OIFE Magazine 1 - 2025

Special edition on OIFE volunteers

Content

Editorial

What is the OIFE doing?

Thank you, Anna!

Welcome Alessandra!

Meet the OIFE Delegates -

Meet the OIFE Secretary

New OIFE Advisory Board

AD Board member Gabriel Mindler
Report OIFE Clinical Trial Update
Report OIFE Investigator Meeting
Update OIFE Member Padrinos
New PhD: Muscles in Adults with Ol
Diagnosis of Ol in South Africa
Other rare bone diseases: XLH
Joan Marini - Emeritus Status
Artists with Ol: Rafael Barbosa
Come to Scotland in 2025!

News in brief

Announcements

Calendar & Contact

P o0 NP WER

1
12
14
17
18
20
22
26
29
30
31
32
33
34

Editorial
Written by Silvia Falcier, OIFE Youth coordinator
CAN | GIVE YOU A POSTER OF MYSELF? IT LASTS LONGER!

Whoever is reading this article is probably holding their
phone with fingers that curl in unusual ways as they stretch
upward - or maybe the reader knows someone with this
unique characteristic. One thing is certain: if we are here to
read about Osteogenesis Imperfecta, we are also here to
talk about bodies that articulate in the most creative and
original forms. We are here to share the very common
experience of walking through the city, accidentally laying
our eyes on someone equally "strange", and feeling a bit
guilty for our innocent scrutiny. Because for all the times it
has happened to us, we know it is an annoying attitude. |
have found my very own - admittedly cheeky - way of
dealing with this intrusion into my privacy. Simply an
honest "If you want, | can give you a poster of myself, it lasts
longer!" underscores the fleeting nature of my presence in
the lives of these strangers.

From here springs my association of ideas that drives me to engage with all of you in a dialogue about
the representation of bodies that do not conform to the masses, within the quintessential place where
moments and people remain trapped in the observer's mind for the longest: the museum. In my
academic journey, always soaked in art history, the first and most significant encounter with someone
interested in the subject occurred within the pages dedicated to the great Frida Kahlo. A woman with a
distinctive figure and a peculiar gaze, her name evokes images of Mexican surrealism.



Until the age of 18, Frida showed no interest in the art world. In fact, she was more interested in playing
sports to strengthen her fragile health due to the severe poliomyelitis she had suffered from as a child.
This illness forced her to stay in bed for nine months and caused permanent consequences: her right leg
was much thinner than the left. As if that wasn't enough, on September 17, 1925, Frida had a serious
accident: the bus she was traveling on was hit by a tram, crushed against a wall, and completely
destroyed. The countless fractures forced her to bed again for months, during which, thanks to a special
easel and a mirror that allowed her to continuously see her body ravaged by the tragedy, she began to
paint her first paintings. They were self-portraits because, as she herself stated, "I spend a lot of time
alone, and am the subject | know best".

| claim to have personally discovered another noteworthy testimony while strolling through the pavilions
of the Venice Biennale in September 2022.

Those who frequently walk through those sumptuous Venetian gardens know well that there is a sort of
hierarchy in visiting the various rooms that compose the Exhibition. One starts with the Central Pavilion,
followed by the countries that occupy a place of privilege in the minds of most spectators. It is only after
hours of walking and exploration that one reaches the "second-tier" exhibitions, where, in September
'22, I noticed the discussion on the non-conformity of human bodies was relegated. No surprise therel!.

Titled You Are Another Me - A Cathedral of the Body, the project by artist and screenwriter Adina Pintilie
was presented at the Romanian Pavilion. Conceived as a multichannel cinematic installation, it explores
how humans relate to their own bodies and to those of others.

"Pintilie transforms the Romanian Pavilion into a contemporary ‘cathedral’ that celebrates the body and
human connections beyond all preconceptions."”
Cosmin Costinas e Viktor Neumann, curators of the Pavilion

In the video that the artist continuously projects, scenes of everyday intimacy between various subjects
unfold. Among all the stories, the one most relevant to our discussion is Christian Bayerlin and Grit
Uhlemann’s, life partners, who focused on the intersections between sexuality and disability. Christian
runs a blog on the topic, titled kissability.de. Together, they have given lectures on disability
empowerment and intimacy at an international level.

“I’'m not afraid of this project or myself being attacked. You know, Adina, when they accuse you of exploiting
vulnerable human beings such as the disabled ones, just know that the people screaming are precisely those
who have no idea about disability, about what us disabled people feel, need, desire. They have their own false
concepts about disability. They look at us as vulnerable and as somebody who has to be protected. But that’s
actually patronising, they are putting us down. Like anyone else, | do have the right to enjoy my body, to
explore my sexuality and show myself as a sexual being. | believe it is important to show that we, disabled
people, have the same desires, dreams, responses to stimuli, like everybody”.

Christian Bayerlin

My space to tell you about the rare artists who, in their careers, have
decided to dedicate part of their work to the narrative of disability is as
limited as the space dedicated to this theme in museums. Therefore, |
leave it to you to uncover other uplifting spaces to recommend to all
those people to whom you would have liked to give one of your posters
as they watched you in astonishment while you were strolling through
your city.

Silvia F.




What is the OIFE doing?
Written by Ingunn Westerheim, OIFE President

November and December were mainly used to prepare the OIFE Investigator Meeting, which turned
out to be a big success with a record number of participants. We also organized a successful face to
face board meeting in Brussels from November 29 — December 1%, where we discussed plans for the
next two years. In January we launched a new OIFE advisory board, and a lot of energy was put into
finding the right people for this. Other meetings were connected to the Cosmic & Orbit trial, the
IMPACT survey and on future collaborations with ERN BOND.

We include a list of some of the online meetings that we have organized or attended between mid-
October and end of December.

e EURREB steering committee meeting, Oct 14 (IW)

e Webinar ECTS eCampus: Bone pain in rare bone diseases, Oct 29 (IW + others)
e KOLathera introduction meeting, Oct 30 (IW)

e UCB & AMGEN, Oct 30 (IW)

e Introduction meeting POROUS, Oct 31 (IW)

e PuRECin Oslo, Norway Nov 1%t (IW)

e Angitia Bio, Nov 5t (IW)

e European Society for Association Executives - Let’s talk about the “I” in DEI, Nov 8 (IW)
e Introduction meeting Sophie Turner Nov 12 (IW)

e Ol Patient Advisory Board meeting — Sanofi, Nov 19 (IW)

e IMPACT data management committee, Dec 12 (IW)

e International Society on Children’s Bone Health, Dec 17" (IW)

RECORD NUMBER OF PEOPLE AT OIFE INVESTIGATOR MEETING

Friday November 15th the 3rd edition of the OIFE Investigator Meeting took place. This time we had a
record number of 325 people signing up from 56 countries, showing the huge outreach of OIFE. We
had ca 210 participants signing in at the meeting itself. These were mostly Ol researchers, which is the
target group we wanted to reach.

Lots of new and groundbreaking research were presented, followed by interactive discussions in the
chat. We already heard about new collaborations that were established after the meeting and
sincerely hope this will benefit the Ol community both short and long term.

NEW ARTICLE FROM IMPACT SURVEY - ADULTS WITH Ol

We are proud to share the newest article from the IMPACT survey,
that was recently published: "The humanistic impact of
osteogenesis imperfecta in adults". It covers topics like:

Over

60%

of people with

i : - ol '
- How does Ol affect the quality of life of adults with OI? fct?;’j’:,”e"ce

- What are the drivers of impact on quality of life? “odults & adolescents
- What do adults with Ol worry about?

Not unexpectedly - self-reported Ol severity and fracture frequency were consistent drivers of impact
on quality of life (QolL) across multiple degrees of impact and QoL domains. And not to forget - the
impact of fractures can extend past physical effects. You can find the article (open access) here:
https://tinyurl.com/impactadultsOl



https://l.facebook.com/l.php?u=https%3A%2F%2Ftinyurl.com%2FimpactadultsOI%3Ffbclid%3DIwZXh0bgNhZW0CMTAAAR23WpPYGjndsQ8v1eOHJGDopj_U91Q0WI1NqcbVl7KXNtpyEhtdnD_g4MU_aem_NNo-mji7QRHZ2o7of48riA&h=AT3VnyCXKL1Q6H-XfLpA1SrtcnTSmrGi5csl0wPlnKLC59kjLqxkTqkTimZnphJBasgHcWg-pU_v5hEOJh1e7GJsXRcUDNEgU1UVnzH0tZjztD33ipdgJLfgWdRNPtQwdY_pvBg&__tn__=-UK-R&c%5b0%5d=AT3k-CPKSWHJ5Ti-_v4h8r-3Z3kMVwYJFlwKNckUGw_wvoR6GlL2w3GbbyAMvQG5kdvjLstAUvCt9K7nr-cdLfLexEVuxOKrQCoTH8dmf88-QDBXYJC6H8UjfT85TxiLyGYmb32ikdMsqaMHlVP81wp_pN507h3fZ9FMFMbm9cAL5s98e-fpajDe8MJ5FFAAM92-kjoG6ZRhyds4klz9uc_g0Q

Thank you, Anna!
Interview with Anna Rossi, newly resigned
OIFE Board Member & Communication Manager

You have been a Board member of OIFE for more than 8 years Anna.
And you have done a fantastic job as OIFE Communication Manager!
Before you leave us for the Paralympics, we would like to ask you a
couple of questions to hear about your experiences in OIFE and
future plans.

Are there any episodes that you remember especially well?

There are several episodes that stand out to me, both as milestones in my personal growth and in OIFE's
development. Most of these are connected to organizing large events, like the topical meetings or
AGMs. What has always struck me is how our team’s blend of professionalism and familial spirit allowed
us to combine meaningful, human moments with experiences that have had a lasting impact on both
OIFE’s history and each of our individual journeys. The sense of collaboration and mutual support within
the team made every challenge feel like an opportunity to grow, and it was incredibly rewarding to
witness how much we accomplished together.

As often happens in the events I've had the pleasure of organizing, there have been countless fun and
memorable moments behind the scenes. | particularly cherish those times at the end of a 2-3 day

meeting or conference when the
team shares a drink or a meal. It’s
those moments that carry a deep
sense of satisfaction - the kind
that makes you look back on all
that’s been achieved, and say,
“Wow, we did it again.” And, of
course, it’s never long before the
excitement kicks in for the next
challenge, the next conference,
the next adventure.
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It's truly been an incredible journey—one that has shaped not only OIFE, but also each of us who have
been part of it. Those feelings of camaraderie, fulfiiment, and looking forward to what’s next are
moments I’ll always treasure.

