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CFC International Celebrates 15 years 
of Caring, Facilitating & Connecting 

By:  Brenda Conger 
 
CFC International is pleased to be commemorating 15 

years of service to our community of families, medical 
providers, researchers and school support staff with all of the 
achievements and obstacles that the passage of time usually 
entails. I have looked back on our inception, growth and 
dreams over the past 15 years. Now I want to look ahead to 
what I hope the future holds. 

 
The very best scenario of all would be if CFC 

International didn’t need to exist, that our mission was 
accomplished and that all children and their families found 
that the CFC genes could be totally reversed and each child 
born had a full life free of pain, medical complications and 
intellectual levels equal to their peers. Unfortunately this 
scenario won’t play out for years to come. As long as there 
are babies born with Cardio-Facio-Cutaneous syndrome, 
CFC International will be here to meet the needs of those 
who reach out to us!  

 
Many of our readers are now parents with younger 

children. The history of our organization was presented at 
the Orlando meeting this past summer. For those of you who 
could not attend, I would like to provide an overview of 
where we have come from and our accomplishments. So 
many of you are part of this history and I am so humbled to 
have been part of your families. 

 
Cardio-Facio-Cutaneous (CFC) Syndrome: The 

History and Evolution of  CFC International 
 
It’s sadness and fear that brings those of us with CFC 

syndrome together but hope that unites us.. 
 
A Historical Perspective - Reynolds et al. first described 

eight patients with similar characteristics in 1986.  These 
included: 
• A distinct facial appearance 
• Ectodermal abnormalities 

• Psychomotor and growth retardation 
• Cardiac defects 

 
Natural History 
Infancy 
• Infants typically have normal birth weight and length 

but most will develop feeding difficulties, which are 
often severe 

• Facial features are suggestive of the diagnosis but may 
show overlap with Noonan syndrome 

• Heart defects may be present 
 
Childhood 
• All will have some degree of developmental delay 
• Feeding difficulties and hypotonia tend to improve; 

however growth failure is still very common 
• Seizures, if present, typically begin in childhood 
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Message from the Executive Director 
 
We started 2014 with a big to-do-list set by a strategic plan 
that we created in the spring of 2013. The Orlando 
conference took up many hours of my time and now I can 
focus on this ambitious plan. We put a lot of emphasis on 
updating all of our outreach and educational materials, 
including: the CFC brochure, Parent’s Guide, and the 
website. We have completed the brochure and you can 
view this new professional design on our website. We are 
in the midst of the Parent’s Guide and the next project will 
be the website.  
 
I am also pleased to announce that our board has created a 
Small Grants program that awarded the first grant of 
$30,000 to Pilar L. Magoulas, M.S., C.G.C., Baylor 
College of Medicine for her project entitled, “Growth 
Assessment in Individuals with CFC Syndrome.” This will 
be a collaborative research study involving physicians 
from around the country, including several members of our 
Medical Advisory Board. The main goals of the study are 
to 1) create standardized growth curves for individuals 
with CFC syndrome, 2) determine the incidence of growth 
hormone abnormalities in CFC, and 3) assess general 
growth-related issues in children with CFC. So, please be 
on the lookout for more information about how you can 
participate in this much needed research study.  We plan to 
continue an annual grant award program for more crucial 
research. We could not accomplish all this progressive 
work without thanking our generous donors who believe in 
our mission and the children and families that we serve.  
 
I am simply amazed at the network of volunteers that we 
have built over these past few years. I would like to take 
time to acknowledge these people who support the Board 
of Director’s efforts and their vision. Without these 
dedicated CFC family members and friends we simply 
could not continue all of our projects. Establishing a list of 
dedicated volunteers was also part of our Strategic Plan 
and again, I am so thankful for all of you who have pitched 
in to support our programs and projects under way. 2014 is 
off to a really great start and I can’t wait to update you in a 
further newsletter as we make even more progress! 
 
 
 
Brenda Conger  

CFC International 
 

Executive Director & President: 
Brenda Conger, Vestal, New York 
Vice President & Family Liaison:  
Molly Santa Cruz, Arroyo Grande, California 
Secretary: Pilar Magoulas, Houston, Texas 
 
Board of Directors: 
Luba Djurdjinovic, Binghamton, New York 
Judy Doyle, Medina, Ohio 
Jennifer Iacobelli - St. James, New York 
Kayla Stein, West Bloomfield, Michigan 
Shelly Greenhaw, Edmond, Oklahoma 
Computer Listserv: Judy Doyle 
Newsletter Editor: Peter Hoedjes, The Netherlands 
 
CFC International 
183 Brown Road 
Vestal, NY 13850  USA 
(607) 772-9666 (Evenings and weekends) 
E-mail: bconger@cfcsyndrome.org 
Web page: http://www.cfcsyndrome.org 
 

We offer information, support, newsletters, an address 
directory, brochure and Parent’s Guide. Our mission is to 
assist those whose lives are touched by CFC Syndrome and 
to improve lives through family support, research and 
education. The group is self-funded. Contributions are 
gratefully accepted and will help the next family to receive 
information about CFC Syndrome. 

CFC International and any associated parties will not be 
held responsible for any actions readers take based on their 
interpretation of published or disseminated materials. Please 
review medical treatments and decisions with your own 
physician. 
 

Medical Advisory Board 
 
Maria Ines Kavamura, M.D.  
Universidade Federal de Sao Paulo ~ Brazil  
Giovanni Neri, M.D. 
Institute of Medical Genetics ~ Rome, Italy 
Jacqueline Noonan, M.D. 
Retired Pediatric Cardiologist, Univ. of Kentucky, KY 
Mary Ella Pierpont, M.D. 
University of Minnesota, Minneapolis, MN 
Katherine Rauen, M.D. 
University of California, Davis, Davis, CA 
Amy Roberts, M.D. 
Children’s Hospital, Boston, MA 
Suma Shankar, M.D. 
Emory University, Atlanta GA 
David Stevenson, M.D. 
University of Utah, Salt Lake City, UT 
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Donations 
 
 
 
 
 
 
 

Donations in honor of: 
 

Megan Ankeny 
Remos & Julie Killian 
Gabrielle Barile 
Maryann Barile 
Tish Scocozzo 
Kate Brockwell 
Sandra Aresti 
Steve & Heather Baker 
William Bishop 
Rodolfo Bosenberg 
Joseph Donnelly 
Jennifer Kline 
Court Maton 
Peter Raymond 
Clifford Conger 
Ryan & Lynn Bradley 
Kelly & Beth Kaufman 
Rhoda Dicken 
Lieba Weingarden 
Clara Edwards 
Richard Borkowski 
Alex Farmer 
Todd & Kelly Vance 
Greenhaw Family 
Kent and Cheryl McInnis 
Daniel Hess 
Bobbie Olsen 
Horwitz Family 
Becky Lichtenfeld & Bob 
Currie 
Kellen Horwitz 
Sandy Powers & Donna 
Templeton 
Nola Rose Iacobelli 
Marie Murphy 
Rachel Kutzler 
David & Mary Kutzler 

Camden Kline 
Sharon Riley 
Lindsay Levenhagen 
Tom & Laurie Levenhagen 
Judy Moore 
Kristina Simms 
Emily Santa Cruz 
Judy Devine 
Josh Schrock 
Norma Bozzo 
Roger & Lucille Burditt 
Aubrey Scutero 
Med Partners HIM: 
Mary Baker 
Michael Behringer 
Broadreach Events, Inc. 
Shannon Cordoves 
Peter Coryn 
Equilibrium Events, LLC 
Alicia Garcia 
Natalie Martinez 
Kelly Meisenheimer 
Douglas Montgomery 
Michelle Moya 
T. Kyle O’Donnell 
Brian Shimmel 
Brennan Skipper 
Dilly Wade 
Jared Stowell 
Paul & Liliana Suciu 
Ashley Thompson 
Andrews Air Force Base Fire 
Dept. 
Ruth Cameron 
Wayne & Mary Lou Carter 
Harry & Sandra George 
Judith Thompson 
Meg Young 
Elizabeth Nation 

Jackson Waddell 
Gail Shackel 
Kelsea Wallin 
Fredia Rainey 
 
In memory of: 
 
