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MS. BRAUNSTEIN: Good morning. 1%m
Diane Braunstein, and I*m the director of
Compassionate Allowances and Medical Improvement
for the Social Security Administration.

And before we begin the hearing, 1
just have a few housekeeping items | wanted to go
over.

In the event that there is an
emergency sounding of an alarm, people should exit
through the back door over there (indicating),
outside, proceed to the end of the block, turn
right and go under the underpass and wait for
instructions.

Second of all, no cell phones can be
used in the main hearing room. No food is
allowed.

For people who will be testifying or
speaking, the sound system is not working
optimally, so please speak rather loudly.

And the last thing is that we are here
as the guests of the International Trade

Commission, represented by Tawana Braxton over
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here, and we appreciate their hospitality.

MS. BRAXTON: Thank you.

COMMISSIONER ASTRUE: Good morning.

My name is Michael Astrue, and 1°m the
Commissioner of Social Security.

Welcome to this outreach hearing on
compassionate allowances for people with rare
diseases.

I appreciate your joining us at this
critical time as we try to improve the way we make
decisions about disability claims.

Our top priority is to reduce the
backlog of disability cases. This is America, and
it is simply not acceptable for Americans to
wait years for a final decision on a claim.

We are overdue for change, and we are
committed to developing processes that are as fair
and as speedy as possible.

To achieve this goal, we have taken,
or will take soon, a number of steps to better
manage our workloads. The program includes four

components: one, accelerating reviews of cases
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likely or certain to be approved; two, improving
our hearing procedures; three, increasing
adjudicatory capacity; and, four, increasing
efficiency through automation and improved
business processes.

Today"s hearing focuses on the first
of these components, accelerating the review of
cases likely or certain to be approved.

When Congress first enacted Title 11,
to a large extent, it viewed the program as a
fairly limited one, directed primarily at a fairly
small number of middle age workers who needed a
bridge to early retirement.

Today, our disability programs are far
larger and more diverse than Congress initially
envisioned.

Title Il and Title XVI are critical to
people from all walks of life, including children
born with serious defects, wounded warriors
returning with traumatic physical and
psychological injuries, and the homeless and many

others.
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By comparison, the way that we process
medical information to define disability has not
changed in any fundamental way for decades.

We divide our listings into 14 body
systems, and we only update those --

COMMISSIONER ASTRUE: 1711 try to
speak a little bit more close into the microphone.
I was forewarned that there had been some
microphone issues.

Can you hear me in the back, anyway?

UNIDENTIFIABLE VOICE: Yes.

COMMISSIONER ASTRUE: Yes.

Okay. Good.

All right. We don"t usually overhaul
the listings unless we do comprehensive overhauls,
which sometimes wait decades.

Our recent release of updated
digestive regulations, which include diseases of

the liver and colon, were last revised in 1985.
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We"ve also tended to focus on large
diseases and conditions. This model worked
perfectly fine in 1970, but it doesn"t work today,
and it surely will not work in the coming decade
as we process a predicted 26 million disability
claims. We need to be more efficient and more
accurate.

When people don"t receive their
benefits in as timely a manner as possible, it
undercuts the contributions they have made to the
system and can continue to make to our society.

Getting people benefits quickly is the
right thing to do, especially since claimants are
often in medical and financial distress.

Recognizing distress and wanting to
alleviate it is how the dictionary --

UNIDENTIFIABLE VOICE: Excuse me. Is
someone on line?

MS. WILSON: Yes.

UNIDENTIFIABLE VOICE: Ma®"am, it is
very poor quality. 1 do apologize, but we"re

getting about every fourth or fifth word that he
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is saying.

MS. WILSON: Okay. We might be having
a technical difficulty at this time.

COMMISSIONER ASTRUE: Could -- could
you tell her that every time she calls in, she"s
interrupting the hearing?

MS. WILSON: If you wouldn®"t mind,
every time you call in, It"s actually
interrupting, so -- there are some
transcriptionists taking notes that we will be
posting on line. |If it"s —- there"s difficulty
with actually hearing the conference, it will be
on line, available later after the conference.

UNIDENTIFIABLE VOICE: Okay. Now, you
do realize that it is being recorded on our end.
So --

MS. WILSON: Yes.

UNIDENTIFIABLE VOICE: -- it"s just --
okay, all right. Okay. We will let them know.

MS. WILSON: Thank you.