What made you most proud during the years as OIFE communication manager?

What I'm most proud of during my time as OIFE Communication Manager is seeing the organization's
remarkable growth. We've significantly increased OIFE’s visibility, both within the Ol community and
among professionals and companies. It’s been incredibly rewarding to witness the increasing recognition
of our knowledge and expertise, and to see the role of Patient Experts, once a distant dream, now widely
acknowledged and valued.

I’'m also proud of the innovation we've brought to our communication strategy. By developing
campaigns, awareness-raising content, and increasing our presence on social media, we've made OIFE
more accessible and engaged with a broader audience. One of the biggest achievements has been
building a strong, active community that turns to OIFE for information, support, and open dialogue on
important issues, including taboo topics. Knowing that people feel heard and valued is something I'm
truly proud of.



Additionally, over my more than 8 years as a member of OIFE's board, I've witnessed a shift in
perception. OIFE has evolved from an organization whose vision and mission were perhaps unclear and
primarily focused on providing individual
support to people with Ol in countries without
patient associations or in developing countries,
into a structured organization with clear and
explicit strategic goals. Today, OIFE has a more
defined role, recognized not only by its
community but also by third parties such as
other organizations, companies, and
professionals. Yet, we’ve managed to preserve
the mutual aid and support foundation that
has always been at the core of OIFE's history.

What has been the most frustrating part?

The most frustrating part has been when progress feels slower than expected, especially when you're
putting in a lot of effort and working toward big goals. There have been times when engaging with the
community has been difficult, whether it's struggling to generate the level of participation or seeing
certain projects not kick off as hoped. Additionally, the challenge of effectively connecting with national
organizations has also been frustrating at times. Another challenge has been not always having enough
time to dedicate properly to my volunteer role as Communication Manager as much as | would have
liked. This can sometimes feel like a missed opportunity to make a greater impact.

You have landed your dream job in the Paralympics (Milano Cortina 2026) - what will you do?
Landing my dream job at the Organizing Committee of the 2026 Winter Olympic and Paralympic Games
is an incredible opportunity! | am working as an Accessibility Coordinator. The team | work with is
focused on ensuring that all venues are fully accessible for everyone. Our goal is to make the Games as
inclusive as possible, not just from a physical standpoint, but in all areas, including wayfinding, signage,
communication, information, services, and overall opportunities. In addition to coordinating
accessibility for the venues, my team also supports internal and external training sessions to educate
staff, volunteers, and external partners on how to speak to and interact with people with disabilities,
ensuring that everyone feels respected and understood.

This diversity in our audience requires us to be adaptable and creative in finding solutions that meet
everyone’s needs while upholding the values of sport, equality and respect. It's a challenging role, but
one that I'm incredibly passionate about!



Where do you see OIFE 5-10 years from now?

| see OIFE continuing to grow and solidify its position as a key player
in the global Ol community. | envision a future where OIFE is even
more deeply integrated into international networks, with its
expertise recognized not only within the Ol community but also
among medical professionals, researchers, and policymakers. |
hope to see OIFE playing a critical role in advancing research,
improving care, and advocating for better policies that directly
impact the lives of people with Ol.

In terms of community, | would love to see OIFE’s network expand
even further. The OIFE brand will be synonymous with trust, -5
support, and expertise, and its resources will be more accessible to those who need them. | also foresee
OIFE continuing to innovate in communication, using new platforms and technologies to reach and
engage a broader audience and make Ol more known.

Ultimately, | imagine OIFE as a leader in empowering individuals with Ol, ensuring they not only have
the medical support they need but also the tools and networks to live full, active lives. The work done
inthe coming years will hopefully lay a strong foundation for this, helping to shape a future where people
with Ol feel truly supported, informed, and represented at every level.

Any messages to the potential volunteers out there?

To potential board members and volunteers, | would say: OIFE
offers a unique opportunity to make a meaningful impact in the
lives of individuals with Ol. Whether you're considering joining as
a board member or volunteering, know that your involvement will
help shape the future of this incredible organization. The work we
do is about more than just advocating for better care and research
- it’s about building a supportive, empowering community where
people with Ol feel heard, understood, and valued.

Being part of OIFE means you'll be part of a dedicated team, working alongside passionate individuals
who are committed to creating positive change. It’s a chance to contribute with your skills, ideas, and
energy to something that truly matters, while also growing both personally and professionally. If you're
ready to make a difference, bring your dedication and enthusiasm, and join us in continuing to
strengthen the global Ol community. We need your voice, your talent, and your passion to help us
continue this important work!




Welcome Alessandral
Interview with Alessandra Tolaccia, new OIFE Board Member

Welcome to the OIFE Board Alessandra, can you tell us a little bit about you?
My name is Alessandra Tolaccia, | am 49 years old, and | am
Italian. Since 2020 | am living in Italy together with my husband
Marco, after few years spent in South Africa. | also lived in the UK
for a few years back in the nineties and then in France. | was
diagnosed with Ol type | in 2015 after 6 years of struggling to find
a name to what | was living with.

| have a BA (Hons) degree in Economics and Marketing from South
Bank University in London (UK). And | have been working over 20
years in corporate business within Europe, with my latest job
being in charge of a complex unit running both sales and
customer service and directly managing over 250 employees.
Currently | am self-employed, and | work as a consultant in project
management for large companies mainly in Sub Saharan Africa.

In your guest editorial of a previous magazine, you referred to your life as before or after Stockholm?
Correct! Attending the OIFE Conference in Stockholm gave me a totally different perspective of being a
patient, and made me realised that my professional background and my interest in education could be
put in good use in the Ol Community.

Why did you say yes to become a Board member of OIFE?
Because in the past year and a half | could see what a difference OIFE could make in people’s lives with
its work. And | felt very proud to be asked to become part of it. | will do my best to live up to this role.

What is the most important thing you have
learned through your training as patient expert?
That patients are as important as researchers and
doctors when it comes to finding the right
answers to a common question. If we want rare
diseases to be understood better, we need to
team up with all the parties involved and not just
stay in our corner and wait for someone else to
do what we could also be doing. Playing an active
role as patients can give our community a better
chance of success in finding a treatment for our
disease, improve our quality of life but also make
us empowered by what we do.

Where do you see OIFE 5 - 10 years from now?

| see a growing community. | see more countries
becoming part of this network. | see more
volunteers taking part in OIFE activities. | see
more collaborations with the scientific
community. | see all of these things happening
because OIFE is working hard to make them
happen by empowering national organisations with its support and its contribution in education and
knowledge. | see this happening because we are Stronger Together and we have all realized this.
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What do you do in your spare time?

I most love travelling and reading, which are somehow the same
thing...just done in different ways. | am also a jazz addict, and my
perfect evening is going with my husband to our favourite jazz
club and drink a nice glass of wine with good food. | also love
cooking and having friends over for long summer lunches and
cosy winter dinners. Last, but not least, | love spending time with
my dog: Prosecco! By the way Prosecco enjoys jazz nights too.
He’s a real Mummy’s boy!

Any messages to the potential board members or volunteers?
Do vyourself a favour and get involved in a life changing
experience! This together with people who can understand who
you are and what your daily struggles and daily achievements
consist of, without you having to explain yourself. | think this
alone is more than enough to make everyone want to join. Plus,
we also know how to have fun, so no second thoughts here! Get
in touch and join the crew for a memorable journey!

Meet the OIFE Delegates

Interview with Agnes Suard, France

Who are you and what is your relationship to OI?
I am Agnes Suard, 55 years old. | am vice President for around
one year of AOI, the French Ol association. | don’t have the
disease, but my husband and three of my 4 children have it.
So, | have been living with the disease for 29 years!

In what way does Ol affect you personally?

| had to learn about the disease and how to manage it. My
husband and my children have a light version of Ol type 3. My
husband is not very affected by it and lives a life without any
fractures or pain. But during their childhood my children had
to face a lot of fractures and hospitalization. Especially my
youngest son, who is 14 now, has had 35 fractures and a lot
of pain. He is in a wheelchair for his security in school and
because of the fatigue.

In a nutshell - tell us a little bit about the organization you o
represent! .-

AOI, Association de I'Osteogenese Imparfaite, was created in 1985. In 2025 we will celebrate its 40th
anniversary! Its mission is to inform, advise and create a link between patients and the medical
professionals. And also support research. We are 9 volunteers on the board.

Do you have projects which might be of interest to readers of OIFE magazine?
In 2024 we organized two national events, a meeting between patients and doctors. But also workshops.
We have some news ideas for 2025, but it is too soon to speak about.

What do you do when you're not doing Ol-work?
| used to be an executive secretary. But | stopped working with the birth of my latest son. | am working
now for an NGO for international youth camps, and | am a volunteer in Mecenat Chirurgie Cardiaque.



This is an organization that allows children with heart defects to be operated on in France when this is
impossible in their country. My passion next to my family is knitting!

In your opinion - what is the most important task for national Ol organizations?
| think the most important task for national Ol organizations is to create links between people to avoid
the feeling of isolation. Together we feel stronger!

Do you have any other messages for the readers of OIFE magazine?
Keep smiling! Life is beautiful and better when we're together!

Meet OIFE’s long-term Secretary Steffi
Interview with Stefanie (Steffi) Wagner

You’ve been OIFE’s secretary for more than 20 years, despite
not having Ol yourself. Can you share with our readers how
you first became involved in OIFE?

About 20 years ago my husband (who has Ol) and | attended a
meeting of the German Ol association. There we met Ute
Wallentin, the former OIFE president. She began to talk
enthusiastically about the OIFE. And this story touched me so
much that | spontaneously offered to support Ute in her work.

The task was about a young Ol woman who lived on a remote
island in Indonesia. She was accepted for training in the capital
of Indonesia. Unfortunately, she needed a wheelchair, which
she didn't have and couldn't afford. She started researching
and came across the OIFE, wrote an e-mail and asked for help.

The OIFE accepted the challenge. A donated wheelchair was soon available. A diving school was found
at the destination. They agreed to take the wheelchair with them by ship, free of charge, on one of their
regular transports to Indonesia. Two years later, the OIFE received an e-mail. Attached was a photo of
the young woman. She was sitting in the donated wheelchair and wearing graduation clothing, holding
her diplomal!

