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DISCLAIMER
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source of information about Leukodystrophies.
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Mission & Vision Statement
Australian Leukodystrophy Support Group
Incorporated

Mission
		
To provide assistance and information to
those affected by Leukodystrophy and
support research into Leukodystrophy.

Vision
To continue to grow as the Australian
support organization for those affected by
Leukodystrophy.
To increase public awareness about
Leukodystrophy and to strengthen our
national and international links with like
organizations.
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Forward
It is just over fifteen years since the Australian
Leukodystrophy Support Group Inc. (ALDS) was
launched and therefore had its beginnings. During
these years the group has grown and certainly
become National. In recent years there are a number
of families from New Zealand who have heard about
us and subsequently become linked; therefore
there are occasions when we address the ALDS as
Australasian.
I have been most fortunate to have a very dedicated
and committed committee, all of whom are voluntary
members. I know it is because of these people it has
in many ways enabled us to be proactive. Some of
our achievements have been the Inaugural Medical
Conference in 2001 and since then we have had three
one day Medical Seminars. Each time we have been able
to invite a renowned Doctor from overseas who has
a particular interest in Leukodystrophy. Even though
after fifteen years we have not been able to receive
Government funding, it is through the thoughtfulness
and generosity of donations, fund raising and Graham
Cadd and fellow cyclists who have cycled across the
Nullabor on three occasions that has assisted to make
these days possible. A number of medicos in Sydney,
Adelaide and Melbourne have also had the benefit of
learning from these doctors at their Grand Rounds.
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Another positive step is that we now have a
representative from South Australia, Queensland and
New South Wales on the Committee. These people
are able to link in to Committee meetings through the
teleconference which has enriched our committee
and enabled us to be ONE. All four states have family
gatherings and fund raising.
You will be able to read at the conclusion of this book
all those we have on our records who have died since
1992. The parents, siblings, wives and husbands of
these loved ones have been an inspiration to me and
all who knew the family, by the way they lived, cared
and devoted their lives to them. For some it was only
a short time while others it was longer and others it
was until they were adults. Sadly there is no cure for
this cruel genetic disease and we live in hope that one
day medical research will find the answer to save the
lives of those stricken with Leukodystrophy.
Julie Thomas CSB OAM
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Alexa’s Story
We are Matthew and Allison
Muscat and we are from
Melbourne, Victoria.
We
have our own living angel
in our gorgeous daughter
Alexa, who is now 2½
years old.
Alexa’s form
of
Leukodystrophy
is
undiagnosed. She is a little
miracle and an angel full of strength, and has the
doctors baffling. She was not supposed to make it to
6 months and here she is over two!
I had a “normal” pregnancy - ultrasounds came back
normal, bloods came back normal, always measured to
size - all the reasons to be very excited about our
little blessing.
Her problems were recognised when she was just 2
weeks old, and confirmed at 6 weeks. We were obviously
devastated. Two years on and we have jumped over
so many hurdles and have become different people,
stronger people. As a mother, she is the biggest joy
of my life and I am so grateful to her for giving me
the experience of pregnancy, birth and motherhood.
She makes me so proud and I couldn’t imagine a day
without her.
On the other hand, we can’t stop grieving for the
11
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little girl she could have been. Especially as she keeps
getting bigger and older. She would be full of vibrant
life and have a character all of her own. That void is
something we deal with everyday.
Fortunately, we have so much unconditional support
from all our family, friends and Alexa’s medical
team, who have become very close to us and Alexa.
Our days are full of around the clock care for Alexa
consisting of feeds via PEG (Gastrostomy Tube),
medications, suctioning, bathing, bowel management,
music therapy, physiotherapy, and frequent visits to
the Royal Children’s Hospital.
As she is getting bigger, her needs are becoming more
demanding. Heavy lifting, transporting her and her
general comfort at home. We are slowly getting there
with her equipment and we are also in the process of
building a new home that will accommodate her needs.
I am Alexa’s full time carer and have been unable to
go back to work, so Matt is doing it all on his own,
but meeting Alexa’s needs has always been our main
priority.
We recently had some test results back from the UK
to try and find a diagnosis for Alexa, but these have
come back negative and we are back to square one.
We still do not know what, why or how this happened
to Alexa but we will continue to strive to find out. We
are now part of a research team, which hopefully will
12
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increase the chances of awareness and diagnosis for
others in the future.
Because Alexa is a gift from God, we do know that she
came into our lives for all the right reasons, we just
haven’t figured them all out yet. We love her very
much.
Matthew and Allison Muscat.

13

Remembering

Those touched by Leukodystrophy

Amy’s Story
Recently my daughter Amy turned sixteen. Whilst it
is expected
that with the
passing
of
time children
will have the
opportunity
to celebrate
t h e i r
birthday each
year,
this
sixteenth
birthday was
an extraordinary event for my family. Eight years ago
Amy became critically ill from a neuro-degenerative
disorder similar to Pelizaeus-Merzbacher Disease
which is a type of Leukodystrophy. This affected
almost every part of Amy’s body in that she developed
quadraplegia, an inability to swallow, speak, blindness
and acute respiratory failure. Amy was placed under
palliative care and I was told that time was limited
and that Amy would die in the near future. I never
expected Amy to finish primary school or to enter
the teenage years and yet quite remarkably Amy has
made it to sixteen.
Her birthday was celebrated with a huge party with
ninety people and everyone who has been a significant
part of Amy’s life was invited. At the time of Amy’s
birthday I felt a strange mixture of delight, sadness
14
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& grief. Delight in that Amy had defied the odds of
making it to sixteen, grief that this party was held
in lieu of a twenty-first party in case she doesn’t live
long enough to celebrate the coming-of–age in the
usual way and also sadness that her life was not the
one I had planned for her.
As time has progressed so has medical technology
which appears to be keeping pace with her
failing body. Despite the fact that Amy’s body is
deteriorating, the one part which is not affected is
her intellect, for which I am truly grateful. Amy is
able to communicate through her eyes which are the
only part of her body which she has any control over.
She looks up for yes and side-to-side for no, which is
rather limiting in that questions have to be phrased
with a yes/no response in mind. Despite this Amy is
amazing in that she constantly adds to her repertoire
of communication strategies by making noises with a
variety of intonations to convey a range of emotions
from happiness to annoyance, and also thrusting her
arms to convey her displeasure or excitement. Amy
has a great sense of humor which is evidenced when
someone tells a joke or does something absurd, Amy
will become very animated, call out and move her
arms as much as possible to indicate her amusement
and enjoyment of this. Amy loves farcical comedy
movies such as ‘Shrek’ but is also a huge fan of the
Narnia movies. Ever since she had a gastrostomy and
has stopped eating she has developed a passion for
cooking shows.
15
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In recent times much of my energy has been put into
attempting to obtain a diagnosis for Amy rather than
being told that her condition is similar to PelizaeusMerzbacher Disease (PMD). PMD is X-linked and
consequently it normally presents in boys. Girls are
usually the carriers and do not show symptoms as
females have two X chromosomes and normally the
good X compensates for the affected X. However I
have discovered that genetics is just like the English
language and there are exceptions to every rule.
Girls can have an X-linked condition when they have
a skewed X, that is instead of their bodies operating
on the good X in their bodies, they operate on the
affected X, which possibly in Amy’s case is carrying
the gene for PMD. I am currently waiting for results
for another condition called Pelizaeus Merzbacher
Like Disease. The drawback with these tests is that
if the result is negative, it doesn’t mean that a person
doesn’t have the condition as the labs can only test
certain parts of the gene. Instead the test simply
informs me that the particular part of the gene which
was tested is normal. The genetic understanding of
Amy’s condition is important to me as I would like to
know whether my younger daughter Beth is a carrier
or whether this genetic tragedy has bypassed her. To
have this condition passed on to another generation
would be heartbreaking.
One of the most remarkable things about the journey
with Amy is that despite the immense suffering that
she has experienced she has such a positive outlook on
16
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life. Recently I observed her with a group of teenage
girls taking turns discussing people that they do not
trust. Each girl had a list of people or events that had
made them wary of trusting others or having faith
that the world is OK. All of the girls in this group were
healthy and life had treated each one fairly. After
listening to each girl name people on their grievance
list, it was Amy’s turn. Surprisingly Amy didn’t have
anyone on her list and after much questioning with
the yes/no response was able to say that she believed
that everyone loved her, cared for her and that the
world was a good place. Amy has the complete absence
of self pity.
One of the greatest strains on my role as a carer
is managing Amy’s respiratory failure. Regularly she
develops respiratory distress & I need to put her on Bipap to assist her breathing. Bipap requires electricity
to run. I do have a battery to run this machine but
it is extremely heavy & consequently I do not carry
this in the community. In the community I carry an
oxygen cylinder and a bag and mask. When Amy is in
severe respiratory distress I use the ‘bag and mask’
which is a resuscitation tool. This is a way of assisting
Amy’s breathing and ensuring that her oxygen levels
are sufficient. When the ‘bag and mask’ is required
in a public setting it can be awkward managing Amy’s
breathing and dealing with public scrutiny (some
bystanders actually get in the way of helping Amy)
whilst trying to get her home. However each time Amy
& I seem to manage and often can have a laugh about
17
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it later. One time Amy had trouble breathing in the
dairy section of a supermarket and a woman leant over
Amy (who was in the process of being resuscitated) to
obtain her butter from the shelf!
Parenting Amy has been one of the greatest joys
of my life and I feel honoured to have been part of
her journey. Whilst Amy will not always be with me I
believe that death ends a life not a relationship.
Brett & Leanne Longfellow
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Andrew Edward & Jason Matthew McDonald’s
Stories
Andrew (Andy)
was born to Sally
and Malcolm
McDonald on
25/1/1972
at the Queen
Victoria Hospital
in Adelaide,
South Australia.
After a seemingly normal pregnancy and delivery, a
laryngeal strider was detected but everything else
appeared to be as it should.
Andy had his 6 week checkup with a paediatrician
and it was discovered that he wasn’t visually fixing
and following. He also had a nystagmus which we had
detected but had made allowances for because of his
2 week early arrival. At the next consultation with
the paediatrician, we were told that Andy may be
blind or that it could be ‘further back’. From this we
deducted that brain damage may be an outcome.
This was the beginning of consultations with numerous
specialists and the request for multiple tests that
were all returned normal or inconclusive. At eight
months old Andy was admitted to hospital for further
tests, having missed many milestones including head
control, sitting and other motor skills.