COMMISSIONER ASTRUE: I -- 1 was

talking to the staff right before we started, and
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I said, well, you know, when we look back on this
after two days, 1°m sure there will be a few
kinks. I just didn"t think they*d happen in the
first two minutes. So I apologize to everybody.

(Laughter.)

COMMISSIONER ASTRUE: Many of you know
from personal experience -- | know 1 do -- that
uncertainty during the long wait for decision on a
family member®s case can make a bad decision -- a
bad situation even worse.

We"re trying to change our business
model based on some very simple propositions.
First, we need to update our listings much more
often, and we need to greatly expand the number of
diseases and conditions which are included in our
listings.

Guidance for one rare disease
affecting 50,000 Americans will not make a
significant change on the overall process. But
if, over time, we can do it for between 100 to 500
rare diseases, we start to make a real difference.

These are precisely the types of cases
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where examiners are uncertain as to what to do.
This uncertainty leads to requests for
time-consuming and expensive consultations often
performed by doctors that are unfamiliar with our
rules and regulations.

In particular, this is why our first
hearing focuses on rare diseases. |If the process
can be approved for children and adults with rare
diseases, it can be approved for everyone.

Second, we need to fast track the
cases that are certain or near certain to be
allowed, and with our new electronic systems, we
can automatically and with precision pull those
cases out of the queue for fast processing.

Our initial test of this concept in
New England was highly successful, even though the
model only included a handful of cancers, ALS and
low birth weight babies.

IT we do the hard work of identifying
the hundreds, perhaps thousands of similarly
situated diseases and conditions, which is what

you®"re all here today to help us with, and for
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which I thank you, then we may be able to process
up to 15 percent of our cases in days or weeks,
instead of months or years.

Our quick disability determination
system, which is one method we are using to
fast track cases, has helped us decide cases in
the New England region in an average of 11 days.

That system has just gone national,
and we"re going to drive the current 3 percent
threshold for likely allowances up, with your
help, in 2008.

QDD deals with cases that are
extremely likely, more than 90 percent, to be
allowed.

We"re also moving to create a category
of -- of conclusively presumptive disabilities
called "compassionate allowances'"; in other words,
diseases and conditions where we know, by
definition, that the patient will be unable to
work for at least 12 months.

Third, we need to tap into medical

advances of the past decade to make some of our
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current high volume cases automatic and easy.

There have been stunning developments
with imaging and biomarkers that should help us
correlate objective information with the
functional capacity determination necessary to
make decisions regarding disability.

Can we measure progression of MS by
measuring neuronal scarring with MRI? Can the
newest imaging machines help us tie blood flow to
the heart with functional capacity? We have never
investigated the answers to these types of
questions, but we have started.

As you listen to today®"s withesses, as
you hear testimony from medical experts, you will
hear testimony from medical experts from NIH.

Over the past several months, SSA has
been working with the National Institutes of
Health to lay the foundation for a partnership
designhed to provide our adjudicators with modern,
up-to-date tools and the cutting edge medical
information needed to expedite disability claims.

Dave Rust, Glenn Sklar and Diane Braunstein at ODP

13
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and many other SSA and DDS staff across the Nation
have been working hard to move our disability
initiatives from concepts to realities by the
middle of next year.

As terrific as their work has been, we
cannot do it alone. Already, we"ve received
tremendous support from our partners in the
state DDSs, advocacy groups, NIH, OMB and many
others. We will continue to need this help as we
move fTorward.

A few minutes ago, | mentioned a
partnership with the National Institutes of
Health.

As part of that effort, joining me on
the panel to my left is Stephen Groft, director of
the NIH Office of Rare Diseases. Steve is taking
a great deal of time out of his busy schedule to
attend the hearing. 1°d like to afford him the
opportunity to make a few opening remarks.

Steve.

DR. GROFT: Thank you very much,

Commissioner Astrue, for this opportunity to join

14
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you at these hearings on compassionate allowances
for patients with rare diseases.

You know, back in 1987, we had what
was called the National Commission On Orphan
Diseases, and our very first meeting, as we were
traveling into Washington to convene the meeting,
the snowstorm had started that day, shut down
Washington maybe for two or three days, and we had
a captured audience. So I think we will release
the audience here after two days.

But that was probably our best meeting
that we had as a -- as a commission. We were able
to bring the thoughts together. So sometimes
through adversity, some very, very good things do
occur.

