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Just by talking, you can help others understand Gaucher disease

As you probably know, Gaucher disease is a very rare patients find it difficult to access information or get the
genetic condition that affects fewer than 10,000 people emotional support they need.

worldwide. It is so rare, in fact, that most people have
never even heard of it. Even many doctors and healthcare
providers are unfamiliar with the symptoms of Gaucher.

Fortunately, now more people and organizations than
ever before are working to raise awareness for Gaucher
disease - including the National Gaucher Foundation
Throughout history, this and dozens of patients and families who have shared
lack of awareness has their stories with family members, friends, and groups at
had a devastating impact | fo just a few friends their schools, synagogues and churches. By talking about
on Gaucher patients Gaucher disease, these caring individuals are providing
and their families all information and support that is reaching many other
around the world. As this kit can help! patients and families. They are even helping many more
you probably know, there doctors and other caregivers to learn about Gaucher.

are many stories of people who lived with the devastat-
ing symptoms of Gaucher disease for years before getting
an accurate diagnosis and access to proper care. Many

Whetheryou speak

or to alarge group,

You can be an important part of this effort. And whether
you speak to just a few friends or to a large group - this
kit can help!

One Patient’s Story

Warren McCollom's story is a familiar one for those who have been diagnosed with Gaucher
disease. He has spent much of his life battling the effects of this debilitating disease. From
his home in Arizona he has also dedicated himself to the effort to help others to learn
about and understand Gaucher simply by telling his story.

Warren was not diagnosed until the age of 26. By then he had already experienced many
of the complications associated with Gaucher, including an enlarged spleen resulting in

a splenectomy, decreased liver functions, and avascular necrosis requiring seven major
orthopedic surgeries to date. When he was first diagnosed, information on Gaucher
disease was difficult to come by and there was not much his doctors could do for him. As
he sought information, he also decided to speak openly about Gaucher - and he has since
become one of the most active members of the Gaucher patient community.

He started by speaking to Gaucher patient support groups. Over the years he has spoken
about Gaucher in the media and before large and small audiences all across the country. He
has reached hundreds of people with his messages. In addition to helping others, Warren Warren McCollom
finds that speaking about Gaucher has many benefits for him. It has helped him to relate to

others with greater comfort and confidence, and it has also inspired many other patients to

talk about Gaucher. He encourages all patients to speak up about Gaucher - it works!
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How you can make a difference

Most of us are surprised to learn that we can help others
to understand a health issue better just by talking about
it. But talking about Gaucher can make a big difference
for hundreds of families. By telling people about your
experience with Gaucher, you can help many others to
recognize the signs of this disease. You can help more
people to get accurate information about Gaucher. You
can build a stronger support network for yourself and
your own family. And all you need to do is talk!

This CD-ROM is specially designed for you - to help you
talk about Gaucher more effectively. You can use the in-
formation and materials in this kit whenever you speak
about Gaucher - whether you are meeting with some-
one one-on-one, talking to a group, or even sharing your
story with reporters.

Getting started and using this guide

If you choose to speak about Gaucher disease with
others, the first thing you should realize is that it is not
necessary to share any information that you feel is too
personal. Even if you help others to understand only
the most basic information about Gaucher, you can
make a tremendous difference. This guide is designed to
help you identify the information and messages about
Gaucher that you want to share with others. It includes
recommendations and even some forms that can help
you to tell your story. It also identifies organizations and
other resources that can provide additional information
about Gaucher.

This CD-ROM contains information and recommenda-
tions in the following key areas:

1. Tips on how to develop your story

2. Special suggestions for speaking one-on-one with
family and friends

. Talking to larger groups

3

4. Speaking to reporters

5. Participation in special events
6

. List of resources for additional information

As you read through these sections, you can click on
textin red to link to helpful support information at
the end of this booklet. Also note the “flags” in the left
margin that link to other useful materials included on
this CD-ROM.
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Developing your story

Before you share any information about your personal
experience with Gaucher with friends, family members
or with your school, church, or synagogue group, you
should prepare an outline of your story. In this way,

you can identify the details and messages you want to
share about your experience — and those that you don’t.
This will help you to focus your talk on the information
you feel is most important, and it can also help you to
identify any details about your personal history that you
want to keep private.

