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Editorial

MY WISHLIST FOR 012028
By Ingunn Westerheim, OIFE President

It’s already been five months since we came home from
Hong Kong, but the memories are still fresh in our minds.
The reason for the amazing trip was to take partin the 15"
scientific conference on Ol organized by Dr. Michael To.
And we were three people from the OIFE Board attending
— Bruno, Alessandra and myself together with 300
professionals, patient representatives, researchers and
industry people from all around the globe.

And | repeat what | said in my conference talk — as
representatives for the patient groups, we have never felt
so welcome at a scientific conference before. We felt that

our voices were heard and that the conference had a focus on the needs of people with Ol. And this was
first and foremost due dr Michael To and his fantastic team.

OIFE also regarded the conference in Hong Kong as a unique opportunity to connect with the Ol
organizations in the Asia Pacific space — both established organizations, but also new and emerging
groups. We were therefore happy to be the hosts of a successful workshop for patient groups called
“East meet West” the day before the scientific conference started. This has later resulted in three new
associate member organizations — Taiwan, Japan and Korea. And we are keeping in touch with our new

friends in Vietnam and Hong Kong as well.



The IMPACT survey was mentioned a lot of times during the conference, because it has uncovered a lot
of knowledge gaps, which has been documented in six published articles. But we’re not the only ones
who are working on uncovering knowledge gaps in Ol. Dr. Tosi has been working on this for years, dr.
Orwoll and his international group is doing it now and dr. Bishop had different initiatives in the UK.

In my conference talk, | was asked to provide a wish list from the patients for the next scientific
conference, which will be in Italy in 2028. So, | did my best.

My primary wish is that we can look at the gaps we have discovered and focus on what we can do about
them. Interventions! We have treated adults with different off label drugs for years, but we still don’t
know what people are taking and if the treatments work or not. What kind of treatments should people
have to relieve symptoms which goes far beyond fracture? Especially when we get older. And how do
we make sure these treatments become accessible?

We need to think wider than bone density and fractures when it comes to treatment and care. How do
we manage the pain and what is causing the pain? Should people have hearing surgery or hearing aids?
Should we treat basilar invagination or wait, and see? Can we have dental implants? How do we treat
heart issues in OI? And what do we do if a person with Ol gets cancer? Chemo or radiation? Or will these
treatments only do more harm? What do we do when a bone doesn’t heal or when you get arthritis and
need hip surgery? Or shoulder replacement?

And perhaps most important of all - how do we prevent people from wearing out their bodies by giving
them better and more adapted mobility aids? And energy saving strategies?

In short - we need to address what to do with the medical and social challenges that comes along with
Ol in all age groups. Both the challenges that comes because of Ol and those that come due to normal
ageing.

Because with Ol, our treatment needs might be different from others
when we get older. And we certainly don’t want to end up in geriatric
care before we have to because not a lot of positive things are happening
there...

These are among the topics we will address at our (postponed) Topical
Meeting Phases of Adult Life. The main topics are transition, fractures
and surgery, women and men’s health and ageing. And the goal is to
bring together bright minds to cover all perspectives — the researchers,
the clinicians, industry and the people with Ol and their families.

Ingunn Westerheim, OIFE president




What is the OIFE doing?
By Ingunn Westerheim, OIFE President

Because we had to prioritize other urgent tasks, it has been a long while since the last OIFE Magazine.
In autumn our biggest project was our 12 days trip to Hong Kong, where we attended the 15t
International Conference on Ol and organized a pre-meeting for patient groups.

In autumn we organized two successful online events, which included the Clinical Trial Update and
the 4t OIFE Investigator Meeting. Both events had a record number of attendees, and we received
very good feedback. From October 10-12 we also came together as a board in Brussels, to plan future
activities.

At the end of December, we learned some less positive news from the world of research. Two of the
biggest clinical trials in Ol (Cosmic and Orbit), run by the companies Mereo and Ultragenyx failed to
meet their main endpoint of fracture reduction in children with OIl. This created a lot of insecurities
about OIFE’s financial situation and the budget for 2026. Especially since we didn’t know how it would
affect other stakeholders doing research on Ol.

We therefore made the very difficult decision to postpone the Topical Meeting “Phases of Adult Life”,
which was supposed to take place in Copenhagen in June. It’s however important to stress that the
meeting is not cancelled. When enough funding has been secured, we will announce the date.

After the events in December, our work has pretty much been focused on diversifying our funding and
securing enough financial support for our activities in 2026 and 2027. We have also started an
important discussion on endpoints, with the goal of establishing recommendations from the patient
community for future clinical trials in children and adults with OI.

We include examples of meeting that we have organized or attended between August and January
below. In addition to those mentioned, we have had a lot of meetings connected to the Hong Kong

conferences, the investigator meeting, the topical meeting and various clinical trials.

We also had informal meetings with ERN BOND.


https://oife.org/2026/01/14/bad-news-from-cosmic-and-orbit-trials/
https://oife.org/2026/01/14/bad-news-from-cosmic-and-orbit-trials/
https://oife.org/2026/01/14/oife-topical-meeting-postponed/

e VC OIFE Board meeting Aug 19, Sep 30, Nov 18, December 9
e Webinar Key4OI registry, August 31, IW

e VC Alexion, October 2, IW and AT

e VC PuRec, October 3, IW

e VCIPSEN, October 16, IW and AT

e SC meeting EURREB, October 16, IW

e |ISCBH Patient group committee, November 10, IW

e RealiseD on selection of endpoints, November 12, IW

e SC Norwegian Registry for Rare Bone, October 19, IW and RTS
e Shriners hospital for children Montreal, Nov 25, IW

e ERDERA PROOF, Dec 12, IW and AT

e |ISOQOL, Dec 17, IW

OIFE AT EURREB SYMPOSIUM

On September 12th Alessandra Tolaccia represented OIFE at the symposium organized by the European
Registries for Rare Endocrine and Bone Conditions (EURREB). With more than 130 participants (70+ in
person and 60 via livestream) from 28 countries, the event fostered knowledge exchange, discussions
on challenges, and exploration of new opportunities. Read more about the event and see the recording
here.

OIFE AT ERN BOND MEETING

On September 11th OIFE was represented at the annual meeting of the ERN BOND - European Reference
Network on Rare Bone Diseases by our vice president Alessandra Tolaccia. The programme included
updates from the different workpackages and other stakeholders. The full programme can be seen here.

SAVE THE GRANTS! EU4HEALTH

OIFE supported the 25 larger health and patient-advocacy civil society organisations (CSOs), including
EURORDIS, who have submitted aformal complaint to the European Commission regarding the
withholding of 2025 EU4Health operating grants. Without operating grants, the organizations are left to
ask for support from industry and individual donors, which is not sustainable.


https://eurreb.eu/the-eurreb-2025-symposium-was-a-success/
https://eurreb.eu/the-eurreb-2025-symposium-was-a-success/
https://ernbond.eu/wp-content/uploads/2025/08/Plenary-meeting_Programme_2025.pdf

OIFE IN HONG KONG
We were three people who represented the OIFE Board at the 15th
International Conference on Ol: Bruno, Alessandra and Ingunn Ahead
of the conference itself, we hosted the East meet West patient group
meeting, which has resulted in three new associate member
organizations — Taiwan, Japan and Korea. Connected to the Hong
Kong trip, we were also lucky to make a short visit dr. To’s hospital in
Shenzhen, in mainland China. You can read about our experiences in
the following blogposts:

e Fast met West at ICOI 2025

e OIFE at ICOI 2025 in Hong Kong

e 0I2028 goes to Italy

e OIFE in China

OSTEOGENESIS IMPERFECTA.
FEDERATION EUROPE

SUCCESSFUL OIFE CLINICAL TRIAL WEBINAR IN OCTOBER
Ca 150 people gathered on Zoom on October 14 to hear an update on the different clinical trials that's
going on in Ol now. The webinar aimed at informing the wider Ol-community about what is going on in
the world of medical research and there was lots of questions and interaction around the trials that
were presented:

e The Topaz trial (teriparatide and zolendronate) — with FINAL RESULTS!

e The Cosmic and the Orbit trials (setrusumab)

e The BoostB4 trial (stem cells)

e The AGA2115 study (antibody)

e The MOI-A trial (Losartan)

e EVENITY Ph3 Study (Romosozumab in children with OI)

OIFE INVESTIGATOR MEETING
On November 21 the 4th edition of the OIFE Investigator  whatis your overall assessment of the event?
Meeting took place via Zoom. The meeting gathered more ™"
than 200 people from over 50 countries, and the main target

group was basic and clinical Ol researchers. The meeting was

also open to clinicians, industry members and patient
representatives interested in Ol-related research.