More importantly, | would like to
express a sincere thank you for the willingness to
address this concern.

This need for special consideration
for rare diseases was expressed by the
National Commission On Orphan Disease at the

Department of Health and Human Services, convened
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at the request of Congress, and submitted a report
back to Congress in 1989.

A review and discussion of rare
diseases is extremely difficult. There are
approximately 7,000 inherited and acquired rare
diseases affecting between 25 million to
30 million people in the United States alone.

There is no one predictable pattern of
progression of many of these disorders that may
eventually lead to disability. However, for many
other rare diseases, the progression can be
predictable, and it is extremely dramatic.

There are many distinguished
presenters who have indicated a willingness to
provide their experiences in the form of testimony
during the next two days. 1"m sure you"ve heard
from many others who are unable to join us today.

When 1 use the term "distinguished,"
it refers to the commitment and accomplishments of
these individuals -- these individuals have made
to support research and information development

and dissemination activities to advance the
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knowledge about their rare disease.

The patient advocacy groups are now
considered to be partners with the research
community in their quest for diagnostics and
treatment interventions.

We will hear numerous suggestions for
possible paths to follow as you determine the best
choice to address the issue.

I think I can say with a certain
confidence that whatever paths you choose, there
will be numerous clinicians, researcher --
researchers, experienced lawyers and patient
advocacy groups supporting your position and
assisting in ways beyond your imagination.

They have done so for research during
the past 25 years since the Orphan Drug Act was
signed in 1983, and I would anticipate the same
type of -- of commitment and cooperation in -- in
this endeavor as you move forward.

I would also like to compliment the

Social Security Administration staff members who

have worked diligently to address this -- the
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issues surrounding the proposed program. They
have generated the excitement that is necessary to
sustain this initiative.

We, at NIH, including the institutes
and -- and the categorical research institutes and
centers and the National Library of Medicine, look
forward to the opportunity to continue the
collaborative efforts to help meet the needs of
patients with rare diseases and their families,
who frequently are the primary caregivers for so
many with rare diseases.

I -- again, I thank you for this
opportunity to participate and I -- 1 —- 1 —- 1
don*"t know of any other initiative in the past 10
or 15 years that has generated this much
excitement in the rare disease community.

So you -- you have your willing
partners, and -- and we"re looking forward to the
outcome of this meeting and other actions of the
Administration.

So thank you very much.

COMMISSIONER ASTRUE: Thank you,
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Steve.

Flanking me on the right and left are
Dave Rust and Frank Cristaudo.

1°d like to give them just a -- a
chance to briefly introduce themselves and tell
them what they do -- tell you what they do.

JUDGE CRISTAUDO: Thank you,
Commissioner. I"m Frank Cristaudo,
Chief Administrative Law Judge for
Social Security. [1°ve been an administrative law
judge for 17 years as a judge and a hearing
office, as a hearing office chief judge, as a
regional chief judge, and now as the chief judge
under the executive leadership of the -- of
Lisa DeSoto, the Deputy Commissioner for the
Office of Disability Adjudication and Review,
responsible for management oversight of the -- of
the hearing operation for Social Security.

Thank you.

ACTING DEPUTY COMMISSIONER RUST: I™m
Dave Rust, 1"m the Executive Secretary of the

Agency, and since August, I"ve been the
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Acting Deputy Commissioner for Disability and
Income Security Programs. That"s the policy shop
in Social Security.

And 1 look forward to hearing the
testimony today, and we"re going to work closely
with the Commissioner on converting the
information we receive today into the -- the --
the policy framework needed to implement this
initiative.

COMMISSIONER ASTRUE: Thank you.

Over the course of the day, we"re
going to examine how compassionate allowances can
be implemented for individuals with rare diseases.
This examination will include the perspectives of
the advocacy, adjudicatory and medical technology
community.

My thanks again to everyone for coming
to today"s public hearing. Whether you"re here in
person or listening in over the phone, perhaps
with difficulty, 1 gather, | invite you to submit
your thoughts about today®s proceedings to the

compassionate allowances mailbox at
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compassionate.allowances@ssa.gov. Let me do that
again: compassionate.allowances@ssa.gov.

Again, we appreciate your choosing to
be a part of this process toward improving what we
do in the disability area.

1*d now like to invite the first
panel, which will provide an overview of rare
diseases, to step to the table and kick off our
hearing.

