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Editorial: Getting older with Ol

In February | turned fifty. 50 years! When | see the number,
I still cannot really grasp it. When | was younger, | felt fifty
sounded really really old. And maybe it is? After all — | have
probably lived more than half of my life.

Have | accomplished everything | want? Do | still have new
adventures to look forward to? Is there still a chance to
improve my health or is it only downbhill from here...?

| thought a lot about these questions in advance of my
birthday. And then | dealt with the gloomy thoughts my
own way - by throwing the biggest party | have ever done.
Great Gatsby style with fancy cocktails, fancy dresses and
lots of good friends and extravaganza. It helped a little.
Because age is just a number, right?

Orisitreally?Istill feel young and even childish in my head.
In my Ol body on the other hand, | can feel those 50 years
and around 50 fractures quite well. My chronic pain is
getting worse. | have arthritis in my fingers, my hips and my
shoulders are starting to act up too. And | struggle to sit up
straight or comfortable in any position. | think | might need
a corset again. But is this just creating other problems?

| know | should exercise more, but | just cannot get around to do more than my weekly swim. Especially
since | get more pain after exercising. And no, it’s not the «good kind of pain» which makes you feel
happy after working out. Exercising triggers my other pain. The bad and scary one. Inflammations,
irritations and nerve pain. And this also affects my sleep.
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And speaking about sleep, | now need ridiculous amounts of it. Before | could survive on 6-7 hours. Now
I need between 10 and 12. And if | don’t get enough — | wheel around like a zombie until | find a bed or
the next triple espresso. And this stupid need for sleep gives me very little time to do everything that |
want to do — volunteer work, exercise, travel, hang out with friends. Which causes even more stress. Do
| have enough time to reach my goals? How many years left do | have before | need to travel with an
assistant? Or before | am too tired to travel at all...?

Am | the only one who feel like this? Like time is running out faster if you have OI? And that | need to
hurry to do everything before my body fall apart. Because let’s face it! Statistics do not look good when
it comes to ageing with Ol. Especially for Ol women after menopause. Which makes it even more
puzzling why we hardly know anything about what happens after 50. What we can do to prevent more
fractures, more pain and joint problems. It’s like a big black box. And it’s frustrating.

According to the IMPACT survey, people with Ol worry a lot about these things. Around 50% of people
with Ol worry a lot about getting older and a larger percentage worry a lot about losing their mobility.
Many also worry a lot about fractures, Ol complications and losing independence.
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Next year we are doing something about this. Our big topical meeting, which takes place every third
year, will be held from June 18 to 21 in Copenhagen, Denmark. And the topic in 2026 will be phases of
adult life with Ol —including transition from youth to adulthood, but also from adulthood to older age.

Would you like to learn more about what you can do to prevent complications? Or share your
experiences? Or contribute to discussions with professionals and industry on what they can do to ease
some of our worries? Then put the date in your calendars already now!

Because a lot of things can be done. And problems can most likely be prevented. We just need to gather
more information and fill the knowledge gaps with more research. Based on what we find - we need to
develop advice on how we can live better and healthier lives with Ol —also when getting older. And how
the professionals can support us in doing so. And we want to do it from a positive perspective —hopefully
more positive than this editorial. Because fifty is not the end. It’s only a new beginning...

See you in Denmark in June!

Ingunn, OIFE president



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

From January to end of April we prepared future events as well as some research activities connected
to the IMPACT survey, the pain project and a grant application to the European Rare Disease Research
Alliance (ERDERA). We organized our OIFE Leadership Meeting and a successful kick off for the new
Advisory Board in January. In February we ran a successful Rare Disease Day campaign on social media,
building up to the Black Pearl Awards and the awareness day. In March we had a face to face board
meeting in Oslo at the same hotel that we’re organizing the OIFE AGM & Annual conference in June.

OIFE Board meetlng

2025

We include a list of online meetings that we have organized or attended between mid-October and end
of December. In addition, we had many meetings connected to the ERDERA project.

e OIFE Board Meeting Jan 21, Feb 18, March 14-16 (face to face) and April 8
e Angitia Bio, Jan 3 and Jan 15 (IW)

e KOLathera, Jan 7 (IW)

e Ol Unmet Needs — patient preference study, Jan 13 (AT and IW)
e Pain Toolbox — Finnish physiotherapist students, Jan 13 (IW)

e Weight loss and Ol (Danish researchers), Jan 1 (IW and JW)

e Eric Orwoll Adult Health project, Jan 14 (IW)

e Togetherd4RD & ERICA webinar, Jan 16 (IW)

e UCB & AMGEN (Evenity), Jan 21 (IW)

e Kick off — OIFE Topical Meeting 2026, Feb 17 (IW and TvW)

e 0I2025 organizers, Feb 27 and March 15 (IW and AT)

e European Huntington Association, Feb 28 (IW and AT)

e SATURN project March 20, 26 and April 14 (IW, AT, JW)

e Empowered by Us (Sophie Turner), March 24 (IW)

KICK OFF ADVISORY BOARD

We have 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. On January 22 we had a successful kick-off for
the new group on Zoom, where all the members except Antonella Forlino introduced themselves and
shortly discussed the mandate of the new advisory body.



https://oife.org/who-we-are/advisory-board/

OIFE LEADERSHIP MEETING

On January 28 we gathered most of our European member organizations to our annual OIFE Leadership
Meeting on Zoom. In addition to news about OIFE activities and events, the meeting included
information about the Rare Disease Day campaign, news from ERN BOND, the BBS Lifeline Appeal and
Q&A session with Tenna Toft Sylfest from the XLH Alliance called “Will new drugs be affordable and
accessible?” After a short break, we welcomed representatives from the companies UCB and AMGEN,
who gave an introduction about the Evenity trial (romosozumab) followed by a Q&A and discussion
about how the Ol-organizations can help with creating awareness about the clinical trial.

EURORDIS BLACK PEARL AWARDS

On 24 February 2025 in Brussels — EURORDIS
hosted their Black Pearl Awards, where they
announced the final winners of the 14th
edition of the awards. Stephanie from the OIFE
Board was invited as a guest and award
presenter. This year included 12 different
award categories and Ol had a connection to
two of the most prestigious awards — the
Lifetime Achievement Award won by Birthe
Byskov Holm and the Company Award for
Patient Engagement which was shared
between the two companies Mereo
Biopharma and Ultragenyx. Read more
another place in the magazine.

OIFE AT RE(ACT) CONGRESS

RE
From March 5-7 OIFE board member Alessandra Tolaccia represented ”'”'(*'Ag-«zz BLACKSH
OIFE at the Re(Act) Congress in Brussels, Belgium. The congress covered WE FOUNDATID

different topics related to rare conditions including newborn screening, EMPOWERED W
A COMMUNITY

data sharing, advanced therapies and impacts of rare conditions on THAT

patients, families, and society. You can see the full program here. DESERVES
TO BE HEARD

VAPES CONFERENCE BULGARIA

Thank you so much to Varna Pediatric Endocrine Society for inviting OIFE
to attend their annual conference! OIFE president Ingunn met both
engaged doctors and people with Ol in Varna, Bulgaria on April 4th.
Ingunn attended the bone session of the conference, where Paul Arundel from Sheffield gave a talk
about therapeutic management of Ol via videolink followed by live Q&A.

Afterwards Ingunn talked about
Ol and OIFE to the Bulgarian Ol
families and encouraged them to
revive their Ol-group, to work for
better treatment in their
country. Currently the situation
is difficult. Families need to buy
bisphosphonates in Turkey and
bring them back to the hospitals
in Bulgaria, where the drugs are
administered.



https://www.react-congress.org/program/full-program/

EASE Summit 2025

On April 10t Ingunn and Alessandra represented OIFE at the Annual Summit
of the European Society of Association Executives (EASE) in Brussels.
Topics covered this year were global changes, strategy, communication
and event planning. We had submitted the IMPACT survey for the annual
impact award. But unfortunately, we were not picked this year around.
Maybe next year?

OIFE IN CHICAGO

From April 10-11 we were lucky to
have our advisory board member
Lida Zhytnik representing us at the
Ol Investigator meeting in Chicago.
The meeting is organized by the
American Osteogenesis Imperfecta
Foundation (OIF) and is for American
researchers. This year’s edition was
titled Translating Discoveries into
Therapies. More than 100 clinicians
and researchers gathered for two days in-person and virtually. Session topics included Bone Biology,
Clinical Features and Extra-Skeletal Issues in OIl, News from Pre-Clinical Models, New Diagnostics and
Therapeutics, and Pregnancy/NICU and Management of Young Ol Patients.

OIFE at Black Pearl Awards 2025

On 24 February 2025 in Brussels — EURORDIS hosted their Black Pearl Award show, where they
announced the final winners of the 14th edition of the Black Pearl Awards, celebrating the
extraordinary individuals, organisations, and companies driving progress for people living with a rare
disease. Stephanie Claeys from the OIFE Board was invited as a guest and award presenter.

What is the Black Pearl Award?

