FEBRUAR

Y 2020 | EDITION 4

THE ROHHAD READER

A

Tab

le of Contents

Welcome BACK .......ooceereceeeceeeceeeceeeeceeeeceeeeeneeenns 1
Global Rare Disease Day Facts ........ccccceeverenerenenee 3
Rare Disease Research ..........cvvveveveeeceecveerceenns 4
Success in Rare Disease Research ....................... 5
ROHHAD Research ........eeecceeeecceeeecceeeeecnnee 6
Rare Disease Day Events ........ccceccevevvicerncennnnen. 13
ROHHAD Organizations .........cccceceeeccveeerccnneeesennens 16
Get INVOIVEd ... 17
RESOUICES ....oeeeeeeeeeeeeteecccccccccnnneeeeeeeee e ee s s s e e s sssnnnnns 18
ThANK YOU ...ttt sve e 19

RAREDISEASEDAY.ORG

#RareDiseaseDay



N
:.”«" ﬁw

welcome back!

We proudly present our fourth issue of the
ROHHAD Reader, a newsletter created for
families whose daily lives are affected by
ROHHAD. Our goal is to teach and
strengthen the ROHHAD community by
bringing patients, families, physicians, and
researchers together. This is a very special
Issue, our annual Rare Disease Day edition!

February 29, 2020 will be the 13th
International Rare Disease Day. This year,
there will be 113 events in over 100
countries!

#WeAreROHHAD
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The goal of Rare Disease Day is to help
provide equal access to diagnosis, treatment,
and medical care for everyone living with a
rare disease by raising awareness.

There are many ways you can help raise
awareness! Attend an event near you. Follow
#RareDiseaseDay and @rarediseaseday on
Facebook, Instagram, and Twitter. You can
also share your story on social media or on
the official Rare Disease Day website.

However you celebrate your day, we hope
you get the opportunity to share your story
with someone and that you get to learn
something new about a rare disease!

Happy Rare Disease Day from,
The ROHHAD Reader Team
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https://www.rarediseaseday.org/tell-your-story

Global Rare
WW Disease Day Facts
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There are over rare
diseases that over
, from all
<V over the world, live with.

of rare diseases are
genetic. This means that they
are not something you catch
from someone else, like a cold,
but may be something you
were born with.
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The first rare disease day was
celebrated on

. February 29th is a 'rare'
date that happens only once
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Rare Disease

- Research _

When you have a question, what do you do?
Do you look up information online? What do
you do if you can not find any answers?

When it comes to rare diseases like ROHHAD,

doctors do not always have enough

information to answer every patient's

ﬂutesltions. This is when medical research can
elp!

Patients and their families are asked to
participate in a research study and if they say
%es, they become participants. Participants

elp by giving a researcher information about
themselves or data.

A researcher might ask participants to answer
questions in a survey or to give a small
sample of blood or a baby tooth.

All these data help us find more answers to
our questions!
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> Success in Rare

-Disease Research

Cystic Fibrosis (CF) is a rare disease that causes a thick
build-up of mucus in the organs. In the lungs, the mucus
clogs the airways, causing breathing problems making it
easy for bacteria to grow, often leading to early death.

In late 2019, a breakthrough drug to treat CF was
approved for use in 90% of individuals with CF. This
drug dramatically improves the quality of life for
patients with CF. Doctors are hopeful this drug will offer
these patients a normal life expectancy. “Patients w ho
were unsure about whether they should bother
attending college because they had always known
they would die young are now being told they
should think about planning for retirement.”

Where did this miraculous treatment come from?
Research!

The new drug is the product of decades of research and
advances, made possible through collaboration among
academic researchers, patients, patient advocacy
groups, and pharmaceutical companies.

Genetic studies identified that CF is caused by a
mutation in a gene called CFTR. This discovery helped
drive innovation leading to this new therapy. The
breakthrough drug, called Trikafta, improves function of
the defective CFTR gene.

The results have been life-saving and life-changing!



ROHHAD Tooth
Fa'\r\/ PrOJ'ech

ROHHAD likely affects cells from the autonomic nervous system and
the hypothalamus. These cells have been almost impossible to obtain
for research. It was recently discovered that nervous system cells can
be obtained from teeth, and these cells can be differentiated into
hypothalamic neurons. By using cells from teeth, our research team
wants to investigate changes in the way nervous system and
hypothalamic cells from patients with ROHHAD function compared to
those from people without ROHHAD.