Let me welcome Diane Dorman,

Paul Lipkin and Sissi Langford.

Diane Dorman is Vice President for
Public Policy for the National Organization for
Rare Disorders.

Paul Lipkin -- Dr. Paul Lipkin directs
the Center for Development and Learning at the
Kennedy Krieger Institute and is an Assistant
Professor of Pediatrics at the Johns Hopkins
University School of Medicine. He is testifying
today on behalf of the American Academy of
Pediatrics.

And Noni Langford, Chair of the
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Committee on Federal Legislation for the
National MPS Society, and is a caregiver for her
two children with rare diseases.

Thank you all. Welcome.

We will begin with Diane.

MS. DORMAN: Good morning,
Commissioner. My name is Diane Dorman,

Vice President for Public Policy for the
National Organization for Rare Disorders.

And on behalf of NORD and the millions
of Americans affected by rare diseases, | want to
thank you for the opportunity to speak before you
today regarding the Social Security
Administration®s desire to improve the rules for
compassionate allowances for individuals affected
by rare diseases.

As mentioned in our written comments
submitted to the Social Security Administration
this past September, the men, women and children
seriously affected by rare diseases, many of which
are severely debilitating and are

life-threatening, are routinely denied
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Social Security disability insurance and are
forced to go through the lengthy and often
expensive appeals process.

This is because nearly 100 percent of
the rare diseases are not in the SSA listing of
impairments, nor are they included in the
UN"s International Classification of Diseases.

In many cases, initial denials of
benefits is reversed following appeals, but not
before patients and their families have lost
precious time and spent thousands of dollars on
legal assistance.

Rather than discussing the course of
individual rare diseases, for the most part, I
would like to provide a panoramic, kind of a
10,000-foot view of -- of rare diseases.

Now, according to the Office of Rare
Diseases at NIH, there are approximately 7,000
known rare diseases, each of which affect fewer
than 200,000 people in the U.S.

The NIH estimates that in the

aggregate, between 9 and 10 percent of the U.S.
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population has been diagnosed with one of these
rare diseases, disorders or syndromes.

Eighty-five to 90 percent of known
rare diseases are chronic, serious and/or
life-threatening. Approximately 80 percent of
these diseases are genetic.

Consequently, 1 make the assumption
that children are inordinately impacted by these
diseases. This is evidenced by the fact that
about 50 percent of the over 300 orphan products
are approved for pediatric use.

The diagnosis of a rare disease often
takes years. Little evidence is available to
support a diagnosis. Experts in the field are few
and far between, and doctors know little of these
diseases. As a result, patients and their
families are shuffled from one specialist to
another.

In a survey NORD conducted with
Sarah Lawrence College several years ago,

42 percent of the respondents said that they were

prevented from working because of their disease.
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The survey was sent to about 15,000

people, with a response rate of 9 percent. In the
same survey, 70 percent -- 77 percent of the
respondents said they -- their rare disease had

caused them or their families a financial burden.
Thirty-two percent characterized the burden as
extreme.

Many rare disorders have no surrogate
endpoints, markers or tests. Some are diagnosed
based on clinical observations only, other --
others by genetic tests.

Before closing, | would like to share
with you one of the difficulties that have been
described by -- described to me by one of the
leaders of NORD"s member organizations.

I will focus only on Marfan®s
disease -- syndrome at the moment, and additional
information is available in my written comments
about other diseases.

On November 3rd, 2004, another member
of our group lost her fight with

Marfan®s syndrome, and believe me, she fought

25
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hard. She was 39 years old.

She has spent the months since
February 2004 trying to prepare her son for her
ultimate death, make arrangements for him to be
taken care of after her death, and try to get
Social Security disability so she could take care
of him while she lived. Just last week,
Social Security denied her for the second time.

Honest to Pete, | don"t know how they
could do that. If they read her medical records
and learned she still had a dissection that was
not repaired at the time of the emergency surgery,
that she could not walk even 15 feet without
becoming totally out of breath, that she bled into
her right leg 1If she stood too long, and she had
suffered a heart attack, and she had
Marfan®s syndrome, how could they deny her?

Please, someone explain to me how the
blazes they could turn her down. This woman had
no means to provide for her son and herself except
for the goodness of other people. She tried to

work and just could not.