Following is a list of important issues related to Gaucher
that you can use to develop your own talking points.

You may find it helpful to outline your talk by answer-
ing these questions:

e When did you or your family first become aware of
any symptoms of Gaucher?

e What were your initial symptoms and how did they
develop over time? How did they affect your life?

e Where did you first go to seek help? What happened?
How long did it take to get an accurate diagnosis?

e What people or organizations provided you with
support in your effort to get a proper diagnosis? What
do you feel is the best way that family and friends can
help others who may be facing a similar situation?

e What are the best resources to help people get more
information about Gaucher?

e What happened after you were diagnosed with Gau-
cher?

e What have been some of the physical and emotional
challenges you have experienced?

e How have you maintained a positive attitude?

e Does the disease affect any other members of your
family? (Make sure to get permission from family
members before mentioning them in any way in any

talk you might give.)

e Can you describe your care? How has it made a dif-
ference in the progression of the disease and in your
life?

e What advice would you offer to other people who may
be concerned about Gaucher?
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Speaking with family & friends

One of the most effective — and easiest — ways to help
others learn about Gaucher is to speak with family
members and friends either one-on-one or in small
groups. Even though these might be casual conversa-
tions, such talks can offer excellent opportunities to
provide information and build a stronger network of
understanding and support for yourself and for others.

There is, of course, another very important reason to
discuss Gaucher with your family. Because Gaucher is a
genetic disease, it is possible that more than one per-
son in any family could be affected. Some of your own
relatives could carry the genetic trait for Gaucher and
not realize it. For that reason, it is especially helpful for
anyone with Gaucher to discuss the disease with family
members including aunts, uncles and cousins. You may
be able to help others in your family to learn about a
disease that is affecting them now - or that could affect
them or their families in the future.

In addition to helping others, speaking to your family
and friends can also provide important benefits to you.
When they understand Gaucher and your experience
better, friends and family may be able to provide you
with more of the support you need.

There are no absolute rules to follow when you discuss
Gaucher with others. You will want to make your own de-
cisions about the type and level of detail you provide. You
might begin by helping others to understand some basic
information about Gaucher. This might include a descrip-
tion of the disease and how it affects people.

After you provide some general information about
Gaucher, you might then provide some details about
your personal experience (as outlined in the previous
section). In addition to your experience with symptoms

and diagnosis, it may also be helpful for others to learn
about the support you needed to face the challenges of
Gaucher along the way. For instance: Where did you get
information? Were you able to speak with other pa-
tients? Did you get information from the Internet?

Keep in mind that the people with whom you speak may
also want to know how they can help you and others.
You should let people know about the types of support
that patients might find most helpful, or about organiza-
tions that could also use their support. A list of Gaucher
information resources is included in this CD-ROM.

If you want to provide some basic details about
Gaucher, here are some suggestions:

Gaucher disease is a progressive, debilitating and
sometimes life-threatening disease. Symptoms of
Gaucher disease can appear at any time.

Gaucher is a genetic disorder that affects fewer than
10,000 people worldwide. Both men and women can
develop Gaucher disease.

Gaucher is caused by a missing or malfunctioning
enzyme in the body. Without this enzyme, patients
are unable to process certain substances in the body.
These substances then accumulate in the body, caus-
ing a range of health problems.

If two people who are carriers for Gaucher disease
have a biological child, there is a 50% chance that their
child will be a carrier, and a 25% chance that the child
will develop the disease.

Common symptoms include: easy bleeding and
bruising, fatigue , anemia, weak bones, bone and
joint pain, and enlargement of the spleen or liver.

