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Quarterly Quote
"Awareness is like the sun.
When it shines on things, they
are transformed." - Thich Nhat Hanh

Upcoming Events
• Support IFCR while you shop
on the internet
www.smile.amazon.com
• June 1-30th, F4E DJ's An
Apple Watch 4U, Nationwide
• June 27, Toasting Tanner,
Atlanta, GA
• June 27, Dance for the Cure
Zumbathon, Albuquerque,
NM
• July 18, Give Charlie a
Chance, Williamstown, KY
• August 15, 2nd Annual
Strides for Starfish 5k,
Beachwood, OH

Advocacy Corner
Family Voices aims to
achieve family-centered care
for all children and youth
with special health care
needs and/or disabilities.
http://www.familyvoices.org/

www.CDKL5.com

Hope Shines Through
Do you know why CDKL5 Awareness Day is June 17th?
Ten years ago, Professor John
Christodoulou led an Australian
research team that studied the
DNA of three children from the
same family and found a
common genetic abnormality
occurring on a gene that would
later become known as CDKL5.
His research was published in the
prestigious journal, The
American Journal of Human
Genetics 2004. Glyn was one of
the three children at the focus of
Dr. Christodoulou’s study.
Glyn's Legacy was in his DNA, which helped scientists to begin to
identify what we now refer to as a CDKL5 Disorder. Unfortunately,
Glyn passed on June 17, 1997, before his disease-causing gene was
discovered, but his tragic, short life had an important impact on the
children who have since been diagnosed with the same devastating
disorder. CDKL5 Awareness day and month honors Glyn’s Legacy
and all those affected by CDKL5 Disorder Read more about Glyn’s
Gift http://cdkl5.com/About-IFCR/Glyns-Story.aspx

“In	 life	 I	 have	 experienced	 the	 suffering	 of	 the	 innocent,	 the	 questioning	 of	 
God's	 goodness,	 the	 faltering	 of	 my	 faith,	 and	 the	 searching	 for	 what	 it	 means	 
to	 be	 human.	 My	 little	 sister’s	 genetic	 disorder,	 CDKL5,	 has	 left	 her	 mentally	 
disabled	 and	 wracked	 with	 three	 hundred	 seizures	 a	 month.	 I	 see	 the	 horrific	 
way	 she	 is	 imprisoned	 by	 her	 own	 body.	 I	 desire	 to	 feel	 and	 understand	 more	 
acutely	 what	 her	 soul	 wrapped	 in	 this	 flesh	 feels	 like.	 My	 work	 is	 a	 meditation	 
on	 and	 an	 expression	 of	 her	 condition.	 "	 Amanda	 Upp	 (see	 more	 on	 p.	 8)
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Ways to Raise Awareness this Month

Are you a Registered
Partner of the IFCR?
If you have recently registered with
us, you will soon receive a care packet
that includes a handmade doll with
blanket (*some restrictions apply)
courtesy of The Giving Doll. This
partnering charity organization has a
mission to give faith, love, joy, hope
and comfort to children worldwide, at
times of special need through the
construction and distribution of
handmade cloth dolls. - See more at:
http://thegivingdoll.com/ Become an
IFCR Registered Partner today, it’s
free. For $20/year you can enjoy 20%
off of everything in our store: http://
cdkl5.com/Register/Default.aspx

✦

Go green. Ask your neighborhood or local business to use green
floodlights instead of their usual clear lights.

✦

Participate in any of our CDKL5 research opportunities, see page
4 for more information.

✦

Change your Facebook Profile Picture to the International CDKL5
Awareness Month icon for the month of June or on June 17th.

✦

Shop at CDKL5.com

✦

Seek a proclamation from your city's mayor or state's governor to
proclaim June CDKL5 Awareness Month and/or June 17th CDKL5
Awareness Day.

✦

Hang CDKL5 Awareness posters in local businesses, work,
schools, etc.

✦

If your employer has an established dress code at work, ask if they
would consider a fundraiser where for $5 per person, employees
can wear jeans and a green T-shirt to work on June 17th in honor
of CDKL5 Awareness.

✦

Commit to a meet-up day with other nearby CDKL5 families. Just
having our kids at a restaurant or in public together spreads
awareness. You can contact your family support representative for
assistance.

✦

Spread the word on
social media, the sky
is the limit, check out
this CDKL5 sibling
making a very creative
green awareness
ribbon.