Held each February in the lead-up to , this year taking place on 28 February, the
highlight the tireless work of those breaking barriers, advancing research, shaping policy,

and fostering solidarity with and within the rare disease community. This year included 12 different

award categories and Ol had a connection to two of the most prestigious awards — the Lifetime

Achievement Award and the Company Award for Patient Engagement.


https://www.rarediseaseday.org/
https://www.eurordis.org/black-pearl-awards/
https://www.eurordis.org/black-pearl-awards/

The Lifetime Achievement Award

The Lifetime Achievement Award from EURORDIS-Rare
Diseases Europe recognises outstanding individuals who
have demonstrated a lifelong dedication to addressing
the needs of people living with a rare disease. With the
2025 award, EURORDIS acknowledge the impressive
scale of Birthe Byskov Holm’s cross-cutting
achievements since the beginning of her involvement in
rare disease advocacy, and specifically with the
osteogenesis imperfecta community, more than 40
years ago.

Her membership of the Danish Osteogenesis Imperfecta
Society (DFOI) since 1983 and her former roles as
President and Vice President are impressive in themselves, as is her role as Co-founder and President of
Rare Diseases Denmark (Sjaeldne Diagnoser). Furthermore, her role as a patient voice representative at
the Danish Medicines Council have truly helped to improve the lives of people with rare diseases and
the development of therapies for their conditions.

On the international stage, Birthe has served as Vice-Chair of the Committee for Orphan Medicinal
Products (COMP) at the European Medicines Agency (EMA) and was also a member of the EURORDIS
Board of Directors from 2012 to 2023. OIFE 100% supports this award and send warm congratulations
to Birthe and to the Danish Ol-organization DFOI. This is very well deserved. In this videoclip, you can
see Birthe Byskov Holm receiving her award and her thank you speech.

The Company Award for Patient Engagement

Further, we congratulate our collaborators Ultragenyx and
Mereo Biopharma for their prestigious Company Award for
Patient Engagement, which was announced on January 28th,
2025. We do truly agree that the two companies take the
voices of the Ol community seriously, something we have seen
in the

Quote EURORDIS-Rare Diseases Europe: “Both biopharma-
ceutical companies’ deep understanding of high unmet needs
and attentiveness to patients as equal partners have led to the
advancement of solutions for communities with barely any
treatment options, including people living with osteogenesis
imperfecta (Ol).”

In this videoclip, you can see Stephanie handing out the award to the CEO of Mereo, Mrs. Denise Scots-
Knight (left in the photo) and the Patient Engagement Director of Ultragenyx Mrs. Jenny McCue.

Quote from Denise Scots-Knight (on what has been the main learning working with the Ol-community):
«So what we’ve learned is that language and representation matters. What we’ve been told by many
people living with Ol is that it’s a condition not a disease and also these are people are not patients, they
are people. So we try and live by that language. If we’re using imagery in our materials in our corporate
materials for example, we try and make sure we’re representing the whole Ol community so there are
different severities and also to represent both adults and children.


https://youtu.be/8YMAbL8WRoE?si=01GYFbpeV5hJqFTw&t=7536
https://www.impactsurveyoi.com/
https://youtu.be/8YMAbL8WRoE?si=y2rMw661efU7X7bQ&t=5876

And then the other part is when we’re working on any part of the development program, we want to
work in true collaboration. So true partnership rather than trying to drive everything ourselves. As |
mentioned, we’re not the experts in living with Ol, so this leads to more meaningful more durable results.
An example is the IMPACT survey which thanks to the contribution of the Ol Community is the largest
global study of people living with the condition. So we truly thank the community for working with us in
true partnership to generate the data from IMPACT, which is going to be incredibly useful for many many
different organizations going forward. »

EURORDSS

The Award Show

This year’s event brought together hundreds of attendees, both in Brussels and online, including patient
advocates, healthcare professionals, policymakers, industry leaders, and artists. The ceremony was
hosted by Dr. Carrie Grant MBE, a BAFTA award-winning broadcaster, vocal coach, and outspoken
advocate for health equity and disability rights, serving as the official Master of Ceremonies for the Black
Pearl Awards since 2018.

The evening was further enriched by captivating performances from internationally acclaimed soprano
Victoria Oruwari, a classically trained singer whose artistry and advocacy as a blind performer have
made her a powerful voice for inclusivity in the arts. Here you can see the photo gallery from the award
show in 2025.

Previous Ol-related Black Pearl Awards

And it’s not the first time in history that the Black Pearl Award goes to people with Ol. In 2021
the prestigious Volunteer Award for their advocacy work
for Ol and other rare conditions.

People with Ol have also been top three several times in the Black Pearl Photo Award.


https://www.flickr.com/photos/eurordis/albums/72177720324394287/
https://www.flickr.com/photos/eurordis/albums/72177720324394287/
https://oife.org/2021/02/24/winners-of-black-pearl-award-2021/
https://oife.org/2021/02/24/winners-of-black-pearl-award-2021/

Meet OIFE’s Advisory Board Members

DIMITRA MICHA,
Molecular geneticist, PhD, The Netherlands

Who are you and what is your relationship to OI?

In my current function | am assistant professor and head of
the Connective Tissue Diseases section in the Human
genetics department of Amsterdam UMC in the Netherlands.
For the last 15 years | have been performing dedicated
research on Osteogenesis Imperfecta (Ol) and other skeletal
dysplasias. My team also coordinates the curation of the
international Ol variant database, and | am part of the
scientific committee for the 15t international conference for
Osteogenesis Imperfecta in Hong Kong. | hope to see all
there! | am also deeply honored to be part of the scientific
board of OIFE and to give this interview for the OIFE
magazine, which has had a profound role over the years in
connecting the Ol community.

What are the biggest knowledge gaps in Ol and how do you work to fill them?

| was initially attracted to the Ol and skeletal dysplasias not only because of the fascinating bone biology
but also by the uniqueness of this relatively small disease field. Compared to other genetic diseases,
there is so much to do, in order to improve disease understanding and help the patients. Ol has
numerous research and clinical deficits on which we are working on. | am lucky to have landed in a center
with a lot of Ol history.

Our efforts with genetic testing have led to the discovery of three new genes for Ol. However, despite
the success with mapping the genetic Ol background and the subsequent improvement of Ol diagnosis,
this knowledge has not yet been translated into effective new therapies. Especially regarding advanced
therapeutic medicinal products such as cell and gene therapies, our field is significantly lagging behind.
More attention, initiatives and research stimulation are needed. This is also the case for studies on new
medicines, which are needed to expand the still limited Ol portfolio of effective and safe therapies.

As researcher, | believe that real research innovation always starts from the clinic for which reason my
research is heavily oriented on translational studies. The last years, we have been working on several
research lines of gene therapy and drug repositioning development which we hope will lead to
advancements with impact on quality of life for the patients.

Therapy development is intrinsically connected to disease models, which are needed to successfully test
new therapies. Some years back, | was shocked to see that there is no reliable mouse model for Ol type
1 with collagen deficiency, which represents the largest Ol patient group! One of our major
developments the last years has been the generation of a new mouse model which is now available to
study and develop therapies for this vey prevalent Ol type. In the bone disease field, we also need to
develop animal-free alternative models on which we work collaboratively with other centers.

It is also important to mention that translational efforts can only exist with close connection with the
clinic. To this end, | am fortunate to work closely together with prof Marelise Eekhoff who leads the
clinical side of our Rare Bone Disease center. She is tirelessly setting up clinical studies and guidelines
and ensuring the best clinical care for Ol patients in our center.



Equally unmissable from our research is the patient perspective, which we are lucky to have through the
welcoming Dutch patient association VOI, for which we thank the committed board members over the

years and the talented new chair Roeline Labout.

In Ol, we are a unique field and as such we also have unique challenges. Hopefully, together we will help
the Ol field soon catch up with developments in other genetic disease fields.

What is the most important role of OIFE compared to the national Ol-organizations?

Rare diseases are rare, and solutions can be effectively sought and achieved only by connecting and
working together. OIFE has a key role as the European organization, in providing this much needed
connection and overview of crucial Ol patient related topics. As researchers, we are obliged to be well
aware of patient matters that require improvement. | was very happy to read about the IMPACT study -

a wonderful initiative of OIFE, OIF and the Ol
community. This gave a refreshing look at the
disease by highlighting disease aspects which
the patients feel must be improved. This is the
first step to steer scientific and clinical
research to avenues that can address these
understudied patient needs the coming years.
| also find the OIFE Investigator Meetings and
Clinical Trial sessions very informative. They
benefit the entire Ol community. My
wholehearted thanks to the OIFE board and
Ingunn for the inspiration, hard work and for
supporting our research efforts!

What do you do in your spare time?

W

Amsterdom UMC
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Ol is my career and certainly also my passion. Because of my combined Scandinavian and Mediterranean
heritage, | am interested in learning about cultures, and | enjoy people’s diversity which | also promote
at work. In my spare time, | like cycling. For which | am ideally situated in the Netherlands with stunning

cycling routes.

VESELIN BOYADZHIEV,
Pediatrician, Assoc. Prof. Dr., PhD, Bulgaria

Who are you and where do you live and work?

Hello to everybody involved in Ol missions! My name is Dr.
Veselin Boyadzhiev, and | am 50 years old. | am a pediatrician
and pediatric endocrinologist, born in the beautiful city of
Varna, Bulgaria. | graduated from the Medical University of
Varna and have been working at the University Hospital "St.