@ Excellent
@ Very good

@ Fair

“ @ Poor
@ Not sure

In addition to eleven very interesting talks based on abstracts from basic and clinical research, topics
included new gene discoveries in Ol, bone organoids, women’s health, autism and Ol, gastrointestinal
issues in OI, intercranial manifestations and Ol type 7, 8 and 9.

OIFE PART OF AWARDED EUROPEAN RESEARCH CONSORTIUM -
ERDERA PROOF!

The ERDERA (European Rare Diseases Research Alliance) has
announced the 18 multinational projects selected under its first Joint
Transnational Call (JTC 2025) on “Preclinical therapy studies for rare
diseases using small molecules and biologicals.” From 161 submitted
proposals, 18 transnational projects were selected for funding,
including a project related to Ol! It’s a preclinical repurposing project
led by professor Antonella Forlino (photo) from Italy. And OIFE is a full
member of the consortium, supporting with communication activities.
Get news and updates about the project on this webpage.



https://oife.org/2025/10/28/east-met-west-at-icoi-2025/
https://oife.org/2025/10/30/2025-hong-kong/
https://oife.org/2025/11/01/oi2028-goes-to-italy/
https://oife.org/2025/11/02/oife-in-china/
https://oife.org/what-we-do/research-development/erdera-proof/

INGUNN NEW CHAIR OF ISCBH PATIENT GROUP COMMITTEE
The International Society for Children's Bone Health organize the biannual International Conference on
Children's Bone Health (ICCBH). The ISCBH works closely with their Patient Group Members to
strengthen collaboration with organisations supporting children’s bone health. The scientific society has
a new Patient Group Committee
which will help shape patient-
centred initiatives at the ISCBH.
Ingunn has been elected as the first
chair of the patient group , oY

. . ) : 7\ INTERNATIONAL SOCIETY
committee, and will take part in the S Z4\ 1% FOR CHILDREN'S BONE HEALTH
planning of the ISCBH conference in A AN ] best bone health for every child
2028. Read more about the 2% -
committee here.

OIFE AT TRANSITION CONFERENCE IN PARIS . J—
OIFE was represented at the 5th European § Ay

Symposium on Transition in the beautiful city of v
Paris by our Board member Natalia Verduzco.
The event took place from the 25th to 26th of
September 2025. The Symposium was attended
by 200 people, from 20 countries. An event that
takes place every two years and has been
growing. They started out in 2018 with only 50
participants, which gives a promising &
perspective on the future of transition in the
medical field. At the conference she also got to
meet the doctors Lena Lande Wekre from Norway, Laura Tosi from the USA and Tracy Heart (CEO of the
Ol Foundation in the USA), who all have a special interest in transition. Read more on our website.

OIFE ENDORSED THE CHARTER ON SOCIAL PARTICIPATION

OIFE has endorsed the International Alliance for Patient Organization's Global Patient Charter on Social
Participation - an initiative set to champion meaningful engagement of patients and people with lived
experience in health governance and health systems transformation. Read more here.

l Apo :':‘"i:_ Y What can you do?

O Patioonts

THE GLOBAL Gag. P
PATIENT CHARTER p IR
ON SOCIAL
PARTICIPATION = DA e

Together, we can =L Governments

make healthcare [ 1] &¥eaith Systems
kind, fair, affordable
& focused on people.



https://theiscbh.org/patient-groups/
https://theiscbh.org/patient-groups/
https://oife.org/2026/01/05/transition-conference-in-paris/
https://www.iapo.org.uk/node/15739

Welcome new OIFE webmaster Vern

Who are you and what is your relationship to OI?

My name is Vern van den Boorn and | was born with
Osteogenesis Imperfecta Type 5. For me, this means dealing
with some specific challenges like calcifications in the
forearms and reduced mobility in certain joints. Since 2024 |
have been the secretary of the Dutch Ol association (VOI),
which allows me to give something back to the community
that has supported me since childhood.

Where and how do you live?

| live in Maastricht, a city in the south of the Netherlands
where people love to take time to enjoy life's pleasures —
good food, cozy cafés, and friendly conversations —
something | enjoy very much. At home, | live together with my
dog Lance, a Grand Basset Griffon Vendéen with a lot of
character and an unforgettable presence, and my two cats,
Tommie and Annika. They add a lot of warmth and fun to my
daily life, and they make sure I’'m never bored.

Currently you are working as Information Security Officer. What do you like most about the IT area
and bring webmaster for OIFE?

I've been working in IT for over 25 years, currently as Information Security Officer at the Maastricht
University Medical Center. What | love most is making technology work for people - helping them rather
than complicating their lives. Becoming webmaster for OIFE felt like a natural way to combine my IT
skills with supporting the Ol community, creating a place where information is easy to find and people
from all over the world feel connected.

How did you get to know the OIFE and what do you like most about the Ol-community?

As a child, | attended VOI meetings together with my parents. That gave me a first impression of the Ol
community. Years later, when | became more active in VOI again, | came into contact with OIFE. What |
value most in the Ol community is the feeling of recognition and solidarity. You don’t have to explain
yourself — people just understand.

What do you do when you're not doing Ol-work?
Outside of my professional IT and Ol work, | enjoy the small
things: walking with my dog, reading, watching movies and
series, and exercising a couple of times a week. | also love
spending time with friends, traveling, enjoying good food
and having good conversations.

In your opinion - what is the most important task for
national Ol organizations?

| believe that national Ol organizations, like VOI in the
Netherlands, have a crucial role: they connect people,
provide information and advocate for accessibility and inclusion. Most importantly, they create a
community where people feel at home.




Do you have any other messages for the readers of OIFE magazine?

My message would be: Get involved if you can! Whether you contribute with your time, your skills, or
simply by joining events — it makes a difference. For me, being secretary of VOl and webmaster for OIFE
is a way to use my experience to strengthen our community, and along the way I’'ve met inspiring and
amazing people and built lasting friendships that cross borders.

. : , T

Talking About Weight & Ol Can Make a Difference
— Interview with Dr. Jannie Dahl Hald from Denmark

By Jacob Wittorf, OIFE Board Member

For many people with Ol, excess weight adds to pain and
limits mobility. In Aarhus, Denmark, doctors have made
weight a regular part of care, helping patients discuss a
sensitive topic in a supportive and practical way.

At the Ol clinic at Aarhus University Hospital in Denmark,
conversations about weight have become routine. Every
patient goes through a structured questionnaire with their
doctor, and weight is now one of the topics addressed.

“We introduced this because several of our patients had
raised the issue themselves. That told us others might be
struggling too, but were not comfortable bringing it up,” says
Dr. Jannie Dahl Hald from the Department of Endocrinology
at Aarhus University Hospital.

She points out that excess weight can be a particular challenge for people with Ol, as it may lead to
greater immobility and increased pain on top of what they already experience.



“It can have a very negative impact on people’s lives. It can make it harder to get around and have
serious consequences for both social life and working life. At the same time, we also see that overweight
among Ol patients in some cases can lead to breathing problems,” she says.

The standard advice given to people who want to lose weight is to create a calorie deficit. This means
burning more calories than you consume. In practice, this usually requires both an increase in physical
activity and a reduction in calorie intake.

Weight loss can be difficult with Ol

However, this is easier said than done for people with OIl, who often have limited opportunities for
exercise. This is also likely one of the reasons why people with Ol may be particularly vulnerable to
weight problems.

Furthermore, overweight may increase risk of type two diabetes, heart disease and sleep apnoea.

“If you have Ol, you cannot necessarily manage the 30 minutes of daily exercise that is the general
recommendation,” she says.

Jannie Dahl Hald also points out that people who are short in stature, as is the case for some individuals
with Ol, need fewer calories and may benefit from different dietary advice than their peers.

New weight-loss medication on the rise

For many years, severe obesity has been treated with surgery such as gastric sleeve procedures. But in
recent years, a new and revolutionary medical solution has emerged in the form of the so-called GLP-1
drugs, such as Ozempic and Wegovy from Novo Nordisk, and Zepbound and Mounjaro from Eli Lilly.

These drugs mimic the natural hormone GLP-1, which is produced in the gut after meals and leads to an
increased feeling of fullness and reduced appetite. This can result in dramatic weight loss of up to 25—
30 percent of body weight.

In addition, the drugs have also been shown to reduce the risk of serious cardiovascular problems.

