Individually Rare, Collectively United

By KristiWees, MS Chem

ould you consider something that impacts one-
in-ten Americans a RARE occurrence? Can you
imagine if lightning struck one-in-ten of us, that
we would still consider this a ‘rare’ occurrence
in nature? Probably not, but that is the number of Americans who
have a rare disease and strikingly, over half of them are children. In
/ and around Pittsburgh many families are impacted by rare disease,
and while their journeys and dmgnds’és are individually rare, collectively in our community, you may consider them quite com-
mon. It is in this commaonality of having a child with a rare disease, that many parents find support in their disease community as
well as their local community.

According to NORD (National Organization for Rare Disease), any disease, disorder or condition that affects fewer than
200,000 people in the USA is considered RARE by the National Institutes of Health (NIH), the U.S. Food and Drug Administration
(FDA) and NORD. We are honored to share with you the journey of three families who live in the Pittsburgh area and are living a
life of rare disease with their children.

UM ELE! T A ]
beth, age , and her rar AME N i diag > with ZTTK ; {
f the first six in the world identHi [ ily The silver
lining is that
2 g when you
impact on a child actually impacts the entire family. When z CESIE  find your
ted their family, Tara's response was sc ast, transpa anc artfelt, rare disease
community, or
you are active
L within the
t through the day without having a [EsislaainaiVighi%
separated from each SIELER 2t large, you
the in ' know that
ensure that y ilg ing ti “" YOuU are never
rour child ha alone. Itis a
5 comradery
that cannot
be found
anywhere ]
else. J A

- Sara

nd.tmn m ole- t;t(czcl'ewel'd'er

s health, r'nEd|La|

C hl|-":| E :
financially d: it is of happcn and rhu
is what hag C journey gned frem
my full-time t i
a full-time mom to
cate for our daug

ired my ti ¥

ial hole that we may never cra

erm financial plans like retirement are also impacted
rong, and you hope that they

8 OCTOBER 2018 PittsburghParent.com




(LA E N N RN ENNEREERSERENBSEHSNRNERSHSSHEHNEHNHNHSHER},

eigh your bur 3
es a little bit

L b R B N ] L]

Seme Pittsburgh (and beyond) -

* Center for Rare Disease Therapy - Children's Hospita
of Pittsburgh * chp.edu/our-services/rare-disease-
therapy

* National Organization for Rare Disease (NORD »
rarediseases.org

* Global Genes » globalgenes.org

* Syndromes Without A Name (SWAN) » swanusa.org

* NYMAC Genetics Hotline - Find a genetics clinic nea
you = 1-833-545-3218

* Genetics and Rare Disease Information Center: 888-
205-2311 = rarediseases.info.nih.gov/about-gard/
pages/23/about-gard

* Reference for facts and figures on rare disease * cdn.
rarediseases.org/wordpresscontent/wp-content/up-
loads/2014/11/NRD-1008-FactSheet 5.pdf -
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continued on page 10
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consultation, please contact:

For an appointment or C en t{f:I' fOr

Jodie Vento, MGC, LCGC
412-692-RARE (7273)

RareCare@chp.edu therapy

www.chp.edu/rarecare

LIRIVIC

The School at Mc Guire Memorial

® Recogn ized leader in child-centered special edu
sSCrv |CL'§

» Serving students from age 3 through 21 wnh 3.11 i
intellectual disabilities, and/for multiples

» Limited class size/customized progran

® Knowledgeable, well-trained staff

® Comprehensive curriculum

& Nurturing environment B

Our Pennsylvania Approved Privare
School (APS) can be a cost-effective
answer for school disericts and pa
of students with complex support i

To learn more about the School,
Kim Lieb, Director, ar 724-891=
by email at klieb@meguirememeor
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INDIVIDUALLY RARE continued from page 9
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The Con]ey’d

When Audrey Conley of Upper St. Clair recalls back eleven years ago, she remembers that they had no
warning signs that there would be anything wrong with their newborn son, Pierce. She recalls how she and
her husband, Ted, were quickly thrust into a world of testing at UMPC Children’s Hospital of Pittsburgh and
she remembers being so overwhelmed by all the extra medical attention their son needed that she did not

have time to really comprehend what
was going on. Audrey says, “We quickly
learned to trust the doctors and listen
intently to every word they would say,

then we would lay awake at night trying to

make sense of it all."

Audrey recalls the first five years of
her son's life as a blur. The world of rare
disease is full of appointments, therapies,
evaluations along with all the other things
that go along with childhood. For Pierce,
the typical childhood illness or cold would
always put him in the hospital, usually
for a few days. In fact, for ten years the
Conley's did not know what was causing
Pierce’s challenges, they were living in the
unknown. During that time, they came to
accept the differences, the oddities and

the uncertainties of the unknown condition.