✦

Whatever you choose
to do, we want to hear
from you! Please tell
us how you are
spreading awareness
and share your
pictures with us. We
will feature them on
the IFCR's Facebook
page.

Are you an existing IFCR Partner?
THANK YOU, for your continued
support!
*at this time we are unable to ship dolls
overseas, it is quite expensive and we feel
the monies raised by families like you is
best invested in research. If you are
interested in paying the cost to ship
overseas, please contact us and we will be
happy to ship you a doll.

CDKL5 Centers of
Excellence Locations
Children's Hospital Colorado Dr.
Tim Benke (720) 777-4363
Boston Children's Hospital Dr.
Walter Kaufmann (617)355-8994
The Cleveland Clinic Dr. Sumit
Parikh (216)444-1994

www.CDKL5.com
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Sibling Corner
Hi I am Lily. I am the biggest sister to Harper and Seth. I
like gymnastics, Ju Jitsu, swimming, playing cello and
piano and simply enjoying being a 7 year old kid.
For a 7 year old I have a
lot of responsibility.

I’m

Supe
r

LILY
!!!!!!
!

I am Helpful:
• Change Harper’s tee
tee panties and dress her
in pretty clothes and
bows
• Give Harper water,
food and medicine
through the tube in her
tummy
• Give Harper water on a
sponge in her mouth and
sometimes feed her
puree in the mornings.

• Help make sure Harper is comfortable by wiping her
slobber, putting chap stick on her lips and laying with her
when she’s not well
• I play with Seth and change his clothes and diapers.

Spring/Summer 2015

Questions? Contact Your IFCR Regional Rep
Patti Waszkiewicz - East Region
(ME,VT,NH,MA,RI,CT,NY,NJ,PA,DE,MD,VA,WV)
Susan Parks - sparks@cdkl5.com; Southern Region
(NC,SC,GA,FL,AL,MS,OK,AR,TN, Puerto Rico)
Karen Utley - kutley@cdkl5.com; Southern Region
(LA, TX)
Martha Boyles - mboyles@cdkl5.com; cell: Midwest
Region (MO,WI,IL,MI,IN,KY,OH, Canada)
Kim Nothdurft - knothdurft@cdkl5.com; Western
Region (NV,UT,AZ,NM, HI)
Amanda Jaksha - ajaksha@cdkl5.com; Rocky
Mountain Region (CO, NE, WY, IA, ND, SD, MN, KS)
Rick & Cynthia Upp - rcupp@cdkl5.com; Pacific Coast
Region (CA, OR, WA, ID, MT, AK)
Massimo Quaranta - massimoquaranta58@alice.it; Italy
Support for international countries not listed above,
please contact Melissa at mralston@cdkl5.com

Limited Edition CDKL5 Gift

• I help keep the house clean by mopping the floors and
Lysoling so Harper does not get sick and have to go to
the hospital.
• I make mine and Harper’s bed and put away our
clothes
• I homeschool so I do not bring home germs and that
means helping Harper and Seth learn.
I like that I can be such a help to my family but sometimes
I just want to be a kid because I am only 7. I know I get to
do a lot of extras like Vacation Bible School and Acting
Classes but sometimes being so helpful is Hard:
• As Harper gets bigger it’s harder to move her and
change her panties or clothes
• It’s sometimes upsetting being the oldest biggest sister
because I have to take care of myself like run my own
bath water, wash my own hair and fix my own meals.
(continued on page 7)

www.CDKL5.com

Show your CDKL5 awareness with this
reusable tote! Free with every store
purchase! http://cdkl5.com/Store/
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HERE ARE SOME THINGS YOU CAN DO TO GET INVOLVED NOW

Participate in Research * Spread Awareness * Fundraise for CDKL5
The IFCR will take an active role in the newly
announced awards to expand the Office of Rare
Diseases Research part of the National Center for
Advancing Translational Sciences (ORDR-NCATS)
collaborative Rare Diseases Clinical Research
Network (RDCRN). Through the RDCRN, physician
scientists at 22 consortia will work with 98 patient
advocacy groups to advance clinical research and
investigate new treatments for patients with rare
diseases. The collaborations are made possible by
$29 million in fiscal 2014 funding from NIH. The
IFCR will take an active role in this endeavor as a
member of the Coalition of Patient Advocacy
Groups (CPAGs) within the RDCRN. Please visit our
website at http://www.cdkl5.com/News-Events/
NewsArticle.aspx?id=53 for information on participation
in the Natural History Study. Knowledge of natural