Not without challenges for people with Ol

Several patients at Jannie Dahl Hald’s Ol clinic have been treated with this type of medication and have
experienced significant weight loss.

But despite the impressive effects, she emphasizes that they are not without problems for Ol patients.
“When you experience such rapid and significant weight loss, it will—regardless of the method—
inevitably lead to a loss of bone mass and muscle mass. | have had patients in my clinicwho have suffered
fractures where | suspect the dramatic weight loss may have played a role,” she says.

Therefore, weight-loss medication is not always the first tool she recommends. Usually, she advises
patients to first try to put attention towards dietary changes and lifestyle adjustments and, if necessary,
seek guidance from a dietitian.

Only if this does not achieve the desired results does weight-loss medication become an option.

“But there can also be situations where the patient judges that an increased risk of fractures is worth it,
because obesity has such a severe negative impact on their life and overall health,” she says.



Loss of bone mass is seen with significant weight loss in everyone, but if you have Ol, you are naturally
more vulnerable than the general population.

“That’s why | would be more cautious if someone with a severe form of Ol type 3 started on weight-loss
medication than if it was a person with a very mild form of Ol type 1,” she says.

At the same time, she stresses that she would not hesitate to recommend immediate use of weight-loss
medication if the patient has breathing difficulties or serious cardiovascular disease that could be life-
threatening.

“But the most desirable thing is if people can avoid overweight and maintain a stable weight throughout
their lives,” she says.

In cases where people with Ol use weight-loss medication, she usually recommends combining it with
bone-strengthening treatment.

“For example, if you are not receiving bisphosphonates, this could be a good reason to consider this
option. And if you are already on treatment but about to phase out, it may be wise to continue until the
weight loss is completed,” she says.

Similarly, she recommends coordinating with a physiotherapist who can help with training methods to
strengthen muscles and bones during the weight-loss process.

She also usually increases the frequency of bone scans while the individual with Ol is planning a weight
loss.

“I would normally ensure that people undergoing major weight loss have a DXA scan once a year during
that period. But we also know that scans don’t always tell the full story, and that it is fractures that really
matter,” she says.

She also advises considering dosage levels carefully.
“With Wegovy, you typically start with a small dose of a quarter of a milligram for the first weeks before

increasing to higher doses. In such cases, | would probably not recommend going all the way up to the
maximum dose in a patient with severe Ol,” she says.

T — o R e
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If you were to give one final piece
of advice to people with Ol who
want to lose weight, what would
it be?

“My advice would be to start by
talking about it and creating a plan.
| think it is important to have
support from both family and
friends, but also to get professional
guidance,” she says.
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“How | lost weight with a lifestyle change”
Natalie Cinman, Canada, Ol type 3

Tell us about your situation before the weight loss and what kind of problems you had.
| knew that it was going to become increasingly hard for
my husband to carry me and help me. | wanted to regain
my independence, and | wanted to preserve him as long
as we can. In the fall 2024, | wanted to see a doctor who
could help me perhaps get on Ozempic.

| am followed by an adult endocrinologist who specializes
in osteoporosis and Ol. She recommended an
endocrinologist who also worked with weight loss and
had some knowledge of bones. When | saw her, she said
| would be a great candidate for Ozempic and gave me
the prescription

| started taking the medication at the lowest dose. Not
long after taking it, about a week later, | realized that |
was not feeling well at all. It resulted in me being almost poisoned, as | could not eat or drink anything
for two weeks. The only thing | could consume was ice chips, and | was bedridden and extremely weak.
| almost had to go to the emergency room. It was decided that | should stop taking the medication, and
at that moment | realized that | was going to have to do this on my own.

What did you do to lose weight?

| love food, and | would eat portions that were way too big for me. | also used to enjoy cocktails and
wine, and sometimes that would result in me wanting snacks. | would often reach for something salty
like chips, and | just was not eating healthy. So, what | decided to do was to cut certain foods out of my
diet. | essentially did not have any starches (complex carbohydrates) - no pasta, no white potatoes, no
fried food, sticking more with protein and vegetables. Also, portion control was a huge thing. | did not
need to eat the same portion as my able-bodied husband. Often, | would just take a smaller plate,
portion out my food, and not go back for a second portion.

| weigh myself every Friday morning and every Monday morning. This way | can see what | have done
over the weekend and how my body metabolized it, and what | need to do during the week to lose
weight. | did not incorporate exercise right away, because | thought thatas| was getting older, exercising

might become more difficult, and 7 e e IPHg
we often have more aches and g : 7 Ny H | -
pains. | did not want to be ' 5 dd e

dependent on working out, in order
to lose weight, so | did calorie
restriction first.

Once | started losing more weight
and became more mobile, | slowly
incorporated some weights, and

recently | have started walking a ‘ Fs ?{fs /
little bit again with my crutches. LA A i
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How did it work?

After almost a year, | have lost 42 pounds
(19 kg) so far. Some things might be a little
challenging, but once | really started to see
the weight come off, | found it very
motivating. Buying new clothes, looking
nice and feeling great, not being out of
breath when walking around or trying to
transfer and do everyday things, is such a
motivating feeling.

Hormones can definitely be an obstacle
sometimes. As they fluctuate, so does
weight. Even if you are in a calorie deficit, Aug 26, 2018
you can still feel like you have gained a little
bit of weight. It usually balances itself out
during a cycle, but it can be daunting.

Do you have any advice to others with Ol who are struggling with weight?

My advice would be to make sure that you are accountable to something. Weigh yourself consistently,
so you can see how your body adjusts to what you ate before. Do not get discouraged, even if it feels
very difficult. Celebrate the ounces lost, not the pounds. And when you start feeling good, that is the
best motivation. Do it at your own pace, everybody is different. And try to stay away from inflammatory
foods.

“The biggest win? Mobility. | no longer need an electric wheelchair”
Kevin van Antwerpen, Belgium, Ol Type IV

Tell us about your situation before the weight loss and what kind of problems you had.
In 2017, | needed scoliosis surgery. The operation was necessary
and successful, but my mobility dropped drastically. Eating became
a kind of distraction, something | could still do. And yes, the kilos
piled on. In just a few years, | gained more than 30 kilos.

What did you do to lose weight?

| tried everything: WeightWatchers, keto, counting calories, shakes.
Each time it worked for a while, but then the yo-yo effect kicked in.
| lost some weight, only to gain back even more.

In 2023, | decided to seek medical help. At a nearby hospital, the
doctors immediately suggested a gastric bypass. Clear and simple,
according to them. | was almost convinced until my wife said, “Contact your professors in Leuven first.”
Luckily, I listened.

At UZ Leuven, | heard a very different story. For people with Ol, a bypass is not ideal because it reduces
nutrient absorption in the intestines. And nutrients are exactly what | need to support my bones and
muscles.

Their advice was a gastric sleeve. In this procedure, part of the stomach is removed, but the intestines
remain intact.

12



How did it work?

A sleeve is not a quick fix. It helps you eat less, but the real
change comes from lifestyle. Still, the results have been life
changing. My weight dropped from 114 to 65 kilos. The
biggest win? Mobility. | no longer need an electric
wheelchair. | can use a manual one again. Transfers are
much easier, and | even started sports again, such as
wheelchair hockey and working out at the gym. It feels like
| have regained freedom.

There are other advantages as well. When | broke both
shoulders in the summer of 2024, | could not move myself
in bed. Because | was much lighter, it was easier for my wife
to help me.

Of course, there are challenges too. | lost not only fat but
also muscle mass, so | now focus on building strength at the
gym. Supplements remain a struggle, such as calcium,
vitamin D, and protein, but they are essential.

Sometimes | experience dumping syndrome after too much sugar: sweating, a racing heartbeat, extreme
fatigue. It only lasts half an hour, but it reminds me that this is not an easy road. And yes, with less fat,
my behind hurt more when sitting. Small details, but still real.

Do you have any advice to others with Ol who are struggling with weight?
| want to emphasize that this is my story. Every person with Ol is different. Make sure you get proper
information, choose a team you trust, and do not be persuaded by promises of an easy fix.

Weight-loss surgery is not a quick win and not a guarantee. But for me, it meant more energy, more
freedom, and the chance to again do things that | thought was gone for good.

“l pay about €180 a month for the medicine, but it is 100% worth it.”
Eirik Rud Iversen, Norway, Ol Type 3

Tell us about your situation before the weight loss and what kind of problems you had.
| probably gained weight gradually over the past decade or so, but during Covid it got out of control like
it did for most people. | am about 120 cm tall, and at my peak |
was about 53 kg. My health went downhill quickly, and | had to
start my day taking painkillers just to get through it.

| was not able to sit more than a few hours at a time, and | would
get exhausted when doing simple tasks like moving from my
indoor chair to my Permobil, or from bed to chair.