What do you do as a secretary in OIFE, and how is a typically workday for you?
I work on OIFE’s contact lists, help with the OIFE Magazine, create blogposts and prepare documents. |
also do mailings and correspondence. Once a week | have a zoom meeting with Ingunn to discuss tasks.

What does it mean for you to live with muscular dystrophy, and how has it impacted your life?
Living with muscular dystrophy means that everything you do becomes ; pa—
more and more strenuous and | constantly have to say goodbye to a lot
of things. | have been dependent on a wheelchair since | was 16. At some
point | was no longer able to do the job | had trained for. At some point
| decided not to drive myself anymore because it would have become
too dangerous. At some point, playing the piano, which I loved so much,
was no longer possible. And soon ...

Today | am on a ventilator around the clock and live with assistance. |
have found a new hobby, and | am showering my family and friends with
little things | have crocheted myself. | enjoy sitting on our terrace with
my husband in the summer and drinking mocha.



Your husband has Ol. How does his condition affect him and your life together?

We are a couple who have been living in the household with a (frequently changing) third person for 5
years. It was a huge change that you can never really get used to. It requires mental strength for me as
affected, but especially for my husband. It means the complete abandonment of private life and an
inexhaustible amount of tolerance and patience.

Of course, we are a happy couple not because of the circumstances, but despite the inevitable challenges
and we master our everyday lives joyfully and with a lot of confidence. And we are grateful that there is
the opportunity to lead an independent life with assistance.

Is there a particular story from your time at OIFE that stands out as especially memorable?

| particularly remember the AGMs and conferences | was able to attend. In 2009, Ute Wallentin and |
organized the first topical meeting “Ol in Motion” in Rheinsberg, Germany with around 80 participants
from all over the world. The 2nd photo shows Oliver Semler and me toasting a successful event. In
2010 the AGM took place in Rome, Italy. AGMs were a special highlight for me, because | was able to
get to know people in person or meet people again who | had only been in touch with via email. The 1%
photo shows Ute Wallentin and me in the gardens of the hotel in Rome.

Over the past 20 years in OIFE a lot of stuff has happened. What are some of the most significant
developments you’ve seen?

Since | started at OIFE over 20 years ago, there have been numerous developments. | would just like to
list a few:

e The number of member organizations has increased by around 30 during this period. The
number of volunteers, collaborators and financial resources also increased. This made it
possible to launch various projects such as Topical Meetings, Investigator Meetings, OIFE-Pass,
Flying Ol-Experts, etc.

e We now have a say in drug development and activities at a political level (patient engagement).
The OIFE has become a permanent structure, and its voice is more in demand than ever.

e The first OIFE newsletter consisted of just 3 pages and had an estimated number of 50
recipients. It has now become a magazine with around 30 pages and covers a wide range of
topics related to Ol. It is sent to over 2200 e-mail addresses and read by many more.

What would you wish for?

Due to my condition and dependence on a ventilator, | would like to be spared respiratory infections
and longer power cuts. And that spring will come soon so that | can be outside again!
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Welcome to the new OIFE Advisory Board!
Written by Ingunn Westerheim, OIFE President

Why a new Advisory Board?

Since we established the first Medical Advisory Board of OIFE in 2018, OIFE has gone through a lot of
changes. We have grown to include 41 member organizations, we have more funding to do more
activities, we have grown a large network of researchers, clinicians, industry members and volunteers
and we are more involved in clinical trials and other research projects - primarily on the advisory side.

The landscape around us has also changed - with new collaborators, new challenges and new
opportunities. Because of this, our needs for advice have changed substantially.

Who is in the new Advisory Board?

We have therefore restructured our Medical Advisory Board into a new Advisory Board, which will serve
for the next two years. The new Advisory Board is a group of 20 people from 16 different countries
divided in 3 subgroups: medical, scientific and patient experts.

MEDICAL GROUP SCIENTIFIC GROUP
e Darko Anticevic, Croatia e Antonella Forlino, Italy
e Fatima Godinho, Portugal e Dimitra Micha, The Netherlands
e Gabriel Mindler, Austria e lars Folkestad, Denmark
e Geert Mortier, Belgium e Lidiia Zhytnik, Estonia
e Jerzy Konstantynowicz, Poland ¢ Moira Cheung, UK
e LenaLande Wekre, Norway ¢ Suja Somanadhan, Ireland
e Miguel Rodriguez Molina, Spain
e Oliver Semler, Germany PATIENT EXPERTS
e Veselin Boyadzhiev, Bulgaria
e Zagorka Pejin, France e Claudia Finis, Germany

e Inger-Margrethe S. Paulsen, Norway
e Taco van Welzenis, The Netherlands
e Kis Holm Laursen, Denmark

11



Examples of things we could seek advice on:

e Advice on how treatment and care for Ol is provided in X & Y country
e Policies and strategy planning

e Input for OIFE events (topical meetings, investigator meetings etc)

e New scientific developments

e When and how to support/promote or inform about research

e Collaboration with the industry

e Development of medical content on our website

Welcome to the new Chair!

Dr. Lars Folkestad has kindly volunteered to take the leading role for the first period of time from January
2025 to December 2026. We hope you will support him in this position! We send a big thank you to
professor Oliver Semler, who has been our important MAB chair since 2018. He has asked to step down
as the chair, but will still be part of the group, something we are very grateful for.

We would also like to express a warm welcome to the other members of the new Advisory Board of
OIFE! We look forward to collaborating with you in the coming two years!

Meet OIFE Advisory Board member Gabriel Mindler
Interview with Gabriel T. Mindler, MDD, Pediatric Orthopedic Surgeon, Austria

Who are you and what is your relationship to OI?

| am an orthopedic and trauma surgeon at the Department of
Pediatric Orthopedics at the Orthopedic Hospital Speising in Vienna.
| am also a member of the Vienna Bone and Growth Center (VBGC),
an ERN-designated center specializing in the multidisciplinary
treatment of children and adults with rare bone diseases. My clinical
expertise lies in assessing and correcting lower limb deformities in
both children and adults, with a particular focus on rare bone
diseases.

Tell us (briefly) about your past and current work related to Ol.

| began specializing in Ol under the mentorship of my former boss,
Rudolf Ganger. During the final years before his retirement, we
collaboratively planned, discussed, and performed all Ol surgeries in
our department. Alongside Adalbert Raimann (a pediatric
endocrinologist at the Medical University of Vienna) and many other
colleagues at the Vienna Bone and Growth Center, we have refined the multidisciplinary treatment of
children and adults with Ol in eastern Austria over the past several vyears.
Ol treatment is highly complex, and my clinical and scientific efforts aim to enhance mobility, improve
bone quality, and ultimately improve the quality of life for individuals with OI.

Are you involved in research? How?

Yes, | am actively involved in research. Our recent studies have focused on upper limb movement in
individuals with Ol (Oder, K., et al., Journal of Clinical Medicine, 2024) and the bone properties of patients
with Ol type 14, a very rare form of the condition. The study was conducted with Nadja Fratzl-Zelman,
Antonella Forlino, Andreas Kranzl, and others. In the future, my research will center on analyzing bone
samples from different Ol types. | am particularly interested in how these types affect intraoperative
bone quality and growth.

12



Do you belong to any networks/scientific societies?
Yes, | am a member of various national and international societies, including:
e EPOS (European Pediatric Orthopedic Society) “Genetics and Metabolic” study group
e International Osteogenesis Imperfecta Surgeons Study Group
e ISCBH (International Society for Children’s Bone Health)
e GEVR (German Limb Lengthening and Reconstruction Society)
e GAMMA (Gait and Movement Analysis Society for German-speaking countries)
e VKO (Pediatric Orthopedic Society for German-speaking countries)

Additionally, | serve on the medical board of the Austrian XLH Alliance and, as of this year, the OIFE
advisory board (medical group). | am also part of the Vienna Bone and Growth Center (VBGC), an ERN-
designated network.

How is treatment and care for children and adults with \ Vienna

Ol organized in your country? B O N E 8‘

Ol care varies between centers. At the Vienna Bone and

Growth Center, we have a multidisciplinary team. G R 0 WT H
Children with Ol are treated by pediatric

endocrinologists (Adalbert Raimann and Gabriele C E N T E R
Hartmann) at the Medical University of Vienna. Adults receive care from Prof. Roland Kocijan and Dr.
Judith Haschka at the Hanusch Hospital. At the Orthopedic Hospital Speising, our team treats both
children and adults.

Ol care extends beyond specialized centers, as many trauma and orthopedic departments handle acute
fractures for patients with Ol. My primary focus is improving awareness and communication within the
orthopedic and trauma community in Austria, which | believe is key to enhancing Ol care in Austria.
Regular follow-ups are essential, especially during growth phases, as fractures and other complications
often disrupt treatment plans. Flexibility and vigilance during these periods are crucial.

Major challenges include coordinating multidisciplinary care, managing intraoperative challenges posed
by brittle, small bones and severe deformities, and ensuring optimal care both in and outside the
hospital. On a positive note, there is significant ongoing research in Ol, growing interest among
orthopedic surgeons in rare diseases, and advancements in smaller implants, which enable safer
corrections of limb deformities in Ol.

Personally, maintaining the balance between empathy and avoiding emotional overload remains a
challenge for me. However, a team approach ensures the best treatment setting for both families and
the multidisciplinary team.

Are you working with the national Ol organization in your country? How?
Yes, our center collaborates with the national Ol organization. We share updates on new projects and
involve them in the design of future studies.

What are the biggest knowledge gaps in OI? How can we address them?

A significant knowledge gap lies in understanding intraoperative bone quality and its correlation with Ol
type and treatment outcomes. Additionally, we need to deepen our understanding of deformity
corrections and the factors contributing to treatment failures.

What do you do in your spare time? Any hobbies/interests/passions?

With two small children at home, | have limited time for hobbies. However, | enjoy visiting Viennese
coffee houses and find great relaxation in logging (tree felling) with my brother.
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Record number of participants

2" OIFE Clinical Trial Webinar Oct 22" 2024

Summary written by Taco van Welzenis, OIFE Honorary Member

Due to the fast developments in the field,

OIFE decided to organize another update on #
clinical trials after the first edition in 2023. .'G

For this online event 278 people from 55 EBINAR ’
countries signed up which proved the high

interest in the topic. Ca 130 took part. cm;li“ s UP:::E =

23 October 2024 7.30 - 9 PM (CET)
1.30 - 3PM (EST)

CLINICAL TRIALS IN Ol — WHAT ARE THEY?

