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Happy New Year we sayhile we watch fireworks and listen to ABBA singing about confetti on the
floor.1 I LILJ® { OX3Blhadlaieexceptionally bad start for me thésar. It started with a very
a2NB GKNRFG 2y bSé¢ , SINNRaA S@S oS OtlldiavElopedintol 02
a badcough whichwas the fourth one in 5 months.



But three days later | had a medical emergency of quite another character. Many people go around
OKAY1Ay3a GKFG hL Aa Ffft o2dzi oNRGGE S subveyy Sa o
showed that the 3 top problems for adults with Ol are pain (82%), fatigaer0%pand soft tissue
problems(ca 55%).
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I Data from the IMPACT survey IMBACT

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 OI)
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My biggest soft tissue problem besides muscle pain and inflammation hagdesoft tissue in my
so-calledprivate parts. Yes, | am going to é&eplicit andpersonal now (maybe too personal for some)
¢ but | already shared this informatiomith 1260 peoplen the OIFE Adult Health group on Facebook,
so | might as well share it with the rest of you.

OnJanuary3lF LINR o f SY 179das eskalated aficeniyduterus had a full prolapse. | simply
could not get my body parts to stay where they were supposedikt@and it was causing a lot of pain.

| was sent to hospital in an ambulance, where theegpptogists scratched their heads and looked
concerned. This had never happened to a person in their 40s before. It ONLY happened with older
women who had given birth to a lot of childreintold them that Ol is a connective tissue disorder
because of poocollagen and that this was probably a reason, something they agreed on.

¢KS LINRPofSY ¢la GKIFIG GKS@ RARYQO 1y2¢6 K2g U2
wereinstrangeplacdsy R FdzZf f | yS&aGKSaAl 61 ay QilsstBdyredllji t & &
really had to. So they first tried one procedure, which turned out to cause excruciating pain on my
behind. Failure! The next day they tried another procedure, which caused intense pain in my bladder.
Failure againl will not go intoall the gorydetails BdziiT f SGQa 2dzad al e gokKl i R
to try all the pain Killers in the catalogueand most of them had more side effects than actual pain
relief. But itwasand A y S Bdafiendéy 3ome mightchoose tocall it.

The doctors were weighing back and focthysterectomy or hysterig that is the question. And how
to do it? WhenAnd if?So many questions, so few answegt they actually agreed that they should
probably listen a little bit more to the peon with the problem: Me.



| decided taurn to the place | know bestthe international Olcommunity. | asked a question in the
OIFE Adult Health Group on Facebook, which is a group of 1260 people with Ol (and nobody without)
from more than 80 differentountries! | asked if there were womaevith Olwho havehad the same
procedure and what | should think about and not to forgask the doctors about. And | got a lot of
response and good peer advice. As Verity gasdme of the best tips and strategiese likely to

come from your peers.

| am fortunately back home again and doing quite well for the time beling doctorsin Oslo
University Hospitaére still thinking{ dzZNESNE A& LR adLl2ySR dzyiAiAt al N
yet. But | feel incedibly grateful for this wonderful online community we hayahere we can ask
LISSNE FT2NJ I ROAOS oFaSR 2y fAQBSR f A @6the conyfdry LIS 2
to what people thinkg it is NOTmedical advice because most of us are ndoctors. Butdvice from
peerscan give people important things to consider when talking to professionals. And not to forget

¢ emotional support.

You can read more about our peer group another place in
magazine. Join us if you are not alreadspn@mber and tell your Ol ©
friends you think might be interested as well!

And the Pink Elephants’> What hatey gotto do with this? Join us
forthe conferencer . + £  YOAYy 3 [AFS GAUGK b
,2dz oAt EISﬂ G2 1y26X |

Ingunn Westerheing OIFE president

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

Between October and February our time has to a large extent been useglanning events in 2022 and
2023. Tlese eventsincluded the OIFHnvestigator Meetingin November OIFE Leadership Meeting
Januay and the upcoming event®IFE Youth Event in Italy Septemberand the Topical Meeting and AGM

in Stockholm in June. We have also made an effort to continue activities in the Ol & Raijedi including

the development of a survey together with the Ol Foundation. In the end of November, the new Board also
had the chance to get together face to face for the first time in Mechelen, Belgium.

OIFE have also been involved in two differentagt applications for the European Programme on Rare
Diseases (EJP RD). First and foremost a networking grant for our event in StockBot@IFE haalsomade

an effort to gather people for a consortium on natural history studieshich we hope will end p in a grant
application and money for Ol research

MEETINGS & WEBINARS
In addition toa lot ofinternal meetings, we have had external meetings with our normal collaborators incl.
the XLH Alliance, Mereo/Ultragenyx, other clinical trials and with various new stakeholders moving into the
field of Ol.We have also attended the following meetings:
1 OIFE E@neetings Oct 18, Nov 27 (Mechelen, Brussels), Dec 14, Jan 17
1 OIFE Medical Advisory Board, Oct 12 and Jan 23
T 'adNI %SySOF Fo2dz2i GKS apn 6KSStOKFANE LINRB2SOIl



XLH Alliance Oct 24, Dec 12, Jan 9, Jan 24 (IW)

EJP RD networkimgant meetings Nov 3, 7 and 28 (IW)
BoostPharmaNov 14 (IW)

EURORDIS about Remedi4All Nov 23 (IW, CF and RTS)
EuRRBone Nov 28, Jan 20 (IW, CF and RTS)

Introduction Azafaros Dec 12 (IW)

Isala clinic (NL), Dec 13 (IW)

EJP RD Webinar Natural Historydytgrant Dec 15, Dec 21, Jan 10 (IW, RTS and CF)
Angitia Bio, Dec 15 (IW)

Kyowa Kirin International Dec 16 and Jan 26 (IW)

ICD11 project pain and Ol in Norway, Jarafid 31(IW and IMSP)
Quince Therapeutics Jan 10 (IW)

Alexion Jan 12 (IW)
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Pain and Ol Project
Together with the Ol Foundation we organized two mo
workshops in the Pain & Ol project on October 12 and Jan
18. Workshop four was opened by pediatriteumatologist
Jacqui Clinciphoto), who works with Ol and other condition
in a pain clinic in BristpUK.She gave a very good presentatic
called Bone pain, mechanisms and interventions. Dr. Cli
LINBEASYGSR || aeoKIGeg tArald oK
assist doctors imnderstanding pain:

f What types of pain are there

f What processes within bone can cause pain

f What aspects outside bone can influence bone pain
and associated disability

1 What pain assessment tools do you use

1 What is your understanding afhalgesics used in children

1 What is your rehabilitation approach to cases

The second part of workshop 4 was used to provide input for the OIF and OIFE survey on pain and Ol, which
was also the main topic on workshop 5 in January. The survey (Englisadenonly)was launched at the

OIFE Leadership Meeting on January 23 and will be open for at least one month. Many of the participants in
the Pain and Ol project are also contributing as speakers at the topical meeting in Stockholm.

OIFEL* General Assemblynder Belgan law
OIFHsnow a legal entity in Belgium and assets & liabilities have been transferred to OIFE in Belgium. OIFE in
Netherlands is dissolved and the German bank is closed.

On October 2®ur member organizations came . .
together to elect a new and expanded Board OIFE 2.0. - Movmg to Belglum
seven people. There were in total 29 participan

who attended with 16 voting members. The OIF

Board gave a presentation about news and futu ‘ :
activities of OIFE. The members were al . ‘ - -
informed that the process of restablishing OIF "e 7, -

in Belgium has com® an end. Q

Some terminology changes to be aware off:



1 The EC (executive committéehow to be known as the Board

1 The OIFE General Assembly will no longer be called the Board, but will still have the same power and
mandate as before, except from dseions regarding associate membership.

1 The contact persons of our member organizations will be called representatives, except when voting
at our general assembly/annual meeting (where they are delegates).

Three new Board members were elected at the AGIMd you can read abotvo of them another place in
the magazineQur third new Board member Renata Hoagfortunately had to resign from the Board in
February 2023, because of personal reaséishe Octobermeeting, wealso sent a big thank you to our vice
president Dace Liepina who resigned after 4 years of service.

From the left: Stephanie, Renata, Ingunn, Coreerlf,r Bffmo and Malene. Anna was not ablegarjddechelen.