My real wake-up call came when | had an activity planned for a
whole week which required me to sit for about 8 to 10 hours a
day, but | had to cancel it after the first day because | just could
not do it. It was very demoralizing seeing how bad shape | was in.
I thought to myself, “If this is how it is now, what is it going to be
like in two, five, or ten years?”

13



What did you do to lose weight?

| had heard about Ozempic through the media and asked my general physician if this was an option. He
agreed right away, as he had already told me that | needed to lose weight. Within 10 minutes | had the
prescription.

| started, and still am, on the lowest dosage, which works fine for me. | also count calories, as people of
our stature and activity level do not have much “room to go on”, so choices must be made. Counting
calories is not for everyone, but it has worked for me to keep myself in line.

Ozempic and Wegovy are not miracle medicines. There is still a lot of individual responsibility. They
simply make your hunger go down. | have been eating pretty much the same as before, just smaller
portions and limiting my snacking and candy during the week. When you are responsible during the
week, you can enjoy the weekend. | pay about €180 a month for the medicine, but it is 100% worth it.

How did it work?

Since | started two years ago, | have lost about 18 kg and am now at 35 kg. This has been the best decision
I have ever made in terms of quality of life. My energy levels are up, | hardly take any painkillers anymore,
and my clothes fit again. | have been very lucky not to have any side effects, but this differs from person
to person.

Do you have any advice to others with Ol who are struggling with weight?

| do not want to tell people what to do, but if you are struggling with your weight and health, | would
look into the options available. Losing 10 to 15 kg around your waist, changes a lot. When we sit for so
many hours every day, all that extra weight resting on your legs and back really takes a toll.

On a personal note, after my experiences, | really think people with disabilities should be made more
aware of these options, as obesity is a big problem for people in wheelchairs. | also think more discussion

about these issues is important, as weight in general can be stigmatized and hard to speak about.

We cannot just put on our running shoes or go to the gym, so having new and viable options for us is
amazing in my opinion. This is not an easy way out. It is about improving your quality of life and health.

14



)

“We decided that a gastric sleeve operation could work for me’
Lena Engan, Norway, Ol Type |

Tell us about your situation before the weight loss and what kind of problems you had.
Before the gastric sleeve, it felt like all | could do was to stay
alive. | had a lot of pain in my body, especially my back,
considering | have had quite a few vertebrae fractures. It was
especially bad 10 to 12 years ago, when | had broken the five
lowest vertebrae at the same time. | had to use crutches for
a couple of years and take strong painkillers.

Before | lost weight, | was not very mobile. | could walk, but
not far, maybe one kilometre at most. | did not have much
stamina either. | got tired, warm, and short of breath very
fast. | was using strong painkillers every day and felt in a way
trapped in my own body.

What did you do to lose weight?

| contacted the hospital’s clinic for overweight people.
Together we decided that a gastric sleeve operation could
work for me. In that kind of surgery, they remove about 80%
of the stomach, which means you live with a mini stomach.
This means you can eat very little food before you are full.

How did it work?

The first few days after the surgery were pretty bad. | was very nauseous, tired, and unwell. After having
a gastric sleeve surgery, you are not supposed to eat solid food right away. The first couple of weeks you
should have only liquid food; after that you can eat food that is mashed. On Christmas Eve 2020, |
managed to eat a tiny portion of mashed Christmas dinner.

The new everyday life consisted of
many small meals, five to six every
day. My walks became longer and
longer. | even managed to stop using
any painkillers. The kilos vanished,
and my body naturally felt much
lighter and filled with energy.

| could suddenly go for walks several
kilometres long, and the summer
after, even climb small mountain
tops. | ended up with a normal BMI,
and my total weight loss was 35 kilos.
That is quite a bit considering | am
only 1.59 m tall.

If I am to find anything negative to say about the surgery in my case, it is that | am not very good at
drinking enough fluids throughout the day. | find it hard to drink enough water, since | eat often and
that makes my stomach full and leaves no room for water. | also struggle with acid reflux and take
antacid medication every day.
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Do you have any advice to others with Ol who are struggling with weight?
| feel itis hard to give advice to other people with Ol when it comes to losing
weight. It is very individual what you need, can manage, and wish for. In my
case, | needed a tool that involved having surgery to reach my goals. Such a
surgery is not a quick fix! You have to be careful to follow routines regarding
food and activities the rest of your life.

There is always the possibility that you end up in old habits and expand your
stomach again unless you are careful. | have never regretted my choice. It
gave me a better life and less pain.

Actor with Ol: Jeremy T. Thomas

At the age of 9, Jeremy Thomas was inspired by Robin Williams to become an actor. Two years later,
he got his first role in a short series. He was 15 years old when he landed a leading role in the horror
film “Antlers”.

Who are you, where do you live today, and how was your upbringing?
I am Jeremy T. Thomas, a 19-year-old actor, born, raised, and living in Atlanta, Georgia, USA. | was raised
by a single mother until | was almost 12 when she married my stepdad.

How is your relationship with the Ol community, and how have you benefited from it in your life?
My mom does most of the interacting with the community, but she tells me stories of other people who
have Ol. Through these communities, | have been able to find good doctors. These doctors know what
they are talking about and know what they are doing. They know how to treat me properly.

At the age of 9 you were inspired by Robin Williams to become an actor. Two years later, you got your
first role in a short series. Tell us more about this!

| was about 9 years old when | was watching a movie starring Robin Williams on TV, and he made some
jokes that made me laugh. After | laughed, | realized that this what | want to do with life: make people
laugh. Then | learned that | could make a lot of money doing it, so | definitely set my sights on acting.
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When | told my mom that | wanted to act, she researched how to get a child into acting. A lot of people
recommended getting into extra/background acting, playing someone who is just in the background of
a scene. My mom was told about "Actors Access," a website for beginner actors to find work and submit
themselves for roles.

She applied for a lot of background roles on my behalf. | got some but was ghosted by most. Getting
ghosted though, is a normal thing in this line of work. After a couple of years of doing extra work, |
wanted to play characters with lines and named roles. So, my mom started submitting me for bigger
roles, and started researching acting coaches. Eventually, at 11 years old, | got my first role as "Gene
Otto" in a short series called "Lore," with the help of a really good acting coach who I'm still close to
today.

How is a typical work day for you as an actor?

A typical work day is pretty easy. As an actor high on the call list, a lot of things get done for me and
handed to me. The hardest parts are waking up early in the morning if | have an early call time and
learning my lines for the day.

What challenges and prejudices do you meet as an actor with a disability?

I think I have been fairly lucky in terms of people being rude or distasteful in terms of talking to me about
my disability. | think | have been turned down for roles because of how | look, but no one has said it to
my face. Usually, like | said in a previous question, | just get ghosted if | don’t get the part. And | think |
would prefer that, compared to the casting director saying why they didn’t cast me.

You were young when you landed a leading role in the horror film “Antlers”. What is the film about,
and how scary was it for you? Have there been precautions been taken on set regarding your OI?

For me it wasn’t too bad in terms of being scared. The movie is
more of a slow burn in terms of getting to the scary/gross parts.
The movie is about an old coal mining town struggling with funds
and keeping the town and its people healthy and safe. The town,
Cispus Falls, is also being haunted by an unknown creature that
only a few people believe that exists.

The monster that haunts the town is only fully shown at the end of
the movie. And the director, Scott Cooper, wanted me to see the
monster in different pieces, before it was put together so it
wouldn't scare me when it was fully assembled.

So far, | haven’t had any scenes where | have had to do physically
strenuous actions. But on the set of “Antlers” | did have a stunt
double, just in case | felt that | wasn’t able to do a scene.

As a professional actor, you naturally meet and work with other acting stars. Which encounters have
impressed you the most and why?

| will never forget meeting Jesse Plemons (known from the television series ,Breaking Bad“), mostly
because my mom won’t let me. It was the first time | was star struck.

Also, working with Walton Goggins (starring in Quentin Tarrantino’s ,,Django”) on “The Righteous

Gemstones” was memorable. Every time | worked with him, it was a lot of fun because he improvises a
lot, but still stays on script. It's impressive.
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What was your most frightening experience so far?
Flying in a plane for the first time. A lot of different thoughts were going through my head about what
would happen, and every bump made those bad thoughts worse.

Do you have time for hobbies alongside your career? If so, what are they?