19
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Andy was a very social boy, always happy, placid, good
natured and smiling. A few diagnoses were discussed,
including, Cytomegalo virus. After the hospital
admission, we discussed brain damage with the
neurologist and he was very reluctant to give us a firm
diagnosis except for Spastic Quadraplegia. Intense
physiotherapy began at the Adelaide Children’s
Hospital with a very dedicated physiotherapist Miss
Helen Blair.
I wanted to know about other parents who had similar
children and she gave me the name and address of
another mother and child who lived nearby. I visited
her and this was the beginning of a long association
with other parents and their children with disabilities
through Spastic Centre Mothers’ club and auxiliaries.
The North Eastern Branch was started by Val
Grandison (a neighbour) and myself, to raise funds for
the boys and other children similar to them, in our
area. This was strongly supported by other parents,
neighbours and friends.
After discussions between a large team of
professionals at the Adelaide Children’s Hospital
(ACH), Andy commenced treatment at the Spastic
Centre one day per week, when he was 12 months old.
We were very relieved to at last be doing something
with people who understood the problem. Pat Truran,
an assistant in the nursery when Andy started, and
her husband Garry bought Andy his first wheelchair.
They had a special bond with Andy and our family and
20
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our families have remained lifelong friends.
I suggested that we try for another child and again
had an uncomplicated pregnancy and delivery. Jason
was born at the Ashford Community Hospital on
6/10/1974. My early concern was realised when a
baby being wheeled along the corridor of the hospital
had a laryngeal strider and he was wheeled into my
room.
Jason’s disability was recognised much earlier as we
knew what to look for. He had nystagmus and a tremor
under his feet when touched. Jason was admitted into
hospital at two and a half weeks and fed / withheld
different things as it was thought it was something
to do with ‘enzymes’ and food related. Jason was also
thoroughly tested.
Jason also started at the Spastic Centre one day per
week at 12 months of age. Both boys enjoyed being
picked up by the bus and the activities that they
participated in during the day, even though they were
therapy based.
At age 5, both benefited from being accepted into the
education program run by the Education Department
and the James A Nelson School. Some children at this
point in time were considered uneducable and missed
out. Fortunately, Andy spoke a few words ‘Eades’
after Sheila Eades, his kindy teacher, and ‘Ayson’
for Jason. They both showed recognition of flash
21
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cards that I had made and showed to them for choice
making and stimulation and they had a smile/frown
yes/no response. They used switches successfully
and were able to use activated toys, a page turner
and appliances.
Andy, in his first year of school, was introduced to
Russell Ebert, a four time Magarey Medalist State
footballer; this was the beginning of a lifelong
friendship between them.
In mid 1979 when Andy was 7 and being assessed,
it was thought that whatever condition they had was
now showing as degenerative. This was amongst our
very darkest hours. It was suggested that it may be a
very rare condition Pelizaeus-Merzbacher but it was
unconfirmed.
December 1979 changed things dramatically for the
family. We had previously applied for adoption and
had been officially rejected. We decided to appeal
against this decision and Dr. Susan Beal, Harry Darcy
(CEO) and Matron Maureen Powell, all from the Spastic
Centres’ of South Australia, supported our appeal
and spoke on our behalf at the hearing. Fortunately
because of their support, we won.
Bringing Alison home from the Queen Victoria Hospital
was the major highlight for the family for many years.
To be repeated again in 1983 with Leesa, also born at
the Queen Victoria Hospital, completing our family
22
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and becoming another major highlight. The pleasure
shown and the relationship between the boys and
their sisters was unimaginable. From watching the
girls jump in their ‘jolly jumper’ with the boys on the
floor giggling with excitement, to having them ride on
their wheelchair trays, to Leesa at 18 months of age,
watching and anticipating their need to be toileted and
her getting the toilet chair wheeled in ready, without
being asked, to Alison, when very small, sharing the
shower and helping to wash them. These moments
are indelibly printed in my mind. The happiness and
enrichment, the girls brought into the boys and our
lives was extreme.
Part of the legal side of the adoption was that we
were unable to have both boys together at home,
with the girls. Malcolm had been a board member of
Spastic Centres’ of SA and remained so for about
15 years. Behind the scene I had been working with
Spastic Centres’ and a few other parents on a project
to provide cottage accommodation. This eventually
came to fruition and from having the boys take turns
alternate weeks between home and residence at the
Spastic Centre, we now had a ‘home away from home’
in a converted Presbytery, with 3 other boys their
age and managed by live in ‘parents’. They would come
home alternate weekends and all special occasions.
Due to the gradual deterioration of his health, Andy
was eventually too ill to live in the cottage as he
required intense medical care. This was provided by
23