Marina" - Varna for 25 years.

Tell us about your work with Ol!

My interests in pediatric bone health and calcium and
phosphorus metabolism and its disorders, began around 2006

when | participated in an ESPE winter school.
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In 2008 | had the great chance to become an ESPE
Fellow under Prof Nick Bishop at Sheffield
Children's Hospital, where | encountered Ol
patients for the first time. | will never forget the
emotions and celebrations during the 'Ol Fun Day'
that was held in the city during my time there.
When | came back in Bulgaria, we started to look for
Ol patients and during the next few years we
already had 8-9 children with OI.

The first treatment courses with bisphosphonatesin
Bulgaria were performed in 2011. Most of our first
patients are now adults, but fortunately we are still
in touch with some of them. We currently care for
about 15 children with Ol, with the total number of
our Ol patients over the years being about 25.

Are you involved in Ol or bone health research?

Yes, in 2015 our team became part of the AMGEN Denosumab study with 2 children successfully enrolled
in the study. In 2024 | completed my PhD thesis on the impact of obesity on bone health in teenage girls.

Do you belong to any networks/scientific societies?

| am a member of the Bulgarian Association of Pediatricians, the Bulgarian National Pediatric Endocrine
Society, the Varna Pediatric Endocrine Society, and the European Society of Pediatric Endocrinology.

B

Many years ago, former OIFE President Ute Wallentin visited the Bulgarian OI-community.
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How is treatment and care for children and adults with Ol organized in Bulgaria?
The diagnosis of Ol in our center is based on the usual anamnestic,
clinical and radiological criteria. Most families already have
genetic confirmation, but unfortunately the costs of genetic
testing are not yet reimbursed by our healthcare delivery system.
Neither is medications.

We have been administering bisphosphonate infusions since
2011. For some reason, most of our children are still on
pamidronate. It seems that it is still psychologically difficult for
families to switch to zoledronic acid. Many of our Ol children have
telescopic rodding surgery, which is available at several places in
the country.

The transition from pediatric to adult care has been improving
recently, as a part of addressing "transition problems" for chronic
and rare diseases like diabetes, syndromic disorders etc. Most of adults with Ol in Bulgaria are managed
by endocrinologists.

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

Unfortunately, our Ol organization, established by a few families 2-3 years ago, is still not functioning
properly. Meanwhile, the collaboration with other centers following Ol patients, mainly in the capital
Sofia, is also still insufficient and unsatisfactory - we still do not have a national registry and national
plans for monitoring and treatment.

What is the most important role of OIFE compared to the national Ol organizations?

In my opinion, OIFE is maybe the best institution for collaboration between the different national Ol
organizations and the place for exchange of knowledge and experience in the field of Ol management.
The membership in OIFE should be obligatory for every national Ol organization searching for better Ol
healthcare.

What are the biggest knowledge gaps in OI?
I’'m afraid that we really have a lot more to
learn. Just take Ol type 5 — a multifaceted
disease with such a wide spectrum of possible
phenotypic presentation, unusual
complications and  poorly  understood
mechanisms! But | hope that current and
future technologies (such as genetics,
molecular biology, medical physics, etc.), will
help us fill the gaps very soon.

What do you do in your spare time?

| am a really big fan of sports — especially
football and basketball. My other passions are
music and playing the guitar. Traveling is also a
must during vacations.

April 2025 Ingunn was invited by Veselin to their conference in Varna
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OIF Annual Scientific Meeting 2025 in Chicago

“Translating discoveries into therapies”
Written by Lidiia Zhytnik, OIFE Advisory Board Member

The 25 annual OIF Investigator meeting took place 9-11 of April 2025. Traditionally held in Chicago, the
OIF investigator meeting invites more than 100 top (almost exclusively) US and Canada scientists and
clinicians working on improving quality of life for Ol people. The purpose is to share the latest
knowledge, discuss trends in Ol research and treatment, and establish new connections that can lead to
high impact projects. The board of the Ol Foundation (OIF) were present during the event to meet
researchers, share their experiences and to learn about latest
investigations in Ol. OIFE sneak-peeked OIF’s scientific meeting
this year via Lidiia Zhytnik, member of OIFE’s advisory board. 0l Foundation

Scientific Meeting
The meeting chairs of this year - Ronit Marom (MD, PhD, Baylor
College of Medicine, Houston, TX) and Roy Morello (PhD,
University of Arkansas for Medical Sciences, Little Rock, AR)
prepared an excellent intense three-day program covering all
significant developments in Ol: bone biology, Ol extra-skeletal
challenges, novelties in lab models, diagnostics and
therapeutics. Meeting included news from OIF to keep the
research community up to date with US Ol activities, BBDC (a
brittle bone disease consortium active in US for more than 15
years) and industry (Amgen, Ultragenyx, Angitia, Boost
biopharma). Additionally, a session from early-stage
investigators and a panel on pregnancy and young patient
management enriched the meeting program.

Keynote address “Drug Repurposing in Ol” was given by Nicholas
Bishop (MD, FRCPCH, University of Sheffield, UK). Prof. Bishop
presented an ongoing clinical trial of Losartan (meant to use for
high blood pressure originally but also reducing bone fragility).
While testing in other disorders, researchers noticed, that the drug
| improves skeleton and muscle, so after successful testing Losartan
® inthelab, an approval to test it in people (aged 16+) was received.
| The trial is ongoing (Phase Il) and supported by Remedi4all project
(an EU platform for drug repurposing, supported with EU
commission). Recruitment of patients will start soon in Italy (see
this page for more information).

Bone biology session draw more attention to skeletal stem cells and their impairment in Ol, studied by
researchers from Baylor College of Medicine (Houston, TX) and Weill Cornell Medicine (New York, NY).
Originally skeletal stem cells were discovered in 2018. However now researchers found that Ol’ers might
have more of these skeletal stem cells, and their ability to form bone cells is impaired. Studying in-depth
skeletal stem cells also helped researchers to identify new targets which will be useful to develop
therapies. Especially schnurri 3, about which we will definitely hear more in the upcoming years.

Via studies of skeletal and other stem cells we learned more about fracture healing and cells
participating in the process, which will help to support bone healing. Researchers from the Medical
University of South Carolina (Charleston, SC) presented their study of autoimmune aspects of Ol.
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https://clinicaltrials.eu/trial/study-on-losartan-and-hydrochlorothiazide-for-osteogenesis-imperfecta-in-patients-aged-16-and-above/
https://clinicaltrials.eu/trial/study-on-losartan-and-hydrochlorothiazide-for-osteogenesis-imperfecta-in-patients-aged-16-and-above/
https://pubmed.ncbi.nlm.nih.gov/30241615/
https://pmc.ncbi.nlm.nih.gov/articles/PMC10402191/
https://pmc.ncbi.nlm.nih.gov/articles/PMC10783872/
https://academic.oup.com/jbmrplus/advance-article/doi/10.1093/jbmrpl/ziaf053/8108950?searchresult=1).

Considering immune and inflammation components of Ol - E
is a relatively new perspective, which already resulted in
therapy ideas and clinical trials (like Losartan). This is also
very important for the understanding of the pain WEICouEEP

component in Ol, which potentially can bring a desired The IMPACT Survey
chronic pain relief. Aspects of pain become more and e oo
more recognhized by researchers with the help of the
IMPACT study, which was presented by Melanie Anderson
(Wickenstones) during the meeting. Researchers not only
cite IMPACT in their presentations acknowledging impact
of pain in life with Ol. But they start to study pain more in
their preclinical studies and even involve it as an outcome
measure in clinical trials. This is especially complicated, as pain has a complex and subjective nature.

MacBook A

Find results from IMPACT at www.impactsurveyoi.com

Researchers also created a couple of new mouse models (for Cole-Carpenter syndrome, genetic Ol type
XIl, Ol type 1). Ol is very different, so these mouse models will help to study various Ol mechanisms and
bone in different Ol types. This is needed to develop therapies specifically for each Ol type and defect.

New and already established concepts to Ol treatment were presented during the meeting: antibodies
and molecules enhancing bone formation (targeting sclerostin, dickkorpf-1, myostatin, activin A) or
decreasing bone degradation (targeting siglecl5). University of Pavia (Italy) presented a study on
modified 4-PBA in zebrafish and showed beneficial effect on both process of bone metabolism.

Many treatments which were effective in preclinical trials unfortunately fail to work in humans during
clinical trials. And this is normal, as human organism is different from preclinical models. Secondly, we
need options in therapies, as Ol is different. Each Ol type might need its own effective therapy
eventually. People have different age and health
status. And medical reimbursement resources in
the country of living and other factors also
influence the need for options. All ongoing studies
give us more chances to develop good therapies for
each person with Ol. We hope to hear even more
of current and additional treatment developments
during world conference 012025 in Hong Kong this
October.

Looking into the future and personalized medicine, L\ o

researchers from the UMASS Chan Medical school  posidocs of US (Sachin Chaugule) and EU (Lidiia Zhymik)
(Worcester, MA) presented their promising work working on a gene therapy for OI

on gene therapy development for Ol type 3.