26
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Up until the time she had her
emergency dissection, she worked manual labor
jobs, such as handling -- hand loading semis at a
distribution warehouse to take care of her and her
son. She did this because no one ever told her
that she should not lift heavy things, especially
not repetitive lifts.

Now 1 hope her family sends her
obituary to the person who wrote the denial and
ask them what might have been done had they --
might have been had they missed her request for
help. It just does not seem that our system of
helping people is working.

This 1s just one example of the types
of frustrations, delays and unnecessary expenses
often experienced by people with serious and even
life-threatening diseases who apply for disability
assistance. Several other examples are available
in my testimony -- my written testimony.

When Commissioner Astrue spoke at the
NORD annual conference in September, he emphasized

that the impetus for change comes from SSA and not
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from external sources; in other words, SSA truly
desires to provide better service to claimants who
are currently being subjected to unnecessary,
emotionally draining and costly delays.

NORD applauds this proactive approach
and wants to assure all involved that we and our
medical advisors will support SSA in the effort to
improve its service for patients with rare
diseases In any way that we can.

Thank you, Commissioner. And 1°d also
like to extend a very special thanks to
Diane Braunstein and Mary Shatel.

Thank you.

COMMISSIONER ASTRUE: Thank you,
Diane.

I think what we"re going to do here --
I think we may have been unclear on the
procedure -- 1 think we"re going to try to
discipline ourselves and hold our questions until
all three panelists have testified. Because |
think when we have our questions, my guess is that

two or three of you are going to want to comment

28
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on -- on many of our questions, so we"re going to
hold our questions till the end.

And we"l1l1 move now to Dr. Lipkin.

DR. LIPKIN: Thank you, Commissioner,
and good morning.

Again, my name is Paul Lipkin. 1I"m an
assistant professor of pediatrics and a
developmental pediatrician specializing in the
care of children with disabilities at the
Johns Hopkins University School of Medicine.

There 1™m director of the Center for
Development and Learning at the Kennedy Krieger
Institute, which is a university center for
excellence in developmental disabilities that"s
completely dedicated to the care of children
with -- with disabilities and related medical
conditions.

I*"m also speaking as Immediate Past
Chair of the American Academy of Pediatrics”
Council on Children With Disabilities.

As someone who takes care of children

who are eligibility —-- who are eligible for
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disability benefits from Social Security on a
daily basis, | come today with firsthand
experience knowing the struggles families can face
when accessing benefits.

This includes prolonged waits for
determination involving extensive
information-gathering, examination, and for the
families, uncertainty regarding their child and
his or her future.

This is just one more burden for
families who must struggle with a child"s health,
education and therapies every day.

I look forward to hearing
Sissi Langford™s experience as a parent working
with her pediatrician and with Social Security.

I —- 1 made a point today of wearing
this particular tie. It was designed by a
13-year-old -- now a 13-year-old child who I"ve
known since approximately the age of 3. Enmily is
a happy, smiling 13-year-old child who, in the
course of her 13 years of life, has had

35 neurosurgical procedures for some of the
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congenital brain abnormalities.

So this is, for me, a reminder of the
children that -- that I"m representing here today.
The 60,000 members of the

American Academy of Pediatrics are on the front
lines with families in diagnhosing and treating
children with rare diseases and other disabilities
that limit their ability to function and develop
in the same manner as their peers.

The Academy has had a long history of
identifying and caring for children and youth with
special healthcare needs, and of supporting the
SSI program as a way to help children and families
with resources and access to needed medical
coverage through Medicaid.

As an example, 1 bring this booklet
that the Academy has put together with the
Social Security Administration on understanding
SS1 eligibility for children, and that"s a vital
tool for pediatricians in the process.

We"ve also authored policy statements

specifically geared towards pediatricians to make
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them better understand and to support the SSI
program for families and -- and children that they
are working with.

We are actually in the midst of
revising this policy, and hopefully, in 2008,
we" Il see new support for pediatricians iIn this
regard.

For a family with a child facing the
need for increased healthcare services, frequent
medical appointments and tests, prescription
medications, medical devices, structured
educational services and social supports, the
resources provided through the SSI program and its
linkage to Medicaid could be an enormous benefit.
Indeed, it can make the differences for families
and preserve the ability to remain in care.

The first thing that a child diagnosed
with a rare disease or other severe medical
condition needs is access to healthcare in a
medical home.

The medical home is our approach to

primary healthcare that ensures that children®s
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healthcare services are comprehensive, high
quality and coordinated with community services.

