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CDKL5 RESEARCH TIMES 
Road to a Cure 

IFCR and your research dollars at work! 

Dear Families, Friends and Supporters, 

2014 is coming to a close, and we would like to thank each of you 
for your continued support of the foundation. We work diligently 
to fund needed scientific research for treatments and clinical 
centers for improved care, and to give each of us the hope of a 
cure for our loved ones affected by CDKL5 disorder.  In 2014, we 
are proud to announce that we have funded projects in excess of 
$710,000.00! This year marks the largest investment in CDKL5 
research to date!  We could not have done this without your 
dedication and support, and so we wanted to take a moment to 
celebrate this accomplishment with each of you and highlight the 
important work clinicians and researchers are doing to help our 
children.   
 
These exciting research opportunities are made possible by the 
support of families like yours. As an organization, we would like 
to wish you a very happy New Year, and we would like to ask 
you to continue to work hard alongside us. We have an 
aggressive research agenda planned for 2015 which will require!
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2014 Research Grants  

Dr. Priscilla Negraes and Dr. Alysson 
Muotri, with Katheryn Elibri Frame, 
David Frame and daughter Kiera.  San 
Diego, CA 

 

Dr. Claudia Fuchs, center,  
with Cynthia and Rick Upp, 
IFCR family representatives, 
Seattle, WA 

Dr. Judy Wang, a researcher in 
Dr. Zhou’s lab, with Kiera F. at 
the 2nd annual CDKL5 science 
symposium. Washington, DC 
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Dr. Charlotte Kilstrup-Neilsen, above, with Samantha U. 
at the CDKL5 science symposium, and seen below giving 
a lecture, Washington, DC, June 2014 

Drs. Tim Benke and Helen Leonard, at the 
CDKL5 science symposium, Washington, 
DC, June 2014 
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CDKL5 Centers of Excellence 
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Spotlight on 
Researchers 

Tim Benke, Md, PhD 

Tim Benke, MD, PhD is the Ponzio Family 
Endowed Chair in Neurology Research at 
University of Colorado/Children’s Hospital 
Colorado.  Dr. Benke received his MS in 
electrical engineering at Rice University and 
his MD, PhD at Baylor college of Medicine.  
He completed his clinical training in 
pediatrics and pediatric neurology at Texas 
Children’s Hospital, and did a post-doctoral 
fellowship at the MRC Centre for Synaptic 
Plasticity/University of Bristol in the UK. 

After he joined the faculty at the University of 
Colorado School of Medicine, his lab has 
focused on the molecular mechanisms that are 
impacted by early-life seizures that go on to 
cause intellectual disabilities and autism. 

Dr. Benke has translated his molecular and 
genetic research of epilepsy and 
developmental disabilities back to the bedside 
by initiating multidisciplinary clinics, in 
particular the Rett Syndrome clinic and the 
CDKL5 Center of Excellence. 

IFCR is proud to support Dr. Benke’s efforts 
to study CDKL5, both clinically and in the 
laboratory..  Since 2012, IFCR has helped to 
fund Dr. Benke’s CDKL5 Center of Excellence 
and we are excited with what the future 
holds!  
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Eye on It 
CDKL5 in the scientific literature 

In 2014 

• CAGE-defined promoter regions of the genes 
implicated in Rett Syndrome.  Vitezic et al. BMC 
Genomics 2014 Dec 24;15(1):1177. 

• Early-onset epileptic encephalopathy caused by 
CDKL5 mutation.  Hjalmgrim et al; Ugeskr 
Laeger2014 Dec 15;176(25A) 

• Molecular characterization of a cohort of 73 patients 
with infantile spasms syndrome; Boutry-Kryza et 
al;  Eur J med genet; 2014 Dec 11. pii: S1769-
7212(14)00218-3 

• Immune Dysfunction in Rett Syndrome Patients 
Revealed by High Levels of Serum Anti-N(Glc) 
IgM Antibody Fraction; Papini et al; J Immunol Res. 
2014; 2014: 260973. 

• Neurodevelopmental and neurobehavioral 
characteristics in males and females with CDKL5 
duplications. Szafranski et al; Eur J Hum Genet 
2014 Oct 15. 