Yes, | do. | haven’t been working lately, so | have more than
enough time. | like playing video games like any other boy my
age. | also like exercising, reading, and writing.

What are your plans for the future? Do you have a “dream
project”?

Since the beginning of my career, | have always wanted to be a
comedy star, but since | have matured, | have come to
appreciate more serious roles. But | would still love to be in a
comedy. A superhero role would be cool too. I've always liked
Robin from DC projects. That would be fun, | think.

Do you have any message for the readers of our magazine?

If anyone reading is a writer, director, or casting director, please
consider hiring lesser known and new actors for your projects. If
anyone reading this is an aspiring actor, you’ll hear this a lot. But
it's true. Never give up! Right now, new actors aren’t getting
hired a lot, so keep putting yourself out there. Someone will see
you eventually.

You can watch some scenes with Jeremy playing a leading role in ,Antlers” in this trailer.

Becoming a father with Ol
Interview with Stefan Buitenhuis

Who are you and what is your relationship to OI?

| am Stefan Buitenhuis. | graduated as a journalist and worked
for years in television and radio as a journalist and media maker.
For just over a year now, | have been working as a communi-
cations advisor for the Dutch government. In addition, | am a
comedian and presenter.

Where do you live today, and how was your upbringing?

| live in the Netherlands in the town of Utrecht now. | had a very
happy childhood in a small village called Lisserbroek, together
with parents and 3 brothers. My parents always did their best to
raise me as normally as possible. | went to mainstream schools
and basically did all the things my brothers (who do not have Ol
or any disability) did. Though often in my own way, of course.

Y _;; oW
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In an article from RTL, you mentioned challenges in finding a
partner. Would you be willing to share some of those experiences? How did you meet your current
partner? Do you think it is harder for men with Ol to meet women compared to women with Ol finding
aman?
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https://www.youtube.com/watch?v=ng5eyOfL8qM

| dated quite a bit and had some short relationships, but for some women it was difficult to enter a
relationship with someone in a wheelchair. Eventually, | met Jonneke through Tinder. | never expected
to find the love of my life in Tinder, but it happened. We clicked immediately.

| don’t know whether it is harder for men with Ol than for women with Ol to find a partner. | think this
challenge exists for everyone, and every person with Ol has their own struggles in life. In the end, you
need to find a partner who sees beyond that. Someone who sees you for who you are. As a person with
Ol, you must recognize that these challenges exist, but also that you are so much more than “the person
with OL.” You must give yourself value. If you don’t see your own worth, how can anyone else see it?
Believe that you deserve to be here and that you can be a great partner, even with Ol. For me, it took
some time to develop that mindset.

When and how did you and your partner decide to have a child together?

The subject of children came up as early as our second or third date. My girlfriend, Jonneke, already had
two children, and she told me she had experienced her pregnancies as very positive. | told her that | had
given up on my dream of having children, but that if | did have the chance, | would want my child not to
have Ol. That possibility exists through IVF with embryo selection. It’s not that | think | shouldn't exist or
that Ol is bad. But | had a lot of pain as a child, and | would find it very hard to see my own child suffer
like that.

That was not the moment we decided to go for it. But we both (without telling each other at first) started
looking for information about IVF and embryo selection. We realized that if we wanted to do this, we
didn’t have much time left — Jonneke was almost 40.

Our relationship quickly became serious, and we moved in together. We then decided to get in touch
with a hospital to get on a waiting list. We weren’t completely ready yet. But we knew that waiting too
long wasn’t an option. What we didn’t realize was that, under the Dutch healthcare system, we were
already considered too old for this treatment. By the time the procedure could have taken place,
Jonneke would have been 41, and the chance of success was considered too low.

Between the age of 18 and now, you changed your mind about having a child with Ol. Why?

When | was younger, | mainly reasoned from my own perspective: | have Ol, but also a very good life.
So, | thought that if | had a child with Ol, he or she could also have a good life. | believed | could help
them accept it.

When | got older, | found a diary my mother had kept about my first years of life. It described the pain |
experienced as a child, but also the powerlessness my parents felt when | was crying in pain time after
time. That made me realize that having a child with Ol could be very hard. Beautiful too, but also heavy,
emotional, and sometimes sad. | also talked with my parents about what it was like for them whenever
| broke something or was in pain. That really made me think.

Your request for embryo selection was first rejected in the Netherlands — how did this make you feel?
It was incredibly painful. | finally had a partner with whom | might have a child, and that made my desire
stronger than ever. Then the hospital told us — without even doing any medical checks on us — that we
would not be placed on the waiting list, purely based on age. That was devastating. It felt as if my chance
to have a child was taken away, before | even had a real chance.

We did consider whether we should try naturally. But | decided that wasn’t an option for us, partly

because Jonneke already had two children who needed her attention. Realizing what that decision
meant, brought me to tears. It felt so unfair.
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Then another opportunity opened up in Belgium — what happened there?

After the first sadness had passed, we contacted a friend of mine who works in the fertility department
at a hospital in Ghent. | knew she was very knowledgeable about what was possible. In Belgium, they
look differently at age limits: they first check the actual physical health of the prospective parents. Tests
showed that both Jonneke and | were healthy, and that there was still a chance if we did the treatment
there.

Of course, we seized that chance. The process was long and intense and physically and mentally full of
uncertainty. The chance of success was considered small, but there was a chance. So, we went for it.

Jonneke received hormones to stimulate egg growth. In the end, there were four mature eggs. They
were combined with my sperm, and all four fertilized. That was already a good result, but then they had
to keep growing into embryos. Two of them stopped developing. The other two were frozen and tested
for Ol. One embryo had Ol, the other did not, so that one could be used. A transfer is still far from certain,
but in our case, it worked. And that resulted in our daughter Lyva. We are incredibly lucky.

You made a podcast about your journey — why did you choose to do so?

| felt there wasn’t much information about IVF with embryo selection. There is some information about
the medical and ethical aspects, but little about what it is like for the prospective parents. We wanted
to break the taboo and make the subject more open for discussion.

As a result, we received many emails and messages from people in similar situations. People who went
through the same thing or were deciding whether to do IVF, try naturally, or not have children at all.

Did you have any worries about becoming a father with a disability — for example, about how much
you would be able to help? What solutions have you found for these challenges?

I wasn’t worried, but | found it exciting. | was already caring for Jonneke’s other children, so | knew what
I could do. But of course, a baby is something very different. We thought carefully about practical things.
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A few examples:

Changing diapers
We now have two changing tables, one at Jonneke’s height and one at mine. One of them folds against
the wall to save space.

The crib

Cribs are usually very deep, which is difficult for me. At first, the baby slept in a co-sleeper, but later in
a crib. My father put the crib on table legs so | can roll under it, and he added hinges to the side so |
can open it.

Stroller
| use a manual wheelchair, so a

stroller is tricky. | use a BabyBjorn _—
carrier instead. When she’s bigger, 3 : 8 4 ..

| have a Dooky Travel Chair that | % & _ e » .'
can attach to myself so she can sit g g "

on my lap. W o : & |
So far, this has worked really well. J

There’s nothing | absolutely can’t
do, but sometimes it's easier if
Jonneke does it. But in principle |
can do everything.

. m '
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Do you think having Ol can also make you a better father in some ways?
| don’t know. But maybe it gives me extra patience or perspective. That can be valuable as a father.

Do you understand that some adults with Ol might feel it’s problematic to select only embryos without
OI? Did you have any ethical concerns yourself?

Yes, | completely understand that. And | also understand people who make different choices. But for us,
this was the only way.

What do you do when you are not taking care of your baby?
| am a comedian, presenter, and communications advisor. | also enjoy football (Ajax), gaming, watching
movies and series, and living the good life with good food and drinks.

How is your relationship with the Ol community, and how have you benefited from it? And in what
way can Ol organizations better support adults with Ol who want to do the same as you did?
| have been a member of the Dutch Ol association (VOI) since | was only a few months old. | always had
a good relationship with the association and made many friends there. | especially loved the
international OIFE youth weekends. | would love to relive that.

Currently | don’t go to VOI events as often as | would like to, because life is so busy. But | think our

association does a fantastic work and plays an important role as a place where people with Ol can meet
and share experiences.
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OIFE Youth Event 2025

Written by: Natalia Verduzco Ramirez

The OIFE Youth Event 2025 was organised by the Ol Polish organization (Stowarzyszenie Oséb Z
Wrodzonga tamliwoscig Kosci) who took care of delivering an amazing week-end full of unforgettable
activities in Warsaw.