OIFBnvestigator Meeting
On November 18th OIFE hosted our very first OtivEstigator Meeting. More than 140 participants from
Europe and beyond took part in the online event which included mainly researchers, clinicians, but also some
industry representatives, patient representatives and students. pilmgrammeboth included interesting

talks about what is going on in European Ol research (basic and clinical) as wetkshops on how we can
collaborate more closely within European Ol research. The event had very positive feedback and a large
majority wanted the event repeated as an annual

online event. A big thank you to the program
committee for their help andupport!

Council of Federations in Paris
From November ® Ingunn, IngeMargrethe and 8
Renata attended the EURORDIS Council §
Federations meeting in Paris. Among the topi *
were access to treatments and @ thg
pharmaceutical legislation, information abous
Rare Disease Week and future funding options ;
research. There was also an update on tl
situation for people with rare diseases in Ukrair
and a discussion about access to genetic testing
Europe.


https://oife.org/wp-content/uploads/2023/01/OIFE-investigator-meeting-November-2022-Outline-programme-20221114.pdf

EURORDIS BOARD MEETING

2 KAT S

hLC9Qa Vv 8ugtive nieétihgin Médhdten, IBeldiliMPRebecca was attending the Board

meeting of EURORDIS in Barcelona.

OIFE Leadership Meeting
On January 23rd the member organizations of OIFE were invited to tha_€dBErship Meeting 2023. The
purpose of the meeting was to inform the organizations about events and activities going on in théi@/FE.
agenda included the following topics:

1 News from OIFE incl. clinical trials

= =4 =4 -4 4

Launch of OIF & Olfp&in survey

EuRRBone registry status and need for assistance from OIFE members
How medicines are approved in your country and why you should know?
OIFE campaigns 2023

How and why collaborate with healthcare provideEs&ample from ZOI

Ca 35 participants took part from 18 different OIFE member organizations.

THE PAIN AND Ol SURVEY

The Ol Foundation and the OIFE have partnered on a new prc §'ﬁ OHE:
investigating the expeence of pain for people with Ol. &burvey ‘

is for anyone 18 years old or older and was written with input frc PAIN AND 0|

the Ol & Pain expert group. It is in English language only.

SURVEY

Through this survey, the internationBain and Ol Projettopes

. R . THIS SURVEY IS * ﬂ
to learn more about the different types of pain people experienc  SESha o ton . ‘

COMMUNITY MEMBERS

severity of pain and frequency, and howidimpacing LJS 2 LJt NTOZETER

lives. Findings from this survey will be published online & ACTOF PAN ON e SURVEY 18 OPEN T
LINBaSYGdSR Fid hL@QE I /DN W AADULTS OR YOUNG
Stockholm, Sweden from Junel®, 2023. Clickere to fill in the @ @ p;ﬁ:::’;'iﬁ;ﬁ:n:s
surveyc which takes less than 15 minutes CODETEER


https://oife.org/2022/10/28/oife-pain-oi-project/
https://oife.org/what-we-do/events/stockholm-2023/
https://www.surveymonkey.com/r/OIpain
https://www.surveymonkey.com/r/OIpain

Meet the new OIFE Board members

Stephanie Claeys, Belgium

Hello everyone, 35 |
years ago | was borr
in Bruges, Belgiumid
with Ol type 3. From
birth, 1 was involved
with  the Belgian |
Patient Organization j
ZOl (www.zoi.bg. In Z8
2020 | got elected toff]
the board of ZOl. If
love to be with other
people who have OI* :
to share experiences, knowledge, advice both as a
friend, but also as an experienced peer.

From 2016 to 2022 | was one of the t@dFE Youth
coordinators. | was able to help coach the different
host countries during that period and organized a
youth event by myself in May 2022 in Belgium. |
believe working to have inclusion of people with Ol
is extremely importantout it feels alswery helpful

to be around peers. | will always be a big supporter
of (youth)meetings across borders.

Not onlydid lattend different youth meetings but

| also attendeddifferent Olrelated Conferences,
organised by OIF aride OIFE. | have a Bachelor in
Office Management with specializatias Medical
Management assistant. Since 2008 | have
workedin the general/public hospital in Bruges,
Belgium as an administrative medical expert.

At the moment | work for the Ethics
Committee/Clinical Trial Center. Because of,this
have a good knowledge about the European
Clinical Trial Regulation am#tnow how to look at
clinical trials with a critical and ethical eyke.QY
looking forward to contribuhg on the topics:
research & developmenpatient involvement,
peer work, youth activities and organizational
management aneévent planning

Malene Sillas, Denmark

My name is Malene
Sillas Lm¥27 years old
(soon to be 28) and |
was born with Ol type
1/4.

Since | was bornmy
family has attended
the national Ol
meetings in Denmark
and through these
meetings | have made
lifelong  friendships
that are still a very important part of my life tag.

Back in 2018, | became a board member of the
Danish Ol organization DFOI which | still am today

y GKS 62FNRXZ LQY Ay OKI NH
representing our national organization in OIFE.

Ly WIydzZd NBE HnHue L FAYAAKSF
Aathus University where | have been studying
education science. During my time at the
university, | was a student politician at the
a0dzRSyiaQ O2dzyOAf X 6KSNB |
students in political meetings, boards, etc., and
advocated for better condiA 2 ya F2NJ &«
wellbeing. Because of this, | have a deep
understanding of different political systems and
advocacy in general which | hope can be useful for

the new OIFB2  NR® { Ay OS TFTAYAAaAKA
degree | have been volunteering at the Danish
OKAf RNBYy Qa K $ifl ddfinteyiship ask y R
an educational consultant.

2 KSYy LQY y2i ¢aANWIAFWI LONIZR
some might call, still stuck in lockdown trends
because | knit an awful loL Q&afso the proud

parent of a sourdough startethat | made during

the first lockdown and named after the head of
the5+yAaK KSIFfOGK | dzi K2 NRGe@d
sourdough tipsor just haveother questionsR 2 y Q (i
hesitate to contact me.


http://www.zoi.be/

Canadian Osteogenesis Société canadienne
Imperfecta Society d'ostéogenése imparfaite

English Frangais

Meet our new OIFEMember COIS (Canada

The Canadian Gdrganization became an associated membe
organization of OIFih October 2022 and we are very happy t
welcome them to our international Gtommunity.

My name Is Jacinta Whyte and | am the President and Chair o
Canadian Osteogenesis Imperfecta Society (SGI3l). MyY6-
yearold daughter Rachel has Type IVadt has been very lucky
to have been a patient of Dr Glorieux and the team at thier@rs
Hospital for Children In Montreal since a baby. It was through t
association that | was asked to reactivate the COIS. So, | have
working for many years tochieve this goal and we finally-re
established the COIS formally with full government registrat
In 2017.

COIS do not operate on a membership madel YSI yAy 3 (GKFd 6S R2Yy.Qbe OKI @S
population in Canadas still relatively smallrad we find It difficult to get hard numbers other than the
population that the Shriners Hospital cares for, whigh the 700/1000 range. The assumption is that 80% of

the Ol population are typically more mild to moderatieerefore many go undiagnosed.

The general population in Canada are very fortunate as we have a peblit system enshrined in law, so
everyone has full access to medical care. For the Ol population specifically, our child Ol population are really
lucky to have the great team at fBters Hospitain Montreal leading the way in the fields of Ol research, care

and treatment of the 'whole person' in a family centered treatment model. So the whole fam#ycaetd

for! Adult OI careis more challengingand COIS have commenced buitdia medical and treatment
practitioners directory as we find professionals with experience in Ol. This has become a top priority for COIS
to make adult care more available and accessible.

We are a volunteer organisaticand working with our eight board members we are slowly getting the Ol
Community connected and supportéd Canada.



We are lucky to have a close association with the Shriners Hospital In Montreal, Quebec through Dr Francis
Glorieux (COIS board member) ahtbugh a partnership with the OIF where we can leverage and share their
great work. We are now also an OIFE associate member and look forward to building that relationship.

Our vision is to create one Ol community without borders or barriers.

Our goat are:
1 Awareness to develop community and broader awareness of Ol through targeted communications,

ambassadors, digital outreach/website and events. We are also developing and implementing

diversity andnclusion strategies to reaaharginalizeddl comnunities and people.

Education to develop educational and resource materials,

To support research and academic Ol development  x

through the Francis Glorieux Fellowship program and. &

to support medical research grant applications. K

1 Support- development of rgional Ol community
support hubs, provide lifestyle advice and access to k%
Ol care providers in Canada.

= =4

Together with fundraising for our Fellowship Program,
biggest challenge is finding volunteers who have the time
support COIS activities andilaliout our regional hubs. This i
probably our key priority so we can get fully established.