• Optimizing the molecular diagnosis of CDKL5 
gene-related epileptic encephalopathy in boys.  Mei 
et al; Epilepsia  2014 Nov;55(11):1748-53 

• CDKL5 variant in a boy with Infantile Epileptic 
Encephalopathy: Case report. Wong et al; Brain Dev 
2014 Jul 29. pii: S0387-7604(14)00179-X 

• Loss of CDKL5 impairs survival and dendritic 
growth of newborn neurons by altering AKT/GSK-
3! signaling.  Fuchs et al; Neurobiol Dis 2014 
Oct;70:53-68 

• GluD1 is a common altered player in neuronal 
differentiation from both MECP2-mutated and 
CDKL5-mutated iPS cells. Livide et al; Eur J Hum 
Genet 2014 Jun 11. 

• Mapping pathological phenotypes in a mouse 
model of CDKL5 disorder. Amendola et al; PLoS 
One 2014 May 16;9(5):e91613. 

• Complex mosaic CDKL5 deletion with two distinct 
mutant alleles in a 4-year-old girl. Boutry-Kryza et 
al; Amer J Med Genet 2014 Aug;164A(8):2025-8. 

• Capping of the N-terminus of PSD-95 by 
calmodulin triggers its postsynaptic release. Zhang 
et al; EMBO J 2014 Jun 17;33(12):1341-53 

• Clinical features and gene mutational spectrum of 
CDKL5-related diseases in a cohort of Chinese 
patients. Zhao et al; BMC Med Genet  2014 Feb 
25;15:24 

• Mutations in the C-terminus of CDKL5: proceed 
with caution; Diebold et al; Eur J Hum genet 2014 
Feb;22(2):270-2. 

How to participate in Research 
Living with CDKL5 is hard, but  families can start to make a 

difference by helping researchers with various projects. 

• CDKL5 International Database and Registry               (see 
page 3) 

 

• Rare Epilepsy Network (REN) We are excited to 
announce that the Rare Epilepsy Network (REN) 
Registry is open for enrollment at http://REN.rti.org. 
This is a collaboration between the Epilepsy Foundation, 
the IFCR, RTI international, Columbia University, and 
many different organizations that represent patients with 
a rare syndrome or disorder that is associated with 
epilepsy or seizures. The REN will establish a registry of 
these patients which includes patient or caregiver-
reported data in order to conduct patient-centered 
research. This research will be in the form of natural 
history studies and completion of surveys.  

 

• University of Minnesota.  This study is looking at cortisol 
levels, a hormone involved in the stress response, in 
children with Rett Syndrome and CDKL5.  This is a study 
involving two parts.  The first is a simple saliva collection, 
which is sent to you so that you can do the collection at 
home.  The second part involves a questionnaire to fill 
out.   There is no travel involved, and everyone can 
participate!  Please contact Breanne Byiers to learn more 
and request the saliva kit.  612-626-7110, or email 
byier001@umn.edu. 

 

• NIH funded Natural History Study is a collaboration 
between Rett Syndrome, MeCP2 Duplication, CDKL5 and 
FOXG1, and is a multi-year clinical study that will 
investigate longitudinal natural history and 
neurobehavioral assessments, biomarkers, outcome 
measures and neurophysiologic and imaging correlates of 
disease severity.  More details about enrollment will be 
available in early 2015. 
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     We want to hear from you! 

• Please send any research 
related questions to  
dframe@cdkl5.com 

• Select questions may be used 
in future newsletters 

• We welcome your feedback 
and would like to hear any 
suggestions or answer any 
questions you may have. 

• Upcoming Events: 

• Rare Disease Day      
February 28, 2015     
Worldwide   

• Reminder:  June 17 is CDKL5 
Day and the month of June is 
CDKL5 Awareness Month! 

• IFCR’s 3rd International 
CDKL5 Scientific Symposium               
Spring/Summer 2015 

• American Epilepsy Society 
Annual Meeting             
December 4 - 8, 2015             
Philadelphia, PA  USA 

• IFCR’s 3rd Family Conference  
2016 
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