Gaucher can be detected through a simple blood test.
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Some special considerations

® You can set any limits you want on the information
you provide. You should always feel free to decline to
discuss any issues that are too personal.

e Realize that some people may react in surprising ways
to your story. Some people may not be sure how to
respond. Give people the time they need to process
the information you provide, and realize that people
will respond in different ways.

e Remember that it is okay to express your needs and
feelings. It is also okay to tell others about the chal-
lenges you faced and to ask for help.

e While you may want to ask friends and family for
help on many issues associated with Gaucher, you
should always speak to your doctor when seeking
medical information.

e Recognize that family and friends can only provide
a certain level of support in most cases. If you feel
overwhelmed or are not feeling well, you should seek
the help of a trained professional or contact one of
the professional or patient resources listed in this
CD-ROM.

e In addition to hearing your story, many of your fam-
ily members and friends may also find it helpful to
attend support groups or other events related to Gau-
cher. Consider inviting them to attend special events
with you.

e Recognize that you can make a difference just by tell-
ing a few people about Gaucher. If you tell two people
about Gaucher disease today, and they each tell two
people tomorrow, and the process continues for only
two weeks, more than 16,000 people will know about
Gaucher - all because of you!
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Sharing your story with larger groups

Another important way to help others learn about
Gaucher disease is to participate in talks and other
educational events at organizations including schools,
synagogues and churches. Many organizations regularly
focus on health issues and invite guest speakers to share
their stories. They also often have newsletters and web
sites that are appropriate venues for information about
Gaucher.

The guidelines designed to help you speak about Gau-
cher in small groups can also help you to prepare a talk
for a larger group. You should identify your messages
in advance and make sure that you do not include any
details that you do not feel comfortable discussing in
public.

In addition, however, there are also several important
tips to keep in mind about public speaking. These
guidelines can help to make your talk more successful:

- General Guidelines for Public Speaking

« Developing Your Presentation

« Delivery

« HandlingQ &A A poster or flyer is a great way to help people under-

stand and remember the important facts about about

Gaucher disease, and could be included as a handout

+ Opportunities to Promote Your Presentation at your presentation. On the CD-ROM you will find a
sample poster about Gaucher that you can use “as is,”
or refer to as a guide in preparing your own.

« Presentation Logistics: Scheduling & Location
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Follow the links
below to some
guidelines to help
you in sharing
your story through
the media:

Sharing your story through the media

Through public speaking you can reach hundreds and
perhaps even thousands of people. But by sharing your
story with the media, you could have an opportunity to
reach many thousands or even millions of people with
news about Gaucher. The impact can be tremendous -
but the opportunity can also be challenging if you don’t
understand how reporters work and what they need to
develop a story.

This section provides you with materials and informa-
tion you can use to get reporters interested in issues
associated with Gaucher disease. You will also find
special tips to help you handle different print, television
or radio interviews more successfully.

Following are some simple rules to follow when work-
ing with reporters:

e Identify your key messages in advance. In most inter-
views, you will have an opportunity to deliver only a
few simple messages. Try to identify the information
you want people to have about Gaucher in advance,

and then make sure to provide that information in
your interview.

Make sure to provide some basic information about
Gaucher. (See inset box on page 4 for examples.)

Let people know why they should care about Gaucher.
Help people to understand that there may be many
people living with Gaucher who do not know it. Help
them to recognize the signs and tell them what steps
to take to get a proper diagnosis.

Try to use language that is simple and easy to under-
stand. For instance, many people are familiar with
the phrase “genetic disorder.” If you describe Gaucher
as a “lysosomal storage disorder,” most people will
not understand what that means.

Prepare your responses. Try to anticipate some of the
questions that a reporter is likely to ask, and practice
your answers in advance.

Try to keep your answers short. You may only have
a few minutes to deliver your key messages in an
interview. By keeping your answers brief and to the
point you will increase the chances that your most
important messages will be included in the story.

Tell people how to get more information. Provide
information about a Web site or local doctor who
can help people get the information they need about
Gaucher. For instance, you might want to mention
www.gaucherdisease.org, the Web site for the
National Gaucher Foundation.
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Talking about Gaucher at special events

Each year, Gaucher patients and their families take

part in fundraisers and other special events including
health fairs, community forums, walks/runs and health
education programs all across the country. Such events
can provide a great opportunity to share information
about symptoms and diagnosis and about living with
Gaucher. They can also be a lot of fun.