Sidney Jean Blackwood  
Jones 
Noah & Ashley Jones 
Joyce Ann Kinn 
Roger & Lucille Burditt 
Margo Eleini 
Kathleen Gill 
John Gosiewski 
Marilyn Greene 
Harley-Davidson Financial 
Services  
Krusenowski Family 
Lake In The Woods #505 
Condo, Inc. 
Nancy Lally 
Mill Street Social Committee 
Alice Smeed 
Wyatt Krejce 
AMC-Hastings & Prescott 
Patricia Latus 
Vern & Karen Fisher 
Rita Levenhagen 
Tom & Laurie Levenhagen 
Susan Mathison 
 Peggy Mathews 
Carolyn Griffin 
Jack & Barbara Mathews 
Dilly Wade 
Lewis & Margaret Williams 
Ami Lee Pigozzi 
Logan & Pat Martin 
Charlotte Scheid 

Ted & Flora Tobby 
Robert Thompson 
Andrews Air Force Base Fire 
Dept. 
Ruth Cameron 
Wayne & Mary Lou Carter 
Harry & Sandy George 
Judith Thompson 
George Roland Twilley 
Iris Brown 
Amber Matthews 
Donald Twilley 
Anthony John Verrino 
John & Doris Breniser 
Anthony & Nevada Verrino 
 
General Donations: 
 
Anonymous 
Luba Djurdjinovic 
Charmel Gilbert 
Fred Klein, Gotham  
Foundation NYC 
Coby & Shelly Greenhaw 
Annette Langer 
My Tribute Gift Foundation, 
Inc. 
Dr. Jacqueline Noonan 
Dillip Rangnekar 
Kathleen Sideli 
Charitable Giving Card 
Program of The Community 
Foundation of Middle TN 
Samantha Weston 
 
 

 
 
 
 

Thank you! 
CFC International is grateful to its supporters for their generosity. 

We extend our deepest thanks to the contributors listed below for their kind donations. 
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The Million Dollar Bike Ride: Help Us 
Raise Money for RASopathies (CFC, 
Costello, and Noonan) Research 

 
Come join us! 
The Penn Medicine Center for Orphan Disease Research 

and Therapy (CODRT) invites you to participate in a 
Philadelphia based bicycle ride on May 3rd, 2014 to raise $1 
million for research in rare diseases including the 
RASopathies (CFC Costello and Noonan). The event is the 
only cycling fundraiser to start and end in the city of 
Philadelphia, with the start/finish line at Highline Park (31st 
and Chestnut) on Penn's campus. There are 3 route options -- 
11, 35 and 73 miles. The ride starts at 9:00am. You must be 
16 years or older to participate as a cyclist. 

 
About the CODRT 
The CODRT was established to promote the development 

of therapies across a broad range of orphan diseases. Each of 
these diseases by definition is rare but collectively represents 
a substantial health care burden. Most orphan diseases 
manifest in children with premature mortality and/or 
significant disability and little is available in terms of 
treatments. CODRT has created this fundraiser to create pilot 
grants to study certain rare diseases. The RASopathies (CFC, 
Costello, and Noonan) have been chosen as a group to 
receive a grant that will be distributed to the international 
science community.  100% of monies donated from 
registration and donations will go towards a grant for the 
RASopathies, if you register under team RASopathies 
Network. 100% of the money raised under team RASopathies 
Network will be matched by CODRT up to $25,000.  

 
Register to Ride with Fundraising 
Registration is $25 and requires a minimum fundraising of 

$100 by May 3rd. Perks will include a professional cycling 
jersey (if you register before March 3rd), discounts to local 
Philly bike shops and restaurants, one bicycle at a discount of 
15% off MSRP, training advice and rides, and a hearty meal 
with local brews after. IMPORTANT: When setting up your 
giving page under Team RASopathies Network, please select 
fund “Million Dollar Bike Ride for Orphan Disease 
Research” so the monies raised will be allocated for the 
RASopathies grant. Register here and select Team 
RASopathies Network:  

 
http://www.pennmedicine.org/milliondollarbikeride.  
 
 
 

Register to Ride without Fundraising 
Registration is $40 before Jan 15, $50 Jan 16th - March 

15th, $55 from March 16th – May 2nd, and $65 the day of 
event. You need to register under Team RASopathies 
Network. Perks will include a professional cycling jersey (if 
you register before March 3rd), training advice and rides, a 
hearty meal and local brews after. Register here and select 
Team RASopathies Network: 
http://www.pennmedicine.org/milliondollarbikeride 

 
Make a Donation towards RASopathies Research 
To make a donation to go towards creating a research 

grant for the RASopathies, please go to 
http://givingpages.upenn.edu/donate/RASopathiesNetwork 

 
Questions?? Please email Lisa Schill at 
LSchill@comcast.net 

 
Thank you so much for your support that is so greatly 

needed!!! 
 
 

The Rare Disease Foundation and CFC 
International Award Funding for 
Behavioral Research on CFC Syndrome 

 
What are the most common strengths and challenges that 

children with CFC and their families face with respect to 
behavior? How are behavioral issues related to 
communication abilities or to differences in sensory 
processing among children with CFC? How do behavioral 
concerns impact the caregiver experience in raising a child 
with CFC? These questions, among others, are the focus of a 
new research project directed by Dr. Rene Pierpont at 
University of Minnesota Medical School and Dr. Melinda 
Wolford at Youngstown State University.  

 
We are pleased to announce that in December 2013, Drs. 

Pierpont and Wolford were awarded a “microgrant” through 
the Rare Disease Foundation to support their research on 
behavioral aspects of CFC syndrome. The Rare Disease 
Foundation is a Canadian non-profit philanthropic 
organization focused on linking basic science and clinical 
practice in rare disease research. Small grants are provided to 
scientists in order accomplish a specific research goal and 
improve patient care. Furthermore, in January 2014, the 
Board of CFC International approved a grant to provide 
matching funds for this research project! With the support of 
the Rare Disease Foundation and CFC International, Drs. 
Pierpont and Wolford will begin the process of documenting 
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Dr. Melinda Wolford and Dr. Rene Pierpont 

and translating research findings into concrete strategies and 
therapies than can be used to improve emotional and 
behavioral health.  

 
Rene Pierpont 

and Melinda 
Wolford met in 
2012 at the CFC 
Consensus 
Meeting to 
establish 
guidelines for 
clinical care of 
children with 
CFC. Dr. 
Pierpont is 
currently a fellow 
in pediatric 
neuropsychology 
and Dr. Wolford 
is an assistant 

professor of school psychology. They both share the passion 
and goal of contributing to a better understanding the unique 
behavioral profile of children with CFC. As a result of 
attending family advocacy group meetings, they have 
observed that parents of children with CFC frequently have 
questions and concerns regarding their child’s social, 
emotional, or behavioral challenges. However, to date there 
has been no previous research conducted to broadly assess 
behavioral and mental health in CFC! Therefore, their 
research study will be the first to identify factors that place a 
child with CFC at higher risk for behavioral challenges (e.g., 
anxiety, self-injury) as well as those that contribute to better 
ability to self-regulate. The study will also investigate how 
child behavioral characteristics may impact the parenting 
experience and provide further guidance for the educational 
experience and other care providers. 

 
If you would like to participate in research on behavioral 

aspects of CFC, read more about Dr. Pierpont’s past research, 
or learn about other avenues for you to contribute to research 
on CFC syndrome, please contact Dr. Rene Pierpont: 
Professional website:  

 
https://sites.google.com/site/renepierpontphd/ 
Email: pier0053@umn.edu 
Contact information for Dr. Melinda Wolford is:  
Email: docwolford@gmail.com 
 

CFC International Selected as Recipient 
of Gotham Foundation $5,000 Donation 

 
A few years back I joined Gotham City Networking. Of 

course, my goal was to meet new people and develop new 
business relationships. I really did not know what to expect, 
as I was not a very experienced networker at the time. In my 
early years of attending the networking meetings I quietly 
participated in Gotham’s fundraising campaign called 
“Summer of Giving”. Each time a participant made a 
donation, that participant would drop a business card in the 
envelope after writing their charity of choice on their card. So, 
now CFC had small chance to be randomly selected as a 
recipient. With approximately 800 networking members, 
mostly across the Tri-State area, CFC as you can imagine had 
little chance to be selected. 

  
As I started to make friends in the group, meet people, and 

unconsciously tell people Nola’s story, CFC awareness grew 
within Gotham. As time went on, I realized this networking 
group really cared about its members. CFC awareness began 
to grow because people I met cared about what I was saying, 
they told others, and they encouraged me to keep telling 
Nola’s story. Now others were writing CFC on their business 
card with their donation. The odds for CFC to be randomly 
selected began to grow. 

  
During this past holiday season four charities received a 

$5,000 donation from the Gotham Networking Foundation: 
CFC, Senior Services of Stamford, Sharp Again Naturally, 
and Columbia’s Presbyterian Children’s Hospital of NY. 