Although techniques still need a lot of refinement, researchers were able to repair the mutation in living
mice using CRISPR/Cas, decrease number of deformities, improve bone mass and even teeth of Ol mice
for the first time. This is a very important milestone in development of gene therapy for Ol, although
still a long way and efforts needed before first clinical trials.

A new method to diagnose Ol via urine-derived cells was introduced by Shriners Hospitals for Children
(Montreal, Canada). Canadian researchers showed that it is possible to isolate cells from urine, grow
them in the lab and perform additional genetic and functional tests in cases of unknown genetic causes
of Ol. Previously for these purposes scientists used skin biopsies, making analysis easier and safer for Ol
people.
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Clinical talks focused on respiratory, pulmonary and cardiovascular issues in Ol, studies by clinicians from
Children’s Hospital (Denver, CO), UT Health (Houston, TX), UCLA David Geffen School of Medicine (Los
Angeles, CA) re-confirming presence of risks in Ol people. Important study was conducted by BBDC, on
fracture rate in Ol. Although we all know that there are increased risks of fractures, researchers set
important numbers of that risks. It can be later used in clinical trials, as EMA and FDA (medicine
approving agencies) need solid argumentation to prove efficacy of treatments before approval.

An interesting clinical trial of Mindful self-compassion programme was announced by Children’s Hospital
of Eastern Ontario, University of Ottawa (Ontario, Canada). The pilot showed very promising results in
reducing pain (not peer-reviewed version of the article), and studies will be continued with higher
number of individuals. The approach justifies efficacy not only of medical management of pain in Ol, but
valuable additional benefit from learning of mindfulness and self-compassion. Based on principles of
neurobiology, these techniques help to increase emotional resilience and pain acceptation, resulting in
better well-being.

The OIF’s scientific meeting showcased excellent ongoing projects from US and Canada, that Ol
researchers have been working on for many decades. Christine Rossi, the President of the OIF Board of
Directors, stated in her welcome speech to the Ol
professionals: «We would like to thank you for
choosing Ol as your career. You could choose any
disorder, but still stay with OIl”, summarizing
dedicated and high-quality research presented with
US and Canada Ol research community. »

You may also check if your medical professionals
might be interested to join the following professional
networks which were advertised during the meeting:

Ol and rare bone disease tele-echo clinic series —
monthly zoom webinars for clinicians about cases
followed with discussion. Previous webinars available
on YouTube as recordings.

There is also an International Surgeons Ol study
Group — sharing of experience between surgeons
working with Ol patients.

£ - $ <, : v .
Tracy Hart, Lidiia Zhytnik and OIF chair Christine W. Rossi
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Gastrointestinal Issues in Mice with Ol

Interview with Josephine Tauer, PhD, Basic and translational researcher,
Johannes Kepler University in Linz, Austria

Tell us about you and your work related to Ol!

I’'m Josephine, a basic and translational researcher
specializing in bone diseases. My academic journey began in
biotechnology, followed by a PhD in Biomedicine from the
Medical University in Dresden, Germany. There | investigated
the impact of medical treatments for children with chronic
myeloid leukemia on their bone health. After completing my
PhD, | became interested in rare bone diseases driven by
genetic mutations, leading me to postdoctoral research at
the Shriners Hospital in Montreal, Canada.

Over several years, | worked with various mouse and
zebrafish models of Ol, collaborating with clinician-scientists
and researchers who became like a second family to me. In
January 2024, | joined Prof. Wolfgang Hogler’'s team at :
LT . 3

Johannes Kepler University in Linz, Austria, where | hold a

tenure-track assistant professorship in the Department of Pediatrics and Adolescent Medicine. My
current research centers on uncovering the mechanisms underlying rare diseases such as Ol,
hypophosphatasia, but also other rare conditions such as monogenetic epilepsy.

Tell us about the project “Intestinal Adaptation in OI”!

The project "Intestinal Adaptation in OI" began as a side discovery during my work at the Shriners
Hospital with Prof. Svetlana Komarova. While studying the effects of a bone-derived hormone called
Osteocalcin on metabolism in a specific mouse model of Ol (Collallrt mouse) (Tauer et al. Mol Genet
Metab 2021;133(2)), | noticed their intestines were very fragile, which seemed oddly specific to Ol.

Searching the literature, | initially found very little information, aside
from some general gastrointestinal (Gl) complaints. Together with Prof.
Komarova, we secured a small developmental grant from the Shriners of
North America to explore this further and brought in Yuan K. (Karina)
Zhang, at this time a master's student in Nutrition at McGill University,
to contribute. Her results were later presented at the online OIFE
Investigator meeting, and Karina moved on to Cornell University for her
PhD. However, as translating mouse findings to humans is always
uncertain, | was encouraged when the Danish research group led by Lars
Folkestad, recently published a study showing increased Gl disease risk
in people with Ol, including peptic ulcers and constipation. They also
suggested a link to certain medication use, such as NSAIDs and opioids
(Anderesen et al. Calcif Tissue Int. 2025;116(1)).

What was your research project about?

This project examined intestinal characteristics in Ol mice. We studied 4-, 8-, and 12-week-old mice on
a standard diet, hypothesizing that collagen-I mutations could alter intestinal lining, cell organization,
and gut microbiome (the community of bacteria in the intestines) function. We used two different Ol
mouse models: Collallrt (COL1A1 mutation) and oim (COL1A2 mutation). Since collagen-I| consists of
three protein strands originating from 2x COL1A1 gene and 1x COL1A2 gene, different mutations may
impact intestinal integrity differently.
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However, our study had limitations: we only analyzed young mice (up to 12 weeks), didn’t assess dietary
effects or bisphosphonate treatment, focused on severe Ol forms, and examined only COL1A1 and
COL1A2 mutations, excluding other Ol-related genes.

What were your most interesting findings?

Our study found that COL1A1 and COL1A2 mutations in Ol impact the intestines in certain ways. While
absolute intestinal length was comparable to healthy mice, the relative length (meaning normalized to
body weight!) was longer in Ol mice. Structurally, the Ol intestines appeared similar to controls, but we
observed potential functional differences, particularly in permeability, as well as shifts in gut
microbiome diversity between the two Ol models. These changes could affect nutrient digestion and
energy supply. Although both models showed similar structural and bacterial alterations, their distinct
microbial profiles may reflect different responses to collagen-I mutations. But further research is needed
to determine if these findings apply to humans.

I Data from the IMPACT survey 'MBACT

a
<
=

Impact of Ol

* In the overall adult with Ol cohort, the most commonly experienced conditions (past 12 months) were pain
(81.6%), fatigue (66.7%) and soft tissue problems (54.6%; Figure 3)

Figure 3. Clinical signs, symptoms and events experienced in the past 12 months (adults with Ol)
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https://oife.org/what-we-do/the-impact-survey/ —

In the IMPACT survey gastrointestinal issues came out as the 10th most important issue for adults
with Ol (with fractures as nr. 13)? What are your thoughts on this?

| found this result both unexpected and expected. Unexpected because Gl issues ranked higher than
fractures; yet expected because Ol is a connective tissue disorder affecting the extracellular matrix
(ECM) in multiple organs. Since collagen-l is present in bones, tendons, the cornea, skin, and intestines,
it makes sense that Ol impacts more than just the skeleton. Notably, Ol mice also show respiratory
system changes, suggesting that collagen-I mutations may influence various tissues throughout the body
(Baglole et al., Pediatr Res 2018; Dimori et al., J Physiol 2023).

What Gl issues can collagen issues (in Ol) cause?

As mentioned before, a Danish nationwide register-based cohort study found that individuals with Ol
have a higher risk of peptic ulcer disease, constipation, hernias (in women), inflammatory bowel
diseases, biliary and pancreatic disorders, appendicitis, and unspecified abdominal pain compared to
the general population (Andersen et al., Calcif Tissue Int. 2025). These findings align with the role of the
ECM in cell function and organ biomechanics, particularly in collagen-I-rich tissues like the intestines.
Collagen-l mutations could affect ECM elasticity or intestinal biomechanics, potentially leading to
constipation. This, in turn, might trigger local inflammation and alter gut bacteria behavior, contributing
to further complications. However, factors such as scoliosis, a small and compressed chest, and reduced
muscle strength in Ol may also play a role in Gl issues.
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Can people with Ol have lower calcium or D-vitamin due
to Gl issues? Could weight be affected?

Vitamin D deficiency is a global issue in children (Pilz et al.,
Nutrients 2022) and is also common in Ol, with similar
prevalence to the general pediatric population
(Mohsenzade et al., BMC Pediatr 2021). Around half of Ol
patients have vitamin D insufficiency, though most with
type | Ol maintain adequate levels (Kadhim et al., Pediatr
Therapeut 2011). However, we need to keep in mind that
serum vitamin D levels are influenced by several factors like
age, BMI, ethnicity, and diet (Wilsford et al., J Pediatr
Orthop 2013). In our research, we examined gene
expression related to vitamin D-dependent calcium
absorption but haven’t confirmed our findings yet. While Ol
mice showed higher duodenal (a key area for nutrient
absorption) rupture rates, their intestinal structure and
overall absorption capacity appeared normal. Further
studies are needed to assess nutrient absorption in Ol.