Our biggest success was to get the COIS legally reactivatec
registered charity In Canada, (something we could not h
done without the support of oupartners at OIF.) We are als
pleased to have launched our summer 'OICAN' family cam
partnership with a specialized summer wilderness camps
provider, so the whole Ol family can have summer fun at car®®

Our current major projecis to fully launch the Francis Glorieux Medical Research Fellowship to support the

development of academic research, skill and capability of young clinicians and physicians who will be
contributors to the Otommunityover the shaot and longer term.

Our plans are to deliver on ou
strategic plan to achieve our goal
and continue to build out our
volunteering and fundraising bast
to enable many good things td
happen! We also wish to connec
more actively with other Ol
organizations especially OIFE
given the diverse nature oOf
Canada, we need to build @
broader diverse = community,
accessing multilingual capabili
that OIFE brings.

Many thanks,
Jacinta Whyte
President CO{SCOI.
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Meet our new OIFE Member Ol Kazahkstan

In September 2022 we met two drofessionals from
Kazahkstan at the Sheffiel®lconference. This was dr. Asse
Dossanova and her husbarmtofessor Dossano{photo onthe

right), who is one of the central orthopaedic surgeons in thf St »
Asian country, with a small percentage of the country situatef
Olgroup in Kazakhstan, but that thegtruggled withlack of =
experience and were interested to join the OIFE to learn fro
other organizations and connect with the international Ol
community. In October 2022 the group became an associa_
member of OIFBWith the assistance from dr. Dossanova, whi
is also tte OIFE delegate, we have made an interview wit==
Birzhan Sarzhangwvho is a volunteer in the organization.

Who are you and what is your relationship to Ol
My name is
Birzhan Sarzhano
- amember of the o
Public Association

"Patients with rare bonealiseass’, father of children suffering
from OI. Currently we have registered more than 100 children
between 3 months and 16 years with this diagnosis in
Kazakhstan.

Nowadays the situation for patients with osteogenesis
imperfecta in the Republic of Kazedtan is improvingThe first

clinical guideline for diagnosis and treatment of Osteogenesis
imperfecta was legalized in 2016. There are two centers of
AaLISOAFEAT SR OFNB C/ !al abl GAzy
Childhood" and the Center for Diagnosis ameafment of Rare

Bone Diseases of Alandbnic in our capital.

FC UMC provides genetic diagnostics, bisphosphonate therapy,
surgical correctioniehabilitation,and psychological support.

10



A team of doctors conducting bisphosphonate therapy, surgical treatment, and rehabilitation works in the
Center of Rare Bone Diseases under the leadership of Ass. Professor Dossanov B.A. Moreover, modern
methods of surgical treatment are being developed amplemented here, and a clinical study of domestic
telescopic implants has been started in collaboration with international experts. The Center regularly hosts
master classes and seminars for doctors, including from the regions.

Thepatient organization'Patients with Rare Bone Diseases" is a relatively young organize#eregistered
with the justice authorities of the Republic of Kazakhstan in December 2021. 10 parents of patier®¥ with
represent the main core of the organization.

Narbutina Almagul, a mother of two children witB|, is currently the President. VieBresident Bigalieva
Ainamkoz, is also a mother of two children wih These two women carry out the main management of the
organizationl t  GASyG&a é6AGK wlNBE .2yS 5AaSlaSa¢o

The mission of th@on profit has been to improve the quality of life of patients with rare bauwaditions
According to the fact that the main members of the organization are patients and parents of patien@lwith

we decided tosolvethe challengesof diagnosis and treatment of thisondition first For this reason, we
organized round tables with heads of healthcare organizations and parents; we initiated programs on
televisionandwe discussed financing problems even on social networks.

Today we can say that the kehallengehas been solved. As many as two Centers provide medical care to
children withOIl We have quotas from the State, and we can choose the best service in a privaté\gdinic.
work with charitiesto purchase medical desés privatelyWe alsosupport clinical research organized by the
scientific center of the Medical University.

However, the quality of a person's life cannot be assessed only by physicakwel) so we have big plans
ahead to activate the social lifef "brittle" children. The issue of accessibility of school education for
wheelchaigbound children istill not solved Not all municipal schools have ramps and elevators. Therefore,
our children have to study remotely. This is the next issue on our agend

11



We would like to see our children active and happy. Using the
example of othernon profits we are going toorganiz cial
projects like holidayscamps so we can show children that a
diagnosis is not a verdic¥ou can achieve a laven if you have©l!

Among the active members of thgatient organization we have
about 10 parents of patients witDl, as well as 5 adult patients
fact, we are not actively recruiting new members yet. Since the
foundation of thenon profit, we have been more occupied with
organizational issues.

Parents whose children have been diagnosed v@thlearn about

us from doctors and medical staff, less from social networks. We
have active messenger chats where we share relevant information
andsocial networks in FB and Instagram.

Ourbiggest challenge antoblem is our passaness If we want to
change the attitudes of others to ourselves, we mfistt change
ourselves. For a long time, people with disabilities have been
positioned as recigints of care In fact, each of us has unlimited
opportunities and talents, the main aim is to show them. The biggest challenge is to step up our actions and
implement our many plans.

We are a young
organization that has not
yet been able to express
ourselves completely.
Nevertheless, alread
today, we have the
opportunity to choose a
doctor and a medical
centerc and this is one of
the main achievements of
our team.

On February 28, we ar
planning a TV stor
dedicated to Rare bone
conditions including Ol.
On May 6, on the
International Day of ‘O,
we will do an activityto
raise awareness about thig
serious and rare disease.” . :
In the near future, we will begin preparations for the orgatian of the event "Children's Day", which we
celebrate annually on June 1.

12



Meet the OIFE Representativesfrom Associate Members

ANDREA MEDINA, CHILE

Who are you and what is your relationship to OI?
LQY GKS F2dzyRSNJ FyR OKIF A
Fundacion de Osteogénesis Imperfecta QRECH)I
haveOlmyself,and that is why my interest was born in
creating an organization that brings together people
with Ol in the country.

27

In what way does Oaffect you personally?

LQY | ¢2YlyYy 6A0GK hL FyR
GSNE &2dzy3 | 3S Lcﬁrﬂlﬁon anétﬁ
I €t NBS SEGSyidz Al STA
FofS G2 R2 GKS uKAya L
Ol as anmportant part of me, of my essence.

Yy
y
Q

Can you tell us a little about how and where you live?
| live in Santiago, the capital of Chile, but | was born alw
raised in Rancagua, a city 90 km south of Santiago. | moved for my university studies and staf@d here
work and for its accessibility, which is the best in the entire country (although there is still a long way to go).
I live in the heart of the city, a place full of buildings, offices and businesses. It suits me because from this
place | can easily g&i any point in the city. It may be a little noisy, but it suits me quite a bit.

What do you do when you're not doing @bork?

LQY | 22 thbsyé BMasteiia cdmyhiicationl Q@S RSOGSf 2LISR Y& OF NBSNJ A
a2O0AL t Y Spesdidined idissues @ dh@rsity, equity and inclusion, with an emphasis on promoting

the rights of people with disabilities, access to information, independent living and accesshititgntly, |

divide my time betweerOICHind my mediahannelintegrados www.integradoschile.ciThe channel was

founded by meand is focused on disability. Among my hobbies, | love reading, watching series and traveling.

-

13


http://www.integradoschile.cl/

Are there things you have to struggle with in daily life?

Life after the start of the pandemic has changed a lot. Before, | worked in an office near nmemait

walked to the office every day, | also went out to do some small purchases and met with friends. With the
pandemic | started working at home and | don't go out much anymore. | have had to adjust my routine,
because only last Octobghe lastCovidmeasuresvere lifted in Chile, such as the use of masks in public
places and the limit on capacity in public places.

All of this has meant that | have changed my routine and decided to make changes in my life, leaving my job
to dedicate myself completglto Ol and people with disabilities. Becawsall of the social consequences
causedby COVIEL9, we must add that in Chile people with Ol must fight for the lack of accessibility in
different areas and above all, for the lack of social securitysinfluences the quality of life that people with

Ol have, since basic things for our development are not guaranféad includeaccess to medical

treatment, mobility aids (for example wheelchairs, canes, etc.), personal assistentcmore.