This section provides you with information you can use
to participate in events that may already be scheduled
in your community. It also provides you with guide-
lines and recommendations to help you create an event
yourself.

Taking part in special events

The first step is to check with different organizations in
your community to see if they have a regular schedule
of public events. For instance, most schools or syna-
gogues hold events for parents and other community
members. Try to identify the person who coordinates
events for each organization and contact that person to
learn how the topics and speakers are chosen.

This brochure includes recommendations and guide-
lines to help you develop a speaking presentation as part
of one of these events.

To find out about local events that are already planned,
you can check the local newspaper, contact your local
community health associations or hospitals, or ask local
government offices about planned community events.

This CD-ROM provides educational materials you can
distribute as part of your participation in these events,
including a Gaucher factsheet, a poster/flyer, and a list
of Gaucher resources. (See links at left.)
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Guidelines for a successful presentation

General guidelines for public speaking

Before preparing a presentation, you should try to gath-
er information that can help you target your messages
more effectively for your audience. For instance:

e Who will be in the audience? How much do they
know about rare genetic diseases and/or Gaucher
disease?

e How technical should your presentation be? Is it ap-
propriate to include detailed clinical information or
technical medical language?

e How long should the presentation be? Will there be
questions?

e Will there be any other speakers talking about re-
lated topics?

e Can you bring audience handouts?

e Might there be reporters present?

Developing your presentation

Once you have all the information you need about your
presentation, you can begin to develop your talk. Most
audience members only retain only a few main messages
from most presentations. You might begin by identify-
ing the main messages you most want your audience

to remember from your presentation. Here are some
examples:

1. Gaucher disease is a progressive, debilitating and
sometimes life-threatening disease. Symptoms of
Gaucher disease can appear at any time.

2. There are more than 6,000 rare diseases currently
identified, many of which are genetic diseases. Gau-

cher disease affects fewer than 10,000 people world-
wide; both men and women can develop Gaucher.

3. Gaucher disease is known as a lysosomal storage
disorder, a term for a family of 40 different rare ge-
netic diseases that involve a deficiency in one or more
enzymes responsible for the breakdown of molecules
in the body. Gaucher is an inherited disease passed
from parent to child

4. People with Gaucher experience symptoms caused
by a missing or malfunctioning enzyme in the body.
Without this enzyme, patients are unable to process
certain substances in the body. These substances then
accumulate in the body, causing a range of health
problems including frequent bleeding, fatigue, ane-
mia, weak bones, bone & joint pain, and enlargement
if the sleep or liver.

5. There is a blood test to determine whether someone
has Gaucher disease.

6. Several organizations including the National Gau-
cher Foundation and the Alliance of Genetic Support
Groups offer helpful information for anyone con-
cerned about Gaucher.

In your presentation you should use a variety of tech-
niques to highlight your key messages, including statis-
tics, anecdotes, third party references and other details
as appropriate. Most successful talks are between 20-40
minutes, and speakers should not try to include too
much information in any one talk.

Use note cards or a prepared text for your spoken pre-
sentation. Try not to read your notes to the audience.
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Presentation guidelines - continued

How to deliver a great presentation!

These simple techniques can help you to keep your audi-
ence interested in and excited about your talk:

Speak slowly and clearly; vary the tone and volume of
your voice for emphasis.

Use pauses to change topics, command attention, or
build drama - and “headline” or announce new top-
ics as you introduce them.

Feel free to ask questions to engage the audience.

Look at the audience and shift your focus to different
areas of the room as you speak.

If you prefer, you can use hand gestures to allow
yourself to emphasize key points.

In general, dress in a conservative manner. You want
the audience to focus on your messages — not your
outfit! Move slowly and deliberately, and use props
(pens, pointers, etc.) with caution - they can also
divert attention from your messages.