Clinical trials are an important step in the i i
development of new therapies or expanding

the number of conditions for which it can be prescribed (repurposing). In clinical trials, safety, optimal
dosage and side effects of a substance are tested, and of course the researchers hope to prove efficacy.
Results can differ for children, adolescents and adults as well as for men and women and different types
of Ol.

As Ol is rare, to get the full (statistically relevant) picture for so many subgroups, it is often necessary to
design large international studies. Clinical trials are often preceded by a preclinical phase where research
is carried out on cells or animals for instance. Safety and dose range are tested in Phase | clinical studies
as well as how a substance is absorbed, distributed, metabolized and excreted (pharmacokinetics), In
Phase Il the efficacy, therapeutic dose and wider side effects can be tested, often a blind placebo group
(that does not know that they get a fake drug) is used at this stage. In Phase Ill the drug is tested on an
even larger scale providing further data on efficacy and side effects. Sometimes also using a placebo
group for control. Trials can also combine elements from these different Phases. Despite high hopes,
many substances do not make it through the whole clinical trial phase for a variety of reasons. Pharma
companies can continue in about 30% to the next step which is applying for market authorization.

Nowadays it can be difficult to find people with Ol who have not yet received some kind of treatment.
Also people can’t be withheld existing treatments, so usually trials compare a new substance against a
standard treatment like bisphosphonates instead of using a blind placebo as control. The end points of
most studies are usually fracture rate or changes in bone mineral density (BMD), while important
especially adults also seek alleviation of things like pain, fatigue and general improvement in quality of
life - increasingly these are now also endpoints of studies.

ULTRAGENYX LED COSMIC & ORBIT STUDY (SETRUSUMAB)
Stan Krolczyc from the company

Ultragenyx presented an update on UITrOgcxix/\
clinical trials in Ol with setrusumab. Bone

growth is a tightly regulated process,

sclerostin is a substance in the human 0 i st
body that slows down bone growth so we

don’t get too much bone. Setrusumab is

an antibody that inhibits the function of C~f.5mic
sclerostin. It is thought it can thereby -

stimulate bone formation. Increased

bone formation could then lead to less

fractures.

14



Two studies were presented, (a third one, the Asteroid study in adults is already completed). Orbit is a
Phase II/I1l study in children and young adults aged 5-<26. Cosmic is a Phase Ill study in children aged 2-
<7. Both trials are fully enrolled at this point and limited to Ol types I, Ill and IV. Intermediate results
from the Orbit study show a clear increase in BMD (on average +22% after a year) for the setrusumab
group. At the same time this increase in BMD was coupled to a 67% reduction in (large) fractures. Even
though the group was relatively small (19 patients) an age effect was also visible; with the youngest
participants having the largest BMD gains. The BMD gain of the 18-25 year olds was similar to what was
observed in the Asteroid study for adults.

EVENITY Ph3 STUDY (ROMOSOZUMAB)

Romosozumab is another sclerostin antibody, it has already been approved as a drug (Evenity) to treat
osteoporosis in women in many countries, including the EU (in some countries in men as well). Large
studies into its safety, efficacy and side effects have already been performed. It works by stimulating
bone growth, but it also slows down bone resorption somewhat.

Diala El-Maouche from the company Amgen shared results of studies in Ol. In Ol-mouse models,
effectiveness has been shown. A Phase | study in Ol looked at different dosages in children and teens
and studied the pharmacokinetics. No severe severe side effects were observed. The protocol for a
future Phase Il trial was shown. Children aged 5-17 with Ol types |, Il or IV who are ambulatory will be
studied with bisphosphonate treatment in the control group. Subjects will be 1:1 randomized between
romosozumab and the control group and receive 12 monthly doses in the treatment arm. Over 50
treatment centers in some 20 countries will probably take part. Fractures and lumbar BMD will be the
endpoints.
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Fractures are the most common complication

of Osteogenesis imperfecta. It's hard to believe
that until now no research has been performed to
see if they can be prevented.

The TOPAZ trial will answer this question with
results that will be hugely important for patients
with Ol worldwide. _ _ -

THE TOPAZ TRIAL (TERIPARATIDE AND ZOLENDRONATE)

The TOPaZ trial is currently underway, and Stuart Ralston gave us an update. This trial studies the
combined effect of parathyroid hormone (teriparatide) followed by zoledronic acid (zoledronate), both
of which have shown to be effective. It is hoped that the gain achieved by teriparatide can be maintained
by zoledronate. TOPaZ is one of the largest trials in Ol to date, 350 participants were recruited at 29 sites
(25 in the UK) and 1:1 divided between a therapy arm of 175 people who get 2 years of teriparatide
followed by 0 - 6 years of zoledronate, and a control group of 175 people who get 2-8 years of standard
of care therapy of any kind, (except for anabolic drugs).

The study was hindered initially by a lack of funding for the teriparatide and then by the COVID pandemic
but still managed to recruit enough patients in the end. The primary endpoint will be the number of
patients with new fractures confirmed by imaging. Secondary endpoints will be the total number of
confirmed new fractures, the number of patient-reported fractures, bone pain, health related quality of
life, BMD and side effects. The results are expected to become available by July 2025.
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THE MOI-A TRIAL (REPURPOSING OF LOSARTAN)

The next clinical trial was the MOI-A trial presented by Nick Bishop. / RE
TGF-B is a substance present around the cells in what is called the z
extracellular matrix. It can bind to the surface of various cells that MED'

then respond to it, for instance by breaking down bone. But it also 4ALL
functions in other tissues in the body such as muscles. In Ol TGF- is
overactive. An antibody to TGF-B called Fresolimumab was shown to

improve the bones of Ol mice, especially at low dosage.

A first study in people also seems to indicate this but only included very few people. As Fresolimumab
was not available to the researchers an alternative inhibitor of TGF- was sought and found in Losartan.
This is a blood pressure drug that has been on the market for many years. MOI-A is part of the
REMEDI4ALL project that aims to repurpose drugs. A study has been designed in which 30 people will
receive Losartan, things like safety, bone turnover, TGF-B levels, pain, fatigue, muscle power, well-being
and BMD will be endpoints in this study.

BOOSTB4 (STEM CELLS)

Avery different trial is the BOOSTB4 Phase I/1l trial where

healthy mesenchymal stem cells (MSCs) are used to try B O O ST B4
to improve the outcome in children with severe forms of i :

Ol. Cecilia Gétherstrém presented this work. MSCs are D00st Brittle Bones Before Birth

harvested and cultured in a medium and then injected in
the blood. When they reach the bone, they engraft and give rise to cells that produce normal collagen.

Three groups were compared. In the postnatal group 15 children were given 4 doses of MSCs at 4-month
intervals after birth. In the prenatal group 3 children received the first dose already in the womb and
the 3 further doses after birth at 4-month intervals. The third group are the controls. Patients came from
7 countries and travelled to Sweden for stem cell therapy, the follow up period is 10 years. 70 of the 72
stem cell treatments have been given now. No safety issues have been encountered. The first
preliminary results show a 76% reduction in fracture rate. Next step will be (fundraising for) a pivotal
clinical trial to prove efficacy.

STUDY PROPOSAL

Where most trials focus on the more common forms of Ol and exclude the rare ones, Heike Hoyer-Kuhn
presented a study proposal to look at the possibility to treat the very rare Ol type XV with romosozumab.
Ol type XV is caused by mutations in the WNT1 gene that disturb the function of the osteoblast.
Treatment with a drug like romosozumab that stimulates the osteoblast function could thus make sense.

LANGUAGE DISCRIMINATION IN CROSS BORDER CLINICAL TRIALS

The final presentation was not on an Ol specific clinical

trial, but rather asked attention for the problem that

sometimes the ability to speak a certain language is part of f B D
the inclusion criteria for a clinical trial. This is discriminating s D, -
and unethical. Especially in the case of rare diseases larger European network of paediatric research
studies can only be done when they are international. at the European Medicines Agency
Things like travel from abroad and long stays can be further

obstacles while patients can sometimes really benefit from

taking part in a study. Begonya Nafria presented on a project that aims to come up with
recommendations on how to fight language discrimination in cross border clinical trials.
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Bt INVESTIGATOR MEETING

NOVEMBER 15TH, 2024 (ON ZOOM)

2 PM -7 PM Central European Time THE EVENT IS FREE
8 AM -1 PM Eastern Standard Time CME - the event 3 NOT OME accredited

Summary OIFE Investigator Meeting 2024
Written By Michael Stewart

On November 15, 2024, the Osteogenesis Imperfecta Federation Europe (OIFE) hosted its third virtual
European Investigator Meeting. This event brought together researchers, clinicians, patient
representatives, and industry professionals from Europe and beyond, all dedicated to advancing
osteogenesis imperfecta (Ol) research. The meeting aimed to highlight new Ol research, facilitate
collaboration between clinical and basic researchers, and support the younger generation of Ol
researchers. It reached more than 210 participants from fifty countries, the largest Investigator
Meeting audience ever.

The meeting featured a series of insightful presentations and discussions, showcasing cutting-edge
research and innovative approaches to understanding and treating Ol. Sessions were organized into four
major thematic sessions: Knowledge gaps in Ol — inflammation, bone, and pain; Extra-skeletal issues in
Ol; Extra-skeletal issues and ageing in Ol; and Submitted Abstracts.

Presentations included the following:

e How Can You Use Data From the IMPACT Survey in Your Research? - Ingunn Westerheim & Ines Perez

e Pain Mechanisms in Heritable Collagen Disorders: Insights Gained From the Ehlers Danlos Syndromes -
Fransiska Malfait, MD, PhD

e Sensory Innervation of Human Bone: Where Does the Pain Come From? - Jorrit-Jan Verlaan, MD, PhD

e Cardiovascular Health in Osteogenesis Imperfecta: Implications Before Birth and Beyond - Sara Verdonk,
MD, PhD Candidate

e Tendon Properties in Mice With Haploinsufficient Ol - Dimitra Micha, PhD

e Respiratory Health and Ol - Marelise Eekhoff, MD, PhD

e Impaired Muscle Parameters in Adults With Mild to Severe Types of Ol - Marie Coussens, PhD

e Understanding Ol in Adults - Eric Orwoll, MD

e Impact of Aging on Muscle-Tendon-Bone Unit in the Osteogenesis Imperfecta (oim) Mouse Model -
Charlotte Phillips, PhD

e  Extra Skeletal Manifestations in Adult Ol - Jannie Hald, MD, PhD

Throughout all these topics, participants engaged in dynamic exchanges of knowledge, sharing expertise
during the “Question and Answer” periods and in the Zoom chat. The virtual format provided a platform
for both established researchers and early-career investigators to share their findings and connect with
peers, furthering the collective effort to improve outcomes for individuals with Ol. Nineteen abstracts
were also submitted for presentation, and the selecting committee was proud to include nine abstracts,
covering both basic and clinical research.