In a few words- tell us a little bit about the organization you represent:

TheFundacién de Osteogénesis Imperfecta CRICH was created in 2017, due to the interest of five
adults with Ol and two of their relatives, since there was no organization inotinetity that brought
together people with Ol and their families. ToddyIEHepresents 145 people with Ol and is run only by
volunteers

= 8 > = #3010 q
o ‘Lic'l L
S 1
g

AN \
Lo g

Ongoing projects/activities which might be of interest to readers of OIFE magazine

We want to make up for théme lost due to the pandemic, which affected every person in the organization
and made our constant work weakélhe long quarantines and sanitary measures that limited capacity, as
well as the same personal precautions to avbiel virus,meant that we dd not have a constant job and

now we see that things are changing for the bettdowwe want to take advantage of the time by
organizing various initiatives for 2023.
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In your opinion- what is the most important job/task/area for national Ol organizamns?

We have thehugetask of bringing together people withl®om our countries and representing their needs
and requirements before public opinion, — _

generating links beyond our borders, and
finding new initiatives and opportunities tha
can help us. Ware the voice of people with i
Ol and our responsibility is to ensure a
better quality of life.

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

We are very grateful for the reception from — = /
the OIFE to our organization. Personally, | 7 -
had theopportunity to travel to Sheffield for = ~

the Ol 2022 conferencgsee photoland | -
was able to share with you, meet you in
person, beyond video conferences and
emails. The work and commitment of all th
people who are part of OIFE is vital for us,
you teachus with your years of experience
and encourage us to continue working for
the rights of people with Ol.

RAGEEMA LIVINGSTONE, SOUTH AFRICA

Who are you and what is your relationship to OI?

My name is Rageema Livingstaar&d | live with my
husband and 3 kids in a suburban area of Cape Town
South Africa. | have a ¥ar olddaughter with type 3 Ol.
| am also the chair and founder Bfittle Bones &uth
Africa (SA).

Are there things you must struggle with in dailife? Can
you give an example?

| would say the most challenging areas in-ttaygay life is

| worrying about my daught@ safety travelling to and
from school as well as the financial impact of special
needs schools and medical treatments, medical
equipmentand being a mum of a teenager with Ol which
includes her own emotional struggles of daily life living

L with Ol.

What do you do when you're not doing @vork?

When | am not busy with Ol | work and spend time with
family and friends. | love baking with tké&ls and playing
82 board games. | also volunteer in community outreach

/ i programmes in impoverished /disadvantaged areas.
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Tell us a little bit about the organization you represent
The organisation is calldgtittle Bones SAnd was founded in
2015 due to a lack of support and information regarding Ol i
South Africa. Currently there are over 300 members across
South Africa most of which are people with Biittle Bones SA
is mainly run by volunteers.

Professor Shahida Masa is the Head of Medical Genetics at
Tygerberg Hospital in Cape Town. She has a special interes;
the inherited disorders of bone, especially Ol, and she
discovered 2 new genes for Ol during her PhD studies in
Germany. Upon returning to South Africagsdstablished the
Rare Disease Genomics research group at Stellenbosch
University.

=k
i X

One of her first projects was to study the underlying genetic basis of Ol in South African patients.

Her MSc student, Kimberly Coetzer, was able to use the latest inigemet genomic testing techniques to
RAF3Ay2aS ny {2dz2iK ! FNAOIY LI GASyda éAGK hL Fd ¢e&3
Undiagnosed Disease Programme, which includes all undiagnosed patients with suspected rare diseases,
including Ol. Bf Moosa believes that every person with Ol needs a confirmed genetic diagnosis, and that

this will increasingly become more important as newer therapies become available. She is an ardent

supporter and advisor t8rittle Bones SACommunity engagement and education are vital, according to

Moosa, and having support groups suclBaittle Bones Sas an integral partner in research and diagnostics

is at the core of what drives the Rare Disease Genomics group.

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

The most significant role of a national Ol organisation is to assist communities in getting the proper support
and education regarding Ol and to also bring about awareness of this sma&sedi Also to assist people to
improve quality of life through education and proper treatment and medical devices needed.
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JENNIFER COWLEY, AUSTRALIA

My name is Jennifer (Jenny Cowldydave Type 1 Ol drso havel3 of
my family membersl representthe Osteogenesis Imperfecta Society ¢
Australia as the newly elected Presidefl affects me personally b
slowing me down when | get oltd 2 KSy L -wétke ViR
cooking, gardening, art and spending time near the beach.

The Ol Society of Australia was founded in 1977 by parewntdraamds &
of those with Ol in order to create a point of contact for new &\

diagnosed familiesToday it is representind39 members It is run § )
entirely by volunteers We have abiannual conference for our
members. Itis held over 2 days anda#mbers are welcome to attend “(\{»
Our biggest challenge so far, was Covid which excluded us from §
our face to face conference.

Ou Conference in 2022 was held from 30th Septemb2nd October in Sydney. Our 45 years celebration
coincided with our cord@rence and was a huge hit. There was a variety of speakers including guest speakers
incl. Dylan Alcott and Samantha Bloom. The gala dinner was a wonderful time had by all. Lots of catchup chats,
new friendships formed, networking, and most of all inforroatiProfessor Sillengevhich you probably all
know,with the assistance of Ms Alison Sehas played a role since 1975. Over the years there hasrheen

than 22 genetic typeof Ol diagnosed. He has worked with his colleague Dr Jenny Aunt for magy yea

N

Our plans for the future are to provide members with a database of medical professionals in Australia.
will continue planning a biannual conference for members to attend and to assist members where we can.
think the most important task for a national ©tganizationis to haveupdated information and resources on
hand for our memberaVly message to the readers of the OIFE Magazine&cHRout when you need!iou
never have to face Ol alone.
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Artists with Ol

Interview with Natalie Lloyd,
author of bestselling novel Hummingbird

LQY bltaGFrtAS YR LQY |y
| live in Tennessee with my husband, Justin, and
three spoiled dogs. In college, | studigdirnalism, = &
but creative writing was always my first love. | fe )‘ ,?‘-‘
very blessed to be able to say writing is my job nc
FYR GKFG L YF{1S o02214a 1
| love reading on the porch, long dinners with n
family, lazy movie nights, and roadtrips ugo the
mountains.

02Ny

At what age and how did you find out you want to
become an author?

L OFyQiG NBYSYOSNI I GAY
When | was very little, | loved listening to my parents

read stories to me or even make up bedtime stories. | realized early on that my imagination was
limitless regardless of the physical limits pughagainst me. | think, for most of us who love books,

S OFy NBYSYOSN) GKS ad2NB GKFG YIRS dza FTSSt «
story that was written so well you felt like you were inside it. For me, that book was The Lion, The
Wil OKX IyR ¢KS 2| NRNRoS oe /{ [SeArad LOGQa AT
pushed the wardrobe door open. | felt her fear sometimes, and | also felt her couraayed that

was huge for me. Books helped me realize how brave | couid bee story was fictional, but the
courage | found was so wonderfully real.

|

Writing felt like a very natural extension of that stdowe. | absolutely wasot a kid-prodigy writing

novels in third grade. | started by writing pretty terrible poems (that payents still have), some

short short stories, and | think | tried to start classroom newspapers every other week. But writing is
like any other artt you really do get better the more you do it, no matter how old you are. | never
stopped doingit. Asah Rdzf 6 L NBFfAT SR GKFEG AF L | Oldz ff &

GNAGAY3 | y20Std L RAR X lyR t28Ga 2F NB2SO0GA2
who loved it, and she connected me with my editor at Scholastic. Stlofaublished some of my
FIL@P2NRGS o02214&a Fa | {ARX a2 AdQa | o6A3 K2y 2NJ

3SG G2 6NRGS 2yS y20St o .dzi Y& &AS@OSYGK 06221=

What themes do you pursue igeneral?

L GKAY]l GKS ydzYoSNI 2yS GKSYS GKIFG asSsSvya (2 adz
the peoplewe lovel £ t 2F Yeé y20Sta faz2 KIFgS f)\ljljté T
FYOK2NBR Ay NBI f A Zdby®Roald PahlyaadiDolly Ravtoniiey Ndh wihitg is LIA N

such lyrical, imaginative ways and have such fantastic characters in their songs and stories.
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LG YAIKG az2dzyR OKSS&aes odzi L GKAY]l SOSNEOKAY3
no romance in a book for young readers. | write a lot about the people | love and miss, the big
guestions | still have about life, faith and doubt, and wonder and hopeverything that goes

through the blender of my brain somehow ends up in the storie§ IS Qa 2dzad | f A
YIEIAO Ay GKSNB:X (220 . SOlFdzaS L 060StASOS (GKSNBQ.

Do you have a favorite book/role model?

