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WELCOME

Thanks to your support and the kindness 
of the community, in the past year 
Children’s Medical Research Institute 
has achieved more than our founders 
could ever have imagined when they 
established the institute in 1958. 
Children’s Medical Research Institute will 
be marking its 65th anniversary in 2023, 
and it is very encouraging to reflect on the 
improvements that have been made in 
children’s health in those 65 years. 

This Year in Review focuses on the 
accomplishments of 2022 – and you will 
see that there have been many. None of 
this would have been possible without the 
extraordinary people in the community, 
affected families, and researchers working 
together to make a difference in the lives 
of children facing genetic diseases and 
cancers. 

My heartfelt thanks for what you have 
made possible.

Professor Roger Reddel AO

Director,  
Children’s Medical Research Institute 
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When parents first discover their child has a 
genetic disease, it is a confusing, frightening, and 
often lonely time. Worse still was having a child 
diagnosed during lockdown, which heightened 
these feelings for Jackie and Chris whose 
daughter Emilia has cystic fibrosis.

However, having young Emilia as one of the faces 
of Jeans for Genes in 2022 really changed their 
outlook, gave them hope and helped them to 
connect with the community.

“Being a part of Jeans for Genes, 
ended up being much bigger than 
we could have imagined, because 

our friends learnt about cystic fibrosis 
and understood Emilia’s life so much 

more,’’ Jackie said. 

“Holding a fundraising event for CMRI also 
allowed our family and friends to hear from 
the researchers about their work and now it 
has sparked a real passion in so many of them. 
They’ve seen firsthand where the money goes 
and how meaningful it is.’’

When Emilia was born, her parents felt 
something wasn’t right. She fed constantly but 
struggled to gain weight. She cried and had 
difficulty sleeping, but as first-time parents, Jackie 
and Chris were told to be patient.

EMILIA IS ONE EXAMPLE OF THE 1 IN 20 
KIDS WHO BENEFIT FROM YOUR HELP

One morning, a nurse called to say that Emilia’s 
newborn screening results had come through 
and she had tested positive for cystic fibrosis. 
Jackie and Chris were not aware that they are 
carriers of the gene defect that causes CF.

“It was such a shock,’’ Jackie said. “When your 
child gets diagnosed, you also get a diagnosis 
at the same time. Everything you thought 
parenthood would be changes. I remember our 
nurse saying to us, ‘just do us a favour, don’t 
Google it…the life expectancy is reduced’.’’ 

Chris said they immediately had to adapt to 
waking to medicine and physiotherapy, then 
more medicine before every meal, getting used 
to a nebulizer, and adjusting to having a child 
who wasn’t allowed to do the everyday things 
that most kids take for granted.

“I think the first 10 months of this diagnosis was 
just us at home with Emilia, a child with a chronic 
lung condition in a pandemic caused by a virus 
that also affects the lungs. Needless to say, it was 
extremely stressful.’’

“Jeans for Genes for us is hope,’’ Chris said. “The 
reason for hope is because we’re at a stage 
where research is making leaps and bounds, 
particularly in the genetic field. You can see how 
far it has come even in the last 10 years. We want 
to work with Jeans for Genes so that genetic 
conditions can be a thing of the past.’’

REAL 
STORIES

Emilia, cystic fibrosis
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Jennifer wants to give back to the community and 
has been a regular supporter of CMRI over the 
past four years. 

“After doing some research, I found that CMRI 
was really clear with where the funds are going,” 
Jennifer said.

Jennifer works in Pathology, so she knows just 
how important CMRI’s research is to future 
generations, especially for those with cancer. 

“I often see cancer at both the 
beginning and last stages and it’s 

a real eye opener how much a 
difference it makes when it’s caught 

early,” she said.

“If you’re considering donating, it truly means 
a lot to the children affected and their families. 
You know the money is going to something so 
worthwhile, and even if it’s a small amount, you 
may not notice it, but they sure will appreciate it.”