The nine abstracts that were presented included:
e Bone Phenotype in a Novel Mouse Model of Mild Haploinsufficient Osteogenesis Imperfecta — Laura
Ventura

e In Vitro Testing of a Novel Chemical Chaperone to Target Intracellular Stress and Impaired Matrix
Deposition in Osteogenesis Imperfecta — Nadia Garibaldi
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e Increased Dosage of Anti-Siglec 15 Antibody Acts as a Bone-Formation Agent and Anti-Resorptive in
Adult Mice With Moderate-to-Severe Osteogenesis Imperfecta — Priyanka Kothari

e Exploring Multiomics in Osteogenesis Imperfecta Using the Skeletal Atlas: A Web Tool to Explore
Omics Data Across Skeletal Diseases — Jose Miguel Perez-Tejeiro

e Postoperative Non-Invasive Blood Pressure Monitoring for Patients With Osteogenesis Imperfecta Is
Safe and Feasible — Jeanne Franzone

e Intestinal Adaptations in Mouse Models of Osteogenesis Imperfecta - Josephine T. Tauer

¢ A New Mouse Model to Dissect the Contribution of Intrinsic Lung Defects Versus Extrinsic Skeletal
Defects to Impaired Lung Function in Osteogenesis Imperfecta - Roy Morello

e Does It Have to Be “Lethal”?: Outcomes of Infants With Ol at a Pediatric Hospital With an Ol Center
- Ricki Carroll

e Best Practice Management Guidelines for Adults With Severe Osteogenesis Imperfecta (OI): A
Consensus Statement From a Multi-Disciplinary Working Group - Kaiyang Son

The OIFE thanks PuREC for their sponsorship and Mereo Biopharma for their grant support in making
this meeting possible. We also thank the speakers for their exceptional contributions, the organizers and
hosts for their meticulous planning, and the attendees for their active engagement throughout the
event. The collective expertise and dedication of everyone fostered a collaborative platform for
advancing osteogenesis imperfecta research.

Update on Padrinos-Ol
Written by Maria Barbero, President of OIFE Member Ol-Paten/Padrinos-Ol

Padrinos-Ol is a non-profit organization and supporting member
of the OIFE. The charity works with national organizations with
the aim of helping individual patients with Ol where medical
care would otherwise be impossible, mainly in Latin and Central
American countries. Maria Barbero has been the president of
Padrinos-Ol since its foundation in 2006.

Ol-Paten/Padrinos-Ol is proud to reflect on another vyear
dedicated to improving the lives of children and adolescents with
osteogenesis imperfecta (Ol), also known as brittle bone disease,
in countries with limited or non-existent healthcare
infrastructure. In 2023, we maintained our close partnerships
with local organizations in Ecuador and Peru while extending
direct support to individuals in Nepal and several Central American countries. Thanks to the invaluable
generosity of our donors, we raised over 10,000 euros in 2024. These funds were fully allocated to cover
life-changing medical treatments for children and young people with Ol, ensuring access to critical care
that improves their quality of life.

Financial difficulties after the pandemic

While we celebrate these achievements, we are also confronted with mounting challenges that
threaten our ability to continue our work at the same scale. The financial difficulties we have faced
since the onset of the COVID-19 pandemic in 2020 persist. Our annual income has dropped
significantly compared to our peak years, when we were able to raise as much as 24,000 euros.
Additionally, the rising cost of treatments, particularly for adolescents and young adults, has placed
enormous pressure on the organizations we work with. The amount of medication required increases
with the patient’s weight, making treatment for older or larger individuals significantly more
expensive. Consequently, some organizations have had to make the heartbreaking decision to focus
solely on younger children, leaving teenagers and young adults without the care they need.
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The situation is especially difficult in Latin America

The global economic and political crisis have compounded these difficulties. In several Latin American
countries, associations that once operated relatively effectively have been forced to shut down due to
a lack of financial resources. This financial crisis has left many individuals with Ol without access to life-
saving treatments. For those affected, this is not merely an inconvenience but a life-altering loss, as
consistent treatment is critical for managing the severe physical limitations and pain caused by Ol.

We know that the work we do is vital and irreplaceable for those we serve

Despite these setbacks, we remain steadfast in our mission. Our work is carried out exclusively in
collaboration with official Ol organizations in recipient countries, ensuring transparency and
accountability. All treatments adhere to international medical protocols and are supervised by
qualified healthcare professionals. In some cases, to reduce costs without compromising care,
treatments are administered in patients’ homes instead of in hospital settings.

We know that the work we do is vital and irreplaceable for those we serve. That is why we are calling on
the Ol community, as well as individuals and organizations worldwide, to join us in supporting this
mission. Every contribution, no matter the size, makes a direct impact by providing children and young
people with the care they need to live healthier, more fulfilling lives.

Ol-Paten/Padrinos-Ol is a legally recognized organization in Germany and an associate member of the
OIFE. We are authorized to issue official donation receipts that can be used for tax deductions.

You can support us by making a donation to the following account:

Name: Verein zur Férderung und Unterstitzung von Ol-betroffenen Menschen (Ol-Paten/Padrinos-0l) e.V.
IBAN: DE91375514400100032770

Bank: Sparkasse Leverkusen

We extend our deepest gratitude to everyone who has supported us over the years, and we hope to
welcome new allies to ensure that we can continue this vital work in the years to come. Together, we
can bring hope and a better life quality to those who need it most.
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New PhD: Muscles in Adults with Ol

Interview with Marie Coussens, PhD fellow Ghent University, Belgium

Who are you & what is your relationship to OI?

I’'m Marie Coussens, a physiotherapist living in Belgium and |
obtained my PhD last year in October 2023 in health and life sciences
at Ghent University.

| first started my PhD trajectory in adults with hypermobile Ehlers-
Danlos syndrome. During this trajectory, | got to know other
connective tissue diseases and got really interested in Osteogenesis
imperfecta (Ol). The lack of research in Ol in general, and particularly
in adults, surprised me and made me eager to learn more about this
condition and start research to improve their quality of life. | spent
three months in Australia to get more experienced in working with
individuals with Ol, where | was trained by a skilled physiotherapist
and travelled to four different states, attending two patient advocacy group conferences (Ol Society of
Australia and Short Statured People of Australia).

| also spent time clinically with staff and patients at The Children’s Hospital at Westmead in the weekly
multidisciplinary bone health clinics. In Belgium, | was introduced to ZOI (Flemish Ol association) where
| presented about my experiences on two gatherings. Eventually, | conducted or assisted over 300 hours
of research assessments in individuals with Ol and by working with them, got very passionate. My
biggest dream is to set up a multidisciplinary clinic for adolescents and adults with Ol in Ghent University
Hospital with systematic follow-up, so we can improve care substantially.

Tell us about your PhD project!

My PhD project was financed by
Ghent University (Belgium). |
started my research in Ol in 2018 in
which muscle particularly caught
my attention. When disturbed, it
may interfere with functional
independence, participation and
daily activities, but may also further
impact the already compromised
bone in Ol. Nevertheless, | bumped
into the lack of research on muscle
in adults with OIl. This is why |
started with muscle measurements
and investigated its relationship 3

with bone in adults with Ol. As . ‘

physical activity is crucial for both muscle and bone health, | also included this topic in my research. For
this research, | collaborated with dr. Verity Pacey, physiotherapist with large clinical and scientific
experience in Ol, and affiliated with Macquarie University (Sydney, Australia). Together with her, we
succeeded in setting up a large project involving approximately 70 adults with Ol, comprising several
types of Ol (type |, Ill, IV, and V). Our measurements consisted of scans of muscle and bone (dual energy
X-ray absorptiometry (DXA) and peripheral quantitative computed tomography (pQCT)) and muscle
strength measurements involving several types of strength (jumping tests, handheld dynamometry,
muscle endurance tests etc.).
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Do you see any similarities or differences between Ol and EDS?

Our research showed that both individuals with hEDS and Ol have muscle impairments, and that it likely
has a multifactorial origin: common features such as reduced physical activity, exercise avoidance (due
to fear of luxations in hEDS and of fractures in Ol), muscle atrophy and increased adiposity are associated
with both conditions. In both conditions exercise therapy is therefore the cornerstone of treatment
but both need special attention to safety due to increased tissue fragility. However, the type of exercises
is different, as in hEDS special attention is needed with exercises which could provoke joint luxations,
while in Ol we should be careful with exercises with high impact on bone.

What were your most interesting findings?
The most important conclusions of my PhD were the following:
1. It seems that the interaction between muscle and bone is disturbed in adults with Ol. Or in other
words: the bone seems to respond less to contracting muscles in Ol compared to healthy controls.
2. All Ol types have muscle impairments, not only in childhood but also later in life, and it seems to be
worse in more severe Ol types.
3. It is possible that these impairments are inherent to Ol, but factors such as less physical activity,
fractures and deformities may also play a role.

So, my conclusion in one sentence: it’s not all about the bone in Ol. And what surprised me most is that
research in adults with Ol is so limited! There is still so much work to do, but on the other side: there is
already such an amazing Ol network of clinicians, researchers, patient organizations. We will get there!
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What is the most important take home message for clinical work?
Don’t forget the muscle in Ol - dare to be active/exercise!

Were patient organizations involved?

Both patient organizations in Australia and Belgium were involved in my PhD research. | presented the
study in both organizations and many of them were willing to participate in the research, which
contributed to a successful completion of the study. For my future plans (see below), | presented the
protocol to the Belgian patient organisation (ZOl). Their valuable input has led to a more feasible and
Ol-tailored study protocol, for which I’'m really grateful.

Are you working on other Ol-related projects? Future plans?

