two of our 

whanau are currently being assessed for. 
 

Since our whanau diagnosis I have learnt 

much about FX and FXAD - and is there a 

lot to learn!  I travelled to California to 

the MIND Institute to participate in 

research, then to Miami to attend a 

Fragile X International conference. 

Further to that I have been lucky enough  

to have ongoing contact with Dr Randi 

Hagerman and some of the team at the 

MIND Institute, who help to keep me up 

to date the new research findings and 

information. I continue to study in areas 

that increase my understanding of 

genetics and nutritional genomics. 

In my personal journey and clinical work 

I have had a lot of experience with 

treating and supporting anxiety and 

depression. The drivers of these 

symptoms can be many and varied. 

However with my understanding of some 

of the complexities of our genes as 

carriers I can apply a wealth of knowledge 

of natural medicines/compounds to these 

conditions.  As we know anxiety and 

depression can be crippling and hard to 

manage.  We have a lot of information 

available to us on which pharmaceutical 

medications to use for neurochemical and 

nervous system support, but 

understanding which natural medicines 

to use, especially alongside 

pharmaceutical, can be a minefield.  

I would like to share my experience and 

knowledge and can answer  questions and 

offer some general advice about natural 

support on this subject. Our  closed 

Facebook forum is potentially an easy and 

useful way to have discussion on anxiety, 

depression and related issues. Perhaps 

having a designated week of discussion on 

this subject via Facebook is another way 

of sharing, caring and understanding 

some of tools we can use to assist our 

journey with FXAD. I will be available  

via our Facebook group the week starting 

Monday 31st August. 

Let’s Talk About …. 
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Book Review 

 

Fragile X New Zealand have a 
lending library that includes 
books, audio-visual material and 
educational information about 
fragile X.   

We regularly updated our stock 
with newly published books.  We 
try to profile these new books in 
the newsletters and you can view 
the full list of books, and other 
material available on our web-
site. 

www.fragilex.org.nz 

Tracey Cockcroft kindly operates 
the library service. The loan con-
ditions are as follows; 

1.There is no limit to the number 
of items that can be borrowed at 
one time. 

2.We cover the costs of delivery 
to the borrower. 

3.The borrower is required to pay 
the costs of returning borrowed 
materials to the library 

4.Loans are for one month  

unless special arrangements are 
made. 

Because this is a free service, we 
request that all care is taken to 
ensure that loaned material is 
returned in good condition. 

Fragile X New Zealand does not 
necessarily endorse the contents 
of all the publications in our     
library. 

Fragile X New Zealand  

Library 

‘Frog’s Breathtaking Speech’ is proving helpful with 

our goal of supporting Andre’s independence in 

learning to self-regulate.  As is now well documented, 

people affected by fragile X have difficulty with anxiety 

and hyperarousal which effects every aspect of their 

day to day life and functioning.  This is life long and 

needs to be managed as part of the neurobiology that is 

fragile X!  I have heard Dr Marcia Braden talk about 

teaching breathing exercises to help with calming and 

anxiety for older children and thought the ideas and 

exercises in this book were worth a try.  I like the way 

it presents the ideas and exercises in a story and 

includes beautiful pictures.  We are currently working 

through these exercises together as a family and 

teaching Andre the breathing techniques. He is very 

interested! I’ll report back on how we get on.      

Andrea Lee 

Published 2012 

 

A copy of this book is available in the IHC Library 

Frog is very worried as he has an important speech to make at his 

school assembly. The speech is about breathing and he doesn't know 

a thing about it! He asks his friends for help and they teach him all 

about the lion breath, the crocodile breath, the humming bee breath 

and the woodchopper breath. Can any of these breathing techniques 

calm his nerves before the big speech? This charming illustrated 

picture book teaches children four yoga breathing techniques in a fun 

and interactive way. The story successfully increases children's 

awareness of their breath and shows how breathing can be used to 

deal with anger, anxiety and tension.  

Frog's Breathtaking 
Speech 

How Children (and Frogs) 
Can Use Yoga Breathing 
to Deal with Anxiety, 
Anger and Tension 
 
By Michael Chissick, 
Sarah Peacock (Illustrator)  
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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: Friday 30th Nov. 2015 

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 to support families to attend the FX Family Gatherings for the first time 

  Website developer to redesign FXNZ website.  Email Andrea at info@fragilex.org.nz 