With Jennifer’s experience working so closely with 
cancer, we asked her what her hopes are for the 
future. 

“I hope that by being a monthly giver I can help 
that little bit more, so that children can get the 
help they need and better treatments faster,” 
Jennifer said.

Monthly gifts from our Research Champions 
help speed up the search for cures for children’s 
genetic diseases – like Jerry who has a rare 
form of SPG50-associated hereditary spastic 
paraplegia. Jerry is losing his cognitive abilities; 
he could go blind, and he may not live to become 
an adult. 

Nobody knows how long someone with Jerry’s 
form of this disease can survive. But nobody has 
ever tried to treat it with gene therapy either. 

He is going backwards,  
which is why research needs  

to move forward. 

Jennifer’s commitment to research through her 
ongoing monthly gifts is helping our truly globally 
leading efforts to develop treatments and cures 
for children’s genetic diseases – you’re a true 
Research Champion, Jennifer!

To find out more about becoming  
a Research Champion, please contact  
us on regulargiving@cmri.org.au or  

phone 1800 436 437.

SUPPORTER 
STORIES

JENNIFER BAILEY IS A  
RESEARCH CHAMPION

Jerry, SPG50-associated hereditary spastic paraplegia
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YOUR LEGACY, 
THEIR FUTURE

Lorna Betty Robin, who passed away at age 
96 this year, will forever be remembered after 
generously leaving a gift in her Will to CMRI.

Jebby Phillipa, who was Lorna’s legal guardian 
and Executor, met Lorna in 1984 as a neighbour, 
describing Lorna as a dear friend. 

“Lorna was an energetic, resourceful, and 
generous woman who served as a real role 
model for ageing,” Jebby said. “Lorna always had 
a soft spot in her heart for children, despite not 
having any of her own.”

“Life wasn’t always easy for Lorna’s family 
growing up, and she and her sister spent time in 
a Girls Home during the Depression. For her, it 
was a formative experience, and she spoke with 
affection and gratitude for the Matron in charge 
of the girls,” Jebby recalls.

This inspired Lorna to continue this legacy 
by supporting kids the same way her Matron 
once did for her, and she became a fantastic 
kindergarten teacher. It was her time as a teacher 
where her concern grew for young Australians, 
and during her lifetime, she contributed to many 
worthy causes on a regular basis.

As a child, Lorna had a bacterial infection that 
led to her needing a heart valve replacement 
later in life. Jebby believes it may have been this 
experience which led to Lorna’s empathy for sick 
children and deciding to leave a gift in her Will to 
CMRI. 

‘I think this gift honours Lorna’s life: 
a wonderful human being, a lovely 

woman, and a great friend. It’s 
appropriate for her gift to be invested 
in supporting CMRI’s research, and I 
am confident she would like the idea 
of a gift that would be ongoing and 

contribute to the future health  
of children.”

Lorna’s gift will help CMRI advance important 
research that will give future generations of 
children a healthier, brighter future.

Lorna Betty Robin
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Merle and John Anderson are much loved and 
long-term supporters of CMRI, but when Queen 
Elizabeth’s passing was announced, they couldn’t 
think of a better way to commemorate her 70-
year reign than by donating $70,000 to help sick 
children.

“We had saved up money that we’d 
normally spend on holidays, but then 
COVID happened, so I said to John, 
‘what do you think about donating 

to CMRI?’ and he said, ‘just go for it,’” 
Mrs Anderson said.

Merle and John Anderson’s support first began 
after a tragic event in 1996 where they lost a 
five-year-old family member to cardiomyopathy, 
a disease of the heart. But when they lost their 
own daughter at the age of 18, it became even 
more important to regularly donate.

“Communication is a very large part of why we 
still donate,’’ Mrs Anderson said. “Some places 
you donate to, you never hear from again. I love 
reading all the updates. The updates we get are 
extremely impressive.