SEPTEMBER 4TH

This year was a bit different from others because we had a special bonus day for those who wanted to
do an incredible experience: Diving in the second deepest pool of the WORLD. We were a group of 12
young people with (and without) OlI, ready for the adventure.

It all started from the hotel, we took the bus directly to the famous Deepspot, where the members and
instructors of the Fundacja Mniejszy Btekit were waiting to give us the introduction and rules for diving.
We were divided into groups of 3 to 4 people, individually assigned to an instructor.

All ready and excited, on our way to the changing rooms, we got stuck in the elevator for 15 long
minutes! But after some ingeniousness and positivity, the doors finally opened, and we were all set to
finally dive!

THE DIVING EXPERIENCE

Everything was set to bring a safe dive for
people with or without disabilities. Our masks
were measured to give us the most adapted
sizes, the oxygen tanks were put underwater so
we didn’t have to carry the heavy weight. The
instructors were holding us through the whole
process so we could stop at any moment in case
of discomfort.

The diving lasted 45 minutes and we went
between 10 and 15 meters down, enjoying
every moment, visiting dark caves and every
item put under water to almost make you feel
like you are in the ocean.

It was the safest and most unforgettable experience thanks to the instructors and members of the
foundation who guided us through it all along. We went back to the hotel with the certainty that it
wasn’t going to be our last dive!

@Ani Kybiee 2025

At the end of the evening, the rest of the youth event participants arrived for dinner. A total of 35
participants from 8 different countries, in the age group of 18-35 years: ready to socialize, have a good
time and live a week-end full of adventures!

SEPTEMBER 5TH:

In the morning of Friday, it was officially the first day of the event with everyone. We gathered in the
conference room to have a morning introduction and an ice breaker activity set up by our lovely host
Aneta Galazka, organizer of the event. Wrap lunches were ready for us as we went on the bus where
we got divided into two groups: The ones with a sweet tooth went to the Chocolate Museum and the
ones wanting to immerse into Polish culture: went to The Vodka Museum!
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We had great tours, filled with interesting information and history. But the most important part?
Definitely the tasting activity in both museums! Such a fun moment getting to know the members of
our group, interacting, socializing and making new friends.

With our bellies full of chocolate and a tiny bit of vodka, we went through a stroll around a part of the
city, crossing the 452 meters long newest bridge in Warsaw on our way to the pizzeria for a lovely dinner
with the rest of the group.

On our way back, some took the bus and the others ended the evening with a fantastic sunset “wheel”
back to the hotel.

SEPTEMBER 6TH:

The second day of the event started with the most relaxing activity of the week-end: a tai-chi session!
Thanks to the guidance of two instructors, we managed to make our bodies move as much as we were
able to. A beautiful harmony and cohesion between everyone, moving to the rhythm of music and
peaceful sounds.

After regaining energy, and due to bad weather, we had to change our plans of going to a pierogi
restaurant, but then again, the Polish team saved the day by ordering all sorts of different kinds and
flavors so we could still try this very typical and delicious dish. The question of the day was then “Is the
weather going to allow us to go around the city for one last stroll?” and the answer was “YES!”

Rain-coats on, umbrellas in the bags and a lot of excitement to visit, we headed to the old part of the
town. Passing by beautiful houses and buildings, visiting the Warsaw Mermaid and connecting to nature
through the Saxon Garden, we finished the day taking a group photo as a memory of this really special
week-end.

When the evening arrived, an amazing three course dinner was waiting for us at a Balkan restaurant.

After eating our weight of meat, fish, seafood and delicious deserts we went back to the hotel to enjoy
the rest of the evening together.
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SEPTEMBER 7TH:

The last day arrived, and we headed back to the airport or train station, time to say our goodbyes but
with hope and excitement of seeing everyone next year, at the Youth Event 2026 in Germany, when we
will all meet again for new memories and adventures.

INTERVIEW WITH TWO OF THIS YEAR’S PARTICIPANTS:

o

« OIFE Weekends show us every year that the boundaries set by our disabilities

exist only in our minds. This year, through scuba diving courses in one of the
world's deepest pools and Thai Chi sessions, we demonstrated that nothing is
impossible for us. Combined with the amazing people | had the chance to
meet during our gathering; this created an incredible event that leaves me
eagerly anticipating the next meeting in Germany. See you there! »

- Karol Puchalski, Poland

« | had an amazing time at the OIFE Youth Weekend in Warsaw! I've met
people from all over Europe, shared great conversations, and laughed a lot.
We explored the beautiful city of Warsaw together, which made the
weekend even more special. I've came home with new friendships and
memories I'll treasure for a long time. » - Rebecca Meijer, The Netherlands

THE FINAL WORDS: JOIN US!
A huge THANK YOU to the organizers, for their efforts, their logistics, the work put into making this
week-end possible.

Every year and in collaboration with OIFE, national organizations all around Europe organize events
hosting young people with Ol.

A platform of interaction that give the opportunity to young people to share experiences, ideas and
create an exclusive exchange of perspectives. A way to have fun and enjoy activities in a safe and

inclusive space for everyone, whether you are traveling alone or with a personal assistant.

| must say that | have found beautiful friendships and some of the best experiences I've ever had.
DO ZOBACZENIA W PRZYSZLYM ROKU! - See you next year!
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New PhD about stem cells and potential Ol therapies
Interview with Natividad Alcorta Sevillano, PhD, Biobizkaia Health Research Institute, Spain

Tell us about yourself and your work with Ol!

My name is Natividad Alcorta Sevillano, and | am from a small town in
the Basque Country called Urduliz. My doctoral thesis was in the field
of Ol, carried out in the group of Stem Cells and Advanced Therapies,
at Biobizkaia Health Research Institute.

After my doctoral thesis | would have liked to continue with my
research, but the lack of funding pushed me to explore other fields.
Thanks to one of our collaborators, Dr. Ibai Diez Palacio, my work
today is focused on the development of new therapies for Alzheimer
disease. In the future, my goal is to obtain a postdoctoral grant to
expand my knowledge and learn new techniques, with the hope of . \
returning to the area of Ol, as there are still many questions to be answered.

Tell us about your PhD project! Who was behind it?

My thesis was co-directed by Dr. Clara |. Rodriguez and Dr. Arantza Infante. This co-direction was crucial
to the research’s success, as both directors worked closely to achieve our objectives. While Dr. Rodriguez
provided guidance during the thesis, Dr. Infante also played a very important role.

Dr. Infante trained me and monitored my progress daily. She taught me how to ask the right research
guestions and most of the laboratory techniques. She also taught me to be more critical with the
obtained results, in order to increase the quality of our findings.

Who financed the research?

The research has been funded by several institutions such as the Basque Government, the Carlos llI
Health Institute and the Mutua Madrilefia Foundation. Furthermore, the research was also financed by
the AHUCE foundation.

Who were the collaborators?

We had collaborators specialized in different areas during the research: Dr. Ana M Bueno, Dr. Belén
Sagastizabal, Dr. Maitane Arroyo (all clinicians); Dr. Ainara Campino (pharmacist); Dr. Eider Sansebastian
(chemist); and Dr. Daniela Gerovska, Dr. Marcos Aratzo-Bravo and Dr. Javier Aldazabal (engineers).

Moreover, during my thesis |
completed an international stay
in the University of Missouri i
(Columbia, MO, USA). There,
Prof. Charlotte L. Phillips,
alongside Dr. Lafaver and Dr.
Crawford, trained me in
different areas of Ol. | learned
how to work with a specific
murine model of Oland tostudy my gy
the microarchitecture of murine

bones, among others.
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With Dr. Lafaver and Dr. Crawford in OIF’s Investigator Meeting in Chicago
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What were the main challenges/obstacles?
The main challenge of my thesis was to unify all the results obtained. | worked with a wide variety of cell
lines from patients with Ol, which were quite different from one another.

Additionally, as expected due to their heterogeneity, some of the mice responded differently to the
drugs we were testing, hence it was a challenge to evaluate the effect of the therapy. In addition,
working with Ol murine models in vivo presented its own difficulties. Because of their fragility and my
initial lack of experience, | had to learn how to carefully handle them to prevent fractures.

What was your research project about?

My research project was focused on the development of novel pharmacological therapies for Ol. To do
this, | used Ol patient-derived mesenchymal stem cells (OI-MSCs) and animal models that recapitulate
the key features of the disease.

The main strength of the project was the extensive collection of OI-MSCs used, which gave us a strong
indication of how patients with different mutations might respond to distinct therapies. The primary
limitations were the high heterogeneity of the cell lines, as well as the significant number of animals
needed for in vivo studies. This was a direct result of the animals’ susceptibility to fractures, which
complicated handling and data collection.