  
I never imagined that joining a networking group would 

benefit CFC or the other charities like this. What an 
incredible act of generosity from people within the group. 
The mantra of Gotham City Networking is “It’s Better to 
Give than Receive, But What Goes Around Comes Around” 

  
As parents of CFC children, like all parents (special needs 

or not) that mantra certainly gets us through the day—All we 
can do is give as much love as we can, and when we see that 
smile, it came around.  

  
On behalf of CFC International and the community it 

supports, thank you Gotham City Networking for your 
generous donation. More information on Gotham City 
Networking can be found at www.gothamnetworking.com 

 
Darin Iacobelli, Father to Nola Rose 
St. James, NY 
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CFC International Welcomes 
New Medical Advisory Board 
Member 

 
Dr. Stevenson is a 

pediatrician and medical 
geneticist at the University of 
Utah.  He completed his 
residency in Pediatrics at the 
University of New Mexico 
and a three year fellowship in 
medical genetics at the 
University of Utah.  His initial 
research focused on 
neurofibromatosis type 1 
(NF1), and since that time he 
has expanded his research to 
other RASopathies, including 
CFC, focusing on the 
musculoskeletal problems and 
genotype-phenotype 
correlations.   

 
He has received grant funding from the NIH, Doris Duke 

Charitable Foundation, Thrasher Research Fund, and 
Department of Defense to investigate the musculoskeletal 
system in syndromes of the Ras/MAPK pathway.   

 
He is currently an Associate Professor at the University of 

Utah where he conducts his research and is active in clinical 
dysmorphology.   

 
He currently serves as a member of the Costello 

Syndrome Family Support Network Professional Advisory 
Committee, is the co‐chair of the Children’s Tumor 
Foundation, International NF1 Bone Abnormalities 
Consortium, a member of the National Prader‐Willi 
Syndrome Association (PWSA) USA Scientific Advisory 
Board, and is on council for the Western Society for Pediatric 
Research.   

 
He has published over 70 articles, and two GeneReviews 

on selected RASopathies.  He maintains an active medical 
genetics clinic at the University of Utah with a focus on 
RASopathies. 

 
 
 
 

CFC International Medical 
Advisor Honored by President 
Obama As Outstanding Early-
Career Scientist 

 
Katherine A. Rauen, professor in the Department of 

Pediatrics and a physician-scientist affiliated with the UC 
Davis MIND Institute and UC Davis Children’s Hospital, has 
received a 2013 Presidential Early Career Award for 
Scientists and Engineers, the highest honor bestowed by the 
United States government on science and engineering 
professionals in the early stages of their research careers. 

 
The award was announced by the White House on its 

website on Dec. 23. The honorees will receive their awards 
during a ceremony in Washington, D.C., later this year. 

 
The Presidential Early Career Awards express the high 

priority that the Obama Administration places on producing 
outstanding scientists and engineers to advance the nation’s 
goals, tackle grand challenges and contribute to the American 
economy, the White House website states. 
 

“The impressive achievements of these early-stage 
scientists and engineers are promising indicators of even 
greater successes ahead,” President Barack Obama said of the 
recipients. “We are grateful for their commitment to 
generating the scientific and technical advancements that will 
ensure America’s global leadership for many years to come.” 

 
Dr. Rauen is an 

internationally respected 
leader in studying the 
Ras/MAPK pathway 
genetic syndromes, and 
coined the term 
“RASopathies.” 
Ras/MAPK regulates cell 
growth, which is critical for 
normal fetal development 
and, when dysregulated, 
can cause cancer. 
 

She is one of only 102 
scientists nationwide to 
receive the honor. 

Recipients are selected from among individuals who are 
either funded or employed by federal departments and 
agencies. Rauen was honored for her studies on the role of 

Dr. Stevenson 

Katherine A. Rauen  
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germline mutations in the Ras/MAPK pathway on skeletal 
myogenesis. She is one of 35 awardees acknowledged 
through their association with the U.S. Department of Health 
and Human Services and one of the 20 National Institutes of 
Health honorees.  

 
“I am honored beyond belief to receive this prestigious 

award,” Rauen said. “The recognition of this clinical 
translational work on the RASopathies is the result of what 
was truly a team effort, and we look forward to continuing 
this very important research.” 

 
Rauen acknowledged her research collaborator Bill 

Tidyman of UC San Francisco and the "caring and 
compassionate" genetic counselors who supported the novel 
NF/Ras Clinic, which provides best practices for RASopathy 
patients worldwide. She also acknowledged the dedicated 
families who support her research in genomic medicine, 
including CFC International, the Costello Syndrome Family 
Network/Costello Kids, N.F. Inc. California and the Noonan 
Syndrome Support Group. 

 
Rauen recently was named the chief of the Division of 

Genomic Medicine in the Department of Pediatrics. Prior to 
coming to UC Davis, she was acting-chief of medical 
genetics, director of the medical genetics residency program 
and director the NF/Ras Pathway Genetics Clinic at UC San 
Francisco, which she founded in 2007. 

 
At UC San Francisco, Rauen led a research team that 

discovered the genetic cause of cardio-facio-cutaneous 
syndrome (CFC), one of the RASopathies. CFC is a genetic 
disorder that affects many parts of the body, particularly the 
heart, facial features, skin and hair. She serves on the medical 
advisory board of CFC International and is a co-director of 
the Costello Syndrome Family Network. 

 
The Presidential Early Career Awards for Scientists and 

Engineers, established by President Clinton in 1996, are 
coordinated by the Office of Science and Technology Policy 
within the Executive Office of the President. Awardees are 
selected for their pursuit of innovative research at the 
frontiers of science and technology and their commitment to 
community service as demonstrated through scientific 
leadership, public education or community outreach. 

 
Rauen earned her master's degree in human physiology 

and her doctorate in genetics at UC Davis. She earned a 
medical degree at UC Irvine and completed residency 
training in pediatrics and a fellowship in medical genetics at 
UC San Francisco. 

 

Our Family Winter Weekend At 
the Double H Ranch Lake 
Luzerne, NY 
 

I took a chance and submitted Ashley’s application after 
Brenda Conger posted the opportunity on the CFC listserv for 
the Family Weekend at the Double H Ranch.  Ashley was 
selected for the first family weekend Jan 17-20th. 

 
The application process was not difficult at all and I 

would encourage all parents of our CFC children to take a 
look at the Seriousfunnetwork.org website.  It contains a list 
of all the camps in the US and abroad and best of all, they are 
FREE of charge to attend.  Some even pay for transportation 
if it is listed.  It will be an experience your family with 
NEVER forget. 

 
Our family arrived late Friday evening to a lodge full of 

families, staff, and volunteers eating dinner and socializing.  
From the moment we arrived, we were welcomed with 
smiling faces and all were anxious to meet Ashley and our 
family.  Ashley immediately seemed at ease and ready to 
meet all “my new friends”.  We received our welcome bag 
and list of activities that we would be participating in for the 
weekend, then we were off to our cabin to get rested after our 
long drive.  The cabin was set up nice with a separate 
bedroom/bath for each family.  It was very rustic but very 
comfortable. 

 
Saturday started with great breakfast followed by a meet 

and greet with our family volunteer Cassi.  She was so sweet 
and Ashley took to her as soon as they met.  Then we were 
off to get fitted for skis and snowboarding equipment – all 
except for me, no skiing until I get my new knee.  Ashley 
was assigned two ski instructors and Joey/Josh each were 
assigned a snowboarding instructor.  Then off to the slopes 
they went.  Ashley’s initial reaction to the slopes was a bit 
rocky but once they took her up the “Magic Carpet” and took 
her down the hill for the first time, she was laughing/smiling 
and having a great time.  She spent the morning session on 
skis.  Following lunch, she spent the afternoon session riding 
in an adaptive chair with skis placed on it. The day ended 
with a great dinner then a Connect Four tournament.  It was 
great to see all the families enjoying one another but most of 
all, the kids.  All the kids got prizes at the end which made it 
even better for them – even if they ran out of an item 
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someone wanted, they promised the same item for them the 
next day which I thought was absolutely amazing!!! 

 
Sunday was spent skiing during the morning and 

afternoon.  The big event for the weekend followed dinner – 
the talent show!!!  Ashley was the first contestant and 
performed the chicken dance along with one of the volunteers 
Mrs. Pat.  She had so much fun.  It was great to see the kids 
participate and the looks of achievement on their faces 
afterwards - PRICELESS.  After the talent show, everyone 
settled in for a movie and ice cream sundae treat which was 
enjoyed by all. 