COUPLE DONATE IN THE QUEEN’S 
NAME FOR FUTURE GENERATIONS

“One day I just know this money will result in 
something really fantastic that will benefit a lot of 
people.’’

Mr Anderson said together the couple had built 
up a successful business as horse breeders, from 
not much, and it was important to them to give 
back. 

“The thing I like the most about CMRI is that 
they keep us abreast of what is happening,’’ 
Mr Anderson said. “To think that people are 
benefiting from this work is very reassuring. 
We know people who have had cancer and 
recovered. That’s when it really hits home, the 
importance of research.’’

“Whatever we’ve given, we’ve got 
back tenfold. I’ve always believed in 
that. I know that this money will do 
so much good,” Mrs Anderson said.

Thank you, Merle and John, for your support and 
commitment to research through your generous 
gifts throughout the years. You’re making a 
real difference and changing lives for future 
generations.

Merle and John 
Anderson

7



COMMUNITY 
FUNDRAISERS
Fighting genetic diseases 
and cancer together
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Thanks to your support, we welcomed Jeans for 
Genes Day back after two years of lockdowns, 
raising an extraordinary $2.17 million for CMRI’s 
research through everything from Bake it Blue 
cake stalls, to Denim Days at schools, a new 
Facebook skipping challenge, the return of the 
very successful Cute Shoot baby competition, and 
even a travelling burpee competition!

Jeans for Genes Campaign Manager, Greg 
Noel-Butterworth, said “We know everyone has 
struggled to cope with the extreme events of 
the last few years from fires and lockdowns to 
floods. Seeing everyday Australians rally around 
our scientists was so heartening to all of us 
here at CMRI, but particularly to our scientists 
who throughout it all, continued working on 
treatments and cures for children’s genetic 
diseases.

A record number of our very own scientists 
volunteered to be out on the streets this Jeans for 
Genes Day which just shows how grateful they 
are to those who donate, supporting their work 
to continue helping future generations.’’

One of the faces of the 2022 Jeans for Genes 
campaign was four-year-old Emmanuel who lives 
with Ornithine Transcarbamylase (OTC) deficiency 
and has had two liver transplants. His mum, 
Teresa, has been a long-term CMRI supporter, 
and this year their family raised more than 
$6,000 through Jeans for Genes. They also invited 
scientists out to her children’s schools to educate 
them about research.

“I want this whole experience to be 
purposeful. Without the research 

we’re not going to get any answers,’’  
Teresa said.

The family also gave the extraordinary gift 
of Emmanuel’s liver, to CMRI’s Gene Therapy 
Research Unit, where Dr Samantha Ginn is 
studying therapies for liver diseases.

“We are developing novel gene therapies that can 
cure children with OTC-deficiency and are seeing 
some impressive results,’’ Dr Ginn said. “It is a 
great privilege to have Emmanuel’s donated liver 
available to us. It means that we can validate our 
therapies on the target that we want to correct.

“There is an increasing number 
of successful gene therapy trials 
making it an exciting time to be  

in the field.”

Jeans for Genes Day will be on 
Friday 4th August, 2023 

so please keep an eye out for updates 
on how to get involved!

Emmanuel (centre) with his family
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Last year, Emma Grant took part in Ks for Kids, 
where she walked and ran to raise money 
for Children’s Medical Research Institute and 
achieved an extraordinary $14,000! But for 
Emma, there was a much greater motivation for 
her steps.

Her eldest child Noah had ongoing health issues 
as a baby and it was determined early on that he 
had hip dysplasia, developmental delay, hearing 
loss, and even heart problems.

But at only 14 months old, he was rushed to 
the Children’s Hospital at Westmead from 
their hometown of Bega with symptoms of 
Hirschsprung’s disease, which affects the bowel. 
He then spent the next 12 weeks in hospital with 
constant infections.

There was no over-arching diagnosis to explain 
all his symptoms.  “They couldn’t tell us what was 
wrong,’’ Emma said.