How can YOU help?

If your child with ROHHAD is starting to lose baby teeth or if you will be
having teeth extracted in the near future, please email us at
CAMP@LurieChildrens.org or call 312.227.6905 before the teeth
have fallen out or been removed. This will allow us to mail a tooth
collection kit to your preferred address ahead of time.
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http://luriechildrens.org/

He\Fp The Tooth Fa'\r\/
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nd the Toothl
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Interested in getting
more involved in

ROHHAD research?

Join the ROHHAD Reader Community Advisory
Board (CAB)! A CAB can help make a research
project better by:

e Giving researchers advice on what
research questions are the most
iImportant to ROHHAD families, and
how we might answer those together

e Creating a space where participants
can talk about their experiences with
ROHHAD, to other patients and to
the researchers

e Helping raise awareness for ROHHAD

ROHHAD patients, caretakers or
family members — all are welcome!

Learn more by emailing us at
CAMP@VLurieChildrens.org

- N,
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Integrated Whole Genome ands-
- Tmnscr'\pTome Sequenc\ng

. Researchers are looking to identify
What is it? changes in the hypothalamus, a part of
- the brain responsible for controlling
many autonomic nervous system
functions like body temperature.

The team will collect blood cells from
ROHHAD patients and their parents and
turn them into hypothalamic neurons.
Neurons are a type of cell found
throughout the nervous system.

- Contact Dr. Vidhu Thaker at

R AVRIRMEIN |Gy thaker@columbia.edu and you
= will be sent kits for blood collection.
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#_  RORHAD Reg\sfri

What is it?

How t0 he

D

The Registry is a secure database that
contains information regarding the
medical history and current health of
patients with ROHHAD.

Participants will be asked to update or
confirm their information at least twice
a year.

To join the Registry, please click here. If
you have not filled out the Registry
within the past 12 months, please email
CAMP@LurieChildrens.org and we will
send you a secure link to update you or
your child's current record.


https://redcap.nubic.northwestern.edu/redcap/surveys/?s=THHEHWHRX9
http://luriechildrens.org/
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ROHHAD Research

Exploring the Cause of ROHHAD Through
Brain Inflammation and Hormones

BN There are reports of some ROHHAD
WAMABNEE G ticnts with nervous system
— + inflammation and some patients who

respond to treatments that suppress the
immune system, but the patients still go
on to develop ROHHAD.

Normally, the immune system fights off
invaders like viruses and bacteria.
Sometimes the immune system can get
confused and attack one's own body.

The team is studying whether an
autoimmune attack on the nervous
system may be the cause for some cases
of ROHHAD.

H  Want more information? Please email
Om leslie.benson@childrens.harvard.edu

and neurocore@childrens.harvard.edu
with "BCC ROHHAD Research" in the

subject line.
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ROHHAD Research
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What is it?

The Harvard Brain Tissue Resource
Center (HBTRCQO), in collaboration with
ROHHAD Fight Inc. and Lurie Children’s
Hospital, is coordinating registration of
ROHHAD families for prospective post-
mortem brain donations.

A post-mortem brain donation is a gift
of knowledge that is of critical
importance in furthering our
understanding of ROHHAD and in
helping future ROHHAD patients and
families.

H N \ Read more about the tissue donation
OW 10 he P_- here and consider registration today.


https://hbtrc.mclean.harvard.edu/about/

sophie.peet@geneticalliance.org.uk
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https://blackpearl.eurordis.org/about/
https://www.eventbrite.co.uk/e/rare-disease-day-2020-reception-at-the-senedd-tickets-88850501241

annete@naadvocacy.org
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https://www.nationalbrainappeal.org/event/mission-possible-2-rare-dementia-support/
https://www.eventbrite.co.uk/e/joint-north-south-rare-disease-day-conference-tickets-90128668273?aff=ebdssbdestsearch&fbclid=IwAR0Ibl-6ZYqOjm9zQdwaFYS6Na8qjlqu2uf9c8L4cWRfpx_W73W-0zWMHiE
https://cambridge-rare-disease-day2020.eventbrite.co.uk/
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https://www.fevo.com/edp/Nord-LA-Clippers-NonProfit-of-the-Game-Fundraising-Event-WTuZfO5o
https://www.fevo.com/edp/Nord-LA-Clippers-NonProfit-of-the-Game-Fundraising-Event-WTuZfO5o
https://www.fevo.com/edp/Nord-LA-Clippers-NonProfit-of-the-Game-Fundraising-Event-WTuZfO5o
https://calvin.edu/research/rare-disease/symposium/