LF &2dz YSIY Y& TFI@2NARGS KSNBAYS AY Arneod@reeh = A
Gablesseries The thing that still amazes me about those books, especially reading them as an adult,
Aa GKFG GKSNBQa y2 YIFI3IAO 2N Flhyidlrae StSySyido
GKS ad2NB 27F | 3IANI 3INER dylayoded tizigidow up 16 Rake mistaked,S (1 K
and to discover the world. | like how she pushes against her quudydness until she realizes,
KSNESE T3 GKIdG aKSQa | Oddzatte LINBGGe INBIAsd ¢KI
far as aubor role models, Ann M. Martin was one of my most favorite authors as a kid. | still love her
0221 ad a2NB2 @3S NEthis manyyeass inio Ker darediviitisgQuich ralévant, timely,
beautiful work. Her books are evergreen.

Do you havea particular target group? Why?

Right now, my novels are all for middle grade readerso around ages 8 to 12. Middle school was

a very memorable time forme. KSy L G6NAGS FNRY GKIF G LiveroSs L
openhearted place to write from, emotions are more raw, blibor me-i KSNBE 6+ ay Qi K3
skepticism just yet. | think those experiences we had as kids shape so much of vahe ageadults
-F2NJOFR odzi Ffaz2 F2N) 322Re tfdzAx L ({y26 LQY 0o
| just got an email from 685-yearold woman who told me she loved the bookand that made my

day. | really feel like middle gradevels are for everybody, no matter the age.

What is the most trlcky part when writing a book? h:
C2NJ YSZ A Q@verMﬁnﬁISﬂme that k tykas time

T2NJ GKS aid2NEB (2 LJSNJozflusq:i',{ aS
good. Orevekindd3d22R® LGQ&a | €f I ¥ -y R
be frustrating. But once | get that first, messy draft outl can | 8%

finally see a little bit of a landscape forming. | can get back i

AG FYR NBFfte GSIasS 2dzi Gf QY S

Sometimes whel. QY R Ndr &én/atfiti finish line of that »
first janky draft- | want to quit and write something else. But t
more | stay with a story and work to craft it, the better it gets.}|

Tell us howyou came about to write a book about a girl with
brittle boned

Thanks for asking this! Like Olive, the main character
Humrpingbird | also have,OJ. I brokq my leg for thevfirst ti Natalie as a child o
gKSYy L gl a 0Sy ¢SSl1a 2ftRo -¢ 2UKS
one | know lots of people in this community would be familiar with. But eventually, | was diagnosed
with Ol. Because my type is mild, myctlwrs always encouraged me to start walking again after
TN OlddNBa KSFHESRo !'G aOKz22fsx L dz2aSR F 6KSSt OK
by classmatesvly childhood was full of joy and fun. It also had lots of broken bones it it.
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| vividly remember a time walking from my bedroom door into the hallway and hearing my leg snap.
Just snap, for seemingly no reason. | think | was in 7th grade when | was able to walk without a walker.
LQY o6fS (2 R2 (KIG y2g franafr&@ras 2F O2dz2NESTI LQ

At first, becausemy experience with Ol was " NewRelease -

a2 LISNE2YIfZ L ¢l a NATALTE LLOY D
kind of an afterthought for Olive. Like, ye:
she has OI. Butalso wanted to make sure
she had an epic, full life of adventure an
wonder and friemiships and first crushes
{KSQa y20 SOSNEBO2R
{KSQa | 3IANI I 2dzai
broke my femur while writing the book. Anc
L 1ySs LQR 3IFt2aasSR
experience. She still has a story full
adventure. €S | faz2 KI&a |

g

really frustrating sometimes. | tried to sta il
as true to my experience as possible, al o
writing from a very real place. .
l/ 43\ | u‘» “&
Did you get feedback on this book? :
| work with a brilliant editor. Her name i Read by Natalie Lloyd
alfsz\E YlééZ I)/R a N vxa I VU Ul L L © W INUN U U Oy
some incredible novels of her own (under the name Kass Morgan). | heard an author say once that
Fy SRAG2NRE 220 Aa G2 K2t R | 7T doad®T of didging batkK A £

alftft2NEQa Ffl aAaKfAIKG YySOSN oI -4 @ANNERA { KER KB KBR
incredibly thoughtful, smart, and creative. | love making stories with her. | also send drafts to my
Y2Y> atAff I ondedmiddldsshpdd L Q@S R2yS aa

What do you do when you are not writing?
LF LQY y20 oNAGAYIAI LQY dzadzk £ f& &LISy Rkighig, G A YS
or reading. Or ordering coffee at my favorite spot. Or biagdching The Great British Bakf.

Do you have a message for the readers of OIFE magazine?

Mostly, | would just say thanks for making this community such a welcoming and authentic space. As

| was writing HUMMINGBIRD, | had the stark realization that my parents raised two kids with Ol

Y2 AYUGSNYySio ¢KSe& O2dzZ RyQd 3I3223ftS GNBlrayYSydas
here and orpif.org. Most of all- 1 KS& O2dz Ry Qi 02yy SOl peviénging2 G KS
GKA&GP LGQA 3ANBIG GKFG GKAAa &Llwos alSoEsayahatsf yodi 2 NJ |
ikeme-S@SNJ 6l yi (2 aKFENB @2dzNJ SELISNASYyOSdddk (K h
howyouwant to do it. Every single pergocQ& S ELISNA Sy OS 4 A {is& however yod A £ A (
OK22aS G2 akKINB Al 62N y24d aKFENB AG +aG FEfo
disability representation in books, movies, and television. | believe the world needs to &ewlall

of bodies doing all kinds of things. And | believe we need more disabled creators in those spaces
making art, too.
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Literature review onOl & dental issues

Interview with Ole Rasmus Theisen
- dentist and researcher at the TAKO centre
- national resource centre for oral health in rare disorders, Norway

My name is Ole Rasmus, and | am ay88rold dentist from Norway. My
relationship with Ol stems back from working with researchers who have stu
Ol extensively as well ageing some patients. My role includes writing revie
about oral health in rare disorders, including OI. | am fascinated by how
disorders demand us clinicians understand more about everything from cli
set-up, materials used and the underlyinglugy. Rare diagnoses may point
what direction we ought to aim to do better for all.

You and your work experience?

| was educated in Norway, Denmark and South Africa. Before the pandemic and two small children, | organised
regular dental missions toalt Africa, and | have also worked for several years in Finland. My passion is to
improve clinical work. | love how dentistry merges knowledge about medicine, biomaterials and procedural
techniques with a spectrum of personalities and lives. | am alsdaleing a wekbased database and clinical
support tool for dentists. It will allow for an easy assessment of rare findings in the oral cavity and the rest of
the body. We hope to aid dentists in making the first step towards a diagnosis and provide inforraiad

links to more resources for dental personnel seeing anyone with a known diagnosis. The prototype is
undergoing user feedback at the moment, and it will be available in Norwegian and English in 2023. The project
is financed by the Norwegian natioradvisory unit for rare disorders.

Tell us dittle bit about the TAKO centrk

The TAK@entre is a national resource centi@ oral health in rare disorders. It was established in 1993 and

is situated at the Lovisenberg Diaconal Hospital in Oslo. Our mandate is to build experience by seeing patients
with rare disorders and oral findings, through clinical work and researehcdiitre communicates with dental

and medical personnel in all of Norway. Our team is multidisciplinary, which is essential to manage the variety
of disorders we see. Patients with more than 600 diagnoses have been assessed at our clinic.
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What was the revew of Ol about?

It is about Ol, oral health and dental management for clinicians and patients. We used the published
literature andreferred to research done at the TAK®ntre and globally. We also included clinical
experiences from our centre arfcbm colleagues abroad.

What are the dental problems of people with OI?

Dental issues vary a lot between individuals. The severity of the condition in general is not always linked to
the severity of the oral findings. The main issue®lare dentinogenesis ingyfecta (DI) and malocclusions
(misalignment between the teeth or jaws). Some may miss one or more teeth. The malocclusions are more
severe in Ol types Il and IV. The most difficult malocclusion to manage is when the posterior teeth don't
occlude.

Werethere any surprising findings?

Temporomandibular joint problems (jaw joirglated pain)also called TMdffect the quality of life no more

for people with Ol when compared to the general population, contradicting expectations. This problem is
often linkedto stressin the general population. Perhaps people with Ol could teach us all something about
coping mechanisms?

What effect does bisphosphonates have on teeth in OI?

Bisphosphonates do not affect teeth, but may affect the risk of osteonecrosis («teae) following oral

surgery. The dosage, administration method (intravenously or tablets) and period of administration matter.
However, not a single case of osteonecrosis has been reported in Ol patients. This does not mean there is no
risk, but in the sbrt term, it seems low.