Noah has since had genetic testing – but 
the family still have no answers. “He’s still 
undiagnosed. Specialists have looked at his DNA 
and they’ve said there is an abnormality, but 
they’ve never seen anything like it before.”

HELPING THE 
RAREST OF 
THE RARE

For many children, a definitive 
genetic diagnosis is often difficult to 
get. It can take years of research to 
understand if a change in a person’s 

DNA is the cause of their disease.

“We’ve become supporters of CMRI because 
that’s something easy that we can do,’’ Emma 
said. “Maybe one day research could just help 
one other family, even if it can’t help us. We 
would never want another family to go through 
what we’ve gone through.

“At the moment, we are just doing what we can, 
while we can.’’

Noah can now walk and can communicate using 
sign language. “He says ‘mum’ and tries to say 
‘dad’. He’s a happy kid, but it’s a hard life. 

“He’s gifted us a lot. Doctors told us they’d only 
seen a child with this combination of problems 
twice before in 40 years. The more tests they do, 
the more rare they realise he is. That’s Noah – 
he’s rare.’’

WALKED  RAISED
1,909 RESEARCH 
HOURS FUNDED

2,780 PEOPLE $286,355

Noah, Hirschsprung’s disease

TM
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In just 10 years, thousands of Australians have 
hopped on their bikes to join the Great Cycle 
Challenge and have collectively raised more than 
$38 million for cancer research at CMRI.

Held every year in October, the Great Cycle 
Challenge gives participants the choice of 
how many kilometres they want to ride while 
encouraging their friends and family to sponsor 
them. Every rider has the same mission: to fight 
kids’ cancer.

Mum, Sheridan, knows just how vital research 
is after her four-year-old daughter, Quinn, was 
diagnosed with Acute Lymphoblastic Leukaemia 
in April last year.

“The only reason they know how to 
treat Quinn is because of research.

“We’ve signed Quinn up to be part of a trial to 
learn about the impact of chemotherapy on her 
organs. At the beginning, you think ‘right let’s just 
get rid of this cancer’ but then you realise these 
drugs are having a huge impact on her body. 
Whatever we can do to help the researchers find 
out more about that, we’ll do.’’

Jamie Harvey was one of our most loyal long-term 
riders who rode every year to help kids like Quinn. 
But his ride in 2021 was perhaps his most important 
after learning he had terminal cancer. Sadly, in early 
2022 Jamie lost his battle to cancer, but his beloved 
wife Jodee formed a team to ride in his name.

“The Great Cycle Challenge always put 
a big smile on his face, it was so special 
to him. Jamie would be so touched that 
people were doing this in his memory. 

That’s the legacy he wanted – to inspire 
people to get out there and make a 

difference.’’

Children’s Medical Research Institute Community 
Fundraising Manager, Rachel Tanner said the Great 
Cycle Challenge was a dedicated community of riders 
who all believed in the value of research.

“We have so many who come back every year and 
many have become long-term supporters of CMRI 
because they’re so invested in the importance of 
cancer research. We’re very grateful to them for their 
ongoing commitment.’’

$4,405,000

2,109,429 KM 
RIDDEN8,185 

RIDERS

RAISED

(ENOUGH TO 
CIRCLE THE EARTH 

52 TIMES)

Quinn, leukaemia

Jamie 
Harvey

11



Our incredible supporters will do absolutely 
anything for research—even climb mountains!

Last year, CMRI held its first ever 3 Peaks 
Challenge, which involved a small group 
of dedicated supporters climbing three of 
Australia’s tallest mountains in Kosciuszko 
National Park to fundraise for research.

CMRI’s very own researchers and staff alumni got 
involved to support the challenge, and one of the 
hikers was Einion Thomas, a consultant who has 
worked for CMRI for several years. 

“When I worked with CMRI, I was 
so impressed by the dedication and 

focus of the researchers and the 
passion they bring to their work, 

underpinning remarkable discoveries 
and making a big difference in the 

lives of so many,’’ Einion said.