We clearly need more research on Gl and Ol - but where should we start in your opinion?

We should start with patients and collect this kind of data through rare disease registries like the Ol
module of EuRRBone within ERN BOND. Understanding their experiences - when and under what
conditions symptoms occur, is key. For example, tracking Gl pain’s timing, type, and severity in relation
to meal composition (e.g., high-fat vs. high-protein diets) and the microbiome could provide valuable
insights. Additionally, gathering data on symptom frequency, severity, triggers, and relieving factors may
help identify patterns and potential causes.

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

| believe we should expand our focus beyond bone health in Ol and consider how collagen mutations
affect other tissues, such as the intestines. A more comprehensive approach could help manage both
skeletal and Gl complications. Additionally, nutrition plays a key role in Ol care. Personalized dietary
recommendations, tailored to individual needs and Gl sensitivities, could improve overall health and
quality of life. Integrating nutritional strategies into clinical care may help alleviate Gl discomfort and
enhance treatment outcomes.

Did you have any kind of patient involvement?

As a basic and translational researcher, | don’t interact directly with patients, but | have always
collaborated closely with clinician scientists, such as Prof. Frank Rauch in the past and now Prof.
Wolfgang Hogler and his clinical research team. Here in Linz, together, we support clinical studies that
integrate laboratory research, focusing on the discovery of rare bone and growth disorders at the Centre
of Growth and Osteology. | believe that for any rare disease, research should begin with deep
phenotyping and rare disease registry studies to fully understand all features and morbidities associated
with the condition.

Links

e Centre of Growth and Osteology
e JKU Research Lab
e Ol module of EuRR Bone (now called EuRREB)
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Meet the OIFE Delegates
CORNELIA (CONNY) JUNGO, SWITZERLAND

I am Cornelia Jungo from Switzerland, 50 years young and | have
0Ol, as well as my mother and husband. Ol affects me in many
ways, both physically and emotionally. | have to be extra
cautious in everyday activities to avoid fractures. Simple things
like walking on uneven ground or lifting heavy objects can be
risky.

| experience chronic pain and fatigue, which can make daily life
more challenging. Beyond the physical effects, Ol also impacts
my social life and independence. | sometimes need assistance
with certain tasks, and | have to carefully plan activities to
ensure they are safe for me. However, | have learned to adapt
and find creative solutions to overcome obstacles.

| represent the Schweizerische Vereinigung Osteogenesis
Imperfecta: (SVOI) which was founded in 1986. Currently, it has
135 members, including 62 active members, 50 family
members, and 23 passive members. The organization is run by volunteers. We have an advisory board,
and this work is compensated. Below you can see a photo of the current board.

As every year, our annual general meeting will take place at the Swiss Paraplegic Centre in Nottwil. The
event is held on a weekend - 30 — 31 of August. It includes not only the general meeting but also medical
lectures, opportunities for exchange among members, and discussions with attending experts.
Additionally, as always, the conference will provide ample time for sharing experiences and personal
conversations.

When | am not doing Ol-work | am a wheelchair dancer and work for an inclusive dance company. | love
traveling, reading, hiking on accessible trails with my power device that pulls the wheelchair and
spending time with family and friends, especially when good food and drinks are involved. Life is about
enjoying the moments.

18



In my opinion, the most important task for national Ol organizations is to provide support, advocacy,
and education for people with Ol and their families. Raising awareness about Ol is crucial to ensure
better medical care, inclusion, and understanding in society.

Support and research is very important - helping individuals access specialized doctors, promoting
research for better treatments, and ensuring that up-to-date medical knowledge is shared with
professionals. Another important task is community building. Living with Ol can be challenging, and
having a strong network of people who understand these challenges is very important. National Ol
organizations can offer support groups and events to connect individuals and families. Finally, Ol
organizations should work to improve accessibility, influence policies, and ensure that people with Ol
have equal opportunities in education, employment, and daily life.

Living with Ol comes with challenges, but also strength and resilience. Stay connected, support each
other, and never stop advocating for better awareness and care. Together, we make a difference!

ANITA OJANOTKO, FINLAND

| am 75 years old and worked as a dentist. | was born in
Turku, the ancient capital of Finland. | have Osteogenesis
Imperfecta (Ol) myself, and two of my children are also
affected. Several other family members have been
diagnosed with Ol as well.

The Finnish Ol Organization was founded in 1979. Currently,
it has 333 members, 193 of whom have Ol. The organization
has always been run by volunteers, even during the times
when we received better funding through grants.
Unfortunately, we no longer receive such grants, which has
forced us to reduce our activities — for instance, we are no
longer able to participate in international congresses.

O—___ One of the consequences of the lacking
TERVETULOA 0~ O— funding, is that we have started to send our
o—

very popular magazine to the recipients in a

DIGIAIKAAN! digital form.

| still work a little — about twice a month. |
am a dentist by profession, but | am also a

o 4 trained hypnotherapist.
—_ ; A
pe g In my free time, | am an amateur actress in
“a
my hometown, and | also have a keen
| interest in genealogy.

In my opinion, research on Ol should focus
not only on the bones but also on other parts
of the body. People with Ol can suffer from
the same illnesses as others — and
sometimes more severely — because our
collagen is weaker
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Ferre and Martijn in London for Rare Disease Day
"People often underestimate our abilities”

To celebrate Rare Disease Day, the
pharmaceutical company Mereo
Biopharma invited Ferre Castrel and
Martijn Dillen from Belgium to its
headquarters in London to talk about
their lives with OIl. OIFE Magazine
reached out to them to learn about the
experience.

Hi guys, thanks for doing this interview!
Can you briefly introduce yourselves?
Ferre: “Hello! I’'m Ferre, 19 years old, from
Belgium. | live with my parents and older
brother. | study electromechanics at
Thomas More College.”

Martijn: “And I’'m Martijn, also from Belgium.”

For Rare Disease Day, you traveled to London, where you spoke with employees from Mereo about
your life with Ol. Can you tell us about that experience?

Ferre: “It was my first time in London, and it was amazing. Mereo gave us a very warm welcome. Bruno
from our national organization, ZOIl, contacted me about an opportunity to go to London for an
interview. At first, | was a bit sceptical because I’d have to skip school for a day, but in the end, I’'m really
glad | went.”

Martijn: “It was a really nice experience. I’'m happy they invited us to share our stories about living with
Ol. They were specifically looking to speak with young people with Ol, so we volunteered.”

What topics did you discuss with people from Mereo?

Martijn: “We talked about several things; what it was like growing up with Ol and the difficulties we’ve
faced. The Mereo team reacted very positively and they were great listeners.”

Ferre: “Yes, we shared our diagnosis stories and what it was like playing with other children as a kid. The
employees were very thankful that we came all that way to answer their questions.”

In general, what’s the most common misconception you hear about being a young person with OI?
Ferre: “That | just need to drink more milk, haha, | hear that a lot. But if | had to pick a more serious one,
I'd say that people | just met often don’t know my limits. Most of the time, they underestimate me.”
Martijn: “I also think that the most common misconception is that people underestimate our abilities. |
don’t think it’s necessarily about Ol, it's more about being young and using a wheelchair.”

Ferre, | know that at the London event, you talked about feeling pressured to attend a special school.
Can you explain why that happened and how you and your family dealt with it?

Ferre: “Like | said, people often underestimate what | can do, and that was also the case when | was a
baby. Doctors told my parents | wouldn’t even be able to sit up on my own. But now | can walk around.”

“When the time to choose a school came, it was clear | could attend a normal school. The only issue was
finding a school willing to take in a child with brittle bones. | was lucky to find De Ceder as my elementary
school. | had an amazing time there and learned to be independent. My parents and the school
communicated closely and about any concerns, both before | started and while | was there.”
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Martijn, you’re a medical student, and you mentioned that being a wheelchair user was a challenge
when you were accepted. Can you tell us more about that?

Martijn: “l spoke with some professors before | enrolled. Some of them were concerned that it would
be difficult for a person in a wheelchair to complete the program. But that didn’t hold me back, because
| know my own capabilities.”

Martijn, how does your experience with Ol and
bone health positively contribute to your
education?

Martijn: “I've spent a lot of time around doctors,
so I've seen how consultations work from the
patient’s perspective. Being in a wheelchair also
helps me empathize more with patients”.

I know both of you participated in the OIFE Youth
Event in Oslo. How was that experience, and what
did you enjoy most about it?

Martijn: “The OIFE event in Oslo was a really nice
experience. | met a lot of amazing new people, and
we did so many fun activities together.”

Ferre: “It was a great a experience, and | made a
lot of new contacts in the OIFE community. |
especially enjoyed the nature and the sunsets.”

Are you going to the next youth event in Warsaw? What do you expect from it?

Ferre: “Yes, for sure. | expect it to be just as amazing as the weekend in Oslo.”