Illustrator: Malin BernasTheisen

Can a person havdental problems due to Ol without having DI?

Teeth are mainly composed of hard enamel, dentin and soft pulp tissue. In terms of volume, the most
significant tissue component is dentin. Dentin protects the neurovascular pulp tissue from oral bacteria. DI
means dentinogenesis imperfecta, weak dentin. The weak dentin provides less protection against potential
bacterial infections and may lead abscesses in untreated teeth without visible cavities. The teeth may be
discoloured bluiskgrey or browniskyellow. The weak dentin provides weak support for the enamel, leading
to fractures and rapid tooth wear if dentin is exposed. This is especially relevant for primarytésiby)

which are usually more affected by DI than permanent teeth. DI can also be «higd@h»as microscopic
images have revealed unstructured dentin in teeth without visible DI clinically.
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What is the most important take home message for clinical work?

The dentist must know OI/DI before embarking on any treatment. It is not sufficient to know how to do a
treatment, they also need to know what treatment is suitable and when to do it. In dentastnyyriad of
different materials and methods may be usedgch with its own strengths and weaknesses. The dimbaild

allow for wheelchair access and systems to work clinically around these. Dentistry is a precise field, one
millimeter may determine success or failure. It is important that the dentist can see well.

Were patients/patient organizations involveth your research?
Our text was reviewed by NFOI before publishingally appreciated the feedback from tkd-community.
Youare the experts.

How often should a person with Ol see a dentist?

Children with Ol should be ea when the first tooth erupts
and frequently in childhood. Adult intervals are individualisec
and vary from four exams per year to one every two years. T
number of formal dental supecialities varies from none to
thirteen between EU countries. Dentigtis a clinical speciality
in its own right. It is always wise to consult an experienced
clinician updated on the current best practices. It is importan
that he/she demonstrates concern and interest in you as a
patient, has relevant clinical experiencedsa network of
colleagues to consult, so they can manage potential
challengesThe most relevant dental specialists for Ol patient
are pediatric dentists, oral surgeons, orthodontists and
endodontists.

What should people with Ol do to take care of their teeth?

| like the 2x2x2 rule: 2 minutes of brushing with 2 cm lllustrator: Malin BernasTheisen

toothpaste 2 times a day. Electric toothbrushes are great.

Flossing the areas of the teeth from the point of contact to below the gums allowkdaetmoval of
bacterial plague. Toothpaste with a higher content of fluoride or mouth rinses may be advantageous. |
recommend consulting your dentist about which fluoride concentration is right for you, as this will vary.

Is Osteonecrosis a problem in OI?
With the available data, it does not seem so, but lbegn follow-up of individuals who have started early
with bisphosphonate therapy is necessary to evaluate properly before concluding.

In Norway dental treatment is mostly covered by the governmenydu have O} can you briefly share

how this works? Does it matter if you see a public or private dentist?

Dental services in Norway are provided by the public dental service and private clinics. The public dental
service employs approximately 25 percefitall dentists and isesponsible for treating the young and frail in
the population according to the law. Three quarters of dentists work in private practice. An Ol diagnosis
entitles you to partial coverage from the Norwegian Health Economics Admiiasti@dELFCipr dental
treatment irrespective of the severity of Ol. The price of the treatment is usually higher than the coverage.
The patient has to pay the difference themselves.

Any final words for the readers of OIR#agazine?

I am impressed by thstrong spirit held by manyith osteogenesis imperfecta. It seems the physical
challenges you have to go through makes for some tough, optimistic and feta@kohg individuals. Quite
the opposite of brittle.
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Functioral performance in people with Ol &keletal dysplasias

Interview with Verity Pacey,
Physiotherapis& researcherSydney, Australia

a® ylrYS Aa SNAGe tI O0Se |
Sydney, Australia. | began working with childrerthw®lI
around 20 years ago now. | had tpevilege to work in a
specialist multidisciplinary clinic for children with Qthe
only one in Australia at the time. | worked clinically in t
service as the physiotherapist initially, then as the ser
coordinator for the children with bone and neral disorders.
During this time | was doing my PhD focused
management of joint hypermobility in children. | moved to
full-time academic position in 2018 with my research th
expanding out to have a focus on initially children, but n
people of dl ages, with Ol and other skeletal dysplasias
well as hypermobility disorders. | collaborate with peop
both nationally and internationally and work closely wi
patient advocacy groups when planning and conduct
research studies, and supporting eddion initiatives for
patients and health professionals.

Tell us about your current project!

The current project was developed with Dr Penny Ireland, a physiotherapist in Queensland, another
al0lraGS 2F 1 dzZa0NX £ Al @ 2 S @uéliah dlidicins inddddMk SO@h Viafe® 4 S
and Queensland (Australian states) including an endocrinologist, rehabilitation physician and
physiotherapist. We have also worked closely with individuals with skeletal dysplasias, including the
Short StaturedPeoples of Australia (SSPA) while planning and running the project. For the first 12
months we had no fundingWe ran the project with the support of 5 final year Doctor of
Physiotherapy students (DPT) at Macquarie University (where | teach) as parioftdbearch
studies. We now have another 4 DPT students involved and were lucky enough to receive a small
grant from the Connected Foundation, a patient charity group associated with the multidisciplinary
clinic where | used to work. That grant is payfogtwo of last years students to remain working on

the project as research assistants.

The project focuses on the functional performance of individuals in their everyday activities. This
includes, mobility, sel€are activities, using public transpolejsure activities and communication.

There is a survey first which captures current challenges with functional activities at home,
work/school and out in the community, including symptoms such as pain and fatigue, and the
strategies people successfully use to overcome these challenges. iRgllthe survey, we perform

a standardised functional assessment over the phone or zoom. This assessment is performed via
interview and coverselfcare mobility and cognition. We then provide a report combining the
survey responses and the assessmenteasdtrack to each participant. But, surveys and standardised
assessments only give us so much information. So, we are then undertaking interviews in key topic
areas.
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The first one we focused on was the barriers, facilitators and experience of accessingjramnthe

National Disability Insurance Scheme (NDIS), our government support for people with disabilities
KSNE Ay !1dzadNIEtAF® LG KFayQd o6SSy NHzyyAy3I F2N.
was so important to hear the voicesof p@th LI yia (G2 SadlrofAaK gKIG gt
up we are focusing on challenges and strategies forcgglf activities, and barriers and facilitators

to school participation with the plan to be providing individuals and healthcare professiatals

top tips on strategies and equipment to make everyday tasks easier.

The project is for anyone with a skeletal dysplasia, any age. We have almost 100 people who have
taken part so far, many of whom have OI! We would always love to have more people with Ol
involved, so if you are interested you can access the informatioretshad the survey here

- https://redcap.mq.edu.au/surveys/?s=8YT4N3P98X

What were your most interesting findings?

CKS LINP2SO0 A& aifaff NHa/VAVA 32 68 R2VOI
have final conclusions yet, but we ar
finding that a high proportion of
people have pain and/or fatigue (uj
to half) during daily tasks such as se
care or mobilising. Many people
report useful strategies to overcome
these challenges, and the interview
we have coming up will delve into thi
detail a bit more, particularly in
understanding the impact of pain or
daily activities and the ways in whic
people currently manage this.

The interviews that we hav
completed about the NDIS acces
were really interesting. We referre
G2 AG Fa aoO2yara
people to access and use ou
Australian disability funding system. The role of advocates, whether parents, partnefssgional
advocates or friends, seemed to be one of the most successful strategies to help work through these
inconsistencies with the system.

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

LQY adz2NB GKIF GO 6S ¢dnfthe stualySis coniplets, bui far néwithe mainniédSage K
G2 OftAYAOAlya Aa G2 al toz2dzi LIAY FyR FIdA3d
patient to rate their pain from 0 to 10, but having a conversation about the impact of paifatigde

on daily activities, and the impact of daily activities on pain and fatigue.

We need to consider different environments (home, work/school and the community) as experiences

Oly @INE AY SIOK® LT ¢S R2y Qi 1yaddassigtkr pateats K I L.
¢ so make sure that you ask!
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https://redcap.mq.edu.au/surveys/?s=8YT4N3P98X

Were patients/patient organizations involved in your research (patient involvement)?
Yes, in lots of different parts of the projecthe initial design of the questionnaire, appropriate
recruitment drategies, and educating the DPT students about living with a skeletal dysplasia. We
have been lucky enough to be able to present our project plans and our findings so far at patient
conferences here in Australia, and have recruited through these confeseas well.