3 PEAKS CHALLENGE

Ain’t no mountain high enough for our supporters

“I know how enthusiastic the researchers are 
for what they do and the discoveries they make, 
and it’s an organisation that really focuses on the 
children who need this help.’’

Vaishnavi Veeraraghavan is one of our very own 
cancer researchers who decided to not only do 
the mountain challenge, but to cut off her long 
hair to fundraise and honour her mother who 
fought cancer several years ago.

“When my mum lost her hair, which in Indian 
culture is very important to us, it was very hard 
for her,’’ Vaishnavi said. “I wanted to cut my hair 
as part of this fundraiser in support of her.’’

“The research we are doing has such an 
important place alongside clinical research. 
To think about patients who are in pain and 
suffering – that’s what keeps you motivated as a 
researcher. My connection to cancer inspired me 
to do something outside of research to create a 
discussion and awareness about what we do as 
researchers.’’

18 KM 
HIKED OVER 

8 HOURS

14 PARTICIPANTS
3 OF AUSTRALIA’S 

HIGHEST PEAKS RAISED

Participants made it to the top of Mt Kosciuszko
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Since CMRI began 65 years ago, CMRI 
Committees in Australian towns and cities have 
been fundraising and advocating to improve the 
health of future generations of children.

When the lockdowns began, their fundraising 
was affected with many popular events being 
cancelled, leaving both our Committees and 
the communities who support them, feeling 
extremely disappointed.

But the lockdowns luckily came to an end last 
year, and it was fantastic to see our favourite 
events back and communities once again 
supporting our research to help children live 
healthier lives.

It was a very busy year! Some highlights included 
three events for the Strathfield Committee: 
High Tea, Gala Dinner, and Trivia Night. The 
Gerringong Committee held both a High Tea 
and their annual Quilt Show. The Canberra 
Committee held a sensational Gala Denim 
Dinner, and the Maroota Committee welcomed 
back their fashion show.

The Quirindi Committee were also very busy 
with their Golf and Card Day, a Spring Show, and 
they organised a stall at the Blackville Markets. 
Racquet Committee members were incredibly 
pleased to be able to hold a Melbourne Cup 
event, while the Northern Beaches Committee 
were also happy to be back with their stall in  
St Ives Shopping Centre.

COMMITTEES 

The Heart of CMRI

A special mention to the Beecroft Committee 
who were able to return to the CMRI building 
to cater for our Discovery Day events and to 
the ever-creative Goulburn and Surrounds 
Committee who held a very exciting new event—
ferret races!

The Hills Committee were absolutely delighted to 
return to the Hilton to hold their huge Mothers’ 
Luncheon with hundreds in attendance, and 
the Wagga Wagga Committee even managed 
to battle floods and severe rain to hold their 
Christmas Fair, with many from across the district 
attending. 

The Mudgee Committee once again outdid 
themselves with Jeans for Genes events right 
across the town, which past president Summer 
Land described as a proud moment for their 
region.

“We are absolutely blown away by 
the fact that no matter how many 

times we, or other important causes 
ask, the community ALWAYS comes 

to the table.”

Gerringong Committee Canberra Committee
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RESEARCH 
ACHIEVEMENTS

What your support  
makes possible

RESEARCH 
STAFF

HIGHER 
DEGREE RESEARCH 

STUDENTS

RESEARCH 
ARTICLES 

PUBLISHED

COLLABORATING 
INSTITUTIONS
WORLDWIDE

135 681 
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It started out six years ago as an ambitious 
cancer research project, and in 2022 ProCan 
celebrated a significant milestone which proved 
that the founding vision could be achieved.

ProCan was established in 2016 to develop a new 
method for analysing cancer samples rapidly 
and on a very large scale, and to generate the 
database of information required to interpret 
what the test results mean for cancer patients. 
The aim is to assist cancer specialists to choose 
the best possible treatment for each individual 
cancer patient.