history is essential for developing more efficient
clinical trial designs. It also could help reduce the
length and cost of drug development and, possibly,
contribute toward greater predictability of clinical
development programs. Enrollment criteria and
contact information will be available soon.
The CDKL5 Disorder International Registry
Database is an ongoing priority for longitudinal
data. It is a long survey but very important in
advancing future research. Visit http://cdkl5.com/
Research/database.aspx for more information.
The IFCR is proud to partner with The Rare Epilepsy
Network, a collaboration between the Epilepsy
Foundation, RTI International, Columbia University,
New York University, and many different
organizations (including us!) that represent patients
with a rare syndrome or disorder that is associated
with epilepsy or seizures. This is a Patient-Centered
Outcomes Research Study (PCORI) and is funded by
a grant of nearly $1 million dollars that was awarded
to the Epilepsy Foundation
in 2013. For more
information, visit https://
ren.rti.org/

www.CDKL5.com

IFCR is collaborating with the University of
Minnesota whom is conducting two related
studies that can be completed at home. These
studies will not cost you anything, except for a
small time commitment.
The first is a saliva collection study, through which
researchers are investigating cortisol, a hormone
that is involved in the body's stress response
system. In most healthy individuals, cortisol is
produced following a very reliable pattern - it is
highest in the morning, because it helps us
become alert and get ready for the day, and it
declines to very low levels by bedtime. Because
of the frequent reports of anxiety among
individuals with CDKL5 and Rett Syndrome,
researchers are interested in determining whether
we see the same patterns in individuals with
CDKL5 and related syndromes. To answer this
question, the researchers ask parents to collect
saliva using a simple collection kit that they mail
to you. You would need to collect saliva 4 times
per day (30 minutes after wake, mid-morning,
mid-afternoon, and 30 minutes before bed) on
two different days. You would then mail the
samples back to University of Minnesota
researchers. The mouth swab is easy to collect.
The other study involves completing
questionnaires about your child's health,
communication, pain, and behavior, as well as
some information about your family. This
information helps the researchers
to better
understand the differences we might see in
cortisol patterns, and understand how caring for
an individual with CDKL5 affects families and
caregivers. There are several questionnaires, and
it is expected that it would take approximately 45
minutes to complete, but you can send them back
whenever it is convenient. Families can contact Breanne
Byiers by email at byier001@umn.edu to request the
saliva kits or discuss via phone at 612-626-7110.
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YOUR GENEROSITY IS AMAZING
"Unless someone like you cares a whole awful lot, nothing is going to get better. It's not." ~ Dr. Seuss
Thank you to our CDKL5 families who care a whole lot to make a difference for our children.

New York CDKL5 Moms

Sayville Supports Sammy, April 2, 2015 Lands End, Sayville, NY
Team Sammy (Kerry and Reads Sands, parents of Sammy Sands with CDKL5 disorder) held their first IFCR fundraiser to raise
awareness and funds for CDKL5 Research.
Many of the New York CDKL5 mothers were in attendance as the Sands Family shared the CDKL5 awareness video as well as a
slideshow including all theLong Island families. They had a Chinese Auction and sold shirts at the event and had a First Giving
page available for those unable to attend. Team Sammy raised over $46,000! “It was an emotional evening but so worth it!”
Kerry Sands had said and we at the IFCR can’t thank them enough. Way to go Team Sammy!

www.CDKL5.com
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7th Annual Vivi’s Drive for a Cure, May 16, 2015 Mallard Creek Golf Course, Columbia Station, OH
“We had overcast skies and a few light showers, but it was warm. This year, over 250 of our dearest family and friends were at
Mallard Creek Golf Course to show their love and support for Vivienne, our family, and all of the children affected by CDKL5!
There were 21 themed raffle baskets awarded to lucky winners and a grand prize raffle winner of a $500. We are so excited to
announce that we raised over $16,000 for CDKL5 research! This event has raised over $141,000 to date for the IFCR! We
are so blessed and forever grateful to all of our supporters for their generosity! This event is successful because of them.”
Melissa Ralston, mother to Vivienne with CDKL5 Disorder and IFCR Secretary