Handling Q & A:

In many cases you will be asked to answer questions
from the audience. Because questions will probably re-
late to your message points, you can probably anticipate
many questions in advance and identify some effective
messages to use in your responses. Remember that good
presenters are good listeners. Following are some guide-
lines for a successful Q&A session:

e Early in your talk you should announce that you will
be taking questions at the end.

e Retain control of the Q&A process politely but firm-
ly. Do not allow an audience member to monopolize
the time devoted to Q&A.

e Look at the questioner while the question is being
asked, but deliver your response to the entire audi-
ence.

e End the Q&A session after you feel you have an-
swered a sufficient number of questions; try to end
after a “good” answer.

e If your audience is reserved and needs prompting,
you might start the Q&A session by asking a few
questions.
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Presentation logistics

Location

If you are an invited speaker, your host organization
will probably choose the location for your talk. The host
should also provide you with all the information you
need about the space and the accommodations to help
you prepare for your presentation. You should receive

a description of the space, and details regarding your
position (on stage, at floor level, seated at a conference
table, etc.), and the necessary use of microphones and
other audio/visual equipment.

In some cases, you may want to identify a location for

a presentation. There are many good venue options you
might consider. The best options are those that are con-
venient for the audience and other guests, are comfort-
able and large enough to accommodate the number of
guests you expect, and have access to the equipment you
need for a successful presentation.

In addition to meeting spaces at local hospitals or medi-
cal centers, you might consider:

public schools, universities or libraries

local cinemas or theaters

fraternal organization headquarters

church organizations

hotel meeting rooms

local restaurants with private dining areas

Scheduling

Schedule your talk at a time that is convenient for your
audience. In most cases, early evening or weekends are
best, though for many audiences a midday talk is also
good. Make sure that the audience has sufficient time to
travel to your presentation and that your talk does not
coincide with time necessary for meals, work or other
needs.

Promoting your presentation

There are many different ways you can promote a pre-
sentation, including working with a host organization on
advertising, direct mail, and postings for bulletin boards
or web sites. Be sure to leave ample time to promote your
talk — we recommend at least six to eight weeks lead-
time. Following are some options you might consider to
help build public awareness for a presentation:

e Develop and post a one-page flyer with details about
your presentation and send it to medical offices,
hospital waiting rooms, health clubs and other public
spaces. You can also use a flyer for a mailing to pa-
tients and other contacts.

e Develop a public service announcement or calendar
listing for local radio and television stations about the
event.

e Post details about the event on your web site and on
the host organization’s site as well.

e Provide information to groups such as the Boy
Scouts, PTA, Rotary or others who might list details
in a newsletter or in other communications.
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List of Gaucher resources

Often, people will ask questions or want to know where they can get more information about Gaucher. In addi-
tion to sharing your personal perspective, here is a list of resources that might be useful for you and for others:

* National Gaucher Foundation
Established in 1984 as a non-profit organization dedi-
cated to supporting and promoting research into the
causes of, and a cure for Gaucher Disease.
www.gaucherdisease.org
Toll Free: 800 428-2437

* National Institutes of Health, Office of Rare Diseases
Provides information on more than 6,000 rare diseas-
es, including current research, publications, research
studies, and patient support groups.
http://rarediseases.info.nih.gov/

Tel: 301 402-4336

* Combined Health Information Database (CHID)
Listing of health promotion and education materials
and program descriptions; visit the “Medical Genetics
and Rare Disorders” subfile for information on many
patient groups.
http://www.chid.nih.gov

* The Genetic Alliance
Dedicated to helping individuals and families with ge-
netic disorders; provides information on publications,
events and support groups.
www.geneticalliance.org
Tel: 202 966-5557

* National Organization for Rare Disorders (NORD)
A federation of voluntary health organizations dedi-
cated to helping people with rare genetic diseases.
www.rarediseases.org
Toll Free: 800 999-6673

* Genzyme
Genzyme Corporation provides information about
Type 1 Gaucher disease for patients, families and
medical professionals.
www.genzyme.com

* Please note that the opinions expressed by these organizations do not necessarily reflect the views of Genzyme.
Genzyme does not maintain and is not responsible for the content of communications for the listed organizations

or their views.
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