The ProCan team, in collaboration with the 
Wellcome Sanger Institute in Cambridge, 
England, announced in the leading international 
cancer journal, Cancer Cell, that it had completed 
a protein map for 949 cancer cell lines grown 
in the laboratory, which had each been tested 
with 650 different treatments. The team also 
developed the advanced computational methods 
needed to predict the response of those cancer 
cells to treatment.

A step closer to its mission
ProCan’s co-founder and CMRI’s Director, 
Professor Roger Reddel, said this proved that 
ProCan could do what they had set out to 
achieve.

“This study has been a collaborative team 
effort involving proteomics experts, software 
engineers, data scientists, cancer cell biologists, 
and oncology researchers that has resulted in 
important new insights into the interactions 
among thousands of key molecules within cancer 
cells, and the response of cancer cells to drug 
treatments. It is a major step towards ProCan’s 
goal of helping clinicians choose the best 
treatment for individual cancer patients.”

The cancer cell line database has already 
been made available as a resource for cancer 
researchers and clinicians around the world,  
and the ProCan team are generating large 
amounts of additional data that will also be 
shared in this way.

Sophia, cancer

Parents, Liz and Pat Burfitt, watched their two-
year-old daughter Sophia go through cancer 
treatment with the knowledge that research was 
their only hope.

“We’ve met so many different 
families, and the only difference 

between whether their kid is cured 
or ultimately dies is because of 

research,’’ Liz said. 

“When the biopsy came back for Sophia as 
a germ cell tumour, there was research, and 
therefore her chances of a complete cure were 
very high. If it came back something different, 
she may not be here, or we’d be managing pain 
at this point. 

“Research gives people a  
chance to survive.’’

15



Grayson (front left) with his family
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When Professor Tracy 
Bryan published one 
of her most significant 
research papers last 
year, it was with mixed 
feelings – she had 
given answers to a 
grieving family and 
provided hope for future 
generations, but she 
hadn’t been able to help 
their five-year-old son, 
Grayson.

“Of course, while this work has given the family 
an understanding of what caused Grayson’s 
illness, we’re devastated that there was nothing 
more that could be done to save him. Our work is 
not over; the next step for us is to develop much 
better treatments for patients with this disease,” 
Professor Bryan said.

Grayson had a genetic disorder known as 
dyskeratosis congenita. This is a disorder of 
telomere biology, which often has severe 
consequences. In telomere biology disorders, 

Diandra Edmondson

OFFERING HOPE 
DURING DARK TIMES

Diandra Edmondson, a former patient at 
the Children’s Hospital at Westmead, credits 
Professor Bryan’s research with saving her life. 
As a child, Diandra was originally diagnosed 
with leukaemia but eventually learned she had a 
telomere biology disorder which caused a form 
of aplastic anaemia. 

By age 17, she needed a bone marrow 
transplant, and Professor Bryan played a pivotal 
role in her survival by identifying the gene that 
caused her problems. “Thankfully, it was found, 
because if it wasn’t, my treatment plan would’ve 
been a lot different,” Ms Edmondson said. “They 
did say to me I could have died if they hadn’t 
known about that.

Diandra added, “Becoming a parent has been the best outcome  
I could have ever asked for, and I massively need to thank Tracy  
for that as well, because if it wasn’t for the role she played – I may  

not even be here today.’’

structures called telomeres fail to provide 
proper protection for the DNA at the ends of 
chromosomes, which can lead to a spectrum of 
health problems, including bone marrow failure.
Despite multiple bone marrow transplants during 
his short life, Grayson sadly died in May 2022.

His parents Rachel and Leighton have been 
huge supporters of medical research and even 
took part in a study conducted by a team of 
researchers at CMRI and Peter MacCallum Cancer 
Institute in Melbourne, which was published in 
the scientific journal Blood Advances not long 
after Grayson died.