Yes, thanks to the Brittle Bone Society and the Ol Foundation, | was able to establish a new project which
is a continuation of my PhD work. As mentioned above, exercise is the cornerstone of treatment to
tackle muscle impairments, but we need to be careful. To impact both muscle and bone, we use high-
impact or high-intensity exercises in other clinical or healthy populations. In Ol, these exercises are too
risky/cause too much fear.
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Therefore, we’re implementing another kind of exercise, at low intensity, but which might have similar
effects on muscle as high-intensity exercise. It is also hypothesized to benefit bone health. We're
currently setting up the project in Belgium, but also Norway, UK and Germany are likely contributing to
this project. With this project, we hope to find a feasible and safe kind of training for the muscle-bone
entity and as such improve quality of life in adults with OI. You will hear more about the project in the
future!

Michael Geisman Fellowship Grant

The Michael Geisman Fellowship Grant program awards funding up to $50,000 per year, for two years, to
postdoctoral trainees who are currently working on projects with clear relevance to osteogenesis
imperfecta, or who have projects that will enable them to develop expertise in Ol research. The recent
Michael Geisman Fellowship awardee is Dr. Marie Coussens, of Ghent University in Belgium. Dr. Coussens
is receiving funding for her project Targeting Muscle in Adults with Osteogenesis Imperfecta: A New
Exercise Approach. This project is an interventional study to evaluate the impact of blood flow restriction
training on muscle and bone health and quality of life in adults with osteogenesis imperfecta type I.

Project to improve diagnosis of South African patients with Ol:

Diagnosis of Ol patients in South Africa
Interview with Kimberly Coetzer. PhD student at Stellenbosch University in Cape Town, South Africa

Who are you & what is your relationship with OI?
My name is Kimberly Coetzer. | am a PhD student in
Bioinformatics and Computational Biology at Stellenbosch
University in Cape Town, South Africa. My journey with
osteogenesis imperfecta (Ol) began during my master’s
degree in human genetics at Stellenbosch University in
2021. | was fortunate enough to join the Rare Disease
Genomics in South Africa research group upon the
recommendation of my honors supervisor, Professor David
Tabb. My supervisor, Professor Shahida Moosa established
the research group in 2019 because of her passion for
bringing genomics to Africa and using cutting-edge
technology to benefit patients with rare diseases. | was one
of her first students to conduct research on her patients,
specifically those with skeletal dysplasia. My master’s
research aimed to use next-generation sequencing technology to identify disease genes and causal
variants in patients with clinical-radiological features of Ol using an optimized clinical genomics
bioinformatics pipeline. Through this research | was fortunate enough to meet some of the amazing Ol
patients at Tygerberg hospital where | gained an immense passion for researching and diagnosing rare
disease patients.

You have done a project to develop and optimize a bioinformatics pipeline to aid in the diagnosis of
South African patients with Ol! Tell us about this project!

My master's project was part of the Undiagnosed Disease Programme in South Africa (UDPSA),
established in 2021 by Professor Shahida Moosa. UDPSA is the first of its kind in sub-Saharan Africa,
focusing on exome sequencing's utility in low-resourced settings and enrolling undiagnosed patients
with various monogenic disorders. Through the UDP, my project aimed to improve the diagnosis of
South African patients with Ol.
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Fifty Ol patients were recruited from the Medical Genetics Clinic at Tygerberg Hospital (TBH). Depending
on funding eligibility, patients underwent whole exome sequencing, a gene panel, or a single variant
test. My work focused on analysing the whole exome sequencmg data. We developed and optimized an
in-house bioinformatics pipeline using open-
source tools to identify the causal genetic | PRIX JEUNES TALENTS

variants for each patient, providing them with | AFRIQUE SUBSAHARIENNE

L'Oréal-UNESCO Pour les Femmes ef la Science

a confirmed diagnosis. This not only guided
the development of appropriate treatment
plans but also had significant practical
benefits. For example, some patients were
able to secure disability grants, which are
notoriously difficult to obtain in South Africa
without a confirmed diagnosis.

And congratulations with the Women in
Science Award that you won!

| was honoured to be one of seven South
Africans awarded the 2024 L'Oréal-UNESCO
For Women in Science award in September
last year. This prestigious program recognizes

and celebrates the achievements of talented young female scientists in either their doctoral or post-
doctoral phase. The selection criteria emphasized our contributions to scientific research, focusing on
the novelty, significance, and societal impact of our work, as well as our engagement within our
communities.

We were then invited to attend the Sub-
Saharan Africa Young Talents awards in
Cotonou, Benin in December 2024 which
celebrated 30 young female scientists from
all over Sub-Saharan Africa. We spent the
week attending workshops and training
sessions with a bit of fun in between. Our
sessions covered topics such as ethics,
% negotiation, harassment etc. These sessions
I were both educational and empowering. It
was definitely an eye-opening week for me
as well. | learned a lot about the disparities
that the other female researchers face in
4 their countries. It highlighted the urgent
> p g , " need to democratize scientific research
across the continent. OveraII it was an incredible experience that solidified my commitment to
advancing science and supporting fellow female researchers across Africa.

How is treatment and care for children and adults with Ol organized in South Africa?

In South Africa, the diagnosis of Ol is typically made by medical geneticists, orthopedic specialists, or
pediatricians based on a patient's clinical and radiographic findings. Genetic testing, which is vital for
confirming diagnoses and guiding treatment, is available through private laboratories, tertiary academic
institutions, and direct-to-consumer services. However, access is glaringly unequal, with more rural
areas lacking facilities, forcing patients to travel long distances.
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Efforts like the National Clinical Guidelines for Genetic Services attempted to address this by developing
standards to guide the establishment of regional and specialized genetic services. Despite this effort,
underdiagnosis and misdiagnosis remain a common issue.

The gold standard of bisphosphonates is not always feasible for many in our population due to factors
like high costs and the need for consistent access to clinics or hospitals. As a result, patients often rely
on whatever treatments or resources are available at nearby clinics. Those fortunate enough to receive
a genetic diagnosis can be referred to genetic counsellors who provide families with continued support
and guidance.
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An older photo from the BBA from 2017

Currently, there are no centers of expertise for Ol in South Africa. Patients can contact Brittle Bones
South Africa (BBSA) on Facebook for community support. This organization is led by Rageema
Livingstone, a mom to a daughter with Ol. Clinicians and researchers can refer patients to Professor
Shahida Moosa. Unfortunately, there are also no national guidelines or registries for Ol, reflecting a
broader gap in addressing rare diseases. Initiatives like the Rare Diseases Access Initiative (RDAI) are
promising, by aiming to enhance diagnosis, treatment, and healthcare access for all rare diseases.

The biggest challenges in terms of treatment and care include limited awareness and expertise,
inequitable access to testing and care, the absence of national registries, and a lack of standardized
guidelines. Despite these challenges, there have been positive developments, including increased
awareness and advocacy initiatives. Additionally, academic research has significantly increased, leading
to the development of improved sequencing and diagnostic tools enabling faster and more accurate
diagnoses.

Access to treatment and care for children and adults with Ol is a big challenge in most African
countries - what is the most important thing we can do to improve this?

There is so much that can be done to improve access to treatment and care, and they are all equally
important. An overarching idea that can be done is to make rare diseases a national priority in South
Africa. For Ol specifically, educating healthcare professionals is essential to enable earlier diagnosis,
better treatment, and effective management.
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A stronger focus on research is necessary to understand the prevalence of Ol and the unique needs of
patients within our population. This data can play a pivotal role in influencing policymakers to prioritize
rare diseases and allocate resources more effectively. Ultimately, this could result in the development
of national guidelines or frameworks for the treatment and care of Ol patients and by extension, other
rare diseases.

You are now doing a PhD about a novel multi-omics tool to enhance the investigation of disease
mechanisms? Tell us about this!

My PhD research focuses on developing an innovative multi-omics tool to study the underlying causes
of complex genetic diseases. Genetic diseases typically involve interactions between genes, proteins,
and other molecules within the body. These can be seen like parts of a puzzle that must be put together.
Traditionally, we would only focus on one piece of the puzzle, giving us a limited view of the whole
picture. My tool aims to integrate multiple pieces of the puzzle by including genomics (DNA),
transcriptomics (RNA), and proteomics (proteins) to uncover a clearer and more complete picture of
what drives these genetic disorders.

I’'m currently testing this tool using data from patients with Amyotrophic Lateral Sclerosis (ALS).
Hopefully, by analyzing multiple layers of data, my tool can pinpoint the mechanisms driving this disease.
The potential of this tool goes far beyond ALS. Once validated, it could be used to study a wide range of
genetic disorders from various populations. Ultimately, | envision this tool becoming a valuable resource
for researchers worldwide, not only to understand the mechanisms of complex diseases but also to
identify new targets for treatments.

Are you working with the national Ol-organization in your country?

Currently, | am not directly working with Brittle Bones South Africa (BBSA) or other organizations in
South Africa. | recently developed a rare disease dashboard called Rarelnsight during a codeathon. This
experience highlighted the significant lack of resources available for those affected by rare diseases in
South Africa, including the absence of organizations. It has underscored the importance of advocacy and
collaboration in building better systems for rare disease patients in our country.

What would be your dream project (irrespective of funding)?

My dream project would be to apply my PhD research to directly benefit South African patients. | would
love to use my multi-omics pipeline to uncover novel disease-gene associations, particularly for orphan
diseases, within our diverse population. A key part of this project would involve recruiting a large cohort
of patients. This would not only provide the data needed but also enable the creation of a
comprehensive database of rare diseases in South Africa, further developing my Rarelnsight initiative.
Achieving all of this would rely heavily on networking and collaboration with healthcare providers,
researchers, and patient advocacy groups. Overall, | hope to contribute to making genetic testing and
precision medicine more accessible and equitable for South Africans, regardless of their socio-economic
status.

What do you do in your spare time?