 
Monday was our last day and Ashley enjoyed it on the 

slopes during the morning session.  Joey and Josh were 
troopers and went back on the slopes for one more session of 
snowboarding before we packed up to leave for home. 

 
Our 

family was 
truly 
blessed to 
be able to 
participate 
in this 
experience 
and also 
blessed for 
the 
opportunity 
to meet all 
the 
wonderful 

staff (Kate, Mark, Cassi, Cassi’s mom –RN ((apologize for 
not remembering her name)),Mrs. Pat…..too many to list).  
Ashley had such an amazing time and we will always cherish 
the moments watching her learn to ski.  Not to mention 
cherishing the moments watching her meet all her new 
friends and be the social butterfly she always has been!!! 

 
Thank you so much to the Seriousfunnetwork and Double 

H Ranch for giving this memory to us!!! 
 

The Thompson family 
Churchill, Maryland 

 
 
 

No Stone Unturned TLC 
(Therapeutic Learning Center) 
 

My husband and I founded No Stone Unturned 
Foundation, a 501(c)(3) nonprofit organization dedicated to 
the support and research of children with health initiatives 
and/or disabilities and their families. The Foundation was 
inspired by our son, Stone, who was diagnosed at two years 
of age with Cardio-Facio-Cutaneous Syndrome (CFC 
Syndrome-BRAF).  

 
Stone has been our inspiration but we had no idea how 

much our little “rock” would rock our world! It started with 
his neck; he was diagnosed with torticollis, an inability to 
move his neck. We sought medical treatment and began 
therapy right away. Then we noticed that he wasn’t visually 
tracking correctly. Doctor after doctor, we couldn’t find an 
answer. Stone had difficulty feeding. He seemed to be eating, 
but was not gaining weight. We went from nursing to 
formula. We tried every formula we could find. His third 
pediatrician noticed a heart murmur so we went to a 
cardiologist where he was diagnosed with pulmonary 
stenosis. There were vision concerns, so we were referred to 
a pediatric ophthalmologist.  He seemed to have very little 
vision before six months of age. He did not meet his 
developmental milestones for social smiling, sitting and then 
crawling. Every time we would take him to a doctor for one 
concern, I left that doctor’s office with more concerns. There 
were just no answers and many times we felt like the 
doctors/specialists were not “listening” to us. I began to do 
my own research and started working with Stone myself. 
With 14 years of experience as a school psychologist 
specializing in neurological disorders of childhood, I thought 
I could so something.  I contacted the best of the best in every 
delay area noted and started implementing some of the 
therapies that I found. I made a referral to the early childhood 
interventions and requested assistance through their 
programs. Meanwhile, the doctor’s appointments continued. 
By the time Stone was two he had received 
OT/PT/Speech/Developmental Services/Chiropractic 
services/Craniosacral therapy and helmet therapy and had 
seen over 40 specialists. Among those specialists were 
cardiologists, ophthalmologists, GIs, ENTs, surgeons, 
dermatologists, allergy specialists, developmental specialists, 
geneticists, hematologists, and neurologists. No one had 
answers. Finally at one of the cardiology checkups, his 
pediatric cardiologist suggested Noonan Syndrome. And thus 
a new journey began. 

 

Ashley with her Double H Ski instructors 
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After a number of genetic tests, we finally received 
confirmation of CFC Syndrome. It was interesting. So many 
of our close friends and family said, “You must be relieved.” 
To be honest, I was mortified, I was horrified and I was 
devastated. Any hope left that my baby would “grow out of 
this” was shattered and now I had to live with the reality that 
his issues were not going away. I grieved again. My husband 
grieved again. We grieved together. Then something almost 
magical happened. We began to realize how blessed we 
really are. We started verbalizing to each other how much our 
lives had changed because of Stone and how very much we 
have learned throughout this experience. We have a 
completely new perspective on life. One day, Wolf said to 
me, “Has Stone been happy? Has he brought us joy? Has he 
changed our lives for the better?” The answer to all of these 
questions was, and is, a resounding, “YES”. Then my 
incredible husband made a profound statement. He said, “I 
will take every day that I can with him.” Well, that is that. 
Enough said. I will too! 

 
When a 

child 
experiences 
health 
problems 
and/or 
developmenta
l delays, 
parents most 
often feel 
overwhelmed, 
confused, sad, 

fearful, alone and angry, all at the same time. It is often 
disheartening when the medical community or school system 
is not familiar with the child’s particular “differences” and do 
not have the information or training that is needed to offer the 
appropriate interventions. We wanted to make a difference 
and do everything we could to help other families work 
through these experiences so we did some research.  Our 
intention has been to provide support, guidance, information 
and training to families and systems to assist them in a more 
collaborative and successful identification/diagnosis process, 
medical interventions and the education of these individuals. 
In light of the ongoing increase in identification of 
developmental and neurological disorders, we incorporated 
No Stone Unturned Foundation with three goals in mind. 1) 
To provide support for individuals, their families and others 
touched by CFC Syndrome and other debilitating disorders, 
2) to raise awareness by providing information and training 
to the public, the medical community and school systems and 
3) to support current and aggressive research that will 

enhance the lives of children with CFC Syndrome AND other 
genetic and neurological differences.  We started on our 
mission and soon were surrounded by individuals who 
passionately supported us.  We formed an amazing 
committee for No Stone Unturned and began to work 
together to establish services that would comply with our 
mission.  After four years of hard work from amazing 
volunteers, we were able to open No Stone Unturned 
Therapeutic Learning Center, a unique facility for children 
with developmental and neurological disorders. We 
collaborated with one of our committee members, Dr. Jeff 
Mathis of Mathis Rehabilitation Therapies to make available 
a location for these much needed services to be delivered for 
the Manhattan, Kansas community.  

 
Our first hire was Katie Palenzuela, Clinic Director and 

Pediatric Speech Language Pathologist.  We then hired 
Christiana Schadegg, Pediatric Occupational Therapist, 
Joanna Koudele, Physical Therapist and Ashley Biniecki, 
Office Manager.  The mission statement for No Stone 
Unturned Therapeutic Learning Center (TLC) is to provide 
an individualized, child-centered program that is evidence-
based for children with neurologic or developmental 
impairments to include, but not limited to, Autism Spectrum 
Disorders. Our center is based on an interdisciplinary 
approach, which may include educational, behavioral, and 
therapeutic interventions including speech, occupational, 
and/or physical therapies to address specific needs. Our 
program provides family, educational and community 
support to ensure individual fulfillment that spans a lifetime.  
After only five months of providing daily comprehensive and 
collaborative therapeutic services to include speech therapy, 
occupational therapy, physical therapy, feeding therapy and 
sensory integration therapy the center was full and children 
had to be placed on a waiting list for services.  We decided to 
move to the next phase of our plan and we hired a behavior 
therapist, Sarah Bittner, a Board Certified Behavior Analyst. 
No Stone Unturned TLC continues to grow as more and more 
families turn to the center for services, therapies and 
interventions.  These services are not always easily accessible 
or affordable.  

 
The center is currently in the process of expanding 

services to include; 
• Nutrition consultation and services 
• Therapy, guidance and support for parents and families 

of children served in the TLC 
• Comprehensive assessment for children with 

developmental and/or neurological needs 
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• Collaborative interaction with K-State Colleges to 
provide research opportunities and practicum/internship 
sites 

• Collaboration with public schools to expand 
interventions across settings to include training for 
educational personnel at a reasonable cost 

• Training and support for parents/families 
• Transition services into community 

 
The TLC has experienced a number of amazing miracles.  

We continue to work together to provide services that will 
meet the needs of children and their families throughout all 
aspects of their lives.  We want to be able to minimize 
unnecessary hardships for these families.  As difficult as it 
has been for our family, we count our blessings.  Stone has 
definitely inspired so many.  Stone is a very special little 
soul. He appreciates everyone and spreads joy as if it is 
abundant. On our many trips through the hospital halls his 
little voice rings out to everyone we pass with a tiny, but very 
clear “HI”. He oozes cuteness and brings smiles to those we 
pass in wheelchairs, those in pain and some that just don’t 
have anything to smile about. He is such a blessing to us on 
so many levels and allows us to experience life on a plane 
that many will never know. We meet and experience people 
that we would have never had the chance to meet. We have 
learned lessons that could not have been possible without 
him. 