Remembering

Those touched by Leukodystrophy

trained nursing staff who supported us, at the Spastic
Centre. Andy passed away on 25/9/1985 at age 13
years.
Fortunately, a Gastrostomy which was not offered or
being performed when Andy required one, was offered
to Jason and proved to be very successful and life
saving. Jason eventually required nursing care and
was admitted to Spastic Centre’s residence which was
under going change and in the process of closing.
There was a long battle to get alternate accommodation
for the four people in residence who had degenerative
conditions and required nursing care. I was eventually
able to negotiate with the new CEO of Spastic Centres’
and he, with the Crippled Children’s Association, who
were also closing their accommodation villas, allowed
us to place the three people in need, in one of their
villas for a short term of 12 months.
The eventual outcome was that Spastic Centres’
joined forces with Leveda Inc who allocated one of
their houses and selected their clients who required
increased health care and jointly accommodated them
with the Spastic Centre clients. This created a non
hospital nursing care service for this group. Jason
loved living there and all of his needs were well met.
One of Jason’s biggest achievements and delights was
his ability to use a communication device, a ‘Whisper
Wolf’, that was switch activated. This enabled him
24
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to say ‘Hi my name is Jason,’ which he would say
repeatedly with a cheeky grin and scan over other
things that could be said.
Jason survived 10 years longer than Andy, passing
away at age 23 years. I believe that this was due
to the Gastrostomy feeding tube and the specialist
nursing care delivered in an appropriate setting by
dedicated staff, including a few who came with him
from Spastic Centre residence. He passed away at his
home of 5 years on Andy’s birthday.
Two weeks before Jason’s passing we were officially
told by Dr. Beal that both boys had been affected by
PMD, identified through the testing of the boys and
their family members.
This is only a ‘snap shot’ of their short lives but they
were two beautiful boys, much loved and cared for in
every way by their family and friends and very caring,
dedicated professional people.
My closest friends are parents, Jennifer Eid and Pat
Creed and their families who I met through Spastic
Centre Mothers’ club, and staff members that I met
on our journey, long ago.
I am concerned that the opportunity for parent to
parent support may not exist as it did in my time due
to privacy legislation. Also that non hospital settings
are not available to families who need them, as it was
25
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to Jason and to us.
We survived our journey through the love and support
from the many people who cared, and because we were
actively involved.
Sally McDonald - 1/9/2007
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GESHAN’S STORY
This is about our son
Geshan
Wijethunge.
He is turning 7 years on
6th of October and he
is the most adorable,
good looking kid we
have ever seen.
Geshan was born in Sri
Lanka and at birth we
and our doctors could
not see any abnormalities in him. At the age of 3 to 4
months we could not see him meeting his milestones,
which made us worried. We took him to a paediatric
specialist. He assessed Geshan but could not find
anything wrong and commented that “every child is
different to one another and Geshan will take his own
time to grow up”. Since our daughter was delayed in
standing up and starting to walk we thought the same
was happening with Geshan as well.
When Geshan was 7 months old we got to migrate
to Australia and still he is not even rolling over on
his tummy. We took him to Women’s and Children’s
Hospital (WCH) in Adelaide and saw another paediatric
specialist. From that day onwards they suspected
something was not right with Geshan and started all
kinds of tests to find out what it was.
27
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On 6th of October 2002 (on his second birthday) we
were informed of his condition and the doctors at WCH
confirmed that he has a severe neurological condition
by the name of Pelizaeus Merzbacher Disease (PMD).
We were so devastated and it was really hard to
understand how and why?
For the first few months we were just like zombies,
just attending to our day to day activities, but did
not want to accept the reality of Geshan. After a few
months it started to sink in and it was not the kind of
feeling that some would expect. During this period we
as a family went through such a hardship. We nearly
split up. With all the support from the government
and especially with Novita Children’s Service and
their staff we managed to tie up one day at a time.
In the mean time we started to search for answers
for this condition and the best tool we had was the
web. One day we came upon the web site for PMD in
America and wrote an email with our information about
Geshan. Since the blood test that confirmed Geshan’s
condition was done in America and the doctors from
that hospital knew who we were we got connected with
the PMD Foundation and the special group of Doctors
who are doing research on PMD.
With these connections we got an opportunity to take
Geshan to America for a research program and were
fortunate enough to meet a few other families who
have got kids with PMD. We were so much happy to
meet these parents at that time as we have had no
28
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contact with any parent who is in the same category
as us and we were unaware of Geshan’s future.
Geshan’s results with this research was similar to the
earlier tests done in America but gave an in-depth
view of his condition. Geshan has a mutation in his
genes that has started within him. This means that
he is the first with this particular mutation of PMD
and Geshan is the only one in the world who has that
specific mutation in his genes. This makes it much
more difficult to hope for a cure for his condition.
At the moment even though there is no cure for this
condition, there is much research being done which
helps to make life far better for a person with PMD
and a little closer to finding one.
Even though Geshan is suffering from this severe
condition he is a very lovely and playful kid who loves
to travel, play rough and be noticed. He loves going to
school as he gets everyone’s attention. As parents we
are so lucky to have Geshan as our son. He gives such
a smile that takes all the hard days work away when
we come home at the end of the working day.
We thank and take our hats off to Leanne and Sister
Julie for giving us the opportunity to share our story
with everyone and also for finding us a community in
Adelaide whom we can share our thoughts with.
Thanking you
Shilandini (Dini) & Rohana (Roh) Wijethunge
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HUGO’S STORY
When I found out we were pregnant with a boy I was
over the moon. We had been blessed with a beautiful
girl almost two years before but had longed for a
boy as I had had a younger brother who had died at
the age of 8 3/4. My brother, Jonathan, had been
diagnosed, through post mortem, with a disease called
Pelizaeus Merzbacher Disease.
Hugo Magnus was born on 9th July 2004 after an
easy pregnancy and natural birth. He was slightly
blue, very limp and with a noisy stridor but absolutely
gorgeous. “Isn’t he beautiful, he looks like Jonathan”
was what I said to my husband Ben, little did I know
that the similarities didn’t end there. Our fears were
realised in November of that year, confirming that
our little man had PMD. We had been through genetic
counselling when we first married, but they were
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unable to provide us with much definitive information
as the gene for PMD had not yet been found. We,
therefore, had gone ahead and had our Hugo without
much thought given to the possibility of lightning
striking twice.
Hugo is an adored little brother to Jemima and older
brother to Daisy. He is a happy soul who loves books,
singing and music, driving in Mummy’s car and of
course cuddles. He has taught us all so much about
compassion, patience and communication. Jemima
has proudly explained to complete strangers how her
little brother can’t talk, but if you watch his eyes he
will tell you what he is saying. He laughs the loudest at
“Peekaboo” games and gets very upset when he gets
forgotten from family activities, like cooking and
bathtime, the mere sound of my car keys is enough
to send him off, anxious to be taken on the imminent
drive.
Life isn’t easy for our ‘Doo-doo’. He has a very severe
scoliosis, which seems always to amaze medical staff.
That, with his hypotonia, mean we find pain management
and comfortable positioning difficult to maintain. Hugo
is unable to eat orally, he relies solely on jejunostomy
feeds for about 22 hours each day. Weight gain is a
real juggling act. At ten months Daisy weighed more
than her older brother. Hugo is completely dependent
on us for all his daily needs, he is unable to move
without great effort. He adds a new meaning to the
word floppy, we joke that our superhero name for him
31
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is “Hypotonia”.
Recurrent chest infections indicative to these children
shape our family life between hospital admissions and
soldiering on at home. The two girls suffer emotionally
when hospital is thrown into the mix. Mum and Dad
alternate nights with Hugo as the severity of Hugo’s
needs are all too time consuming for nursing staff,
so we remain Hugo’s only care givers. Ben and I jest
that we laugh in the face of sleep deprivation, but
seriously, we are tired and long to catch up on some
of our sleep debt.
The family frequent Bear Cottage, in Manly, for
respite time away from home where we shop, eat
ice-cream, go to the beach and even perhaps the zoo
as a family of five. We have a small group of special
friends who love Hugo, as well as the girls, and have
become part of our family. A couple new Jonathan, but
most are nursing friends who have claimed our little
man as their own. Some say they suffer from Hugo
withdrawal and need their regular Hugo fix. Others
say, since knowing Hugo, they hold their own children
that little bit closer. At gatherings, we often watch
with amusement while some friends fight for Hugo
hugs. He is much loved and enjoys all the attention.
I hope Jemima and Daisy will remember and cherish
their time with Hugo, as I do my time with Jonathan.
I am so aware of how tough it can be to have a sibling
such as Hugo, but it can also be so filled with love and
32
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laughter. Ben and I strive to lessen the legacy of loss
for the girls. We read books, communicate our fears
and experiences and hope the girls blossom from all
this. I believe the gift of these children is to teach
those around them wonderful caring skills. It has
been said to me that having a sibling such as these,
nurture the next generation of care givers. I myself
am a nurse and feel that it is inevitable that my girls
will themselves find their niche caring for others. We
endeavour to find out the girls carrier status when
they are old enough to understand its full impact,
and hopefully by doing this give them more choice for
their future families.
Our life is about gathering happy memories. We won’t
have Hugo for as long as we should. He is an angel just
passing through. We cherish every day, good and bad.
I know when he is no longer with us we will miss it all
and long for anything and everything. Life is precious
and while we have Hugo it’s about laughing, singing and
watching the three kids interact, and just be.
Susan & Ben Riggs
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JOSH’S STORY
Josh won a prize in the
WA section of the 2006
Heywire Competition which is run by the ABC. Josh is
using his prize winning story in this 4th Edition of Book
of Stories.