Martijn: “I think I'll be going as well. | don’t expect it to be that different from last year, but it doesn’t
need to be - it was such a fun experience.”
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Artist with Ol: Eddie Wheeler

Can you tell us a little bit about yourself?
Sure! My name is Eddie Wheeler and I'm a musician, author, and —
entrepreneur born and raised in Sweden. | love touring/travel,
to make music, writing and hanging out with friends. Right now
I'm working full time on a massive culture project financed by
the Swedish government. The project is called “The accessible
journey around Sweden”. It's a project that | hope will make all
the musical and cultural venues accessible on a national basis
here in Sweden. It's one of the coolest things I've ever been
working on, and | really hope we will make a big impact here in
Sweden.

How do you live today, and how was your upbringing?
| live in southern Sweden, right outside a town called Gothenburg which is the second biggest city in
Sweden. My childhood was quite tough. | had over 100 breaks and fractures. But | always had lots of
love, family and friends around me, so even if it was really tough times | have so many wonderful
memories from my childhood.

How is your relationship with the Ol community, and how have you benefited from it in your life?
Well. | have had a quite complicated relationship with the Ol-community. When | was a child, | did not
want to have anything to do with other kids with disabilities. Where | lived, | had a lot of friends around.
None of them had any disabilities and they treated me as anyone else.

But when | was hanging around kids that had the same condition as myself, | always felt much more
“handicapped” which | didn't like. So | did everything | could not to be a part of any community. But
around age 17-18 | started to meet and hang out with others “like me”. And | started to get involved in
the whole disability community here in Sweden. And that commitment just kept on growing.

A couple of years ago | even got elected to be the first president of the Swedish official Ol-organisation.
So it's been a cool journey, which I'm very grateful to be a part of. Now I'm working full time making the
world and Sweden a little more accessible and more inclusive.
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How is a typical work day for you as an artist, and do you think it is any different from artists without
a disability?

One of the things | really love about being an artist is that there is no typical day. Haha.
There are always new things and challenges. But if | have to generalize, | have days where I’'m just writing
music. Then | usually | go into a studio for a week or two and just do recording. Then there is the touring
phase. So it’s a little bit “all or nothing”. Today it's harder to tour because it's more expensive to travel
and do live shows, which is a little bit sad. You have to work smarter, that’s for sure.

| would say being an artist is very different if you don't have any disability. People don't believe in you
the same way they do in people who don’t have a disability. You always have to shove your skills and
music down their throat. And you must be much more daring, bolder and a pain in their butt. | have
done like 250-300 live shows in Europe, USA, Australia, New Zealand and even South Africa. It's been a
crazy crazy ride with so many crazy stories. But even if it's been harder for me in many ways, | would say
| have always met so much support and love from people. I'm grateful | have had the opportunity to see
the world and meet many people. | guess you could put it like this: | never went viral or things like that,
but I have won hearts and love, and | think that's even more important.

uS

Did Ol influence your decision to become an artist, and how does Ol influence your music?
Actually | think it did in some ways. | think the music was a logical way for me to “prove” to other people
what you can do even if you are a wheelchair user. It has definitely been an efficient way to smash
prejudices among people | meet.

What challenges and prejudices do you meet as a musician with a disability?
A lot. Before people see me live, they often think | will suck on stage. That | have been booked just
because the management wants to be “nice” to me. Stuff like that. But | usually kill all those ideas during
the first 20 seconds when I'm performing. | can be a beast on stage when | want to. Haha.
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How come that you have been performing abroad a lot? What
memorable experiences did you have?
| have been playing live and doing shows in 4 continents. | think
that's really cool. Some stages have been so inaccessible that |
had to crawl and climb up on stage and | have literally crawled
through puke, beer and blood more times than | can even
remember.

I’'ve had so many memorable experiences. Playing in illegal clubs
in Manhattan. Underground parties in New Zealand. | even met
and shook hands with his majesty the King of Sweden. Hey
Netflix, if you want to make a cool TV-show. | got stories for at
least two seasons. Just give me a call!

Which was one of the scariest moments in your life?

Oh, that's hard. Probably when | bought my first house. | was so
scared of the bank and the loans and stuff. To be “stuck” in the
system was scary.

Which was one of the happiest moments in your life?
Oh, that's even harder to choose. It's impossible to choose just one moment so | would say that the
happiest moments are the moments when | have been loved and | have been in love.

If any of our readers want to enjoy your music - what should they possibly do?

Well, | just want your attention, not your money. You are more than welcome to watch some of my
musical videos free on YouTube. | will release a book based on my tour-life, hopefully next year. Follow
me on Instagram and you will hear more when it's time. Or to follow me on Spotify.

In the meantime - thank you for your time!

"?‘s BBS Research Funding — 2025 Call

Brittle BogSoaiei 1ERS I eee The Brittle Bone Society are delighted to open this year’s

ResearCh Grants round of research grants. The Scientific Advisory Board
(SAB), chaired by Prof Richard Keen has opened a call for

Research Grant proposals again for 2025.

Open for applications now!

Visit www.brittlebone.org

forimore information: There will be one application round. Applications

submitted are going to be assessed for their fit with the
Brittle Bone Society’s research priorities.

We expect to award grants of up to £25,000. Application
close on 31st May.

To find out more information follow this link.

Brittle Bone Society (BBS), a registered charity (SCOS0854) and company limited by
guarantoe (SC677346), supporting the Ol community theoughout the United Kingdom
and in Ireland
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Get in Touch

Collaboration Call for Gene Therapy and Rare Disease Research
Hello, my name is Aysenur Saygili. | am currently pursuing a PhD in
bioengineering in Turkey, focusing on gene therapy for rare diseases. My
research primarily aims to develop innovative gene therapy strategies for
the treatment of Osteogenesis Imperfecta (Ol) and other rare genetic
disorders.

, V
My passion for science and gene therapy started at a very young age. o
When | was eight years old, a doctor mentioned that my sibling’s
condition might be a rare disease, which was the first time | realized how . { /
complex and unique genetic disorders can be. That moment sparked my ! &d
curiosity about the world of medicine and research. From that day on, | dedicated myself to
understanding genetic diseases and finding potential treatments. Now, | am working toward turning this
childhood dream into reality by developing effective therapeutic approaches for rare diseases.

I am currently continuing my PhD studies in Turkiye, but | am open to international collaborations to
further advance my project and conduct experimental research in a supportive laboratory environment.
| am particularly interested in collaborating with scientists, clinicians, and biotechnology companies
working on gene therapy and rare diseases to develop impactful research projects. | am eager to
collaborate with experts in the field to push the boundaries of science and contribute to groundbreaking
advancements in rare disease treatments. | look forward to connecting and working together.

Best regards,
Aysenur Saygili,

PhD Candidate — Gene Therapy & Rare Diseases
PhD Student - Bioengineering -
Karamanoglu Mehmetbey University

My Email address: dnaysenurna@gmail.com
Website: https://dnaysenurna.wixsite.com/dnaysenurna

EURCPEAN RARE DISEASES RESEARCH ALLIANCE

ERDERA: Call for Experts from underrepresented countries (UCs)

The European Rare Diseases Research Alliance (ERDERA) is seeking experts from underrepresented
countries (UCs) to join their exclusive pool of specialists. By expressing your interest, you may be invited
to participate in ERDERA activities, expert panels, and networking opportunities. You will also receive
valuable information on funding opportunities, available services, training, and education programs.
Don’t miss this opportunity to connect, contribute, and grow with a dynamic international community.
Register your interest here.
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Survey about lower limb surgery

The CELLOS Study aims to identify the most
important outcomes for children who have

had elective (planned) leg surgery (from the
hips to the toes).

b~ Children's
The researcher is from Oxford University CEL@S Elective
and she wants to understand what IE%\;vber
outcomes should be measured after STU DY Orthopaedic
children have elective leg surgery - from the Surgery outcomes
perspectives of
* children with Ol and other conditions

* families of children with Ol and other conditions
* surgeons, healthcare professionals, and researchers.

Hopefully this information will guide future research to measure what matters most to those living
with the realities of treatment and recovery. The survey is open internationally and takes around 10
minutes to complete. Take part here: https://tinyurl.com/Cellostudy

Ol Parents for Ol Panels

Are you a parent of one or more children or Ca l ling. Ol'parent.S!

adolescents with OI? Would you like to help
the OIFE with focus groups and panels hosted
by researchers, companies or other
stakeholders working to improve care and
treatment for children with OI? Can you
communicate in English?

OIFE is more and more often asked to find
parents who are willing to share their
experiences about being an Ol-parent. Since 4 ) '
OIFE do not have individual members (only orgamzatlons) we have seen the need to develop a resource
group consisting of parents who are willing to take part in focus groups or panels. Usually the time
requirements are 1-3 hours in a videocall. Sometimes it's paid and sometimes not.

Please let us know whether you are willing to be a member of such a resource group!

When you have signed up, we will contact you to have more details about your location and languages you
communicate in. We might also need information about your child's birth year, gender and type of OLl. It's
also useful for us to know if your child has any experience from clinical trials on Ol.

You will not be required to say yes every time we ask, or stay in the group longer than you want to. It's just
to make it easier for us to know who we can contact. Otherwise we end up asking the same people over and
over and over again.

If you would like to help us by joining the group, send an email to office@oife.org and we will contact you
for further information.
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News in brief

FIGHTING AGAINST CUT |IN DISABILITY
SUPPORT IN THE UK

The British disability rights campaigner Shani
Dhanda has slammed the UK government’s
benefit cuts as ‘barbaric’ and said she is scared
of what the future will hold for the community.
Earlier this week UK Work and Pensions
Secretary Liz Kendall announced changes to the
welfare system aimed at saving £5bn by the end

of 2030. Read more in this article.