 
Yes, Wolf and I know what life really is all about… we 

have it in our hands and we thank our God for giving us his 
precious angel for keeping. Stone is our Gift. Through him, 
we can be there for each other and take our relationship to a 
different place. We get to find out what we are really made 
of. Additionally, we can support families that must embark 
on such an unexpected journey. Because of Stone, our lives 
are sometimes more painful, but always richer, deeper and 
more fulfilling than we could have ever imagined. 

 
Melinda Wolford PhD, NCSP 
 

This is our story ...... 
 
In the summer of 2012, we were told that we were 
unexpectedly pregnant with our third child. After we dealt 
with this news we were really happy to tell everyone. Also 
the kids were very excited because they always wanted to 
have a baby brother or sister! 
 

The pregnancy itself was really difficult. I suffered from a 
lot of fluid accumulation. And because I already gave birth 
to 2 premature babies (33 and 34 weeks), I decided to slow 
down. I stopped working and rested a lot! According to my 
gynecologist everything was normal but I felt different this 
time. I told her several times but it felt like she never took 
me seriously. 

 
 On the 9th of 
January, 2013 I 
gave birth to a 
beautiful daughter 
Noor after 29 
weeks! She was 
born sick and the 
first 72 hours 
were crucial. We 
went through hell 
waiting for any 

news. The ignorance was unbearable! After a few days, very 
slowly, things started to get better. We were more hopeful. 
So we felt reassured! She was still on a ventilator and 
struggling. The doctors still didn’t know what was wrong.  
 
After three weeks our daughter was finally taken off the 
ventilator and we could finally take her in our arms for the 
first time, an emotional and beautiful moment. Slowly she 
improved and we were really looking forward to taking her 
home. 
 
On the first of March, 2013 the doctors suggested to do a 
rooming in, but after raising two children we thought it 
wasn’t necessary. It was a big surprise for everyone when 
we told them we could bring Noor home. The first few days 
we decided to not allow anyone to visit because we wanted 
to spent time with her alone with just the five of us. The 
midwife came over every two days and also the pediatrician 
was really involved to make sure everything was going well 
and was taken care of. 
 
The interview to dismiss her from the hospital went well but 
she was an extremely premature and she had been very ill. 
So we really had to be careful. After we came home we soon 
realized that something wasn’t right. She didn’t gain any 
weight and she also experienced difficulties while drinking 
the milk and she was also spitting a lot. The doctor thought 
she might have reflux so we tried to add something to the 
breast milk. For me it was clear that this was not reflux. I 
was sure about it! There was a clear pattern. After 30ml she 
started gagging. For 4 weeks we tried everything, different 
milk, baby comforters, different amounts of milk, but 

Noor    January 9, 2013 – July 19, 2013 
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nothing changed nor improved. Our pediatrician suggested 
we should go back to the hospital in Genk.  It was better for 
Noor to leave her there for observation.  
  
After these exhausting weeks we slept at home to recover. 
But we still visited her several times a day… It was really 
hard to leave her there in this little room, it broke my 
heart… she was so small! 
 
The day after we brought our two other children (Sanae and 
Iman) to school in the morning we went to the hospital in 
Genk immediately. Noor was laying in an observation room 
in the E.R. We were waiting there and it took at least 40 
minutes before anyone of the staff noticed that we were 
there. The whole day we spent with her and we saw almost 
no one!! Because I was really worried, I asked for a room. I 
didn’t understand that a troubled baby with a height of 44cm 
and a weight of 2560gr and clearly a lot of problems, is left 
alone in a room, with no monitor and almost nobody who’s 
checking on her.  After insisting I finally got a room.  
The next day the doctor decided to do what I told him to do 
when we arrived to the E.R…. I was NOT happy with their 
work method and lack of communication! Noor received a 
feeding probe and after one week we could take her home 
again. Apparently, according to the fuzzy scan, Noor had a 
brain haemorrhage around the area responsible for 
swallowing (I thought it was bunch of crap).  He said “keep 
going like this and I’ll see you next week”. 
 
Since the moment we took her home, AGAIN nothing 
changed, so after one week we decided to go back to the 
hospital in Genk. They did a small check up and said we had 
to be patient. He sent us back home with the message that 
for now we didn’t have to come back! So there we were. At 
home Noor is still struggling. That night while sneezing she 
lost her feeding probe.  I didn’t know what to do. We didn’t 
get any information or guidance from the doctor and we felt 
ignored and left alone. Luckily we have some friends with a 
medical background we could count on.  
 
After two weeks we finally find a way to limit Noors 
vomiting. Every hour I gave her 10 ml of milk through the 
probe and I kept it at a certain height so it took on average 
20 minutes before the milk was fully absorbed by the body. 
It was hard but it worked! Our midwife who comes regularly 
said this is no life and that we need to do something about 
it!! I called the neonatologist and told her my story. She sent 
us again to another doctor in Genk. Again we told our story 
and everything that happened. He suggested that we leave 
her again for observation. I started crying and complained to 
him how unhappy I felt about the way everything was going 

so far. He understood and assured me that everything will be 
taken care of and that Noor would get the best care, a decent 
observation and a monitor. After feeling understood I went 
home to get a good night sleep.  
 
Every morning I brought the kids to school then I went to 
the hospital to see Noor until Sanae and Iman finished 
school. When the kids went to bed I went back to Noor and 
around 1 am we were back home and could finally get some 
sleep. Unfortunately we could not spend a lot of time with 
Iman (8) and Sanae (6) but luckily they understood.  
 
The doctor took a gastroscopy and we changed the Neocate 
milk and the feeding probe with a probe pump. She didn’t 
really get any better but we could go home anyway and 
come back within two weeks. Also they still needed to take 
her blood for the Human Genetics Department in Leuven. 
They already tried it two times but each time they failed. But 
the third time they luckily succeeded. 
 
When we got home the social department of Genk decided 
to give us a home nurse that would help us. She was a gift 
from heaven. Her name was Rozette Wouters!!! On Monday 
she came for the first time and we really connected. She 
listened to my story and immediately took me serious and 
told me that this is absolutely not normal and that something 
definitely was wrong!!! Wednesday her colleague came over 
to observe Noor and to give us her opinion. The same day 
they contacted the Hospital in Leuven where she worked and 
Rozette worked in the past. Tuesday we went immediately to 
Leuven and they received us so much better then in Genk. 
They always told me that because the hospital in Leuven is 
so big you would feel like a number but the opposite is true. 
We were much better taken care of than in Genk. After only 
two hours Professor Allegaert told us that this Friday we 
could already expect a preview information.  That was the 
quickest response we had so far!  Because it was so busy 
over there and very limited places for parents to stay, we 
decided that we let other parents stay with their children 
because we had the feeling that Noor was in good hands so 
we had the confidence to leave her there.  It’s really time 
management at this point! My two other children also need 
my attention! Luckily I could count on my mother who has 
been very helpful!!  
 
After several doctors and professors discussed her case, they 
came to the conclusion that Noor probably had Noonan 
syndrome or Costello syndrome. In what degree was not 
sure and also hard to tell.  To confirm this diagnose they 
needed Noor's blood. Something that they still hadn’t done! 
They took her blood and the results could take weeks or 
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months but everything pointed to one of these two 
syndromes. After the weekend we could put everything in 
perspective and we were determined to give our daughter 
everything she needed and to make her happy. We tried to 
be realistic! Whatever happened we were prepared to deal 
with it as long as she was with us. 
 
I wanted to know as much as possible about these 
syndromes so I read a lot about it on the internet. I even 
joined two groups that were discussing these syndromes. 
Every day I learned more and more.  It helped me to 
understand the disease.  
 
They did some studies on her brain, heart, etc and they 
found out why she was not getting better. She had different 
heart abnormalities and this would get worse.  
 
On Saturday the 1st of June, Sanaes birthday, Noor was 
allowed to go home for the weekend. We had a very good 
weekend, which we enjoyed very much. On Monday, we 
brought her back to Leuven and because she was doing well 
she was allowed to go home at the weekends. In the 
meantime, they continued the research and followed her to 
find out why she wasn’t gaining any weight.  
 
Friday I went back to the hospital to take her home. But 
when I entered the room I got a strange feeling. There was 
another woman in the room and at the same time a nurse and 
a doctor rushed into the room and asked me to follow them. 
Something happened to Noor that night. I was shocked! 
They tried to reach us and our pediatrician during the whole 
night but they didn’t succeed. They had an incorrect number 
and nobody could do anything about it. We always called 
just before we would go to bed but that night we couldn’t 
reach them either.  Probably because something was wrong 
with Noor. It’s really hard to see your little girl not breathing 
on her own with all those tubes.  The visiting hours were 
very difficult which annoyed us terrible. She spent two 
weeks over there and they did a gastroscopy and something 
else but I don’t remember. Everything seemed fine only a 
little aberration in the tracheas. 
 