Josh Yates – ‘The Biggest Decision
of My Life’
“Where am I? What’s happening? Leave me alone!”
I wake up, violently trying to rip out whatever it is
that’s trying to choke me. “What’s happening?” I ask,
but no noise escapes. People are trying to restrain me.
Finally I calm down and hear that I’ve had a seizure,
been in two ambulances, Royal Flying Doctor, and
now I’m in ICU at Princess Margaret Hospital. A bit
more than the average day… what haven’t I done?
Why? The answer comes from my neurologist. We have
a bedside meeting about my disease; the same disease
that took the lives of two of my uncles. It’s a metabolic
disorder, Adrenoleukodystrophy. The only chance of
surviving the disease is a bone marrow transplant.
Weeks later we meet with the Haematologist. I
am given a huge medical document outlining all of
the risks of the transplant. The scariest ones say,
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“Chronic Graft Versus Host Disease is the major
cause of deaths after a haemopoietic stem cell
transplant. And veno-ccclusive disease is a serious and
life threatening complication.” Thanks for telling me!
Lucky I read the book then, because a few months
later I’m vision impaired. No one in my family is
a suitable donor. But some great news comes; an
excellent match has been found in the Australian
Bone Marrow Donor Registry. Another meeting,
another doctor. What are my chances? Ninety-five
per cent. Odds look OK. Decision made, here we go.
Approaching the transplant I am scared and uncertain.
I don’t know if I am to survive. Broome, for two
weeks with my family lets me prepare. Already I am
on a drug to stop a bacterial lung disease and I have
to visit the hospital for another blood test. Great!
At home again in Busselton we cover the walls
of my house with photos and have a party. It’s
a combination farewell and exhibition. This is
goodbye for a very long time; only my family and
medical team will be allowed into my isolation
room. All other contact by phone, if I’m up to it.
I feel so flat when everyone leaves that night. The
next morning we drive 250 kilometres to Perth. Will
I ever return to Busso? I move into hospital. Mum
and Dad are across the road at the House of Life.
The next morning, I have an operation to insert
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a line into my chest and one into my arm saving
me hundreds of injections. In the afternoon, two
weeks of intensive chemotherapy start. I get very
sick; you wouldn’t want to hear the messy details.
Two years later, I may be blind, but the positive
thing is that I’m still here living in my home town of
Busselton.

Josh’s favourite things are: cycling for fitness and competition,
keeping fit, going to the beach, cafes, my best friend Gypsy (my
dog), the West Coast Eagles, photography, being with family and
friends and listening to music, and comedy and humour.
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Kailah’s
Story
I
first
wrote
Kailah’s story six
years ago and she
had
Undiagnosed
Leukodystrophy
for four years. Up
until then she had
kept
reasonably
good health. In fact
she hadn’t been
hospitalized at all up
until that time. She
kept good health
until August last
year, (2006), when
she got the flue and was in hospital for six weeks.
She got very ill with pneumonia and spent five days in
the Intensive Care Unit. Also at this time her feeding
became worse and a nasal gastric tube was inserted
so as to ensure she didn’t aspirate.
We finally came home in September and Kailah started
to go back to her beloved school Belmore. She loved
every day she spent there and although she had no
movement in her body she could blink her eyes for ‘yes’
and move them from side to side for ‘no’ so she could
always get across what she wanted and understood
everything that was being said. That is why I used to
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get frustrated when some people would talk as if she
wasn’t there - she knew exactly what they were saying.
Kailah hated the tube feeding and so appointments
were made for her to have a peg. As we were moving
to Queensland in the November we got an appointment
in October but the operation couldn’t be done before
we moved so a letter was written to Brisbane Hospital
to have the peg done there.
Kailah enjoyed being in Queensland and I finally got
her into school. It wasn’t as good as her old school
but she still loved going. Although things were getting
back into routine there were also a lot of things that
weren’t going right. Kailah was having very high and
low temperatures and was so wet at night with sweats
we had to change her bed sometimes twice through
the night. As well as this I was also having no end of
trouble getting an appointment with the Gastrologist
in Brisbane and this also meant I couldn’t get feeds
for her so I had to buy them directly from the local
chemist. Sometimes I felt like I was in a foreign
land. I got on to the health minister and finally things
started to happen but by this time Kailah was very
sick.
She was booked in to have the peg in April but the
week before her breathing got bad and we called the
ambulance. Kailah was airlifted by helicopter to RCH
Brisbane. When we arrived she seemed a little better
but then the temperatures started again. They took
lots of blood tests and x rays but couldn’t find an
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answer for the temperatures. After being in hospital
for three weeks Kailah’s left lung collapsed and we
ended up in ICU on a ventilator. After trying to take
her off it twice the doctors told me Kailah was too
weak to survive and that they would remove the
ventilator and I could cuddle her. She struggled for
three and a half days and the doctors kept increasing
the morphine. It was the worst thing to watch. It
broke my heart to see her struggle for so long. I lay
with her in bed and was holding her when she took her
last breath. All her family and friends were with her.
I try to remember Kailah as the happy little girl she
always was as even while she was on the ventilator she
managed a smile. She loved life and lived it to the full.
Everybody who met her loved her. She will always be
my Princess. She taught me so much. Kailah died on
June 7th 2007 and for fourteen and a half years she
bought a lot of happiness to a lot of people. I will love
her forever – she is now an angel running in heaven.
Written by Kailah’s mother
Sandra Reid
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MIKAYLA’S STORY
Mikayla was a beautiful baby who weighed a healthy
7lb 12ozs and was only 6 days early. She reached all
her milestones – sitting up at 6 months, crawling at 8
months and walking on the week of her 1st birthday.
It wasn’t until a few months after her birthday we
noticed she was very unsteady and falling over a lot
more than children her age. We decided to take her
to the doctor who referred us to an ear specialist
as she thought Mikayla may have ear problems which
were affecting her balance. The ear specialist said
that it looked more like her hips were out. So then
we got her hips x rayed. They too were fine. Mikayla
then had a seizure which put her in hospital. We were
told it was a febrile convulsion and 1 in 5 children have
them at some stage in their life. The doctor on duty
noticed her walking and referred me to a paediatric
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doctor who simply said she had tight Achilles tendons
which would be fixed with physiotherapy. By this stage
Mikayla was 18 months old.
When we got to the Physiotherapist she was certain
Mikayla had a form of cerebral palsy called ‘Diplega’
which only affected the legs and had them casted
for 6 weeks. The Physiotherapist sent us for tests to
confirm.
On the 13th February 2007 our lives were turned
upside down – we were told our precious baby girl had
Metachromatic Leukodystrophy. We were in shock
for days. How would we cope? How do we tell our 6
year old daughter what was going to happen to her
sister?? All these thoughts just kept running through
our head.
After the casts came off in February 2007 Mikayla
stopped walking, by April 2007 she stopped talking
and in July 2007 she needed a nasogastric tube as she
has lost the ability to swallow and in the last couple
of weeks she can no longer sit up. Our precious baby
is slipping away from us and it is happening all too
quickly but we treasure every day we have with her
and she still has her beautiful smile.
Matt and Bec Laurenson
August 2007
Sadly, Mikayla died in the early hours of the morning on Saturday
11th August 2007. She was peaceful in her own bed at home.
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SARAH’S STORY
A Eulogy in the form of a letter written for Sarah by her mother
Jan.