In fact, the medical home model was
first developed as a model for children like those
we are talking about today, children with special
healthcare needs.

For all -- for all children, but
especially children with disabilities, coordinated
care that connects them to all necessary health
and community resources through a medical home is
essential to maximizing their health and
functioning.

The medical home is also an important
linkage between families and Social Security.
Pediatricians play an important role in
identification, encouraging families to apply for
benefits on behalf of their children.

They also provide the evidence
Social Security needs to determine eligibility and
advocate for families during the determination
process.

The pediatrician can provide the
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critical information needed regarding how a child
lives every day with his or her rare disorder and
her disability, and how he or she best relates to
their peers and to the people that they relate to
every day in school.

Enhancing the relationship between
Social Security and a child®"s medical home should
be an important part of any policy change
Social Security®s considering to streamline the
application process.

Beyond the diseases and conditions
already in the published medical criteria used by
Social Security to determine eligibility, It"s
challenging to identify the additional number of
children that could be made eligible under a new
category of compassionate allowance.

We know that children with special
healthcare needs make up approximately
12.8 percent, or 9.4 million children and youth in
the United States.

This means that approximately one out

of every fTive homes in the United States has a
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child or youth with special healthcare needs
living there.

This does not mean that these children
are now or will ever be disabled according to the
Social Security"s standard of severity and
duration as currently outlined.

Similarly, a child diagnosed with a
rare disease or disorder may have immediate
functional deficits, no functional deficits or may
be at risk of diminished functional capacity as
they age.

The critical issue from the
pediatrician®s perspective is that processing of
an SSI application should be as expeditious as
possible, linked closely with the child"s medical
home.

Care should be taken to ensure that
only the minimal numbers of duplicate medical
appointments or diagnostic tests necessary are
required.

Children and families with

disabilities, including rare disorders, face an
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healthcare providers and community resources. A
medical home can help coordinate and streamline
this to the extent possible.

Social Security should be willing to
work with the medical home to gather needed
medical evidence, thereby reducing the burden on
children and families.

I believe we"re on the cusp of an
important new era in healthcare for children. We
now can better identify children with rare
disorders with exotic names such as
mucopolysaccharidosis, ornithine transcarbamylase
deficiency, Gaucher"s Disease.

Thanks to the advances in neuroscience
and genetics, we can now identify these children
earlier, provide new, all -- albeit expensive,
specialized medical treatments, and thus improve
their short- and long-term health, social
integration and daily functioning in ways not
previously available.

We also expect these advances to
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continue in the coming decades.

The Compassionate Allowance Program
being considered will spare these families
prolonged uncertainty and unnecessary hardship and
delay.

We look forward to your consideration
of these factors.

Thank you for the opportunity to
address these issues. 1 look forward to answering
your questions.

COMMISSIONER ASTRUE: Thank you.

Thank you. I -- 1 -- 1"ve got an
update that the phone line apparently is working
well, but 1 -- 1°ve been asked to stress to speak
as loudly as you can, as close to the microphone
as possible. And 111 try to live up to my own --
my own guidance, too.

Thanks.

Sissi.

MS. LANGFORD: Sure. Thank you,
Social Security Commissioner Astrue, for this

opportunity to represent the National MPS Society
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and to talk with you about my family and our
experiences navigating the disability
determination approval process for

Social Security.

Thanks for making me feel so welcome
here today.

I feel strongly that children with MPS
can teach all of us the important role the
Government plays in caring for people with severe
disabilities, and | appreciate this opportunity to
share my thoughts with you.

My name is Sissi Langford. 1 am an
elected board member of the National MPS Society.
I chair the Committee on Federal Legislation. My
committee acts as a liaison between Congress and
Government agencies and our general membership.

We -- the National MPS Society is a
nonprofit 501(c)(3) family support organization.
Our goal is to ultimately find a cure for -- for
MPS disorders by supporting research and providing
support to -- to individuals and their families

affected by MPS and, more importantly, by
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promoting public and professional awareness of
these disorders.

Due to the often short-life expectancy
of people affected with MPS, the majority of our
affected members are children and their families.

Our membership does also include a
small percentage of adults who suffer from MPS.

Some children are considered mildly
affected, while others seek treatments which have
drastically approved their qualities of life.

Some examples of new treatments are
the enzyme replacement therapy and the bone marrow
transplant and cord blood stem cell transplant.