After two weeks she was allowed to leave intensive care and 
I could spent the night again with her in the same room. But 
that same night they decided to bring her back to the 
intensive care and I had to go home. She stayed there for one 
week and when she got back in her room my husband, my 
mum and myself could spend the night over on terms. 
One night, while the nurses didn’t pay attention, she pulled 
out her probe and it took 13 hours before it was replaced. 
Because the probe was put in duodenal, they had to find a 

different way. I really got mad because Noor was getting 
very hungry and agitated.  That same night she had to go 
back to the ICU. This time they told us that things are not 
looking good. There was a same pattern. She always 
swallowed her saliva and fluid would get into her lungs and 
this happened over and over again. That’s where they 
decided to put her back on a ventilator. That was bad news, 
because we were moving backwards and not forward. They 
tried to get her off the ventilator a few times but with no 
results and each time we were forced to put her back on the 
ventilator. 
 
Because the pattern didn’t change, the professor and we 
decided to intubate her one more last time. So that Friday, 
the 12th of July 2013, was the last time we would remove 
her from the ventilator. Everything went pretty well, we 
could spend the night over again until Sunday at 6:00 am. 
My husband was with her at the time, but when I arrived, I 
immediately felt there was something wrong and it started 
all over again. I was devastated and I told the nurse I wanted 
to go home. Enough is enough! She was very understanding 
and took me very seriously which I appreciate because that 
was not easy to say. I knew what would happen if we would 
bring her home. I would bring her home to die. The nurse 
asked me if I thought this through and talked about it with 
my husband and children.  
 
I didn’t even know this was possible! Could we really bring 
her home? I woke up my husband, called my mum at home 
and discussed the situation. Everybody agreed that it was the 
best thing to do for Noor and for all of us so we could share 
these last humble moments at home with just our family, 
close friends and no doctors. 
 
Thanks to the special Kite Team, the intensive care, our 
family doctor, and the home nursing we could go home on 
Monday, the 15th of July at 12:10 pm. As soon as we got 
home we were at peace and very grateful that we could 
enjoy this last family moment together.  
The curtains were closed, we had a big bed downstairs and 
we only allowed very close friends and family to visit. We 
enjoyed every moment. My other children went to the 
playground during the day and when they came back we did 
everything together. Bathing with Noor, walking in the 
garden (as far as the oxygen reached), we would eat outside, 
sit or lie next to Noor.  
My only wish at that time was for Noor to die in our arms, 
just the three of us: me, my husband and Noor. And that is 
what happened.  She died on the 19th of July at 2:20 pm, 
just before Hilde from the Kite Team left. It was like she 
knew! My heart was broken but at the same time I was 
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happy because I could say goodbye the way I wanted to.  I 
read a lot of stories and many parents weren’t as lucky as we 
were. I’m very grateful for that! It also helped us a lot during 
the mourning process. 
 
I could deal pretty well with the miscarriages I had in the 
past. I found a way to deal with it by telling myself and 
others that it’s better than giving birth to a child, getting to 
know her or him and then giving her/him away. It’s like 
nature wants to protect you. But once in a while that little 

person will be born anyway just to say goodbye again after 
months and months of fighting and we all fought hard 
together. 
 
Everybody has a story and everybody deals with it 
differently. My only wish is that they find a way to deal with 
it and try to live life at their fullest! 
 
Merle, Belgium 
 

 
 

I Still Would have Chosen You 
By Terri Banish 

	  
If before you were born, I could have gone to heaven and saw all the beautiful souls, I still would have chosen you... 

 
If God had told me, "This soul would one day need extra care and needs", I still would have chosen you 

 
If He had told me, "This soul may make your heart bleed", I still would have chosen you 
 
If He had told me, "This soul would make you question the depth of your faith", I still would have chosen you 

 
If He had told me, "This soul would make tears flow from your eyes that could fill a river", I still would have chosen 
you 

 
If He had told me, "This soul may one day make you witness overbearing suffering", I still would have chosen you 

 
If He had told me, "All that you know to be normal would drastically change", I still would have chosen you 

 
Of course, even though I would have chosen you, I know it was God who chose me for you. 

	  
	  
	  
 
 
 
 
 
 
 
 
 
 
 
 

 
 Maira   August 14, 2006 – November 22, 2011 

 
 

Jenna    March 3, 2000 – November 17, 2013 
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Clifford, Paige, Leanne, Michelle, Erin, & Lindsay 

Nancy from Australia The Hickman family 

The Lindgren family 

The Saullo family Wallin family 

Photos from the first 
CFC conference,  

Salt Lake City, 2000 
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CFC International Celebrates 15 
years .....Continued 
 
Adolescence and adulthood 
• Little is known about adults with CFC syndrome 
• Skin and hair abnormalities may improve with age, while 

nevi tend to increase in number with age 
• There are individuals living into their 30s 
• Most adults will likely require additional assistance for 

daily living skills, but some may be able to live semi-
independently   

• Need continued monitoring for heart problems 
 

Management 
• Complete physical exam including growth assessment 
• Cardiac evaluation- Echo and EKG 
• Neurologic evaluation - Brain MRI, EEG if seizures 

suspected  
• Genetics evaluation  
• Ophthalmologic examination 
• Dermatologic evaluation  
• Nutrition and feeding evaluation 
• Psychomotor (orthopedic) developmental evaluation  
• Audiologic examination  
• Endocrine evaluation if growth delay is suspected  
• Abdominal ultrasound examination to evaluate for renal 

anomalies* GeneReviews (Rauen KA 2006) 
 

1996 - There Was No Hope… 
• A handful of scientists working on CFC Syndrome 
• No research funding 
• Was this a unique syndrome or a more severe form of 

Noonan? 
•  No central source of clinical information 
•  No treatment prospects 
•  No place for families and physicians to go for help 

                                     
1999 – CFC Family Network   

In 1999, The CFC Family Network was established by 
Clifford’s parents, and many dedicated friends and families 
who saw the need for a medical resource for the doctors, 
patients, and families of those with CFC, and for funding of 
CFC syndrome. Its mission – To strive to help each other 

cope with the challenges of raising a child with a rare and 
often medically involved disorder. To act as a clearing house 
of information on all aspects of CFC syndrome. To publish 
newsletters, address book and CFC Parent’s Guide for all 
registered families. To educate the general public, the medical 
profession and government agencies by disseminating 
information on CFC Syndrome. We started out with a listing 
of 21 known children and recruited Medical Advisors through 
authorships on research papers. 

 
2000 First CFC Conference! 

In 2000 the first CFC conference took place in Salt Lake 
City with a team of nearly the entire Medical Advisory Board, 
rehabilitative medicine staff, local geneticists, and the leaders 
of the Noonan and Costello support organizations. Medical 
advisors were excited by this unique opportunity to hone their 
abilities to make clinical diagnoses of CFC syndrome. 
Studying the photos of the children side-by-side helped them 
see CFC vs. Noonan vs. Costello. This first meeting was a 
key step forward for physicians making a clinical diagnosis of 
the condition. 

 
2003 Paper Registry Established 

Data collection on our growing organization became 
crucial. We needed to find a way to track each and every CFC 
individual and set up files for future research. At this time in 
history everything was done in paper format with files on 
each and every child along with their photos and medical 
reports. The Conger home was taken over by file cabinets! 

 
2004 - BioBank is Established 

By 2004 the advocacy organization grew to close to 100 
families representing nine different countries. By then an 
active Board of Directors had emerged and the organization 
changed their name from CFC Family Network to CFC 
International. A new logo was introduced as well. CFC 
International funded their own BioBank of DNA through the 
efforts of a partnership with the Genetic Alliance and 7 other 
rare disease organizations. This venture captured the attention 
of researchers from around the globe. 

 
2006 - Gene Discoveries! The Doors of Science Flung 
Open for CFC International! 

Germline Mutations in Genes Within the MAPK Pathway Cause 
Cardio-facio-cutaneous Syndrome  Pablo Rodriguez-Viciana,1* Osamu 
Tetsu,1,2* William E. Tidyman,3 Anne L. Estep,1 Brenda A. Conger,6 
Molly Santa Cruz,6 Frank McCormick,1,4 Katherine A. Rauen1,5†   
Rodriguez-Viciana P et al. (2006) Science v. 311 (5765); 1287-90. 
 