The IMPACT survey clearly showed that Ol and
similar disabilities creates a lot of extra costs
(adaptations, assistance, medications,
physiotherapy, time away from work etc). These
are to a large extent, costs that the person has to
carry themselves and there are huge differences

between country to country. More info about

IMPACT survey can be found here.

JAY & PAMELA HAS PREMIERED

&
CPAMELA
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March 4 was a big day for Jay and Pamela from
the US. The documentary series following their
lives with Ol premiered on TLC. In the series you
can get to know how it's like to be a couple
where both are living with severe Ol, and their
struggles to marry, move out and become
independent from family. All done with lots of
humor and and love. See a sneak peek from the
series here. We have previously interviewed Jay
for the OIFE Magazine.

Er :m-#_
atees ‘

NEW CLINICAL TRIAL MAP FOR THE EU
A new clinical trial map is now accessible from
the public website of the Clinical Trials

Information System (CTIS).

The map is designed to provide patients and
healthcare professionals with easy access to
comprehensive, real-time information about
clinical trials conducted in their area, increasing
access to clinical research in the European Union
(EU).

The map improves how people use the system
and find information about clinical trials. Users
can look for ongoing trials by geographic area
and medical condition.


https://tinyurl.com/3kmjuhu4
https://www.impactsurveyoi.com/
https://www.impactsurveyoi.com/
https://www.youtube.com/watch?v=TDfsYwL9Uos&t=1s
https://www.youtube.com/watch?v=TDfsYwL9Uos&t=1s
https://oife.org/2023/08/26/artist-with-oi-jay-manuel-aka-mini-producer
https://euclinicaltrials.eu/search-for-clinical-trials/trial-map/?lang=en
https://euclinicaltrials.eu/search-for-clinical-trials/trial-map/?lang=en

Ol IN YOUTH LEADERSHIP PROGRAMME

We wish Niveda Kiridaran from the UK good luck
with sharing the experiences of young persons
with osteogenesis imperfecta (Ol) in the Youth
Leadership Programme by Rare Diseases
International.

The RDI Youth Leadership Programme will bring
together 14 passionate young advocates from
around the world to drive change, share their
voices, and shape the future of rare disease
policy and action.

Ol DIAGNOSIS LATE IN LIFE

As a child, Bruno (56) often suffered fractures
without any clear cause. It wasn't until after his
thirties that the diagnosis came, shortly after his
daughter was born.

Ol is an invisible condition with a major impact,
Bruno explains. "It was especially tough as a child
and teenager. Kids can be really harsh. You
constantly have to explain why you can't do
certain things because the risk of breaking
something is always there. Your invisible and
unfamiliar condition doesn’t exist in their eyes —
they don’t believe you. Yet simply slipping or
tripping can be disastrous for someone with Ol. |
still carry the weight of many hurtful comments |
heard back then." Read the whole article here.

FASSIER-DUVAL ROD 22 YEARS

During the last week of February 2025 the
Shriners Hospitals for Children - Canada
celebrated a significant milestone: the 22nd
anniversary of the patent for the Fassier-Duval
rod, which transformed pediatric orthopaedic
surgery. With the new telescoping rod - the rod
could grow with the patients - reducing the need
for more surgeries.

In this video, Dr. Fassier discusses his inspiring
journey to help children with osteogenesis
imperfecta and other rare bone conditions. On
behalf of the Ol-community - thank you dr.
Francois Fassier!

Shriners

CONGRATULATIONS

We congratulate the Ol researchers who were
selected for the dr. Glorieux Research Fellowship
established by the Canadian Ol-organization
Canadian Osteogenesis Imperfecta Society: Dr.
Aydin and Dr. Petruccelli.



https://www.facebook.com/RareDiseasesInt?__cft__%5b0%5d=AZWrNsuzSP9QMefpQHGdV1xnh83xV8gnevW6Vt_YuWRwRP9SQ9ec-wWp7ucdDbvn7QM5fkO0ORNoVPQl8z40PGcMdO5KVpK1jEYAfkJ-_t8Ty1s7JvhyR1bDKc27vOJX0lW_C3UZe6S5gHbVYSADlypiP2OmFDDc1A1iEqvqd1QSQWxXhtDF0W5C0wBE7Tr8-94&__tn__=-%5dK-R
https://www.facebook.com/RareDiseasesInt?__cft__%5b0%5d=AZWrNsuzSP9QMefpQHGdV1xnh83xV8gnevW6Vt_YuWRwRP9SQ9ec-wWp7ucdDbvn7QM5fkO0ORNoVPQl8z40PGcMdO5KVpK1jEYAfkJ-_t8Ty1s7JvhyR1bDKc27vOJX0lW_C3UZe6S5gHbVYSADlypiP2OmFDDc1A1iEqvqd1QSQWxXhtDF0W5C0wBE7Tr8-94&__tn__=-%5dK-R
https://www.uzleuven.be/en/rare-diseases/brunos-story
https://www.facebook.com/ShrinersHospitalsforChildrenCanada?__cft__%5b0%5d=AZVkvJX3GkGLrrwb1VINuMOE40-1czWVkNjjkHS8rTjpFxxacbWpr0CUHKMG1N_lbNEfSjBrcgIG6ndJqQxvskVaVkKMHJNIB76sL8sv9t4ge1r3yByolF6FzkBnCaVuDUcCSIL9XViWaD-4BhWWS_xHCFX3Pr6phYgm8OJeNTeOBYV5ftfFXVD44IZAGwO3rVKDEbRpXXrn4TiuUlA6z-kmPW7b4izsNqMid4dS16yORg&__tn__=-%5dK-R
https://www.facebook.com/ShrinersHospitalsforChildrenCanada/videos/3759098121046825
https://www.facebook.com/CanadianOsteogenesisImperfectaSociety?__cft__%5b0%5d=AZXVHsJ4eeS53m02_0fITkKdSxklrJ3ClIAh1OLb6l9XejH6sUZHVEVoUPErqoHDbc3k6EFnquv6uJ6AN7hhZmNhsWKtmcVHkwQFD7oaIlpMLgzXRM_cpDvxtBusDUfe3B0sEicZJhLAJ5YNYmkpF7pnRBw6ug6TS6XtbMovPcOU8w72sTqgNSe1bsXr9wYCbrC2fumbxqkPs42o2CJJmDQw_ko9Dq27MmezsJOe3vHU6g&__tn__=-%5dK-R
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Les années 1990
The 1990 o

Nos patients font |'Histoire
Our patients are making history

SHRINERS HOSPITALS CANADA 100 YEARS!

This year marks a historic milestone for Shriners
Hospitals for Children - Canada as it proudly
celebrates 100 years of transforming children’s
lives through specialized paediatric care,
groundbreaking research, and a commitment to
innovation.

1998: Dr. Francis Glorieux introduced the use of
bisphosphonates to treat Ol, a condition that
causes brittle bones. This became the gold
standard for managing Ol and significantly
improved patients’ quality of life.

2000: Dr. Francgois Fassier and Dr. Pierre Duval
developed the Fassier-Duval Telescopic Rod, a
revolutionary surgical treatment for Ol. This
innovation, which grows with the child’s bones,
reduced fractures and the need for repeated
surgeries, establishing the global standard of
care for managing Ol.

2013: Addition of nursing research focused on
improving the lives of the children Shriners treat,
helping them build better coping mechanisms,
preparing them for adult care, and striving to
find new and better ways to manage pain. Read
more about their achievements in this article.

JARDIN RELEASES NEW CARE PATHWAYS
TOOLKIT

The Joint Action on Integration of ERNs into
National Healthcare Systems (JARDIN) has
released its Care Pathways Toolkit, a new
resource for healthcare professionals, managers
and patient representatives participating in the
co-design and development of ERN care
pathways.

Visit the website to learn more.
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CONGRATULATIONS TACO!

We congratulate our honorary member Taco
Van Welzenis with his new board position in the
Dutch Ol-organization VOI. We're sure VOI will
benefit from Taco’s long-term experience from
international Ol-work!

THANK YOU DR. BUENO!