Dearest Sarah
It is Sunday night as I’m writing this – with the
beautiful big gold candle that Tony lit for you on
Friday night still burning just in front of me.
You looked so peaceful Friday evening, sitting in your
chair in Dr Adsett’s room, your beautiful thick blonde
hair tied up in a big blue scrunchie, and wearing that
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soft blue sloppy joe with the word “Angel” emblazoned
across it, your eyes partly open. I don’t think I’ve
ever seen you looking so comfortable sitting in your
wheelchair! I put my face close to yours and could
smell your hair, and I held your hand – your fingers
soft and curved, relaxed at last. The time that your
dad and Ali and I had with you that evening was very
precious.
Thankyou for coming into my life – you’ve taught
me so much- most of all the real meaning of love. I
experienced the joy of real giving, and I learnt the
importance of the preciousness of life itself. Every
day with you was a blessing.
I know you loved being in the midst of everything
that was happening. Whether it was being with us as
we played cards on the lounge room floor, or sitting
on my lap around the BBQ in the back yard. We had
some really good times – I know you loved floating on
your back as I towed you around the pool. I’d swim
sidestroke and hold you under your chin. Afterwards
we’d relax in the bubbles of the warm water in the
kid’s pool. Do you remember King’s Beach and sitting
with me in the sand in the surf as we got tossed around
by the waves? You put a trust in me that no one else
dared to have and we never once went under!
I know you loved going camping at Cressbrook Dam,
sleeping in the caravan, being out in the boat, and
sitting on my lap around the campfire.
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How about all those country music weekends – You’d
stay awake for hours taking everything in. I will always
remember taking you into the hall at Allora last year
– a room filled with people and a band playing on stage
and your eyes immediately lit up in recognition - your
big blue eyes wide open.
How about watching the fire works at Queen’s park
each Christmas. We never missed a year – and the
noise of those crackers going off didn’t seem to scare
you at all…..
And all those nights you put up with my singing and
playing guitar into the early hours of the morning
– you never once complained that I was off key or
too loud…unless, of course, me being off key was the
reason you weren’t asleep!
I know too, Sarah, that you enjoyed going to school.
You always loved the sound of the other kids’ voices
– you loved listening as they sat on the floor next to
you and read you stories, held your hand and played
with your hair. I know you especially loved the music
lessons – Your teacher Mrs Lynch told me that she was
sure you were singing on many occasions. Your aide,
Kathryn used to tell me this as well – they noticed how
your chin moved up and down when the other children
were singing. And weren’t those wheelchair races
really something at the sports’ day last year. I don’t
know where Mrs Wilson got all those chairs from but
it was a lovely idea. I don’t think you’ve ever been
pushed so fast in your life but the little boy pushing
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you was pretty determined that you were going to win
that race!
I remember Sarah, when you were about 2 years old –
you used to crawl in and out of the saucepan cupboards
- taking everything out in the process and then finding
they made a terrific noise when saucepans and lids
were banged together. I remember you crawling in
and out of the pantry – often bringing cans of food
with you and stacking them on top of each other to
build a tower - you would sometimes get up to four or
five piled high before they would come crashing down.
Luckily you never hurt yourself. And I would wonder
why you didn’t take the same delight in putting them
back in the pantry as you did taking them out!
You were also very studious Sarah – always doing jigsaw
puzzles or reading books – your favourites were the
Bananas in Pyjamas series. I remember making you an
activity book – you especially loved the pages with
the matching colours and shapes - you knew exactly
what went where and you were forever pulling out all
those lady bird beetles.
You also knew a few signs then Sarah - You especially
loved the swing and would sign “more” to me when it
was time to get off. And it didn’t take you long to
realise that when you used the “Toilet” sign and made
the “a a a” noise, you had our immediate and undivided
attention – Many’s the time your dad and I stopped
what we were doing, took you to the toilet and you just
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wanted to play with the toilet roll or muck around. It
was interesting that when Ali was born you suddenly
needed to go to the toilet more often – well, we both
knew what that was really all about!
Do you remember when you were about four and
getting your walker – how proud you were walking into
the shops at Clifford Gardens – and when you got
tired, I’d put you in your pram.
You had the most infectious laugh, Sarah, - do you
remember when daddy used to blow raspberries on
your belly and his beard tickled your tummy? And
you used to give the biggest, sloppiest kisses and we
couldn’t get enough of them!
You also used to love to dance – I think Grandma
started that one. When you were about 7 months old
she used to stand you on your change table, holding
your hands and sing this song about a baby duck
wibbling and wobbling. You would bend your knees and
shake your head and bounce up and down laughing. You
also used to dance like this when I sang Rock Around
the Clock to you. If I have one regret Sarah, it’s that
I didn’t dance often enough with you when you were
able.
Well, Sarah, as you got older your muscles didn’t work
as well and you were unable to do all those things what you treasured most was being around people
– and we all treasured you, too, sweetheart. And by
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the way, did you know that your name means “Little
Princess”? You will always be our little princess…….
Thankyou for giving us 13 years of your life - I’m glad
you were able to slip away peacefully – in daddy’s car
with Ali sitting next to you and holding your hand. We
didn’t know you had gone sweetheart although perhaps
Ali did as she told Daddy that you weren’t blinking. I’m
glad you didn’t suffer…….We all love you Sarah…..
Rest peacefully in your Angel jumper….Your candle
still burns brightly….and will forever burn brightly in
my heart……..Mum 21st August 2005.
Jan Snook
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SHARIQ’S STORY
‘Our Wonder Boy’
Our son Shariq has always been a Superboy!
He
pushed his way into the world at only 7 and a half
months on Feb 11, 1993 and from then on has taken us
on this roller coaster ride of ups and downs!!
Shariq was joined by his brother Siddhanth a year
and a half later and for the next few years we lived
a life of family bliss enjoying watching our beautiful
boys grow up.
On one of our routine visits to our paediatrician for
immunization he could sense something different
about Shariq. He was very slightly delayed in his
milestones but we had put it down to his prematurity.
The doctor insisted we do a CT scan despite normal
ultrasounds. That’s when our world came crashing
down. I remember thinking- this doctor is crazy!!
He’s mixed Shariq’s scans with someone elses. He was
saying things like ‘Alexanders Disease’, maximum life
span - six years, loss of physical and mental faculties
etc!! I screamed at him. How can this be possible??
Shariq was running around outside at the time happy as
a lark with not a single outward sign of abnormality.
Anyway for a few months we lived with this heavy
burden expecting things to take a downturn anytime,
until one happy day we were told by another
neurologist that things may not be so drastic for
48