This past May, through genetic testing called whaole
exome sequencing, the family received a call that Audrey
describes as: “A call that actually has given us peace and a
new sense of hope!” Pierce had KATAG -a mutated gene that
had only been recently discovered in 2015.

Audrey remembers that day a few months ago and describes it as one of the highlights of their journey with their son. She
recalls, "Within an hour of the diagnosis | was requesting to be part of a closed social media parent group for KAT6A parents. At
this point, there had only been 123, now 124, children in the world with this diagnosis! They had also already started a website
where | saw children so very similar to cur son, developmental disabilities, spasticity, most were non-verbal, feeding issues and so
on. | was immediately welcomed and even met a mother that had a son Pierce's age. We felt welcomed and relieved. Over the
next several weeks | read and commented on so many similarities, as well as gave advicel”

With the highs come some lows as Audrey shares one of the toughest parts of the rare disease journey, "Our group desper-
ately needs to raise money for on-going research to help the quality of our children’s lives. Just another thing special needs par-
ents should not have to worry about.” But even on their worst days when the Conley’s may be weary from all the care their son
needs; feeding, toileting, therapies, the constant attention, they remind themselves, "This was NOT our plan but God's. There
is a beautiful purpose for our child. The medical community needs our RARE children, our RARE children teach, encourage and
spur them on for answers,"” says Audrey.

Ta learn maore about the rare disease that impacts Pierce you can visit this website: katéa.org or Facebook: KATSA Suppert
Group, KATAA Foundation.
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(}i)fmn parents of cfu'idren

with a rare cfr’deade/dpecfa.’
needs were asked on

(;dceévook:

“What is your biggest piece of
advice for your community, city,
township, etc. on how they can
be more supportive, inclusive,
helpful or sensitive to your child
and your family's needs?”

¢/ /If;’-t.‘e are
their redpondes:

' "
il encaticane olties t s It's amazing how close you are fo
guestions instead of staring or 1
p{_“nvng‘ 1" a{ways happv 10 -an- pedlqtrlc rehubl'itutlon qnd therqpy.
swer questions about our daughter.
| waould much rather you ask, than When a child comes to us for cutpatient rehabilitation, our
point or fee! awkward around us. goal is to moke the therapy as fun as possible We hove

Don't talk in front of our kids like exftensive E'XD‘-?”E”C‘E 1[50“[‘,9 a wide far':.-g.\::. .:jf injuries and

they do not understand. They ‘ ; =P
linesses, ncluding speech delays, concussions, feeding
understand and remember every- WRBSSAS. MRlLENG Spak SO0y B s, Teeding

thing. (Presume competenca) and swollowing issues, chronic paln canditions and athletic
Educate the police about how injuries. Our therapists provide Individual attention to eoch
1o recognize people with special patient, creating a uniquely personol approach. And with
needs. top therapists on site at five convenient locations, kids
Have public bathrooms that allows receive comprehensive outpatient care close to home. To

for changing adult sized children’s -
d'lapers.g = learn more. call 412 420 2342 or visit amazingkids.org

Quit having every event revolve
gl bR WEXFORD « BRIDGEVILLE « IRWIN « SQUIRREL HILL  PLEASANT HILLS
so nice to have non-food-based
family events,

: A0
The community needs to select af- W The Ch“drenls Instltute

ter school care programs at school
where kids with special needs can Amazing Kids. Amazing Place.
be included. Many are not welcomn-
ing or equipped to provide care
for kids with special needs. Many
families have only one parent work-
ing for this reason.

Lower stimulation (sound, lights,
commotion) areas within public
areas.

continued on page 12
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Have more oppertunities for vecational/supported work

Be mindful of germs and sickness. Stay home if you're sick, Cover your cough. Wash your hands. Things like a simple cold
can be so much more serious ta kids like my san. A simple cold or fever could mean 48 hours In the hospital.

Just because a child *looks ok” doesn’t mean they are ok. Parents know their child best. If they tell you something has
drastically changed, believe them,

Talk to my child - not me. (When asking about them.)

If you say you are handicap accessible, you sheuld have autematic doors. It's so hard getting into places with super heavy
doors trying to push a large child thraugh with a wheelchair.

Da unto others as you would have them do unta you.
Don't count me out, keep asking even if | say no a lot.
We've always desired empathy and compassion over pity or charity. Our children desire to belong as any other child.

Take time to notice the little things in your business, such as flickering lights that can be very harmful for a child with epilep-
sy of others with sensory issues.

Mere handicapped parking spaces.
Special needs shopping carts at the grocery store - like Caroline’s Cart.