Today we send our warmest greetings to the
very experienced and dedicated orthopedic
surgeon dr. Ana Bueno from Spain, who retired
this month. Dr. Bueno has also contributed to
the Flying Ol Experts project of OIFE. Thank you

for many years of improving quality of life for
people with Ol in several countries.


https://www.facebook.com/ShrinersHospitalsforChildrenCanada?__cft__%5b0%5d=AZX73-t8dKjy4qLp8rSJwygtggtnBt6Pcmswc7FOmaJLEgWT7CVJsJ9Q8Um7PaJX3gs56BFzii9eoh2mc3hrVbS8_j18diTfTjhuV4s-5mb1h6WKvXqqV8DjKQWeaWdxZ1t22OIUB2RycSEW6YfUaz5YznXGB0cie3GbznW4OvBlnYv9itRz_k87PmcNLU5agmykYdTdjL5BmiK2spKxZiULDKHdrnxkAxTiBhSrr2RI2A&__tn__=-%5dK-R
https://www.facebook.com/ShrinersHospitalsforChildrenCanada?__cft__%5b0%5d=AZX73-t8dKjy4qLp8rSJwygtggtnBt6Pcmswc7FOmaJLEgWT7CVJsJ9Q8Um7PaJX3gs56BFzii9eoh2mc3hrVbS8_j18diTfTjhuV4s-5mb1h6WKvXqqV8DjKQWeaWdxZ1t22OIUB2RycSEW6YfUaz5YznXGB0cie3GbznW4OvBlnYv9itRz_k87PmcNLU5agmykYdTdjL5BmiK2spKxZiULDKHdrnxkAxTiBhSrr2RI2A&__tn__=-%5dK-R
https://finance.yahoo.com/news/shriners-hospitals-children-canada-kicks-110000194.html
https://jardin-ern.eu/?resource=care-pathways-toolkit
https://oife.org/what-we-do/flying-oi-experts/

Invitation to come to Hong Kong in October 2025!

Dear Friends,

It is with great pleasure and excitement that | extend a warm welcome
to you as the Chairman of the 15th International Conference on
Osteogenesis Imperfecta, to be held in the vibrant city of Hong Kong from
October 29th to 31st, 2025. This prestigious event marks a significant
milestone as it is the first time this esteemed conference is being hosted
in Asia, following successful editions in North America and Europe.
Osteogenesis Imperfecta is a rare bone disease that presents unique
challenges and demands a multidisciplinary approach for effective
management. With a focus on basic science, translational, and clinical
research, this three-day conference aims to provide attendees with the
most up-to-date information on research advancements and treatment
modalities for this rare condition.

Our esteemed scientific committees have meticulously curated an exciting program that features world-
renowned speakers and experts in the field of Osteogenesis Imperfecta. Through engaging discussions,
presentations, and workshops, we aim to foster collaboration, exchange knowledge, and facilitate
networking opportunities among participants from around the globe.

Hong Kong, with its dynamic fusion of traditional culture and modernity, serves as the perfect backdrop
for this important gathering. From its iconic skyline to its vibrant street markets and culinary delights,
Hong Kong promises a memorable experience for all attendees. We encourage you to take full advantage
of your time in this captivating city and explore all that it has to offer.

As we come together to delve into the latest research and advancements in the field of Osteogenesis
Imperfecta, | am confident that this conference will not only be intellectually stimulating but also serve
as a platform for building lasting connections and collaborations. Our collective efforts and dedication
to improving the lives of individuals affected by this rare disease are commendable, and | am certain that
our shared passion for advancing knowledge and finding innovative solutions will drive us towards our
common goal.

PRE-CONFERENCE
| invite you to immerse yourself in the rich scientific discussions, MEETING FOR PATIENT

engage with fellow experts, and seize this opportunity to contribute GROUPS
to the global dialogue on Osteogenesis Imperfecta. Together, let us
work towards enhancing patient care, advancing research, and

shaping the future of treatment strategies for this complex condition. | On the 28th of October OIFE will

in collaboration with patient

On behalf of the organizing committee, | extend my heartfelt | 8roupsin Asia, host a pre-
welcome to each and every one of you. May this conference be a | conference meeting for patient
source of inspiration, learning, and collaboration, and may your time | groups in the conference venue.
in Hong Kong be nothing short of unforgettable.
More information to come.
Warm regards,

Prof. Michael To
Chairman, 15th International Conference on Osteogenesis Imperfecta (ICOI 2025)
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Call for Abstracts & Register NOW!
The 15th International Conference on
Osteogenesis Imperfecta in Hong Kong (ICOI 2025)

On behalf of the Organizing Committee, we are pleased to announce that the 15th International
Conference on Osteogenesis Imperfecta (ICOI 2025) which is organized by Department of Orthopaedics
and Traumatology of The University of Hong Kong, will be held on 29-31 October 2025 at the Hong Kong
Convention and Exhibition Centre.

Osteogenesis Imperfecta is a rare bone disease that presents unique challenges and demands a
multidisciplinary approach for effective management. With a focus on basic science, translational, and
clinical research, this three-day Conference aims to provide attendees with the most up-to-date
information on research advancements and treatment modalities for this rare condition. Please visit our
Conference website at www.0i2025.org for more information.

Call for abstracts

The Scientific Committee of ICOI 2025 welcomes the submission of abstracts

for Oral and Poster Presentation at the Conference. All abstracts must be

submitted ONLINE in English. L
Deadline for abstract submission: 26 May 2025

Click here to submit your abstract.

Registration
Deadline for Early-Bird Registration: 29 July 2025

Don't miss the chance to register at discounted registration rate!
CME points will be granted for local participants.

Click here to register.

Fellowships
There are fellowships available for participants from low income countries. See next page for more
information about this topic.

For enquiry, please contact
ICOI 2025 Conference Secretariat
c/o International Conference Consultants Ltd
Tel: (852) 2559 9973

Email: info@0i2025.0rg
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Skeletal Dysplasias Fellowship Program

To promote doctors' knowledge on diagnosis and treatment of skeletal dysplasias, foster domestic
and international clinical and research cooperation, and improve the quality of life of patients around
the world, LKS Faculty of Medicine — the University of Hong Kong and the University of Hong Kong —
Shenzhen Hospital (HKU-SZH) has initiated the "SRDC Skeletal Dysplasia International Fellowship".

The fellowship provides professional training and scientific research opportunities to clinicians who are
interested in the diagnosis and treatment of skeletal dysplasias.

Upon fellowship completion, fellows should be able to independently start their own work on skeletal
dysplasia, take up training responsibilities for clinicians interested in this area, and facilitate research
through promoting their parent institutes to join the international skeletal dysplasia network.

The long-term goal of this fellowship is to help patients secure accurate diagnosis and holistic treatment
as soon as possible, promote comprehensive understanding of disease mechanisms, develop better
treatment strategies, which will support millions of patients around the world to live a better life with
quality and dignity.

1. Application Date
From now on, written applications are accepted.

Deadline for Applications:
Phase I: May 31, 2025
Phase Il: September 30, 2025

Notes: The application deadline depends on the actual
situation. After the deadline, the interview will be arranged to
determine the final selected fellows and the arrangement of
the training centers.

2. Fellowship Date
Phase I: July 1, 2025 - December 31, 2025
Phase Il: January 1, 2026 - June 30, 2026

Contact

ik 241 i — SBET]
Applications and enquiries can be made by =3 4D
E-mail: paediortho@hku-szh.org AHE ZE R

Find more information here.

YUY
ICCBH*

SAVE THE DATE!
27-30 Jyne 2026

MONTREAL - CANADA
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Research Announcement

A multicenter phase 3 clinical trial is being conducted to study the Amn
efficacy and safety of a clinical trial drug compared to

bisphosphonates in children and adolescents who have Ol. The trial
is open to eligible children from age 5 to less than 18 years of age
who have a 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.

Dundee 2025 Schedule

¥ International Scientific
Thursday " =) Symposium
P Be part of this Symposium that b
2 N
July heakthcare professionals, and advocates 1o
explore the latet developments in O This
‘event is open %o HCPs only.

Research Event and
Gala Dinner

A day dedicated 1o research and clinical
trial news and updates from TOPAZ Trial,
MOVA Study, Setrusumab, RUDY and more.
This event is open 1 both HCPs and the OF

community.

_  Family Conference
and AGM

{ Come slong %0 our Family Conference and
AGM, 2 special gatharing for those living

with Of and their famities filed with

intoresting talks and about the lasest in Of

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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* Our big conference, which takes place every third year, will take
5 ' place in Copenhagen, Denmark.
u"b ﬂw M&- * Venue: Scandic Strandpark hotel
O'FE "' OP » r t + Time and date: June 18 to 21, 2026

The topic will be phases of adult life with Ol — including transition

from youth to adulthood, but also from adulthood to ageing.

i 026
"MM 2 * Target group is anyone interested — including people with Ol,

parents, clinicians, researchers and industry

Extended deadline OIFE Youth Event 2025

The goals of the OIFE Youth Event are:

e sharing experience & ideas across borders

e networking and getting to know young people with Ol in

other countries
e social activities and fun

YOUTH EVENT 2025
WARSAW, POLAND

SEPTEMBER 4 - 7, 2025

e tocreate awareness about OIFE to young people in Europe B © DEADLINEFORREGISTRATION

Target group:
People with Ol age 18-35 from European countries.

Questions?

, POSTPONED TO 20™ OF MAY

o 18 - 35 years
1) Y

Contact the Polish organizers on OIFEWarsaw.2025@gmail.com () OIFEWARSAW.2025@GMAIL.COM

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

Ingunn Westerheim (President): president@oife.org:

Ute Wallentin & Stefanie Ritzrow (Coord. Social Network):
socialnetwork@oife.org

Stefanie Wagner (newsletter editor and secretary):
secretary@oife.org

Youth Coordinators: youth@oife.org
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Website: http://www.oife.org

Facebook: https://www.facebook.com/oioife
Instagram:
https://www.instagram.com/oioife/
LinkedIn:
https://www.linkedin.com/company/oife
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