Remembering

Those touched by Leukodystrophy

Shariq as previously described. He had a very rare
form of Leukodytrophy which was discovered by Dr
Marjo van der Knaap called MLC1. Patients with this
condition showed milder symptoms of mental and
physical regression and usually fared well up to their
high school years.
With this hope in our heart we decided to treat
Shariq as normal as possible and give him the quality
of life he deserved whatever the sacrifices involved
to us as a family. They say ‘Ignorance is Bliss’ but
now in hindsight I can say it was the best thing that
ever happened the day we found out that Shariq had
MLC1. This is simply because had we not known so
early our poor boy being the fighter he is, would’ve
struggled to be ‘normal’ and cope in a competitive
world. We as a family and community may have had
unrealistic expectations and put unfair pressure on
him to behave as a normal child.
In the year 2000 we moved to Australia permanently
and never looked back. Today Shariq is 14 years
old. He is very proud to be a student of Trinity
College in Perth. He is being mainstreamed with the
appropriate modifications in his syllabus. Next year
he will switch to ‘Senior Enterprise’ which is a more
vocationally orientated course. He is well adjusted
and well accepted in school. He is supported by the
school, hospital, therapist and his family in his journey
through life.
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We as a family cannot imagine Shariq any other way
than he is. His love, selflessness, resilience and
compassion for others help us put our own lives in
perspective. Inspite of a bleak prognosis we like to
take one day at a time and enjoy what we have rather
than wait for what is predicted to happen.
Our son Shariq is a gift from above. We must’ve done
something right in our lives to deserve a wonderful
son and brother such as him.
In conclusion, I will say that God not only gives ‘Special
Children’ to Special Families but he also gives these
families the strength and hope to bring them up. We
know our son Shariq has a special place in HIS heart
and we feel safe in the knowledge that our son has
the best Guardian ever!!
Giselle Sharma
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SHAUN’S STORY
I was born in WA in 1971 and was lucky enough to
grow up in a small country town where everyone played
football and cricket. This was great, but I did notice
I couldn’t kick the football as far as the other kids.
Other than this I had no serious health issues.
My passion in life has been travelling, hiking and
exploring the remote areas of the world. For nine
months I hiked through the Himalayas in Nepal, India
and Pakistan. I also walked the WA Bibbulmun Track
for two months (from Mundaring to Albany). I was
very strong and healthy and my family would often
joke that I was a crazy mountain goat…
I slowed down to start a family in 2000 and now have
two beautiful girls, one from my partner’s previous
relationship and one of our own. In 2006 I decided
to buy a lawn mowing business, which kept me very
fit. However, my wife mentioned in 2007 that I was
tripping over a lot and becoming more unsteady. She
suggested that I talk to a Doctor about seeing a
physiotherapist or a chiropractor.
Unfortunately my family has had several tragedies,
including my Mum dying from a rare mitochondrial
disease called MELAS (mitochondrial encephalopathy
lactic acidosis and stroke like symptoms) and my sister
becoming permanently disabled from this disease. My
Doctor suggested I see my neurologist to make sure
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that my tripping wasn’t related to MELAS.
Over the next two months I had a number of painful
tests and a misdiagnosis of MELAS. This was not an
easy time. Things changed again when my sister-in-law
found out that my third cousins in London had AMN. I
went to see my neurologist who had become unsure of
his diagnosis and had coincidently started to wonder
if I could have AMN, not MELAS.
The testing and waiting started again. After three
bungled blood tests and 8 weeks of waiting my AMN
diagnosis came through. Our neurologist told me
that I had brain involvement and would need a bone
marrow transplant. I was told to look up information
about bone marrow transplants on the internet. The
information shocked me and I decided it was time
to take the family trip we always wanted to have Thailand for two weeks.
My Mother-in-law put me in contact with the ALD
Support Group Inc. and they gave me lots of good
information. Sister Julie Thomas encouraged me to
get a second opinion. Amazingly, on the eve of our
departure, I received the second opinion that I did
not have brain involvement and would not need a bone
marrow transplant - that I should just get on and live
my life. This was a great surprise and we had an even
more wonderful holiday in Thailand because of it.
I recently attended the AMN seminar in Melbourne
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where Dr Andrew Churchyard inspired me to keep
myself strong and healthy. I am receiving rehabilitation
from Sir Charles Gairdner Outpatients Service, going
to the gym and riding my bike everywhere I can. I am
still unsteady and trip easily but I am living a full life
and intend to keep doing so, whatever the future may
bring. I hope that by the time my daughter is ready
to have children there will be screening to stop any
more AMN/ALD in our family.
I am now studying part-time at Murdoch University
and looking forward to the next stage of my life.
Shaun Bremner
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SHIVANI’S STORY
PRINCESS SHIVANI-Embracing Love and Light…
13 September 2000: The new millennium brought
blessings in abundance-a special gift Shivani.

Our tiny bundle of 2.2kg was incubated and so began
our medical journey. A first series of tests for low
birth weight (thyroid function, blood sugars) were
conducted and all being normal Shivani was deemed
healthy enough to be handed over in Mum’s care.
From a run of feed intolerance to severe colic Shivani
managed to finally settle into a more peaceful regime
after 5 months having gone through myriads of
formulas and best settling on a soy based formula.
However she still struggled with weight gain but
seemed more content after fruits and solids were
introduced and then followed a battle with frequent
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infections preceded by extremely high fevers. She
reached her milestones of rolling, sitting, crawling
and even walking with support and babbled, laughed,
clapped and imitated things we took for granted.
Following some severe infections, Shivani lulled into
a silence and did not reach her milestone of walking
without support.
And so began the painful journey of investigations that
involved hearing tests, speech therapy, occupational
therapy intervention, physiotherapy, CT Scans, ECG,
series of blood tests and metabolic screening. A
possible diagnosis of a neurological form of PKU was
made and a special low protein diet initiated. Meanwhile
Shivani continued to regress from unsteady crawling
to just sitting and eventual paralysis by two and a
half years. Tests were ongoing for rare disorders and
a normal protein diet reinstituted. She attended an
early intervention program where she was supported
for her ongoing needs including special equipment and
aids to deal with her rapid regression. Eventually an
MRI investigation which at this stage was brought
forward revealed vanishing white matter and
possible late infantile form of MLD (Metachromatic
Leukodystrophy).
At this point realisation dawned that Shivani’s second
cousin had MSD (Multiple Sulphatase Deficiency) which
presented the same as MLD symptomatically. A further
blood test confirmed this shattering truth; Shivani had
Multiple Sulphatase Deficiency. She had journeyed
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from apparent normal growth and development to
loss of speech and mobility, progressing rapidly over
a period of several months with alternating periods
of stabilization and decline. She was bedridden and
unable to speak or feed independently. She suffered
seizures and contractures of her limbs, did not smile
or respond much, had difficulty in swallowing and
possibly had lost her vision.
Shivani suffered another severe viral infection and now
required a feeding tube. Another nightmare followed
with breathing difficulties, gastric reflux, aspiration
and laser surgery for collapsed airway muscles.
Weakened and exhausted from all her battles in ICU
and hospital we finally brought her to the sanctuary of
our home. We also had the invaluable support of VSK,
our home away from home during these traumatic
times and our rapidly expanding support team. Apart
from one more incident of bleeding due to a hardened
tube (naso-jejunal at this stage) Shivani finally slowly
settled into a more peaceful routine in her home with
hardly any hospital admissions apart from regular tube
changes. She recently suffered a fracture in her left
leg (osteoporosis) but this has healed.
As she is so fragile, Shivani does not leave the house
much and has her GP, carers and school (Belmore
School) come to her. She has music and sensory therapy
and has remarkably shown progress. Although mostly
chesty, requiring frequent suctioning, she is much
more alert and responsive and able to communicate
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with a beautiful smile on very rare occasions, lift her
hand up, sigh, cough, and breathe loudly for attention
and even pretends to be asleep on physiotherapy and
school days!!! Shivani has a fourteen year old brother
(Deepesh) whom she absolutely loves and adores and
always gives special importance to. She enjoys Reiki
that both Paresh and I give alternately and regularly,
regular gentle massage with natural oils, healing sounds
of nature and other soothing, healing compositions
whilst herbal supplements and fresh daily juices
(carrot, apple, celery), help with her wellbeing. A daily
dose of time in the sun and listening to the sounds of
a fountain just next to her bedroom window relaxes
and energises her. Deepesh occasionally entertains
and delights her with sounds of the traditional Indian
drum he is learning and at other times plugs her ears
with less traditional music which inevitably brings
a sparkle to her eye!!! Propped up on her throne of
pillows and cushions, our little Princess enjoys some
family time and tolerates gentle movement of her
limbs to sounds of Disneymania, Bollywood and HI 5.
She also takes an interest in listening to story cards
and songs.
Shivani has been most fortunate to receive a special
electric hospital bed and hoist through the kind
support of the Leukodystrophy Support Group. Other
groups that have played a vital role in her care include
Care Connect, the RCH Family Choice Program, Eastern
Palliative Care, VSK, Noah’s Ark and Royal Victorian
Institute for the Blind and of course family and
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friends. Shivani still has a nasojejunal tube and due to
her fragility still awaits a PEG. Due to the challenges
of our journey, it is essential for all of us as a family
to maintain a healthy, balanced outlook on life and
drinking plenty of fresh juices, regular exercise, yoga,
meditation, fun and laughter and everything else that
puts a positive balance to life are some of the holistic
practices we have adopted to anchor us through the
storms and turbulence of this journey. We cannot
afford to buckle.
Faith, Prayer, Patience and Perseverance have been
the strength and pillars of this journey of love and
light. Through all the storms we strive to learn what
Princess Shivani has come to teach, embracing us
with her unconditional love, teaching us through her
silence. An understanding of an eternal wisdom far
beyond the realms of our minds unfolds.
We have cried the deep sobs of the earth, cleansing
the house of our hearts, unearthing precious jewels
of the soul. We were stranded in the wilderness but
found a way through a pathless land, we learnt to walk
slowly, step by step.
Deepika Valob
Ref. ‘YOUR JOURNEY’ ….. A passage through a difficult time;
Susan Squellati Florence.
Fact Sheet: Metachromatic Leukodystrophy (MLD):
UnitedLeukodystrophy Foundation (ULF)
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Ethan Michael Bowden Tulloch