What were your most interesting or surprising findings?

Through this project we demonstrated that OI-MSCs are a valuable tool for identifying candidate
molecules to treat Ol. Furthermore, the findings from this study highlight the potential of three
molecules for Ol treatment: Galunisertib (a TGFbeta pathway modulator), G0O4 and E10 (two new small
molecules). These molecules can modulate the differentiation of OI-MSCs, as well as improve bone
properties in Ol murine models. Interestingly, the beneficial effects obtained are dependent on dose,
genotype, phenotype and sex.

Some of your research evolves around TGFbeta. This is a buzz word, but perhaps hard for people
without science background to understand. Can you explain it in simple words?

TGF-beta is a protein that acts as a messenger in our body, telling cells what to do. While these signals
are crucial for keeping us healthy, if the messaging system gets disrupted, it can contribute to disease.
In fact, in some cases of Ol, TGF-beta pathway becomes overactive leading to an altered phenotype.
Subsequently, our research and that of others, is looking for novel therapies that can effectively quiet
down the overactive signalling to restore the normal behaviour of the cells.

What kind of drug/compound is Galunisertib and do you think it has a future in OI?

Galunisertib is a small molecule able to inhibit the TGF-beta pathway. Its effect has been demonstrated
in multiple trials as an anti-fibrotic and antineoplastic drug. In patients with Ol, other different molecules
that also inhibit the TGF-beta pathway (such as the monoclonal antibody Fresolimumab), have
demonstrated encouraging results.

Compared to monoclonal antibodies, the fact that Galunisertib is a small molecule, offers several
advantages. These include lower production cost, higher bone tissue permeability and a shorter half-
life, among other things. Therefore, both monoclonal antibodies and small molecules could be different
approaches to inhibit TGF-B pathway, each with its own set of advantages and disadvantages. That is
why | believe that Galunisertib can have a promising future in Ol.

And in which ways can stem cells play a role in OI?

Stem cells are proving to be a key player in Ol research in two main ways. On one hand, stem cells,
specifically those derived from Ol patients (OI-MSCs) are an invaluable platform.
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They allow us to study the disease in a dish, screen for new drugs, and test the effectiveness of potential
therapies on a patient-specific level. On the other hand, healthy mesenchymal stem cells and their
derivatives are showing their potential as advanced therapies to restore the altered phenotype.

What is the most important take home message for clinical work?

The most important take-home message for clinical work is the critical need for a patient-centric and
highly precise approach to developing new therapies. Given the significant heterogeneity of Ol, it is
essential to carefully select patients for clinical trials based on their specific disease characteristics and
in vitro response.

This will ensure that the therapies being tested have the best chance of success for the intended
population. Furthermore, a rigorous scientific process is non-negotiable. This involves preclinical
validation of drugs and the use of the most appropriate animal models for each specific case.

Was there patient involvement in your project?
Yes, patient involvement was a critical
component of our research. We worked very
closely with the AHUCE foundation, whose
support and collaboration were absolutely
vital. Their contributions went far beyond
financial support.

The foundation was instrumental in
disseminating our research findings and
helped us build a crucial network of clinical
collaborators. This partnership allowed us to
recruit patients who generously donated
samples, which in turn enabled us to create a
wide collection of patient-derived cell lines,
the very foundation of our work.

Thanks to our close collaboration, we gained a clear understanding of the real-world challenges faced
by patients with Ol. This direct insight has been invaluable, as it allows us to focus our research on
addressing their most pressing concerns and working toward solutions that truly matter.

What do you do when you don't do Ol research?

When | am not thinking about Ol, | have problems to slow down. | have played handball in my
hometown’s club (Urduliz) for almost 20 years. Moreover, 2 years ago | started playing rugby, a sport
that captivated me from the first day. Last year | had the opportunity to debut in the Women's First
Division of Rugby in Spain (Liga Iberdrola de Rugby). | also like traveling, walking, being with my family,
and going out with friends. But when | need to relax, | love reading and lying on the beach.

Any messages for the readers of the OIFE Magazine?

Thank you for sharing so many experiences and updates. It is really motivating to see how families and
adults with Ol are involved in research. It is vital to highlight the importance of collaboration between
researchers, doctors, patients and families.
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Get in Touch!

Dr. Argerie Tsimicalis (RN, PhD, Nurse Scientist at Shriners Hospitals
for Children Canada) and Ms. Jenny Wang (RN, M.Ed., PhD Candidate
at McGill University) are looking for participants to help co-design an
educational virtual reality (VR) game for children with Ol!

We are conducting an exciting new study to create a Virtual Reality
(VR) tool to help children with Ol prepare for surgery. Virtual reality is
a computer-generated world that you can look and move around in as
if you were actually there. Children can play games, interact with
digital objects, and be immersed in a digital world.

We know that surgery can be extremely stressful, but VR can help by showing and explaining what to
expect in the hospital. We want to build an educational VR game for children with Ol to help them
learn about their surgeries and decrease anxiety.

By participating, your voice will help shape this innovative tool. We are looking for people to join our VR
Council, where you’ll work with the research team to give input, test prototypes, and develop the VR

tool from beginning to end.

Who can participate?
e Children with Ol ages 5-17 years

e Parents, siblings, and caregivers of children with Ol

e Healthcare providers (e.g., physicians, nurses, physiotherapists, allied health professionals)

working with pediatric Ol patients

e Childhood educators, specialists, and researchers

e Software and game developers

If you are interested in being part of this
study, please email Jenny Wang at:
yi.wen.wang@mail.mcgill.ca

Yi Wen (Jenny) Wang, RN, M.Ed., PhD(c)
Pierre Elliott Trudeau Foundation Scholar 2024
Ingram School of Nursing

McGill University

Supervisor:

Dr. Argerie Tsimicalis, RN, PhD

Junior 2 Research Scholar, Associate Professor
Ingram School of Nursing

Nurse Scientist

Shriners Hospitals for Children Canada

Help us make a difference in the lives of children
with Ol!

RESEARCH ON
DESIGNING

VIRTUAL REALITY

FOR OSTEOGENESIS
IMPERFECTA

PARTICIPANTS

NEEDED

IF ARE YOU A...

* PARENT OF A CHILD WITH OI

¢ OIHEALTHCARE PROVIDER

« CHILDHOOD EDUCATOR

o SOFTWARE/GAME DEVELOPER

WE NEED YOUR HELP!

We want to build a Virtual
Readlity (VR) video game to help
children with OI prepare for
surgery.

By joining this study, you'll get to
share what you think and help us
build the VR tool from the
ground up!

Scan the QR code or go to:
GET IN TOUCH : i

Yi Wen (Jenny) Wang

RN, M.Ed., PhD(c)

McGill University

Email: yLwen.wang@mail.mcgill.ca
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News in brief

EU CLINICAL TRIAL MAP

The ACT EU clinical trials map, which is a tool that
provides patients with real-time information on
clinical trials, is now available in all EU languages
thanks to automatic translation. The map is
designed to provide patients and healthcare
professionals with easy access to comprehensive,
real-time information about clinical trials
conducted in their area, increasing access to
clinical research in the European Union (EU). You
can find it here.

POSITIVE NEWS FROM Ol RESEARCH

A new study from Karolinska Institutet and
Karolinska University Hospital in Sweden shows
that stem cell therapy can potentially reduce
fractures by up to 78 per cent in children with Ol.
At the international Ol conference in Hong Kong,
two-year results from the BOOSTB4 study were
recently presented. This is the world’s first clinical
trial to combine both prenatal and postnatal stem
cell therapy for Ol. The results are promising: more
than half of the treated children in the study had
not suffered any fractures at all during the second
year after treatment. Read more in this article.
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de Madrid para impulsar un innovador proyecto de
investigacion en proteomica - Osteogénesis imperfecta

Convenio de colaboracion con la Universidad Complutense

RESEARCH ON OI TEETH

Our Spanish member Fundacién Ahuce has signed
a collaboration agreement with the Complutense
University of Madrid to promote an innovative
research project in proteomics The project is
focused on proteomic analysis of primary teeth in
minors with Ol. This project will look to compare
protein expression of healthy and affected tissues,
in order to identify proteins whose presence or
alteration may be determining in the development
of Ol.