Ohio CDKL5 kids and their siblings

Tee Spring online sweatshirt sale
Amanda Nicholson, mom to Charlie with CDKL5 disorder, felt compelled to do her part to help with raising funds and
awareness for CDKL5. “What better way to raise awareness than to create walking billboards? I wanted other parents to feel as
though they were a part of it as well so we asked everyone what words they would like to see in the design. Our graphic
designer friend took the words and put everything together. We were more focused on awareness than funds, so we put a
very low overhead on the price of the shirts. Now there have been around 350 shirts printed. That's 350 walking awareness
billboards! When I wear mine someone always asks what CDKL5 is. They are wonderful conversation starters. Fortunately for
me, it was not very difficult for me to organize, the company does all of the hard work. I just promote. Anyone looking for an
easy way to help spread awareness and raise funds this is a great place to start. We plan to relaunch the campaign
periodically throughout the year. People are always requesting that we do so because once they are seen wearing their shirts
people want to know how they can get one.” Amanda had said when asked about this clever way to raise funds and
awareness. Well done, Amanda! Over $800 was raised and a lot of families are wearing their sweatshirts with pride!

www.CDKL5.com
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Genetic Testing
If you are having problems obtaining a genetic
test to confirm CDKL5, we might be able to
help you identify helpful resources. Email us
with inquiries: ajaksha@CDKL5.com

IMPORTANT CDKL5
EPILEPSY RESEARCH!
One of the biggest obstacles we face in
seeking appropriate epilepsy treatment, in
CDKL5, is that our patients and doctors are
dispersed around the world. Outside of the
CDKL5 Centers of Excellence and major
epilepsy treatment centers, it's rare for a
doctor to see and treat one CDKL5 patient,
not to mention multiple. Thus, there is a
great deal of variability in the treatment of
CDKL5 patients and any lessons learned
treating an individual patient is not as likely
to be shared with other doctors, at this time.
The knowledge gained that a certain
percentage of CDKL5 patients have sleep
issues, or autism, or some other eﬀect of
CDKL5 will shed more light on how this
condition impacts people. It will bring
together more tiny pieces of information into
a centralized place where researchers can
start to look for patterns and make sense of
it.
The REN is using the most secure and state
of the art tools to ensure the confidentiality,
integrity, safety, and anonymity of patient
information. This database is not publicly
available, you must be a researcher that is
conducting scientific research on epilepsy
and CDKL5 to access it. If a researcher wants
to do a study on Sleep Disorders and
CDKL5/epilepsy, a review of the data will tell
them how many people have both. The REN
will contact the people that entered the
information and let them know a researcher
is interested in having them participate.
Patients/caregivers are under no obligation to
participate in any research studies. Please
consider participation, the more information
we have, the more accurate the outcome.
Your participation is a critical start to
understanding the epilepsy in CDKL5.

www.CDKL5.com
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(sibling corner - continued from page 3)

•I have to be patient when the others are being taken care of.
•I sometimes wish I wasn’t the oldest because then I wouldn’t have to do
so much work and I would be smaller to rock and snuggle but I do like
that I get my fun Friday spend the nights in the big bed with Mommy.
•I have a hard time separating what it means for mommy to work on
Hope4Harper and that not mean she’s spending time with Harper. That’s
why she agreed to help me have my own website www.love4lily.com.
Even though things are sometimes hard for me. I know Harper struggles.
We always find ways to have Fun:
•I like that Mommy and Daddy listen to me even though I do not always
get my way.
•Friday night movie nights in the big bed with the family are fun even
though I do not always like Harper’s movie pick
•I like that we fixed Daddy’s garage into a gym with an area for me to
play on gymnastics equipment and watch movies on the tv.
•I enjoy teaching Harper how to play music on my piano and cello
•I like playing in the doll house with Harper and Seth even though Seth
messes it up.
•I like playing games with Harper like play dough, peppa pig memory
board game, and kenetic sand.
•I love to help Harper play with her eye gaze device and UpSee and
UFree Pony.
•I like going to Harper’s therapies like swimming and horseback riding
because I get to play too
I make sure other people know that even though Harper cannot do
certain things she is not a baby like Seth. I introduce her to all my friends
and explain why she cannot do certain things because she has CDKL5. I
help Harper participate in the things she wants to do. Even though being
a sister is hard work I love that I am one! I’m Super LILY!!!!!!!
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CAPTIVATED BY YOUR HEART & ART
Amanda Upp, big sis to Olivia, dedicated her art show at Biola University to Olivia & CDKL5. Amanda is the daughter of Rick and
Cynthia Upp, Northwest IFCR Family Support Representatives. The art show was held on May 18th, in Southern California, where
Amanda graduated Summa Cum Laude. If you are interested in purchasing this lovely art, contact amandauppstudio@gmail.com

www.CDKL5.com
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