Son of Cath Bowden and Matt Tulloch
Born 19.10.00		
Died 18.07.01
Our first son Ethan was born the 19th of October
2000. It had been a straight-forward pregnancy but
complications during delivery led to a caesarean birth.
The doctors were immediately concerned about our
baby. Ethan had respiratory problems and they noted
peculiarities such as wide spacing of the eyes, low
muscle tone, and enlarged fontanels. He was rushed
to NICU (New-born Intensive Care Unit) and lots
of tests were carried out. We were on an emotional
rollercoaster waiting for a diagnosis. On the second
week Ethan’s test results revealed that he had a
peroxisomal biogenesis disorder of Zellweger type.
We were devastated to find out the severity of the
illness and that Ethan had a prognosis of only 6-12
months. Our expectations of our little one had to
change drastically and we began to grieve for our
dreams for him that would never be.
Ethan had to face many difficulties as a result of his
illness. Zellweger Syndrome is a degenerative disease.
Ethan lost his ability to swallow and later to suck. He
was fed via a nasal gastric tube and from four months
old he was fed entirely through a gastrostomy tube
in his tummy. His eyesight was poor and he had some
hearing impairment. From three and a half months of
age he suffered seizures. His liver was enlarged and
showed signs of liver disease. Despite all this, Ethan
was a happy baby and a joy to have around. His strength
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never ceased to amaze us. He seemed to cope with his
illness better than we did and he had an inner wisdom
that all that met him noticed.
Our time with Ethan was very precious. Although we
knew that one day we would lose him we were still not
prepared when that day came. It was winter time and
Ethan got the flu. He spent four nights in hospital and
on Wednesday the 18th July at 2.30pm died peacefully
in our arms.

Six years on from that day we now have a two year old
son Caleb. He was conceived through PGD. That was
another difficult journey but it was made possible
because of Ethan. We look at Caleb and know how
lucky we are but we still miss Ethan every day. The
grief never goes away but with small steps you continue
forward as a family.
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Ben & Jack’s
Story
I never felt much
different to those
around me. Faye and I
were in our twenties
and like many couples and friends of our age were
facing the prospect of being parents for the first
time. We quickly got used to the idea, doing all of
the responsible things. No alcohol and only healthy,
organic food. I did my best to accommodate Faye’s
back aches - giving back massages each night and of
course we began picking names - Jack or Tom for a
boy and Mia for a girl.
June 23rd 2000 was a very long day, a day that really
started 22nd June with a trip to the hospital and the
start of a very long labour. Faye’s labour was difficult,
however I am sure if Faye was describing it she
would use words more colourful and descriptive than
“difficult”. Ironically Faye had initially requested an
elective caesarean but was told she would have to
experience the joy of childbirth the natural way!
Thirty six hours later the hospital saw the error of
its ways and granted Faye her wish of a caesarean.
The labour was labelled as a “failure to progress” and
consequently an emergency caesarean was required.
At 1925 on the 23rd June 2000 Faye’s hard work
paid off. We had a beautiful and very big (10Ib9oz)
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son. He was promptly named organic Jack, given his
mums strict organic diet. Jack was a beautiful boy
who appeared a little irritable displaying some unusual
posturing but what did we know we had never done this
before; it was all very new to us. We were reassured
everything was OK.
On returning to the hospital the next day I took a
wrong turn and ended up at the reception for the
special care unit. I was lost and puzzled. But as it
turned out Jack had been transferred there overnight
as a precaution, taken by the nurses due to Jacks
irritability, posturing and general behaviour. It was
quite an amazing site to see Jack in the special care
unit at 10lb 9ozs compared to the premature babies.
Especially given that Jack was a day old and the other
babies’ weeks old.
Sadly the reassurances I had received from medical
staff the night of Jacks arrival evaporated in the air
as it became apparent Jack was a baby in distress.
Jack had difficulty with feeding; he was unable to
move his arms and appeared to be in pain and distress.
The only time Jack was settled was when he slept and
to do that he had to be heavily medicated. During
Jacks time at the hospital Faye and I stayed at
Ronald McDonald House so we could be close to Jack.
One night after returning from the ward I took the
time to read articles on a notice board about other
families who had used the facility before us. It was
a humbling experience to learn other people’s stories.
62