PATIENT EMPOWERMENT WORLD CONGRESS

On 25 September, Niveda Kiridaran from the BBS
represented the RDI Youth Leadership Programme
(YLP) as a speaker at the Patient Empowerment
World Congress. Her presentation “My Journey of
Living with a Rare Disease, Disability and now
Advocacy” highlighted her experience and
perspective as a young advocate. The congress also
featured contributions from Professor Lara Bloom
of the Ehlers-Danlos Society and Begonya Nafria of
Sant Joan de Déu Children’s Hospital (pictured here
with Niveda).


https://euclinicaltrials.eu/search-for-clinical-trials/trial-map/
https://euclinicaltrials.eu/search-for-clinical-trials/trial-map/
https://news.ki.se/stem-cell-therapy-reduces-fractures-in-children-with-congenital-brittle-bone-disease

CHECKLIST FOR SURGERY

The Dutch Ol-organization Vereniging

Osteogenesis Imperfecta (VOI) has in collaboration
with professor Ralph Sakkers made a checklist for
people with Ol who are facing planned surgery.
You can find the checklists in Dutch here.

= = ==l | B

POLISH TRAINING FOR BOARD MEMBERS

Board representatives from our Polish member
organization have graduated from the School of
Representation and Social Participation organized
by the National Federation of Non-Governmental
Organization. For several months they had the
opportunity to gain knowledge and practical skills
in the field of advocacy and representation.
Perhaps something to check out for other OIFE
members as well, in their country?

GREETINGS FROM ITALY

The Italian Ol-organization ASITOI has started a
new project for adults with Ol - which has more
focus on social activities. It looks like they had a
great event in Jesolo!
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EL MUSCULO EN LA OSTEOGENESIS IMPERFECTA
ALCALA DE HENARES. MADRID
17 SEPTIEMBRE 2025

FUNDACION

AuvCe AHUCE

CONGRATULATIONS MIGUEL!

We send our warmest congratulations to our
advisory board member Dr. Miguel M. Rodriguez,
with defending his thesis "Muscle and
osteogenesis imperfecta" which was carried out at
the University of Alcald on September 17. Miguel
has for many years worked as a physiotherapist for
the Spanish foundation Ahuce Espafia and has
helped many people with Ol in Spain and beyond.

ROYAL HONOUR TO DR. RALPH SAKKERS

On Thursday, July 3, 2025, Dr. Ralph Sakkers was
appointed Knight in the Order of the Dutch Lion. He
received this royal honor during his farewell
symposium at the University Medical Center
(UMC) Utrecht, presented by the Mayor Ap
Reinders. Dr. Sakkers has been a friend and
supporter of OIFE for years and was an important
member of our Medical Advisory Board until
December 2024. Read more about his
accomplishments on our website.


https://www.oivereniging.nl/operaties
https://oife.org/.../13/royal-honour-for-dr-ralph-sakkers/

Muscle changes in Ol

« Pain
« TGFBeta and myostatin
excess

* Leads to inflammation
* Leads to fibrosis
* Body pain and soreness

« Excessive stress on the joints
+ Biomechanically

compromised

PHYSICAL THERAPY, EXERCISE AND Ol

The recording of the webinar called “Physical
Therapy, Exercise, and OI” is now available. The
webinar was organized by the OIF. Check out the

recording here.

OSTEOGENESIS IMPERFECTA

SCHOOL-AGED
TOOLKIT

CARING FOR CHILDREN WITH Ol
BETWEEN THE AGES OF THREE TO EIGHTEEN

o1

‘Unbreakable Spirit

SCHOOL AGE TOOLKIT

The OIF has just released a new toolkit:
"Information on Caring for Children with Ol
Between the Ages of Three to Eighteen".
The toolkit is designed to help families, healthcare
providers, school personnel and other community
members support children and students living with
Ol. The toolkit is adapted for an American target
group, but can still be useful for families in other
countries. Download the School-Aged Toolkit
today at www.oif.org/schoolaged

CONGRATULATIONS TO THE OIF & BBDC

We congratulate our partners in the USA - the OIF
with securing money for very important research
on osteogenesis imperfecta the coming 5 years.
This will benefit people with Ol all over the world.
Read more in this article.
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WEBINAR ON WOMEN'’S HEALTH

The webinar on women’s health and Ol was
organized by the Brittle Bone Society (UK &
Ireland). It covered topics like menopause and
cervical screening in women with Ol. You can now
access the recordings from the webinar here.

DRUG USE IN Ol

Findings from a new research project (the Orwoll
group) indicate that anti-fracture drugs are
underused among the general US population of
adults and children with osteogenesis imperfecta.
Read the article here.

NEW PHD ON HEARING AND Ol

We congratulate Mailen Ugarteburu on her new
PhD related to osteogenesis imperfecta (Ol) called
"Understanding Hearing Loss in Osteogenesis
Imperfecta". Her work bridged the auditory and
bone research fields to investigate the mechanisms
of hearing loss in people living with Ol. Mailen is
open to connecting with professionals working at
the intersection of science, health, engineering,
and innovation.

sone s,
%,

é? %
Brittle Bone Society (BBS) Funded
Research Grants

Open for applications now!
Visit www.brittlebone.org
for more information.

Beitile Bone Society (B8S), a registered charlty (SCO50854) and company limited by
quarantee (SC677348), supporting the Of commun ity throughout the United Kingdom
and in Irefand.

GRANT OPPORTUNITY

The Brittle Bone Society (BBS) Research Grant
Scheme is now open for applications. You can
apply if you are a researcher within the field of
Osteogenesis Imperfecta, you can find out more

and apply here.


https://youtu.be/S6ev7ytLxs4?si=NlQXlQx41xTEK_w5
https://youtu.be/S6ev7ytLxs4?si=NlQXlQx41xTEK_w5
https://l.facebook.com/l.php?u=http%3A%2F%2Fwww.oif.org%2Fschoolaged%3Ffbclid%3DIwZXh0bgNhZW0CMTAAYnJpZBExMzVBRzRpeUwzNTM0UEFxZXNydGMGYXBwX2lkEDIyMjAzOTE3ODgyMDA4OTIAAR6jFhAJjcp_1YKaxPomwq004IAhfkOfr7_-HBCtc23Kl0xNSxjDJYmWRKnsnw_aem_ZWKTX7qe_I4XhTs3X2e7ag&h=AT77gMG0Bsly1f5FlD07h2dqqmyPOHqGVf756MRsPoR7k5XM2PO2IQjWyX87coPPoeHAXNu7GPgY5aivOuaM2DaXywPrGZeEmJ0dfdyUIDhQo4DZ4AYaCSWyA2hFs2jEzu-KG0TQWTOPpkjmZvo&__tn__=-UK*F
https://www.bcm.edu/news/nih-awards-more-than-15-million-to-fund-two-rare-diseases-consortia
https://m.youtube.com/@BrittleBoneUK/videos
https://doi.org/10.1210/clinem/dgaf514
https://www.brittlebone.org/research-studies/funding-support-for-research

Research Announcement

\ /7,

>
—  Osteogenesis Imperfecta Study

/I |
Find out more: oistudy.info/OIFE

Email: studies@patientwing.com

EVENITY Ph3 study (Romosozumab vs. Bisphosphonates)

A multicenter phase 3 clinical trial is being conducted to study the efficacy and safety of a clinical trial
drug compared to bisphosphonates in children and adolescents who have Ol. The trial is open to eligible
children from age 5 to less than 18 years of age who have a diagnosis of Ol Type | through IV. The clinical
trial will have sites participating in the following countries: Canada, United States, Australia, China,
Japan, Austria, Belgium, Italy, Hungary, Poland, Slovakia, Switzerland, France, Germany, Spain, Turkey
and United Kingdom. For more information, please visit the clinical trial registry page or the study
recruitment page.

SAVE THE DATE!
27-30 June 2026

—
e

INTERNATIONAL
CONFERENCE
ON CHILDREN'S

BONE HEALTH
bast bone bealth for every chitd

MONTREAL - CANADA L Sy ﬁ'lSCBH ‘

OIFE Calendar
For an updated list of events & conferences - see OIFE's web calendar: http://bit.ly/36A6mw8

Ingunn Westerheim (President): president@oife.org: Website: http://www.oife.org

Stefanie Ritzrow (Coord. Social Network): Facebook: https://www.facebook.com/oioife
socialnetwork@oife.org Instagram:

Stefanie Wagner (newsletter editor and secretary): https://www.instagram.com/oioife/
secretary@oife.org LinkedIn:

Youth Coordinators: youth@oife.org https://www.linkedin.com/company/oife
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	“I pay about €180 a month for the medicine, but it is 100% worth it.”
	“We decided that a gastric sleeve operation could work for me”