Please tell us a little bit about the other projeatith pain diaries!

I am working with an amazing PhD student from Belgium, Marie Couyssérs has almost
completed her PhD now. We have recruited adults with Ol from Australia and Belgium, and part of
her study includes measuring pain with daily diaries. Tlaessuch little amounts of research on
adults with Ol compared to children. Part tiis study will help with understanding adults pain
experiences better.

Any messages for the readers of Ol&gazine?

52y Qi o AG F2N) @2dzNJ KSI £ G KOI N&tellihén ifyouthave thesg @& 2
symptoms and ask for a referral see someone to try and help. Every time you do this you will help
your healthcare team learn more about managing daily activities when you hav8ddie of the

best tips and strategies to make daily tasks easier are likely to come from your peersorKeep
supporting one another and advocating for your needs through organisations like OIFE.

News inbrief

NEW REPORT ABOUT IMPACT ON SIBLINGS
A rare condition diagnosis affects not just the
individual but the whole family. It inevitably
alters family dynamics and can completely
change the life path a family had planned and
set out on. The impadsfelt by all.

The impact of ||\ |

RARE disease While the effects on the individal and the

on s'b.l'ng parents are perhaps more apparent, siblings

experience - also carry the weight of rare condition on their

Impact report ' shoulders, and their lives are impacted in many
ways by the challenges of living in a rare family.

They regularly have plagbanged, miss out on
opportunities and have to respond to a
barrage of questions and often unkind
comments from their peers, all while accepting
the responsibility of caring for, and worrying
about, a sibling.This project, supported by
: e Alexion, _AstraZeneca _Rqre Disea_se, aims to
give a voice to RARE siblings. To find out what
impacts them most, understand their
individual and collective experiences and
determine their unmet needs:
https://bit.ly/3HF40al

AstraZeneca Rare Disease
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https://l.facebook.com/l.php?u=https%3A%2F%2Fbit.ly%2F3HF4Oal%3Ffbclid%3DIwAR1jaj-hXrs5F5wZQV3WsNdKvwf4jvtNxJIHuKHCdg8DiekQisr1F8RtUUI&h=AT2z0eBjdidcQrCwQ9RzOvGlEkC4OO4HmdSNWvX-qTkE_G0rGSnUdcWXgWp9P4ofFecIsjF2ytSgYKn5AX77rDg4MTm91o9RGilOkQdFOAb5kn9_PXkunBGpOfnW17usu64NHlE&__tn__=-UK-R&c%5b0%5d=AT1smQiecR0sm1gkbtvLEerxFyev-kRSEqAdg6XpQCs-i6Zwz-Ec6XE_5b1LgCeYXFt0qB8wyy0ZBVyuj4EeTHTVcccGgXEobCma0Vxmv6fc-ZzTqC4LKkjpnSiyrIt4MqSx-SPvHIRNWG4dLWI3fCy7Q8st58JsPIKhP1s9fvDesIaZ7ZI0I4-lOO8dxv9qLOFl6Z9H4INH

TOOLKIRDVOCACY disturbed biomechanical musclsone
Are youinterested in patient advocacyor relationship in adults with Ol type |
changing the world for the better for people http://ow.ly/U5zT50LbV1C

with Ol or other rare conditions? Then check
out this toolkit fromShare4Rare!
https://bit.ly/S4Rrare-diseasesadvocacy |

toolklt Flemish patient organisation (ZOI, Belgium) Ghent University Hospital (Belgium)

I—— - Reference center for Rare Bone,
Calcium and Phosphate Disorders

- Center for Medical Genetics

Individuals with OI, 18 — 75 years old

CHECK THE

Shared4Rare
toolkit for
patient

advocacy < Enclucled;
M=2 pregnant or <1 year after giving birth
M=1 orthopedic surgery in the last six weeks before study
» N=E Ol t\rp_e or IV
MN=17 declined participation
|———» N=6 health issues/covid-19
—————p N=4distance
L N=7did not wish to participate

Y

Responded to invitation via mail or telephone (n=55)

& share4Rare

A J

2ND OPINION

Did you know that the Spanish organization

Ahuceorganized a 2nd opinion service, where

people with OI can get a 2nd opinion from an FACTSHEETS ABOUT Ol

Ol expert (orthopaedic surgeon)? Check out the new factsheets from tBeittle
BoneSocietyin the UK & Ireland.

Included in analysis (N=27)

Wi, AHUCE

Ll R Some of them can also have relevant
information and tips for people with Ol and
their families in other countries:

Consulta para personas con osteogénesls Imperfecta y otras displaslas 6seas. https://bit.ly/3Hklcvc
A cargo de la Dra. Ana Bueno, traumatéloga del H. U. Getafe (Madirid).

PROXIMA CONSULTA:

e A BBS Factsheets

LIMITADAS %
\ pone
- I '8\\\\2 so"’o;,‘ Supporting the E1
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: Ry - Osteogenesis Im < s
S Z e =z
!E & Start;
n
S < g N
\\)d“ (a 2 Practical tips for parents and teachers With Oste U_I:‘S:ry
- B es
= F ) t e
SOLICITUDES Y MAS INFORMACION: 5 S thrive and achieve. It has bec 1 e Bopg
Belén C © - Trabajad AHUCE ! ability to cope with the ups
Fundackse soclal e C
@oncz trabajosoclal@ahuce.org | 679 23 86 86 "’ s

4
58 Whegl,,
Youn,
'8 Childp,, .
&i ( OPPortuniey ¥
bis 4

NEWS FROM Ol RESEARCH :
A Belgianproject has been looking into
muscles in Ol type 1. The Belgian researchers
concluded that adults with Ol type | have s
smaller bones, lower trabecular bone mass,
lower estimates of bone strength, and higher
cortical density in comparison with controls
andthat there are some indications ofa -

s sho¥ Ho
gEle Ou
nd!

S\

pup'
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https://bit.ly/S4R-rare-diseases-advocacy-toolkit?fbclid=IwAR00-3dDH0MY0Jgspy2uCgDXOXkRzyG5Bna2EwajyJmw6NpTCP4I4u1yVl0
https://bit.ly/S4R-rare-diseases-advocacy-toolkit?fbclid=IwAR00-3dDH0MY0Jgspy2uCgDXOXkRzyG5Bna2EwajyJmw6NpTCP4I4u1yVl0
http://ow.ly/U5zT50LbV1C
https://www.facebook.com/brittlebonesociety?__cft__%5b0%5d=AZU0pg5ikzJEVaTF--rrQKgPlGriY0S1HhYM1PEeedInF6cgp9mNCegAxpfn4aO37gQVz8uKvRJegGY8QPgZSb-h7_EB9q4z0dYNtTFxXyHK8OojW6AYcL2x5gigoWBsi5ZPLJJj_0nUu0KUMkh5kWp_OH3jJqQW72l8SLnT_utsl5U7UoRGTZ5e112SUg3ZohS1mjHEwzGpgvx_ss4hCAbV&__tn__=-%5dK-R
https://www.facebook.com/brittlebonesociety?__cft__%5b0%5d=AZU0pg5ikzJEVaTF--rrQKgPlGriY0S1HhYM1PEeedInF6cgp9mNCegAxpfn4aO37gQVz8uKvRJegGY8QPgZSb-h7_EB9q4z0dYNtTFxXyHK8OojW6AYcL2x5gigoWBsi5ZPLJJj_0nUu0KUMkh5kWp_OH3jJqQW72l8SLnT_utsl5U7UoRGTZ5e112SUg3ZohS1mjHEwzGpgvx_ss4hCAbV&__tn__=-%5dK-R
https://bit.ly/3Hklcvc

Issues covemkin this resource include

pregnancy, diagnosing Ol and types, handling,
feeding and dressing, pain management and a
aSOtA2y (G2 G{KINB gAlK
toolkit is available to download here:
https://bit.ly/3SWMHThA

TREATMENT OF HEARING LOSS & Ol
SYSTEMATIC REVIEW
Many people with Ol experience hearing loss.
Therapies to ameliorate hearing loss rely on
conventional treatments for hearing loss in
GiocandOlnsieme g@ssrol the general popul_ation. The success rat_e of
these treatments in the Ol population with
poor collagenous tissues is stiticlear. In this
open access article, researchers have
conducted a systematic review and meta
analysis on the efficacy of treatments
addressing hearing loss in Ol:
https://www.nature.com/articles/s41598
022-201699

PROJECT FOR Ol CHILDREN

In ItalyASITOIis organizing a project called
#PlayingTogetherlaboratory for psyche
motoric skills for children with Ol. It includes
both farm visits and fun in the pool.