ROHHAD ORGANIZATIONS

ROHHAD ASSOCIATION

Home: Alexandria, Scotland i
Founders: Elisabeth and Ian Hunter, and their son Aaron

who was diagnosed with ROHHAD at the age of 5.
Mission:

e Fund and promote ROHHAD research

» Offer support for patients and affected families

o Campaign and raise public awareness

MORE INFO @ www.rohhadassociation.com

ROHHAD ASSOCIATION BELGIUM

Home: Neupre, Belgium
Founders: Kim Blyth, Rudy Polese, and their son Edwin who
was diagnosed with ROHHAD at the age of 3.
Mission:
o Make ROHHAD more known to the public and physicians
 Financially support medical research
 Bring together Belgian and international affected families

2\ MORE INFO @ www.rohhad.be

ROHHAD FIGHT INC.

Home: New York, USA
Founders: Danielle and Bill Carney, and their daughter
Marisa who was diagnosed with ROHHAD at the age of 4.
Mission:

» Raise awareness of ROHHAD

 Raise funding for research and ROHHAD families'

travel expenses and medical costs

MORE INFO @ http://rohhadfight.org/
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http://www.rohhadassociation.com/
https://www.rohhad.be/
http://rohhadfight.org/
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Amazon-mi e

The same great prices as regular
Amazon, but with an amazing
twist. Amazon will donate to

ROHHAD Fight Inc. every time you

shop at AmazonSmile

1.Shop at AmazonSmile
2.Select ROHHAD Fight Inc.

Buy charity merchandise
in support of the
ROHHAD Association

Email
ROHHADAssociation@gmail.com
to place an order

More information is available
here.
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http://www.rohhadassociation.com/?page_id=1113
http://www.rohhadassociation.com/?page_id=1113
https://smile.amazon.com/
https://www.rohhadassociation.com/?page_id=666

Resources

ClinicalTrials.gov

National Organization for Rare Diseases

ROHHAD Fight, Inc.

ROHHAD Association

ROHHAD Association Belgium

For More Information on
Cystic Fibrosis (CF) Research

ROHHAD Reader, Issue 3

Page 18


http://www.rohhadassociation.com/
https://www.rohhad.be/
http://www.rohhadfight.org/
http://www.clinicaltrials.gov/
http://rarediseases.org/
https://www.washingtonpost.com/health/2019/10/31/long-awaited-cystic-fibrosis-drug-could-turn-deadly-disease-into-manageable-condition/
https://www.fda.gov/news-events/press-announcements/fda-approves-new-breakthrough-therapy-cystic-fibrosis
https://www.fda.gov/news-events/press-announcements/fda-approves-new-breakthrough-therapy-cystic-fibrosis
https://www.fda.gov/news-events/press-announcements/fda-approves-new-breakthrough-therapy-cystic-fibrosis
https://www.cff.org/News/News-Archive/2019/CF-Foundation-Celebrates-FDA-Approval-of-Triple-Combination/
https://www.cff.org/News/News-Archive/2019/CF-Foundation-Celebrates-FDA-Approval-of-Triple-Combination/
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thank you!

Thank you so much for taking the time to learn
more about Rare Disease Day! We hope you

enjoyed reading this edition as much as we
enjoyed designing it!

@

We would like to give a huge thank you to our
Clinical Research Coordinator, Valeria Islas
Montantes, for all her efforts in putting together
such a beautiful reader.

for next time...

We need your help to make the next edition even
more speciall If you have any suggestions for
iImprovement or if you have any stories, artwork,
photos that you want us to feature in the next
ROHHAD Reader, please send us an email at
ROHHADReader@gmail.com.
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