Three years worth of clinical data and two years of DNA 

storage paid off. CFC partnered with a team of researchers led 
by Dr. Katherine Rauen at the UC San Francisco 



 

 
Page 16 of 20 THE CFC CHRONICLE: March 2014 

Comprehensive Cancer Center. Our team located three genes 
responsible for CFC syndrome in only five months. The quick 
location of the genes was a total team effort with staff from 
CFC International picking out the co-hort of children and also 
pulling data and photos from the very organized files. 
Publication of the gene discovery occurred in one of the most 
highly visible formats in all of science and medicine in March 
2006.  

 
November 2006 1st Scientific Symposium in Potomac, MD 

We obtained an NIH grant to host the first International 
Symposium on CFC and Noonan syndromes. 

 
2013 First Grant Awarded for Research – Growth Failure 
Found in CFC syndrome children. 

 
Summary - Passion and Commitment are the Key 
Ingredients! 
• CFC is a rare and extremely variable condition 

characterized by distinct skin abnormalities, unique facial 
features, and cardiac defects.  

• The identification of four genes that cause CFC 
syndrome has sparked interest in the study of similar 
syndromes that share the same molecular pathway. 

• Future research endeavors include: additional genotype-
phenotype correlations, natural history studies, and 
cancer risk assessment in this population. 

 
Focus for the Future: Top Three Research Request from 
Family Poll: 
• GI Problems & How to Deal with Them 
• Epilepsy and What Can Be Done To Improve Quality of 

Life or Eliminate Seizures 
• Intelligence Levels found within our CFC syndrome 

Population 
 
 

“Never doubt that a small group of thoughtful, 
committed people can change the world. Indeed it is the 

only thing that ever has.”  
Margaret Mead 

 

CFC International: 2000 - 2014 
 

It seems amazing to think I have had the privilege and 
pleasure to work with the CFC International Board, Medical 
Advisory Board and families for the last 15 years. I look back 
to Utah in 2000 and it seems a lifetime ago but just yesterday. 
I can’t remember who invited me to attend that clinic and 

conference, but I suspect I was chosen because of my career-
long interest in Noonan syndrome, a condition with many 
overlapping features. That first meeting was wonderful, 
providing, as it did, the opportunity to meet all of you and to 
learn so much about CFC. I can vividly recall the clinic day, 
as it lasted long into the evening. I saw many families, 
measured many faces, and helped my colleague, Peter 
Hammond, with his relatively new scanning technique. 
Someone, perhaps John Opitz, suggested we meet and discuss 
everyone we had seen, before packing up and heading out for 
dinner. What a great idea that was as we each brought a 
different perspective and we would have forgotten many little 
gems if we had not met straightaway as a team. I learned a lot 
from my learned colleagues and formed a real appreciation of 
CFC as an entity distinct from Noonan syndrome, with its 
own set of key features. I remember many social events at 
CFC meetings, of course. There was a fantastic picnic at the 
Utah meeting where I had a chance to get to know individuals 
and families, some of whom I have remained close to over the 
years. I also recall a hilarious evening with Peter Hammond 
and Judy Bartolo, when we crashed the Dad’s party in the bar 
of our hotel. Of course, who could forget poolside adventures 
with the children and Rick Guidotti. Great memories all. 

 

I have been so impressed by the commitment to research 
CFC families have shown. Using database material and 
personal experience with many children and families I have 
been fortunate to be able to publish articles on a variety of 
issues in CFC. Those articles are referenced below. I am still 
working with Peter on a paper that compares the faces of 
Noonan, CFC and Costello syndromes – stay tuned. 

 
As many of you know, I retired in 2012 and I now have 

more time to pursue other things, while continuing to work on 
genetics education of family doctors, syndrome research, and 
keeping track of what is happening in the Rasopathies. My 

Doctors at the first CFC conference in Salt Lake City, 2000 
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other passion is bird-watching and, no surprise, it uses many 
of the same skills as genetics. Pattern recognition is at the 
core of both bird-watching and making the diagnosis of a 
genetic syndrome. Last year I visited 5 continents including 
Antarctica. I have plans this year to go to Panama, the 
Russian Far East and to go back to Brazil. I love seeing new 
places, meeting the people, trying the food (and wine), and 
experiencing the culture. There are many additional places on 
my birding/eco-travel bucket list and I look forward to getting 
to each of them. 

 
As I leave the Medical Advisory Board of CFC 

International, we are poised to learn so much about what 
makes CFC unique and how that knowledge may be turned 
into treatment and management possibilities. I wish you well 
in all these endeavours. 
 
Dr. Judith Allanson 
Retired Geneticist, Children’s Hospital of Eastern Ontario 
 
 

CFC International is grateful to Judith Allanson for her 15 
years of service and commitment to our families and 

organization. We wish her well with her travels! 
 
 

We've Come a Long Way since 
2000 
 

I remember well my first experience with CFC when I 
attended the first meeting in Salt Lake City.  It was probably 
one of the most educational events in my career.  I sat all day 
in a rather small room with the other doctor and saw one 
patient after another with suspected CFC.  To be called CFC 
all of us had to agree on the diagnosis.  It is reassuring that, 
years later when the gene became known that we did a good 
job in our clinical diagnosis.  The progress made in gene 
identification has been remarkable. 

 
Meeting and getting to know the children and their 

families has been most rewarding.  As we learn more about 
the children’s development it has been clear that with early 
recognition and therapy the future is brighter than first 
suspected.  I look forward to the upcoming meeting and 
seeing many friends again. 

 
Dr. Jacqueline Noonan 
 

Thirty years of CFC 
 
In thirty years of acquaintance with CFC, three dates stand 

out as most important, at least in my personal perception: 
1986, when Reynolds et al published the first description of 
the syndrome, 2000, when the CFC families met for the first 
time in Salt Lake City, and 2006, when the CFC genes were 
discovered. These are my recollections of those years. 

 
The 1986 paper was actually conceived in the Winter of 

1983-84, while I was visiting with Dr. John Opitz in Helena, 
Montana, for a stay of six months. That turned out to be a 
critical turn in my professional life, that shaped me into a 
clinical geneticist, which I have been ever since. Those 
months are also memorable for the bitterness of the cold and 
the beauty of the country, ranging from Yellowstone in the 
South, to Glacier Park in the North, bordering with Canada. 
For city (Rome) people like us, exploring the wilderness of 
America’s West was an experience that remains indelible in 
our memory. Jim Reynolds was John’s partner and we did a 
lot of work together during that Winter, including the review 
of cases hidden in that treasure trove that was John’s archive 
of clinical cases. One day John gave us eight files of as many 
patients that he thought shared an unknown multiple 
congenital anomalies/mental retardation (now intellectual 
disability) syndrome.  

 
After a few weeks 

a report was ready, 
and it was submitted 
for publication to the 
American Journal of 
Medical Genetics, of 
which John was 
editor-in-chief. To 
avoid an obvious 
conflict of interest, 
the paper was 
assigned to Dr. John 
Carey, who acted as 
guest editor and sent 
it out for review. 
When an editor tries 
to publish in his own 
journal, one would 

expect the process to be a piece of cake. Not that time. At 
least one of the reviewers felt strongly that there was nothing 
new in our report and that we were simply rediscovering the 
Noonan syndrome. The paper hanged in a limbo for several 
months, until a compromise was reached: the report was to be 
published as the description of a new syndrome (the cardio-

Doctors Neri, Kavamura, & Opitz 
during research days in Rome, Italy 
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facio-cutaneous syndrome), but two of the initial eight cases 
were left out as unconvincing. Actually, the Noonan-CFC 
controversy went on for several years, with the exchange of 
letters that laid down arguments in favor of one of the two 
views (one syndrome or two syndromes?) and opposing the 
other […]. Curiously, at the beginning I was blinded to the 
evidence that CFC and Noonan are indeed look-alikes, and 
am glad now that I can see the similarities, rooted in a shared 
pathogenesis. In any event, I felt vindicated when, in 2001, 
Marco Tartaglia discovered that mutations in the PTPN11 
gene are the cause of the Noonan syndrome [Tartaglia et al., 
2001] and, together with Ines Kavamura, we showed that 
these mutations are not found in CFC patients [Kavamura et 
al., 2003].  