OSTEOGENESIS IMPERFECTA

Como abordar un

P ACT sy peovsdes uniae Tpughty 10 8 TR0 g 30
T I T mperfects (Of) theossh

nuevo diagnostico

= il ¥
———— (Ll
pem——

Conjunto de herramientas para familias y
profesionales de la medicina

"' OSTEOGENESIS
1 IMPERFECTA
FOUNDATION

OIF NEW DIAGNOSISOLKIT IN SPANISH IMPACT IN ITALY (OCT 16)
This widely used resource fromet©IFs now Thank you to Leonardo froASITOI wo on
available in both English and Spanish. The October larepresented the international Ol

toolkit provides medically verified infor communityat an ltalian conference in
mation for parents and medical professionals ~ October Our postembout the IMPACT survey

on topics important for the care of Ol babies. ~ Presented findings from the Impact survey at
a scientific conference in ltal
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https://www.facebook.com/hashtag/playingtogether?__eep__=6&__cft__%5b0%5d=AZXgmU6dhdGQPROkbr6ZYevPzJr102mn6d1e5wSyVmfkctDIcJMNDwNgGlDRWM_zfOPhARki4z1mhV-jrPZKBV8HvMRCoUidKaAWCgWoQXr_WNgId7-eKPILls5r7f5Og701T_puTSE7MrTttaC2iCCjVmMdNh994KI0HI3LwsgY48b_koxFaff43qPpnAKPZza-Ldygt0-vBtU3dl3AUyoV&__tn__=*NK-R
https://bit.ly/3WMHThA
https://www.nature.com/articles/s41598-022-20169-9?fbclid=IwAR2SyIOafrs6PRBHA7OSqXG6A5v4s5AlGyuNHvZidlNK697-byX6JzCiwNI
https://www.nature.com/articles/s41598-022-20169-9?fbclid=IwAR2SyIOafrs6PRBHA7OSqXG6A5v4s5AlGyuNHvZidlNK697-byX6JzCiwNI

Group by Osteogenesis Imperfecta Federation Europe

OIFE - Osteogenesis Imperfecta & adult health

W2AY hLC9Qa hL gup! RdzZ& 4 I SI f

hLC9Qa LSS INJalEN®R idza dlosed Faceboaoup for adults who have Ol (English language
only). We welcome participants from all countries, as long as you can communicate in Englesed
group means that only people who have been acedgdiy the moderators and who are part of the group
Oy NBIFIR gKIFIGQa 06SAy3 LRAGSR 2y GKS glfftod LYy (GKS
getting older with others who might have similar experiences. Questions of various kinds carth@agk
answered, such as:

1 medical issues or concerns

1 personal experiences related to a life with Ol

1 seeking & giving emotional or psychosocial support

1 practical hints and possible solutions

1 personal advice from the experience of peers

1 helpfuladaptations for the daily life with Ol
The group is ONLY open for people who have Ol themseh2slz R2y Qi KI @S G2 0SSt 2y 3

member organizations to be part of the group.

Research announcement

Osteogenesis Imperfecta (Ol) Survey

SURVEY TO IMPROVE CLINICAL TRIALSTINIODPEN

In clinical trials the regulatory authorities are for counting
fractures. But this doesn't always make sense for adults
with Ol, because we don't fracture that ofteResearchers
and the organizations are interested in finding out in
which way we can measure progress/changes in clinice
trials, in addition to counting fractures: Measuring pain,
mobility, mental health, overall health etc?

In this survey which is botloif adults with Ol and parents
of Okchildren - you will first be asked to answer a
standardized set of questions on clinical impact on
physical and mental healtifter that you will be asked to
complete two different short questionnaires, to evaluate
which of the two is better and more relevant for people
with  Ol. Are you interested? Please emalil
Ol@patientinterviews.com
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This survey is sponsored by Ultragenyx Pharmaceutical Inc.

SURVEY RESEARCH WITH CAREGIVERS AND INDIVIDUALS WITH OI

Participation

» Are you 18 years or older and do you have OI?

= Are you the caregiver of someone aged 0-17 with 01?

» We are looking for individuals and caregivers of individuals
with Ol to participate in an online survey.

* Our goal is to learn about your experience with Ol. No medications
will be given as part of this survey.

Compensation

Eligible survey participants will be paid $50 upon completion
of surveys (or the equivalent amount in your country's
currency).

Find out if you're eligible!

If you are interested in participating, or would like more
information about this survey, contact us using the following e-
mail address and include "0I" in the subject line to see if you
qualify:

Ol@patientinterviews.com

If you have other questions, please contact:
Endpoint Outcomes
11 Beacon Street, Suite 910, Boston, MA, 02108, USA
Telephone: +1 (617) 607-3312

# ENDPOINT
L= 4

MRCC-UX143-00004 11/2021


https://www.facebook.com/groups/OIadulthealth/?source_id=368617843251078

Sife

BALANCING
LIFE WITH Ol

9-10 June 2023 / Stockholm

— e —

Topical meeting on the impact of gain in
osteogenesis imperfecta (Ol

Lack of understanding and poor management of pain
severly impacts the quality of life of children and adults
with osteogenesis imperfecta (Ol).

Under the title "Balancing life with OI" we are organising a
topical meeting on the neglected subject of the causes,
assessment and rmanagement of pain and its impact on
physical and mental health, sleep, fatigue, mobility,
relationships/families and work/life balance for people
living with Ol.

Z P,
l@ I{;:.} L-JK?
i (I Q WL

= A N8

1P o YR~ FAMLY &
SLEEP Ll-a " RELATIONSHIPS

FATIGUE WORK/LIFE  MOBILITY
BALANCE

The topical meeting will offer the opportunity to
present and discuss current research, treatment
methods and other updates on Ol-related pain.

The meeting format will comprise a mix of
longer talks from invited speakers, shorter talks
based on submitted abstracts, workshops, panel
discussions and poster presentations.

Parts of the programme will be relevant for
people working with other rare bone diseases.

I OATEQGENESIS IMPERFECTA FEDERATION EURDPFE

. Schartawukdirast 17, Heffen, Bagom, 2801
' 4T FE4 18T - ween oile.arg ' alcscfaoy
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. « « « « .1 ARGET GROUPS

Anyone interested in the topics is ABSTRACT
welcome to attend: SUBMISSION

DEADLINE

6 MARCH

¢ (Clinicians and researchers with an
interest in Ol in general

e Clinicians and researchers with an
interest in pain, fatigue, sleep and
mobility etc

¢ Ol-community (people with Ol, family
members, staff and volunteers)

¢ Professionals and people connected to
other rare bone diseases

® |ndustry representatives

2 From Friday 9 June 09:00 to
Saturday 10 June 2023 16:00

Scandic Continental
Stockholm City Centre
Walking distance from airport express

(]
45 wheelchair accessible rooms

Language:
English

. « . - COLLABORATIONS

The conference will be a co-
operation between the OIFE and
the Swedish Ol-organization SFOI.
We will also involve OIFE’s medical E E

PAI“ & . I advisory board and our international N
~  resource group on pain and Ol in the a
&

planning process. J
REGISTER | =

OSTEOGENESIS IMPERFECTA FEDERATION EUROPE HEHE SCAN M E
@ . e Schotelveldorraar 17, Heffen, B!lg jum, 801
. l [ ~s7o06s 3867 [ www.oiteong B emcemoireorg
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We are happy to announce that the OIFE Youth Meeting will be hosted by Ag;lth@.ltalian Ol
organization from the 7th to the 10th of September 2023. The location will be Jesolo, a stunning place by
the seaside and near the beautiful city of Venicel-dag experience filled with fun, relaxation, and many

interesting and interaig A @ S

FOUAPGAGASaAa® 52yQi

YAda 2dzi 2y GKS

Italian cuisine, and of visiting the amazing surroundings Jesolo and Venice cafoffertt
youth@oife.ordf you have questions about the upcoming event!

OIFE Calendar

Fa an updated list ofevents & conferencessee OIFE'web calendar:http://bit.ly/36 A6 mw8

Contact

Ingunn WesterheinfPresident) president@oife.org

Ute Wallentin& Maria BarberdCoord. Social Network):
socialnetwork@oife.org

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

Youth Coordinata: youth@oife.org
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Website:http://www.oife.org
Facebookhttps://www.facebook.com/oioife
Twitter: @OIFE_OI

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