These have made tremendous differences
in the lives of these children. These -- these
treatments are not cures, and they"re not
available for all MPS children.

I recognize that these factors make it
difficult to set policy for the Social Security
Administration benefit approval process.

The mucopolysaccharidosis, or MPS,

disorders are genetically determined lysosomal
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storage diseases. They result in a body"s
inability to break down enzymes. Basically, the
enzymes are stored within the cells in the body,
and over time, they damage these cells and
eventually destroy the cells.

Storage causes progressive cell damage
in multiple systems within the body, including
respiratory, bones, internal organs, heart and
central nervous system and significant
cognitive -- cognitive delay.

The results of the damages, it
includes mental retardation, short stature,
corneal damage, joint stiffness, loss of mobility,
speech and hearing impairment, heart disease,
hyperactivity, chronic respiratory and digestive
problems, and most importantly, drastically
shortened life spans.

My 12-year-old son, Joe, and my
11-year-old daughter, Maggie, suffer from
Sanfilippo syndrome, or MPS I11. It is a result
of a genetic recessive mutation that both -- in

both mine and my husband®s DNA. There"s a
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one-in-four chance that each one of our children
will have a mutation that causes MPS 111.

Because of the extensive central
nervous system involvement, there are currently no
treatments available for children with MPS 111.

We live on Johns Island in
South Carolina near Charleston, where we receive
very good state and county level services and have
access to a medical university for the management
of this disorder.

I1"ve learned that many other families
do not have the same level of care we have
available in South Carolina and do not experience
the -- the same level of success we have had with
getting benefits for these children.

Joe was born in February 1995 and
developed normally, except for frequent ear
infections and frequent diarrhea. Maggie was born
in August 1996 -- they"re 19 months apart -- and
also appeared to be a normal, healthy child.

Joe started dropping words out of his

vocabulary at around age 3, at a time when he
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should have been gaining words. And our
pediatrician noticed that his spleen was enlarged,
which was an indication of a storage problem.

Our pediatrician referred Joe to a
geneticist for testing and to the BabyNet program
in May of 1998.

The diagnosis process took over a
year, and during that time, we realized that
Maggie was experiencing similar decline.

Joe and Maggie were officially
diagnosed with Sanfilippo syndrome in June 1999.

My husband and 1 researched these MPS
disorders, and we were devastated by what we
learned. Joe and Maggie seemed mostly normal, so
we could not imagine the decline that we -- that
we read as described in the -- in the research.

Now, Joe and Maggie depend on
wheelchairs completely for mobility. They are no
longer verbal and have lost their ability to
swallow. They do not laugh or cry. They both
rely completely on feeding tubes for nutrition.

They have heart defects, and they"re treated for
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seizures. They also take medications for sleep
and to control agitation and involuntary movement.

They"re seen regularly by
cardiologists, neurologists, gastroenterologists,
orthopedists and other specialists.

Joe and Maggie are now developmentally
about 12 months old because of those significant
cognitive involvement from MPS 111. They will
continue to decline as MPS causes more medical
problems.

Children with MPS 111 have a life
expectancy of an average of 14 years. It is our
hope that Joe and Maggie will live longer than
average and that they can continue to enjoy an
acceptable quality of life.

It is an overwhelming challenge to
provide our children with an acceptable quality of
life due to their decline and the current level of
care required to keep them as healthy as possible.

Our family"s ability to manage the
care of Joe and Maggie is a direct result of the

services we -- we receive from the State of
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Cal- -- South Carolina, which includes funding
from the Federal Government.

The process begins with the
Social Security Administration®s determination of
eligibility. Many families fail to realize the
importance of determining eligibility early in
their child"s lives.

MPS disorders are all degenerative,
which makes it difficult for parents, teachers and
medical providers to accept that an active, vocal,
mobile child will lose these skills.

My husband and 1 were reluctant to
apply to the Social Security Administration for
the disability determination, because we had not
accepted the reality of our children®s condition,
and because we felt we should be able to handle
our family"s medical needs with our private
insurance and our personal resources.

The early interventionalists and other
health professionals working with us recognized
that we struggled with this diagnosis, and they

consistently persuaded us to prepare for the
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future.

We were strongly advised to pursue any
services available to our family. The process
is -- the process was long and complicated.