“Research helped us to get a 
diagnosis and understand a 

condition that no one seemed to. 
It allowed us to plan to extend our 
family, and to educate the rest of 

our family about the risks to them,’’ 
Rachel said. “It is important to us  
that we also help others. I don’t  
want anyone else to feel alone  

like we did.’’

Professor Tracy Bryan
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STEM CELL 
MEDICINE 
ADVANCES

You’ll be thrilled to hear that there were 
significant wins and important medical advances 
last year by the Stem Cell Medicine Group – a 
particularly impressive feat considering it is one 
of CMRI’s newest labs!

The group is led by Dr Anai Gonzalez Cordero 
who is a pioneer when it comes to generating 
stem cells – i.e. transforming small samples  
of skin or blood into cells (stem cells) that can  
be directed in the lab to become almost any  
cell type.  

At the start of 2022, the Stem Cell Medicine 
Group was awarded $2.5m from the Medical 
Research Future Fund to work on the processes 
that will eventually produce stem cells that can 
be used to create Australia’s first cell therapies  
to treat vision loss in people with inherited 
diseases of the retina, which could benefit 
children like Arato. 

Arato, a naturally gifted and determined young 
tennis star, dreamt of one day becoming a 
professional player – until he started missing 
shots he had once found easy. At age 8, he was 
diagnosed with a form of genetic blindness called 
Stargardt’s disease. He’s now 10 and plays in 
Tennis Australia’s Low Vision Competition—Arato 
was one of this year’s faces of Jeans for Genes.

His family is passionate about supporting CMRI’s 
research, because, as his mum says, “We remain 
hopeful there will be a treatment for Stargardt’s 
and hopefully that treatment will enable Arato’s 
vision to be restored.’’

CMRI’s researchers are making great 
progress. “Our team is excited to be 
the first to develop these cell lines in 
Australia, and to be able to offer real 
hope to children and their families,’’ 

Dr Gonzalez Cordero said. 

The Stem Cell Medicine Group finished the year 
even more strongly than they began it with Dr 
Gonzalez Cordero receiving Australia’s top stem 
cell research award – the Metcalf Prize from the 
National Stem Cell Foundation of Australia – for 
her work on inherited blindness.

The Prize will help fund Dr Gonzalez Cordero’s 
work to replace diseased retinal cells with 
functioning cells of the retina that she produces 
from skin or blood samples.

One of the most exciting aspects of this work  
is that Dr Gonzalez Cordero will be using 
research she had published in Stem Cell Reports 
in 2022, which showed that nerve and retinal 
cells grown from stem cells could generate 
“spontaneous functional network activity’’. This 
gives her great hope for the ability to further 
study neurological diseases, such as Alzheimer’s 
or Parkinson’s disease.

Arato, Stargardt’s disease
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Dr Gonzalez Cordero and her team
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With your support, CMRI’s Professor Ian 
Alexander and Dr Grant Logan are developing 
improved gene therapies, where healthy copies 
of genes are delivered into diseased cells to 
replace or repair the faulty genes and therefore 
treat the disease. The delivery vehicle for the 
healthy gene is called a vector, but because it 
doesn’t always work in all patients, the aim of this 
research is to make the vector work better, so 
more children can be treated for deadly genetic 
diseases, like spinal muscular atrophy (SMA).

SMA is an inherited neuromuscular disorder 
which can be fatal.

Babies often die within the first two 
years of life, but with your support, 
our Gene Therapy Research Unit 

has helped with the first successful 
clinical trials to treat SMA. 

Today, NSW and ACT are among the few places in 
the world where there is now newborn screening 
for SMA, supported by the NSW Government.

NEXT PHASE 
IN FIGHT TO 
TREAT SMA

At 12-weeks-old Kalarny, was diagnosed 
with SMA. “He couldn’t hold his head up. 
He couldn’t move. He was fighting just to 
breathe,” said mum, Lykera. He is alive today 
thanks to medical research, but he was 
born before life-changing gene therapy was 
available. His young life has been seriously 
impacted, leaving him with a heart condition, 
and he may never walk unassisted. 