I’ll admit that | struggle to take regular breaks for hobbies and rest. However, when | do manage to step
away, | enjoy catch-and-release fishing. It has been a hobby of mine since a young age thanks to my dad
and siblings. It's my favourite way to escape work, disconnect from social media, and recharge in nature.
| also have a deep appreciation and love for ballet and take classes whenever | can. I've been practicing
ballet on and off since | was five years old, and it taught me invaluable lessons about discipline, focus,
and respect, while being a beautiful artform. | am also very passionate about social outreach. | love
mentoring school students, especially encouraging them to pursue STEM fields. It’s incredibly rewarding
to help inspire the next generation of scientists.
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Other rare bone diseases than Ol: X-linked Hypophosphataemia (XLH)
Interview with Tenna Toft Sylfest, XLH Alliance

OIFE has for many years had a project called "A stronger BOND between us". The goal behind the
project is to further develop an informal network between different stakeholders working on Ol and
other rare bone conditions (RBDs). The project has several subprojects and activities. We are formal
members of the European Rare Bone Forum (ERBF) and we have an informal long standing
collaboration with the umbrella for XLH — the International XLH Alliance. Because some of the other
rare bone conditions are very rare or very little known, OIFE can play a role in creating awareness and
spreading information about these conditions, which very often have a lot of commonalities with Ol.

Who are you and what is your relation to XLH?

My name is Tenna Toft Sylvest, and I’'m a 43-year-old woman living
in Copenhagen with my husband and our twin daughters. | live with
a rare bone condition called XLH (X-linked hypophosphataemia),
which | have passed on to one of my daughters, who was diagnosed
shortly after birth.

| co-chair the International XLH Alliance and lead the Danish XLH
patient group. Additionally, | am an active member of the ERN BOND
ePAG advocacy group.

In a few words - tell us about XLH and how it's affecting lives!
XLH is a lifelong progressive condition characterized by low
phosphate levels in the blood, leading to bone deformities, pain,
dental complications, and reduced quality of life.

The conventional and standard treatment for XLH has been oral phosphate supplements and active
vitamin D. However, since 2018, burosumab, a fully humanized antibody targeting FG23, has been
approved for use in the treatment of XLH in some countries in Europe, the USA, and many other
countries.

The clinical effects of XLH may include rickets in children, osteomalacia, bone pain, and leg deformities
as well as premature fusion of cranial sutures and disproportionate short stature. Additionally, patients
often experience dental issues making them more susceptible to tooth abscesses and periodontitis. In
adults, XLH can lead to pseudofractures caused by osteomalacia, along with osteoarthritis,
enthesopathies, spinal stenosis, hearing loss, depression, and an overall reduction in quality of life. You
can read more in a new article called “Clinical practice recommendations for the diagnosis and
management of X-linked hypophosphataemia”.

How rare is XLH and are there different types?

XLH is a genetic condition (X-linked). There is ongoing debate about how rare XLH is, but recent data
suggest it may be rarer than previously thought, with estimates ranging from 1 in 65,000 to 1 in 90,000.
Unlike Ol, XLH doesn’t have distinct types, XLH’ers are affected to varying degrees, from mild to severe.
XLH is a progressive condition.

Which patient organizations are you involved in?

I am actively involved at the National, European, and international levels. My journey in patient advocacy
began around 2017, about a year and a half after | gave birth to my twins. Through a paediatrician, |
discovered that what | had always referred to as D-vitamin resistant rickets was often known as XLH.
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This opened a whole new world of knowledge and connected me with other patient group leaders across
Europe and the US. My first international meeting took place in 2017, where a group of us patient
representatives decided to establish the International Alliance for XLH.

Like OIFE, the XLH Alliance aims to bring together national patient group leaders to support each other,
exchange knowledge and ideas, and collaborate on international projects. We strongly believe that this
collaboration amplifies our voice. And we’ve already achieved many great things together, such as the
annual awareness campaign for International XLH Day (October 23rd) and the International XLH
Symposium. Similar to OIFE, our organization is patient-led, not by medical communities or other
external interests. Since 2017, we’ve grown to 28 member countries worldwide.

On a national level, | helped
establish XLH Denmark in 2018.
The Danish group organises annual
family days and maintains strong
relationships  with  healthcare
professionals. We’re also an active
part of Rare Disease Denmark,
working together with other rare
disease patient groups, including
the Ol community in Denmark.

Finally, I'm involved with ERN
BOND (European Reference
Network) as an ePAG, working : _
alongside other patient Y :

representatives, including two fantastic colleagues from the Ol community in Norway and Germany.

Do you see any similarities or differences between XLH and OI?

Yes, | see many similarities. Although Ol and XLH as a condition is very different, we have many
similarities — where | think bone pain and deformities, dental issues, hearing loss are the most obvious
ones. In many countries we also see the same experts and there is a lot of valuable in learning from each
other when it comes to management and care.

Anything that's very/completely different?

One of the most noticeable differences is that we don’t typically break our bones, and for children with
XLH, bone fractures are less common. Instead, our bones are softer and may bow or become deformed.
However, as adults with XLH, we’re more prone to pseudo-fractures.

The drug burosumab has been approved for both children in adults with XLH - but only in some
countries and for some age groups. What are the reasons for this?

| can primarily speak to the situation in Europe and Denmark. Many countries have their own Health
Technology Assessment (HTA) bodies, which must approve a new treatment before it can be authorized
for the market. While EMA approval is required, in many places it is only the first step in allowing patients
access to a potential new treatment.

In 2017/2018, the EMA recommended Burosumab as a new therapy. In some European countries, this
led to automatic approval, enabling patients to be considered for the treatment. However, in many
countries, the pharmaceutical company must apply for market authorization and gain approval from a
national body.
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In Denmark, the pharmaceutical company has applied for authorization for children, and as a result,
children with XLH who meet certain criteria have begun receiving burosumab. In England, Burosumab
was initially approved as a standard treatment for all children, but after a new HTA review, it is now the
standard treatment for both children and adults.

Do you have any advice for the OIFE’s members, who might face similar challenges in the near future?
It’s a good idea to familiarize yourself with the HTA process in your country to understand how your
patient group can effectively voice its concerns. Each country adopts unique approaches to patient
involvement in the HTA process, ranging from no involvement at all to limited representation in a few
meetings, or even actively contributing data and providing decision-makers with detailed reports about
your condition, personal experiences, and quality of life.

Personally, | was struck by how lengthy the process can be and surprised that it requires the company
to initiate it. I've also observed significant variations in how the process and results unfolds across
Europe.

X-linked Hypophosphataemia (XLH)

XLH is a genetic disorder that affects
how the body handles phosphorus,
an essential mineral for the normal

formation of bones and teeth.
: ; PEDIATRIC o
* XLH results in various symptoms, Deformity of weight-
. . /‘ bearing limbs
particularly affecting the bones and » (o.0) Tocth sbcasses B fidve.
teeth. ;mf‘“""‘“' e Excessive dental carles /| /\ &) 4 and Looser zones)
1 - [ \ \
* People with XLH may experience Crionynostoss /:g.‘%““ Cstacensiach [\r A
Y NEASA N Bone and joint pain | ( Extraosseus
short stature, bowed legs, dental Rickets /W 31’( \‘*\\\ PR /1 | | cadification including
problems, bone pain or weakness, Ouleedmator J/‘ / “1-?’»»”"\ N ks pk sd Vs {v frovsonac o
. T . developme i / 7 , + Enthesopatl
hearing problems and joint stiffness witabromalites () /A ﬁ Chiari malformation « Spinal stenasis
v e A\
» These symptoms can vary in severity ‘!‘( ‘/ \ \ Gait abrormalities Hearing loss
AV} &)l Diminished
from person to person. ( / I Qllgﬁ" Chnblty St
. : . psyc pacts
* XLH is usually diagnosed during \k yx) Segelt ke
childhood and is a lifelong L) ‘3 ) ‘
- o ; o
progressive condition. 4’.’@' iy
* Prevalence is about 1 in 21 ,OOO Beck-Nielsen SS, Mughal Z, Haffner D, Nilsson O, Levtchenko E, Ariceta G, de Lucas Collantes C, Schnabel D, Jandhyala R,

Makitie O. FGF23 and its role in X-linked hypophosphatemia-related morbidity. Orphanet J Rare Dis. 2019 Feb
26;1411):58. doi: 10.1186/513023-019-1014-8, PMID: 30808384; PMCID: PMC6390548,

If you should suggest one topic Ol and XLH could work together on - what would it be?

| think the pain topic is an extremely relevant topic for both groups and a great idea to dedicate a
conference to, as you did in Stockholm. | have many ideas on what we could work with in the future
whether it be women’s health, geriatrics, dental issues. My main focus will be to continue on the
excellent collaboration between our groups - both between the International XLH Alliance and OIFE but
for me personally also nationally in Denmark. If you want to get in touch with me you can contact me
on email Tenna@xlhalliance.org or visit our website www.Xlhalliance.org

What do you do when you don't do XLH work?

| work full time as a Senior IT Consultant. When I’'m not working or volunteering, I’'m usually in family
mode, which brings its own joys. | used to love music, attending concerts, and dining out. These days,
the kids’ favourite tunes have taken over my playlists, but | still enjoy catching up with friends over
dinner and trips to the theatre.
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Dr. Joan Marini Transitions to Emeritus Status at the NIH

Joan Marini, MD, PhD, the longtime Chief of the Heritable Disorders
Branch and then Chief of the Bone and Extracellular Matrix Branch
at the NICHD/NIH, has closed her lab and clinical protocols after a
40 year life-work devoted largely to Ol. She has now transitioned to
Emeritus status at National Institutes of Health (NIH). Emeritus
status is a special recognition given to distinguished NIH scientists
who wish to retire but still maintain an ongoing working
relationship at NIH.

Dr. Marini came to the NIH for her Clinical Genetics Fellowship after
receiving her MD and PhD from The Johns Hopkins School of
Medicine. During her Fellowship, she began to work with paediatric
Ol patients and soon after established one of the first
multidisciplinary Ol clinics. For Dr. Marini, clinical endeavours were
always fully integrated with her research lab, focused on correlating
the phenotype of individuals with Ol with their molecular and
biochemical findings.

Her laboratory and clinical investigations have been instrumental in establishing our current
understanding of Ol genetics. When she came to the NIH, the first few collagen mutations had been
identified in patients with lethal Ol. Dr. Marini’s lab investigated the mechanism by which mutations in
the collagen helix impact bone quality and created the important Brtl mouse. They showed that
mutations that interfere with removal of either of the propeptides of procollagen surprisingly led to
distinct conditions called Ol/ EDS and High Bone Mass Ol. Starting in 2006, her work on recessive Ol was
groundbreaking, transforming our understanding of Ol to that of a collagen-related disorder in which
dominant Ol was primarily caused by defects in collagen, while recessive Ol was caused by defects in
proteins that interact with collagen, for modification, folding, crosslinking or processing, or to impact
differentiation of bone-forming osteoblast cells. This innovation began with her leadership in the first
breakthroughs of recessive Ol types with prolyl 3-hydroxylation defects, and eventually included the
contributions of multiple labs. Her laboratory identified many of the genes that cause rare forms of Ol
and generated mouse models to study their mechanism, including collaborating with Thai and Swiss
teams discover the first X-linked type of Ol.