The C]egg’d

Jillian and Brian Clegg, of Bel Vernon, gave birth to their first child, Tyler, in 2002. As first-time parents l
they began to recognize that he was delayed when he was about five-months-old. Devastat they began Seek out
seeking doctors in search of what was wrong with their baby He did not roll, have purg »ful hand or eye others. Don't
zamed almost continuously, slobbered a lot and just looked sick to his concerned parents let this jour-
ially began treatment with neurologists had numer s completed. The end result was ney be a one-
being told, "Well, we will have to wait and see”. But, the Cl s not being the wait-and-see type of parents, lane road.
jumped into finding out what they could do for their son. In 2004, they .\t|‘|L omed a “healthy” baby boy Drive next to
named Moah. They delighted in seeing him develop normally and described it as miraculous others and
In May of 2008, Jillian was fin shing her last semester of nursing school, caring for her father who was very when you arg
sick, getting ready to deliver twins, and caring for Tyler, six ([complete care) and Noah, four. In July, Jillian in need of
delivered the twins ten days fellowing her father’s passing repairs or a
Luke and Aiden. Two beautiful babies! Jillian knew instantly break, hitch
that Luke had the condition, the same condition as his a ride with
brother Tyler. Even told her, "You are just worried, he's someone
fine," but she knew i r heart he was impacted else. Let oth-
As Luke began proc sing the same as Tyler had, the ers buikd you
family began seeing de rs again, never any concrete an up, educate
swers but now knowing tl t had to be genetic. A relative you, teach
told them of a program at the Na al Institute of Health you and
called the Undiagnosed Diseases Program. They applied support you.
with their neurologist's help and were accepted. They trav- Those people
eled there in June 2010 and spent one week packed full of are hard to
multiple tests and appointments. The family was told that find and not
there was minimal chance ot finding a diagnosis but that worth losing!
they would try and keep them updated '})j‘i
Finally, in May of 2013, the Clegg's got the call they = G/ tan
had been waitir g nearly ten years tar. Tvler and Luke were C!ggy
diagnosed with a r gene defect, with only two con :
firmed cases worldwide. The genetic condition known as
Med23 (the gene) causes intellectual disability in an autosomal recessive fash
ion which means I--,lll parents carry some type of mutation on the same gene
and any child has a 25 percent chance of inheriting the dis e,
Tyler and Luke are impacted by M ~:'-:>2.3 n that they do not speak, walk
or use arms in purposeful manner. They are severely dela 1 and require as-
sistance h all activities f'a'.-: "'i'?‘ ||\.'|"|':_", with 24-hour care ey have very high
muscle tone in their arms and . Along with many sensory 1es, But witr
all their daily challenges, they are a joy and a blessing to their family
Jillian shares the bright spot in their journey has been the people: f\."!-.---.-:l-l:-._: other people who share in an amazing yet diffi
cult journey. | wouldn't have half of the people that | have in my lite without my boys. Good and kind-hearted pecople that
get to share in the purest and deepest love that there is. There is a special beauty behind the eyes of a kiddo with speciz
that many never get to experience.”
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EARLY INTERVENTION
SPECIALISTS

® EEsEssEsEssESEEESEESEEESEEEES

With over 7,000 rare diseases identi-
fied, one would think there must be
thousands of treatments for all these
rare conditions. However, the sad reality
is there are less than 500 rare diseases
that have FDA approved treatments,
less than five percent of them! With this
startling reality, many families, like these
three from Pittsburgh, find themselves

Concerned About Your
Child's Development?

EIS is here to help.

connecting with other families, some- We Have A Wide Range Of
times across the globe, to help navigate Therapies Available IﬂCIUdiﬂg:
to hope for their children.

Are you a parent of a child with a - Speech Therapy - Nutrition Services
Tacercisanae S por wen xSl wiki + Occupational Therapy + Behavior Services
an unknown condition that baffles doc- - )
tors? Are you concerned about your * Physical Therapy - Certified Infant
child’s development? - Developmental Massagl-e :

There are many resources for fami- Therapy - Therapeutic Listening
lies and physicians alike, some close to herapy
home and other naticnal organizations,
as well. As we have learned from these
families, once you have a name, a gene
ora diagnusis, it is easier to connect EIS partners with you

with parents whose child may be similar
to your own.

Even if your family is not directly
impacted by a rare condition, we all
live IN COMMUNITY with families who
are on a rare disease journey with their
child. We all can take part in making
these families lives a bit brighter by
being good neighbors. Please see the
In(cluded) Community list for some
ideas from parents of children with rare
disease and special needs, to get you
started! ®

-

Kristi Wees is the Chief Advocacy
Officer at www. EmpoweredAdvocacy.
com. She advocates along-side
families each and every day for the
best quality of life for their children,
specializing in rare diseases such

as mitochondrial and metabolic
conditions to the not so rare
conditions such as Autism, ADHD,
PANDAS, and developmental delays.
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to provide strategies to enhance
your child's development. If your
child is between the ages of birth
and three years and qualifies for
early intervention services, we
previde them in-home and at no
cost to you. Contact us today to
get started!

Encouraging
Children.

Empowering
Families.

Allegheny, Butler & Washington Counties

412-364-2446 - eiskids.com
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