Gene therapy could have 
prevented this, but even today, it 
still isn’t available to every child 
with SMA because more research 

is needed. 

Your support is helping us make SMA and 
other gene therapy treatments more effective, 
so more children receive gene therapy and 
never have to experience what Kalarny has 
gone through. You’re helping to ensure more 
children benefit and more lives are saved.

Professor Ian Alexander Dr Grant Logan

Kalarny, 
SMA
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It’s been over a year since Professor Robyn 
Jamieson led Australia’s first ever successful 
clinical gene therapy for an inherited blinding eye 
condition, but there have been many challenges 
along the way.

Since collaborating with Novartis, Sydney 
Children’s Hospital Network, Save Sight Institute, 
and the University of Sydney on this first 
successful trial, Prof Jamieson has presented 
to the American Academy of Ophthalmologists 
about a therapy for Stargardt’s Disease and an 
Usher Syndrome therapy that is being reviewed. 
She’s also developing genetic therapies for other 
conditions.

Thanks to your support, she’s now involved 
in three clinical trials and is leading the 
development of new therapies for conditions 
where treatments currently don’t exist, but the 
challenge is making a diagnosis in the first place.

Around 1:1000 people are affected by inherited 
blinding eye diseases and around 60% of them 
get a genetic diagnosis. But it can take between 
two months and two years, and even then, 
sometimes the result is still unknown.

“I’m working on several options for therapies,” 
Prof Jamieson said, “but we have to have the 
genetic diagnosis first, and it takes work to 
determine if the genetic change is causing the 
disease. We each have thousands of genetic 
variations in our DNA, so we have to be sure the 
variant detected is responsible for the condition, 
or else we won’t be developing or providing the 
correct treatment. 

“People can’t be eligible for genetic 
therapy clinical trials unless they 

have a genetic diagnosis.’’ 

Siblings Rylee and Saman were both diagnosed 
at just one year old with Leber congenital 
amaurosis, a severe form of retinal dystrophy. 
Their vision deteriorated into their teens, until 
they received the first TGA approved gene 
therapy for their condition. “I can see stars 
for the first time,” Rylee said. Thanks to your 
support, Prof Robyn Jamieson and her team 
at CMRI were able to give them the genetic 
diagnosis that led to their gene therapy.

THE FUTURE 
IS LOOKING 
BRIGHT FOR 
GENETIC  
EYE DISEASE

Professor Robyn Jamieson

Image of healthy retina
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FINANCIALS

82 cents of every dollar spent by  
CMRI in 2021 went to research

2021 SOURCES OF REVENUE

TOTAL $49m TOTAL $44m

2021 TYPES OF EXPENDITURE

2021 EXPENDITURE BY RESEARCH AREA

Cancer
57%

Embryology
5%

Genomics
28%

Neurobiology
10%

Commercialisation 
Income - $7.5m 

Research - $19.9m 

Investments - $3.2m

Fundraising - $18.6m

Research  - $36.1m

Administration - $3.1m
Fundraising - $4.6m
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Sora, genetic blindness  

THANK 
YOU

From all of us at  
Children’s Medical Research Institute,  

thank you for your dedication to 
helping us find treatments and cures 
for children’s genetic diseases. You’re 

giving sick kids the chance at  
a healthier, brighter future.
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1 in 20 kids 
 face a birth defect  
or genetic disease.

Thank you for fighting alongside them.

We look forward to even more successes 
in 2023, thanks to your support.

Children’s Medical Research Institute: 
Postal: Locked Bag 2023, Wentworthville 
NSW 2145 Australia 

Freecall: 1800 436 437 
Email: research@cmri.org.au 
CMRIJeansforGenes.org.au ABN 47 002 684 737