 
This latter report, of which I am particularly fond, has its 

distant origin in the first conference of the CFC families, who 
gathered together in Salt Lake City in the Summer of 2000, at 
a time when the Noonan-CFC controversy was not yet settled. 
The conference was hosted by John Carey and John Opitz, 
and one thing I remember for sure is that it was hot, very hot. 
I am also trying to remember which other doctors were there: 
Jim Reynolds, whom I had not seen in long time, Jacqueline 
Noonan, whom I met there for the first time, Judith Allanson 
and others as well, including one young dermatologist from 
Brazil, Ines Kavamura. A student of the Brazilian geneticist 
Decio Brunoni, she was there to start working with John 
Opitz on her Ph.D. thesis. It so happened that John was 
already planning to spend a sabbatical year in Rome in 2001, 
and that also brought Ines to Rome. That is how we worked 
together to demonstrate that a dozen or so cases with a bona 
fide diagnosis of CFC syndrome did not harbor a PTPN11 
mutation. The conference itself was a great learning 
experience. Working with the families was a challenge, but 
also very instructive and rewarding. It was a great learning 
experience. I remember the clinical sessions where we 
examined the kids, the many unanswered questions asked by 
the parents, the doubts, the maybes, the resulting frustrations. 
But also the firm conviction that something good could be 
done, and ought to be done, to improve the health of the 
affected kids and, more than that, to discover the cause of the 
condition and eventually a cure. In the year 2000 these 
expectations sounded very ambitious, and none of us doctors 
would commit himself or herself to saying that a causal gene 
would soon be found, much less a cure. But the families were 
relentless, a true driving force that helped us stay on a path 
that eventually led to the goal.  

 
As already mentioned, the first gene for the Noonan 

syndrome was discovered in 2001, followed in short order by 
others.  In 2005 there was the discovery that mutations in the 
HRAS gene cause the Costello syndrome [Aoki et al, 2005], 

another condition that has many clinical manifestations in 
common with the Noonan and CFC syndromes, but also a 
very important difference, i.e., an increased risk for the 
affected kids to develop tumors in their childhood. And 
finally, in 2006, two groups, one in the US and one in Japan 
discovered the genes whose mutations cause the CFC 
syndrome [Rodriguez-Viciana et al., 2006; Niihori et al., 
2006]. But there is more to be said about the SLC conference 
than what would be written in a technical report, and that I 
can say in one word: friendship. A long lasting friendship 
among families as well as doctors, and between families and 
doctors. With inevitable ups and downs, but overall steady, 
and fruitful, and leading to an alliance, that has been made 
stronger by several other meetings in the following years. I 
can definitely say I have received a lot from these meetings, 
both as a doctor and as a person, and can only hope to have 
given something in return. 

 
So, we are now in 2006, the year of the discovery of the 

CFC genes, at long last. Actually, the crucial year was 2005, 
when the two groups mentioned above independently made 
their discoveries using separate sets of DNA samples from 
affected children. Personally, I was more involved with the 
Japanese group, providing them those same DNAs that had 
tested negative for the PTPN11 mutations, and that instead 
tested positive (or at least some of them did) for BRAF, the 
final proof that CFC and Noonan are separate conditions. I 
remember the excitement of those days, when e-mails 
traveled constantly between Japan and Italy and between Italy 
and the US where, in the meanwhile, CFC international had 
been established. There were tensions too, “but then again, 
too few to mention”, and eventually everything fell into place 
and the alliance won. 

 
Which of course is not the end of the story. We have 

learned a lot, but nearly not enough. Now we know why 
Noonan, CFC and Costello syndromes all look alike: because 
they share a common pathogenesis, originating from the 
malfunction of different proteins of the same cellular 
regulatory pathway, the so-called RAS-ERK pathway. But we 
do not know why there are differences and, more importantly, 
we do not know how to fix the malfunctions. However we 
know at least what part of the engine we must put our hands 
on, and are working on it. I do not know how long it will take, 
but I am sure that sooner or later somebody will get there, and 
if I have the fortune to see that day, I shall feel proud to have 
contributed, even if in a very small measure, to the making of 
something good for the patients, the highest reward a doctor 
can hope for. 

 
Giovanni Neri, Istituto di Genetica Medica, Università 
Cattolica del S. Cuore, Roma 
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Our First CFC Experience 
 

Our daughter Emily was diagnosed with Costello 
syndrome in the fall of 1999 when she was two years old.  
Our geneticist also mentioned the possibility of her having 
CFC syndrome.  He told us to get on the internet, find a 
support group if one existed and try to attend a family 
conference if they had one for this rare syndrome.  He told us 
that there were a hundred or so cases in the world with 
Costello syndrome.  He also said that if we attended a 
conference the other children there would look like they could 
be Emily's cousins! 

 
We traveled 

over three hours to 
visit a family who 
had a son with 
Costello syndrome.  
After visiting a few 
hours the mom and 
dad said that Emily 
was similar to the 
children with 
Costello syndrome 
but there was 
something different 
about her.  We 
came home and I 
got back on the 

internet, searched for CFC syndrome and contacted Brenda 
Conger.  (This was back in the very early days of the internet 
and email)  We talked and then she mailed me some 
information and family stories about CFC. I immediately 
knew that Emily had CFC syndrome.  Her story was identical 
to others within the group.  This was six years before the CFC 
gene discovery so children were then diagnosed by looking at 
their curly hair, sparse eyebrows, the shape of their face, low 
set ears, skin issues and cardiac conditions. 

 
Brenda told me that she was helping to plan the first ever 

CFC conference to be held in Salt Lake City, Utah in July of 
2000.  She asked if we would be able to get there.  Of course 
we would attend, as here was a timely and unique opportunity 
to meet others with this rare syndrome and to meet doctors 
from around the world who had actually seen children with 
this syndrome 

 
We spent two days driving from California to Salt Lake 

City.  We arrived and checked into the conference hotel.  As 

we were entering our hotel room a mom and her daughter 
were coming out of the room right next door to ours.  The 
young girl, who was maybe 10 years old, looked at Emily and 
then said to her mom "look ma, there's one of us"!  I was 
amazed. She was the first other person I ever saw who had 
CFC syndrome.  As we wandered around the grounds of the 
hotel we started seeing many other 'different looking' 
children-kids who looked like our Emily! 

 
The conference began and I remember being excited to be 

in this room with all of these similar kids and these 
compassionate and excited doctors who were trying to figure 
out if the three syndromes (Noonan syndrome, Costello 
syndrome, and CFC syndrome) were varying degrees of the 
same syndrome or if they were actually three different 
syndromes.  The doctors seemed to soak up all they could 
about our children as they tried to figure out the similarities 
and the differences.  I remember the doctors would spread out 
and join families for meals.  We would get a doctor at our 
table to be able to ask questions about our kids and they could 
ask questions of us.  

 
We also brought our 11 year old daughter Leanne to the 

conference.  She met Brenda's daughter Paige, who is the 
same age.  Brenda had sibling activities organized and those 
kids bonded.  I think it was a safe place for them to be around 
people who understood their sibling who was 'different'.  It is 
great to see Leanne, Paige and so many siblings enjoying 
friendships at every conference.  They may only see each 
other every two years but you wouldn't know that when you 
watch them interact at the conferences. 

 
It was a very fast and busy weekend with so much 

information to process. We came home with so many stories 
and pictures to share with family, friends and Emily's doctors.  
We are grateful to Brenda and Cliff Conger for laying the 
groundwork 15 years ago for the success of CFC 
International.  I have attended and been involved in the 
planning of each conference since Salt Lake City.  We have 
learned a lot at each conference and we are constantly striving 
to make it a meaningful experience for all who attend. 

 
We treasure the lifelong friendships we have made through 

Emily and this rare syndrome.  We have met the most loving 
and dedicated families who just want what is best for their 
children.  Our children are 'typical' children at our 
conferences and we enjoy being around others who walk in 
our shoes. 

 
Molly, Ernie, Leanne and Emily Santa Cruz 
Arroyo Grande, California 

Molly & Emily Santa Cruz 
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Would you like to contribute to CFC International?   
Your donation and support will help: 
• families to receive information about CFC syndrome; 
• publish our newsletter; 
• fund the biannual International CFC Family Conference & Clinic Program; 
• maintain the CFC Tissue and Biobank, which is critical to future research. 
 
Enclosed please find a check in the amount of $ ____________ 

Gift in Honor of  ___________________________________ 

Gift in Memory of  ___________________________________ 

Please make checks payable to CFC International & mail to the address above. 
                  
 
Name:   ____________________________________________________________________________ 

Address:  ____________________________________________________________________________ 

City:   ______________________   State:   ________________________   Zip:   ________________ 

Phone:  _____________________________________ 

Email:   _____________________________________ 

Our vision is a world in which no one will be isolated from appropriate diagnosis and treatment. 