While Joe was accepted through the SSA
for Medicaid and the waiver, Maggie was declined
because she was not delayed enough. | had to
appeal this decision and attended a hearing in
order to get Maggie on the waiting list for
services.

I had to learn my rights and how to
get my doctors to write meaningful letters to
describe our situation. This took several years.

Our local agencies recommended other
funding programs and encouraged us to apply for
grants to pay for diapers, which were over $350 a
month, during this long delay to get through the
approval process and off the waiting lists.

I1"ve included a description of those
State-provided services and budget for Joe and
Maggie just to give you an idea of -- of what --

how it looks from our point.
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I"m sure you -- you guys already know
most of this, but Joe and Maggie are covered under
the TEFRA, or Katie Beckett Waiver, which iIs a
category for children under the age of 19 and is
designed to keep the child in the home instead of
in the community or hospital setting.

We applied for the TEFRA program for
both kids in October of "99. Joe was made
eligible about a month later, in November of "99,
and was placed on a waiting list in slot
Number 12.

Maggie was denied that eligibility in
May 2000, and the hearing to appeal the denial was
in August of 2000. At that point, Maggie was
ruled eligible.

Both children began getting services
under MR/MD Wailver in February 2003. So this
process took from October "99 to February 2003.

Joe"s estimate -- estimated budget for
the 2006-2007 year is $69,000, and Maggie®s is
79,000. That does not reflect the amount of money

our private insurance pays out, which is
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80 percent of the -- of the billing for medical
needs.

The children are -- are eligible for
additional nursing hours, but it"s hard to find
more nursing care at this time.

The budget reflects the nursing care
and personal care assistants we use, not the total
that they are eligible for.

But even at this extensive level of
assistance, we have completely altered our life
styles to care for our children, including moving
into a new home near a school that was appropriate
for them. 1 can no longer work outside my home,
and 1°ve had to drastically reduce my professional
workload to manage the care of my children.

I"m a residential designer. 1I™m
fortunate that | can work from my home, but I"ve
had to reduce my ability to expand my services to
my clients.

We will continue to do what we can to
make sure Joe and Maggie are as healthy as they

can be as they progress and eventually become
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unable to keep up with the devastating effects of
MPS .

It is impossible for me to express how
hard these children fight for their health. Their
ability to keep up this fight has given me the
courage and the inspiration to try to seek
improvements for all MPS children and for rare
disease groups in general.

The following points are -- are
relevant from the South Carolina Department of
Disabilities, just to give you a little picture
of -- of what it is like where I live.

They receive about $300 million in
Federal Medicaid funding to provide services.

They currently serve 28,000 people. Approximately
82 percent of these people live at home with their
families, compared to only 60 percent nationally.

The -- the report that | got this
information from lists the following
opportunities: to increase the use of Medicaid
funding to provide flexible in-home support for

increased individual/family and dependents, and to
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strengthen technology capabilities, and to enhance
service provider productivity and deficiency.

They also pointed out a few barriers,
and -- and mostly the barriers have to do with the
long waiting lists. When my son was Number 12 on
the waiting list, that didn"t seem so bad. |1
didn"t know it would be three years later before
he was at the top of the list.

And then their other barrier is,
again, the recruitment and the retention of
nurses. So that is -- this continues to be a big
problem.

We have a matrix of caregivers who
come into our home. We don"t have people all the
time, but we have three nights a week covered, and
we have an LPN during the day who goes to school
with our kids to handle their meds and their
feeds.

It is encouraging to know that my
state recognizes some of the same challenges that
parents see, and it is my hope that South Carolina

and other States will continue to look for
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solutions.

It is also encourage -- encouraging
that Commissioner Astrue is committed to improving
the disability determination process for the
disability insurance and supplemental security
income programs.

I think it"s important to -- to really
stress the -- the -- the problem from a point of
view of a parent. It is -- the -- many parents
have expressed that the lack of knowledge about
MPS is -- is the biggest problem, specifically,
the degree and the rate of decline that these
children face. Most parents eventually recognize
that they must advocate for their child and that
they must educate everyone involved with their
child®s care about the nature of MPS.

The disorder is rare, and it"s hard to
understand. It"s hard to pronounce, it"s hard to
spell, and it"s hard to remember unless you have a
child with it. It is degenerative, and it is
impossible to predict how quickly decline will

occur.
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Unfortunately, many parents are not
emotionally ready to take on the role of advocate
soon after diagnosis when the