Remembering

Those touched by Leukodystrophy

Some of those families - as in our eventual case had
been fortunate enough to leave the hospital with
their child alive. However, sadly as with most of the
stories many children’s lives ended where they had
begun. It was with this that my perspective changed
and I decided to focus on what I had, not on what
I didn’t. Before that moment I had often looked at
other mothers and fathers contently feeding their
child and enviously wondered why Jack couldn’t feed
like that. I realised from then onwards that my focus
would not be on what Jack couldn’t do but what he
could do and how extra special that was to me. Jack
would beat his own drum and he would dictate to us
if and when he was ready to do something. Each day
would be dealt with as it arrived. Jack was discharged
from hospital at six weeks old after being fitted with
a peg (gastrostomy tube).
Jack is today still working hard, he is a very determined
little boy who has learnt to move his arms, lift his
head and roll over and most importantly smile and
laugh. He loves life and enjoys it to the full. He loves
going to school and loves books, he also likes to watch
cartoons such as “The Simpson’s” and “Sponge Bob
Squarepants”. His favourite thing above all is going
out for the day. He still has a lot of hard work ahead
if he is going to be able to one day drink, sit up, walk
and talk. But who knows one day he may get there.
Jack is a happy and inquisitive (some might say nosey)
boy who is curious about everything going on around
him, his big brown eyes take everything in. He was
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nicknamed “Hawk-eye” by the Nurses in the Intensive
Care Unit at the Hospital once when he would pop his
head over the side of the bed to watch intensely what
they were doing to other patients!
When Faye fell pregnant again we were pretty sure
that the baby would be fine. Ben was born by elective
caesarean on 12th September 2002 and despite
having a completely different personality and more
skills compared to Jack, it was apparent that they
shared the same undiagnosed condition. As parents
it was a difficult time, a time of mixed emotions. On
one hand we were excited and genuinely happy with
having another beautiful boy and on the other we
knew the battle that lay ahead for Ben in achieving
the things most of us take for granted. Sadly the
medical profession at the NICU didn’t always share
our optimism. “We appeared too happy” we were told
and often because we disagreed with some of their
opinions consequently we weren’t treated well.
It was amazing that even though the medical profession
was unable to give answers to most of the questions
we asked, they claimed to be able to look at four week
old Ben and dictate how he would live his life and
what his limitations would be. We were told he would
NEVER feed normally and would need a gastrostomy.
Their bench mark was Jack; our bench mark quite
appropriately, was Ben himself - the individual. Ben, as
with Jack before him would beat his own drum. It was
also very apparent to us that he was very different to
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Jack, though they shared some similarities.
Ben today is a very hard working boy, he eats very well
and has even learnt to feed himself certain food. He
has learnt to drink using a bottle which he is starting
to hold himself. Ben is learning to use sign language
to communicate and gets around by rolling (there’s no
stopping him when he wants to get somewhere!) He has
also just started to use an electric wheelchair. Ben is
a loving, affectionate boy who enjoys lots of cuddles.
Ben is probably the happiest child I have ever seen,
he finds joy in everything and spends most of the day
laughing. He is an absolute joy. Like Jack he has some
hard work ahead if his going to be able to sit up, walk
and talk. But who knows - with his adventurous spirit
what he’s capable of. He’s certainly determined to be
as independent as he can be.
Jack is now seven and Ben has just turned five. Despite
much investigation they remain undiagnosed. Both
boys have had many hurdles to overcome and they
make slow, steady progress. Unfortunately Disability
Services in NSW such as The Department of Ageing,
Disability and Homecare have down-graded and
regressed over the past few years to a stage where
now we have to fight continually for the services that
Jack and Ben require, this is exhausting and really
takes a toll on our health. I have said for some time
now that the most difficult aspect of caring for Jack
and Ben is having to fight for the very services that
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should be a basic human right. I have just read the book
“Disability in Australia – exposing a social apartheid”
and this pretty much articulates what barriers are
put in the way of people like Jack and Ben reaching
their full potential.
Through Jack and Ben we have had the opportunity
to meet and get to know many very special and
wonderful people. We have also been very lucky to
find a wonderfully supportive and caring Paediatrician.
Jack and Ben have benefited greatly from services
such as the RDA Nepean (Riding for the Disabled) and
Velma’s Pets as Therapy, these organisations are run
and staffed solely by volunteers who give up their time
to give children like Jack and Ben a better quality of
life, they are simply wonderful.
As parents we are immensely proud of Jack and
Ben, they show great strength of character and
determination. They always find happiness and joy in
the simplest of things and have taught us both a thing
or two about what is truly important in life. Despite
Jack and Ben’s profound difficulties they have a very
good quality of life and are very happy little boys. We
couldn’t wish for more than that.
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Joshua Quinsey’s Story

This is now my third and continuing story of Joshua
Quinsey, son and brother. He is now a teenager and
we are very proud of him. The last story I wrote was
when he was seven, so we are still on the rollercoaster
ride of some low points and some very high points. Josh
has Undiagnosed Leukodystrophy, he is unable to sit
up unsupported, has no motor skills and no speech but
does try very hard. Josh still understands everything
and communicates really well with nodding, shaking of
the head or his facial expressions. You can definitely
tell what he likes and doesn’t like. Sometimes we
actually have to spell out words to each other because
if he hears something he won’t stop nagging until we do
it. He wants to do everything everyone else is doing,
so always keeping us on our toes.
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At the beginning of 2002 Josh, the girls and I moved
to my home town of Hamilton, Western Victoria. This
was not an easy decision because I was moving Josh to a
rural area where the services are not readily available
for someone, especially a child with high needs. But
I also care for the girls and when Josh was sick the
girls were limited in what they could do. In Hamilton
they had grandparents who could run them to sport or
outings or if Josh was in hospital their schooling would
not be interrupted. We all settled in quite quickly. I
also met my partner, Dennis, in Hamilton. Josh loves
his guitar playing and jokes. Dennis is a great support
to me.
Josh attends the Hamilton Special Development school,
he loves school and never, and I mean never, wants
to stay home; but he does have lots of girlfriends so
this could be the reason. The school has tried very
hard to accommodate Josh with his needs, especially
sourcing therapists. It was one of his therapists
who suggested that we look at bo-tox for Josh as his
arms and hamstrings were becoming quite tight. She
referred us to the Monash Medical clinic. The bo-tox
relaxes the muscles or tendons and Josh receives this
treatment in his hamstrings, groin, hands and fingers.
This has been a success.
Scoliosis has become a major problem for Josh,
dealing with a lot of other issues this sought of crept
up on us. The surgeons feel that having such a major
operation to correct the spine is too dangerous given
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his previous history with anaesthetics and his lungs.
He has had his adductors and hamstrings released.
This procedure as well as bo-tox has helped keep
his hips aligned. The curvature of the spine is quite
severe.
During these visits to Monash we were referred to
their Physio and O.T. departments; hand splints –
night and day were made, which Josh wears without a
complaint. We were also guided to a new wheelchair,
the back is a foam pour to his body, he is able to sit
much more comfortably, and he has a head support
which is just fantastic, a band across his head to hold
it up, I don’t know were we would be without this. He
uses a standing frame three times a week at school
and swims in a hydro therapy pool twice a week.
We are part of the Very Special Kids organization,
which is great. They offer respite at the house,
counselling, family support and sometimes tickets
to special events and outings.
Josh is always
made welcome at the house. We stay in the parent
accommodation when Josh has medical appointments
in Melbourne which can be fortnightly.
Last year Josh had a wish granted by Make A Wish,
we went to Port Douglas, he had a wonderful time.
Flew on a plane, rode in a train, glided through the air
in sky rail, and sailed in a boat to the Barrier reef,
the weather was wonderful so he could swim in the
pool and spa every day. We have a great family video
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of this to always remember. Make A Wish organised
everything to perfection, all hassle free, and made us
feel so special.
Samantha left for university this year, we talked to
Josh throughout last year so it wouldn’t be such a
shock, he loves talking to his sister on the phone and
he is very excited when she comes home. Ashley is in
year 12 this year so we are preparing Josh again for
another major change in the household but I’m sure
he will cope (unlike his mother!). Josh and I will miss
them terribly but just another challenge for us all.
People sometimes say how terrible it is and don’t
know how we do it, but Josh was diagnosed at sixteen
months old, we really do not know any different, it is
very stressful and frustrating at times but also very
rewarding. This is our family and this is our life.
Deirdre Quinsey
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Remembering with love
those who have died:
Mustafa Abdulhusair
Chloe Avery
David Barbagallo
Lachlan Barry
Callum Bartier
Owen Benson
Kaitlyn Butler
Joshua Byrne
Peta Cadd
Nicholas Capra
Mark Chalfa
Roger Chen
Joshua Corrigan
Richard Cotter
Darren Crisera
Taneeka Davis
Luke Debono
Paul Denby
Savannah Doyle
Amanda D’Vaz
Georgia Ezard
Kylie Fernandez
Patrick Fernandez
Jack Fletcher
Walter Giuliani
Brock Greenwood
Sophie Hewson
Amy Horne
Christopher Keenan
Emma Kingsley
Tara Kizana
Mikayla Laurenson
Cameron Lee
David Leggett

Meika Loechel
Bonney Lovelace
Tyrone Matson
Natalie McGarry
Beau McGauren
Imogen McGauren
Jeremy Medrzycki
Jack Menser
Damon O’Keeffe
Nicholas O’Neill
Dean Papadimitriou
Sue Peart
Benjamin Phillips
James Pye
Andrew Reilly
Kim Rosser
Kailah Russ
Lewis Savins
Zoe Sheppard
Joanna Simmons
Max Smith
Robin Smith
Thomas Smith
Sarah Snook
Leanne Testolin
William Taiaroa
Ethan Tulloch
Cooper Weston
Steve Wheeler
Brendan Wyborn
Nicole Mareska
Jack Mansfield
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