Dr. Marini’s impact on rare bone disorder research has been recognized with three NIH Director’s
Awards!

For her clinical studies, she focused on growth and pulmonary function in Ol. The NIH Pediatric Ol
Longitudinal Population yielded the data for the first Ol-specific growth curves. Her work on lung
function in Ol was instrumental in establishing that lung dysfunction in Ol is intrinsic to Ol lung tissue, as
well as impacted by scoliosis and chest shape. She also led protocols for treatment of Ol with
bisphosphonates and recombinant growth hormone (rGH). Dr. Marini helmed international teams of
senior investigators in both the Ol Mutation Consortium, which correlated collagen mutations and
phenotypic outcome, and also the Nature Rare Diseases Primer, that brought consensus to Ol evaluation
and treatment.

Since 2005, she has Chaired the Scientific Committee of the triennial International Ol conference,

shaping that meeting into a must-attend venue for presentation of the latest important results by
physicians, basic investigators and pharma. The next conference will take place in Hong Kong in October.
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Her volunteer work with the OIF began well-before its current organization, when regional support
groups met in community centers. She organized and chaired the first Ol Conference that became the
OIF Annual Scientific Meeting. She is a longstanding member and former Chair of the OIF Medical
Advisory Council (MAC) and often attends OIF Family Conferences. The Ol Foundation is pleased that Dr.
Marini will continue her role with the MAC in “retirement”.

This article was first published in “Breakthrough”, Osteogenesis Imperfecta Foundation, USA

Artists with Ol: Rafael Barbosa

Where and how do you live today?
| live in Brazil in the city of Sdo Paulo with my parents. | work
with dance, | live from dancing, | have a salary.

How did you benefit from the Brazilian Ol community?

When | was a child, my parents participated in ABOI (Brazilian
Association of Osteogenesis Imperfecta) meetings and there
they had a support network, information about the disability,
which was so little known at the time. These meetings helped
us to have a more comfortable and less painful life

What is a typical workday like for you as an artist, and do you think it is different from artists
without disabilities?

My life as an artist is not as easy as any other. | wake up early, take the train/subway, go to the rehearsal,
2 hours away from my house. Sometimes | feel pain, tiredness, but it's a feeling of pleasure, because |
do what | love. In other words, it's not easy for anyone.

Did Ol influence your decision to become an artist and how does Ol influence your artwork?
It didn't influence my pursuit of art, but it does influence
being a person with a disability. | have always loved
dancing. As a child, | would just lie down and move my
head from side to side. | am an agitated, restless person.
When my fractures stabilized, | started dancing. At first, |
thought no wheelchair user could dance. And today |
know that everyone can do it, just have a body and will.

What are you proud of?

I'm proud of my story. I'm proud of my family. I'm proud
of who | am. | pride myself on my art. I'm proud of my
parents.

You have had scary moments in your life. Would you
share them with our readers?

| had two scary moments. One was from the car accident | had in 1998, in Recife. | suffered a head injury.
| needed surgery to remove the clot. A risky surgery, especially for those with Ol. And another moment
was when | had heart surgery last year. | had a plasty (mitral valve correction). A very risky surgery
because it is Ol. The surgery was successful, but | had post-surgery vasoplegia. My lung wasn't working
properly. | was intubated twice and then tracheostomized. | was hospitalized for 3 months. That was the
most difficult moment of my life.
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What was one of the happiest moments in your life?
One of the happiest moments of my life was returning to my home after three months of
hospitalization, in 2023.

If any of our readers want to try their hand at art - what should they do?
To believe that they can!

Dundee 2025 Schedule

International Scientific
Symposium

Be part of this Symposium that brings
together leading scientists, researchers,
healthcare professionals, and advocates to

o Sog
%

explore the latest developments in OL. This
event is open to HCPs only.

Research Event and
Gala Dinner

A day dedicated to research and clinical
trial news and updates from TOPAZ Trial,
MOWA Study, Setrusumab, RUDY and more.
This event is open fo both HCPs and the OI
community,

Dundee.2025

Thursday 24th July

Family Conference
and AGM

Come along o our Family Conference and
AGM, a special gathering for those living
with Ol and their families flled with
interesting talks and about the latest in O

Come to Scotland in 2025!

The Brittle Bone Society are delighted to announce that registration for our Dundee 2025 series of
events is now open! This July, we can’t wait to welcome you all to Dundee, Scotland where the BBS
was originally founded, for several days of interesting talks, socialising with the Ol community and lots
of fun. All the events will be open for participants from outside the UK as well. Taking place at the
Apex Hotel, we will be hosting three days of events, these include:

e International Scientific Symposium on Thursday 24th of July, which is open to healthcare
professionals only.

e Research Event and Gala Dinner on Friday 25th of July, open to anyone who wishes to attend.
This is an excellent opportunity to learn all about the latest research into Ol and to hear from
bone specialists, as well as attend our Gala Dinner where we will be highlighting the amazing
work of our fundraisers from the past year.

e Family Conference and AGM on Saturday 26th of July, which is open to anyone who wishes to
attend. Our family conference is a popular event every year, and this year we are excited to
invite everyone to listen to a great variety of speakers, meet with people from the Ol
community and make many lasting memories.

For more information and registration, visit our website.
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News in brief

The BBC
Lifeline Appeal
. raised a total of

- £52 800.25!

GOOD NEWS FROM THE UK!

We congratulate the Brittle Bone Society who
raised an incredible total of £52,800.25 through
their BBC Lifeline Appeal. The project featured a
10-minute film broadcast on the TV-channels BBC1
and BBC2 to raise awareness of Ol and the work of
the BBS. Keep up the good work!

NEW PHD ON Ol & TEETH

Earlier this month, dentist Clara Sandibel Garcete
Delvalle's defended her thesis about "Alterations
of the erupting process of teeth in Ol children
medicated with bisphosphonates"

We congratulate Clara with her achievements and
look forward to new collaborations!
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X-RAY PHOTO QUIZ FOR MEDICAL STUDENTS

The Dutch organization for VOI offer trainings for
coming doctors. One of their last trainings included
an English lecture about Ol. Students also learned
to recognize symptoms and discuss treatment
options with people with Ol. With an x-ray photo
quiz and a mini-course on how to use plaster cast,
theory was combined with practice. Students not
only discovered how challenging plaster cast can
be, but also gained a greater understanding of the
experiences of people with OlI.

OPEN LETTER TO THE é:[l

WHO DIRECTOR-GENERAL

#RESOLUTION

OPEN LETTER TO THE
ORGANIZATION

On January 23 OIFE had a meeting with doctors
from a European country where there are hardly
any treatments for children with OIl. The families
have to pay and bring the bisphosphonates to the
hospital themselves. Our vision is children and
adults with Ol living active and independent lives -
with access to competent healthcare and
necessary social support. We have a long way to
go! This is why OIFE has joined the Coalition in
Support of the WHA Resolution on Rare Diseases.
We support the open letter to the director-general
of the World Health Organization (WHO).

WORLD HEALTH

NEW PHD ON Ol AND GENE THERAPY

In January we learned about a new PhD on Ol and
gene therapy. We congratulate Aysenur Saygil
with her achievements!


https://www.rarediseasesinternational.org/wp-content/uploads/2025/01/Coalition-WHA-Resolution-on-Rare-Diseases-Open-Letter-to-WHO-DG.pdf?fbclid=IwY2xjawIAmG5leHRuA2FlbQIxMAABHQkwt4wJmcDE5kzM51HD6XNF13sFNysVu2K_hBapLkxwF5oQZ_u3DcxLgQ_aem_XiugA_QfsOwR_I1KOPFe8Q
https://www.linkedin.com/in/dnaysenurna40aysenursaygili/

WE CONGRATULATE PROFESSOR VALERIE
CORMIER-DAIRE - WITH €250,000 AWARD FOR
RESEARCH ON RARE BONE

On January 9, 2025 the Pasteur-Weizmann/Servier
Prize was awarded to Professor Valérie Cormier-
Daire, a paediatrician in the medical genetics
department of the Hopital Necker-Enfant-Malades
and Inserm research Director of the Institut
Imagine in France. Professor Valérie Cormier-Daire
got the award for her innovative work and major
advances in the understanding and treatment of
rare bone diseases in children including Ol. The
prize, worth €250,000, will support the continuing
work of Professor Valérie Cormier-Daire and her
team. Read more here. Photo credit:
https://institut-servier.com/

Research Announcements

OIF HAS UPDATED GENETICS AND PRENATAL
FACTSHEETS

The Ol Foundation has refreshed their Genetics
and Prenatal factsheets. These new updates reflect
the most current knowledge about the genetic
basis of osteogenesis imperfecta (Ol) and provide
guidance for those exploring prenatal testing
options.

We encourage you to check out the updated
factsheets at the OIF webpage.

SPECIAL ISSUE ON Ol

Lars Folkestad and Stuart Ralston has been the
editors for the Springer Nature publication
Calcified Tissue International and Musculoskeletal
Research special issue on Ol.

They have assembled a series of critical reviews
and original work that embodies current state of
the art related to the nosology, genetics, clinical
presentation and treatment (both medical and
surgical) of Ol in both children and adults as well as
translational studies on mineralization of bone in
Ol and preclinical studies, using animal models for
the disease. You can find the special issue here.

A multicenter phase 3 clinical trial is being conducted to study the AmN
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

efficacy and safety of a clinical trial drug

who have a diagnoses 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

at: https://clinicaltrials.gov/study/NCT05972551.

DISCLAIMER

The OIFE is not involved in the design or management of research studies we announce and as such, is neither
endorsing nor supporting these studies. The mission of the OIFE is to keep the Ol community informed of all
relevant studies. This information is made available as a service to the Ol community. We are available to
answer questions on this or any other research announcements. Please contact the OIFE at office@oife.org if

you have any questions.
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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

Ute Wallentin & Maria Barbero (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 LinkedlIn:

Youth Coordinators: youth@oife.org https://www.linkedin.com/company/oife
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