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Featured Family: Almost Perfect 

So here we are: Olga, Alex and our favourite little girl 

Maya. We come from Russia but haven’t been home for 

over a decade now apart from yearly visits. I work as a 

laboratory technician for a small local brewery, which 

makes my husband very happy as I get to bring home free 

beer. 

Alex is a software developer, which means he can work 

pretty much anywhere where you have the internet. We 

wanted to live abroad and see a different country from 

within, so when opportunity presented itself we gladly 

took it and this is how we ended up in Dublin, Ireland. “It 

will be very temporary” we said and stayed for 6 years. 

Nothing is more permanent than temporary and so on and 

so forth, right? We moved to the Caymans after that and 

right now we are preparing to relocate to Toronto. But 

Ireland holds a very special place in my heart for many 

reasons and the most important one - this is where Maya 

was born. 

She came into this world at the end of an unusually hot 

July in 2006 after a fairly uneventful pregnancy. She 

decided to be a very special little girl and who were we to 

argue? Only we never anticipated just how special she 

really is.  For starters, yes, Maya has CFC syndrome due to  

 

a micro-deletion in MEK2. It turned out to be a good thing 

and a bad thing at the same time. Good - because the  

deletion is so small, her syndrome presented itself in a 

very mild form. Bad - in the beginning people did not even 

believe us that there was something wrong and would not 

help. We were called paranoid and overprotective, even by 

our relatives and friends. But we should concentrate on 

good things in life, wouldn’t you agree? 

So, here she was, born with good weight of 3,840 g 

(about 8.5 pounds) and length, scored 9/9 according to the 

Apgar scale. But when she cried her mouth went sideways, 

eventually they said she has a partial facial palsy. A minor 

thing if you think about cosmetic effect but pretty big 

when talking, literally, about speech. I try to breastfeed but 

it proves very difficult, she has trouble latching on and 

then falls asleep tired after just 5 min., basically not getting 

enough. We were in and out of the breastfeeding clinic for 

the first month. And then at her 6 week check-up they tell 

us she is underweight and has a failure to thrive. This is 

followed by a humongous number of tests of all sorts as 

first ones come back good so they order more, and more, 

and more. 

 

Featured Family: Almost Perfect ... continued on page 10 
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Message from the President 
 

 

 

2012-2013 is turning out to be a busy and hopefully 

productive year for CFC International. Our board of 

directors will meet for a face to face meeting over the 

weekend of April 21st in Chicago, IL. Our strategic plan is 

due for an update and as our organization has grown, so 

have the list of responsibilities to meet our population we 

serve. We are moving forward with enlisting a new group 

of dedicated volunteers to make even further improvements 

as technology changes and our goals have changed since 

the 2006 gene discovery. We need you and your skills to 

help us move forward as a larger unified organization! If 

you have a specific skill and wish to become involved, 

please contact us and share your talents with us! 

 

In November we are bringing together a team of medical 

experts who have met with our children year after year at 

the biannual family conferences. This dedicated team will 

participate in a Consensus meeting, which means they will 

come to consensus on how to manage and treat children 

born with CFC syndrome. Through this meeting in 

California and a follow up medical journal publication, a 

revised parent’s guide will also be published. 

 

The leaders from CFC International, The Noonan 

Syndrome Support Group  and The Costello Syndrome 

Family Network conducted walk through tours of hotels in 

Orlando, Florida recently and have decided on hosting the 

2013 conference at the Renaissance at  Sea World. We 

believe this hotel will provide the perfect family 

atmosphere for our organizations and also provide families 

with easy access to restaurants, grocery stores and 

pharmacies through use of the International Drive I-Trolley. 

Stay tuned to our website and Facebook for more updates 

as details are finalized over the next twelve months. To 

receive organization announcements such as research 

projects, conference information, and other details please 

like us on Facebook at 

https://www.facebook.com/CFCSyndrome 
 

 

 

 

Brenda Conger 
E-mail: bconger@cfcsyndrome.org 

CFC International 
 

Executive Director & President: 

Brenda Conger, Vestal, New York 
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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. 
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review medical treatments and decisions with your own 

physician. 
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Donations 
 

 
Donations in honor of:  

 

Lacey Allen 

William Carr 

Dennis & Shirley Debus 

William Debus 

Sandra Shanks 

Gabriella Barile 

Letitia Scozzo 

Kate Brockwell 

Anonymous 

Ted Achorn Jr. 

Steven Baker 

William Bishop Jr. 

Rodolfo Bosenberg 

Jay Feinman 

Jacob Fults 

Thomas & Cheryl Holly 

Susan Hopkins 

Tori Lambert 

Keith Levingston 

Edward Machir 

Susan Mooradian 

Christopher Morgan 

John Oliver 

Silas Owens 

Ashwin Prithipaul 

Peter Raymond 

Elizabeth Reevey 

Amanda Reilly 

John Reville 

Brenda Silvestre 

Steve Wierschem 

Nina Wang 

Hailey Chapman 

Chad Chapman 

David Hasstedt 

Ellen Huang 

Mark Klingenmeier 

Lane Oltmanns 

Stephanie Parris 

Prudence Trojan 

Clifford Conger 

Ryan & Lynn Bradley 

California Grill 

Beth Kaufman 

Wayne & Darla Kunsman 

Clara Ruth Edwards 

Richard & Carol Borkowski 

Allison Nelson 

Nathaniel Epstein 

The Donald & Louise Epstein Foundation 

Alec Farmer 

Todd & Kelly Vance 

Nola Rose Iacobelli 

Darin & Jennifer Iacobelli 

Camden Kline 

Arthur & Patricia Kline 

Sharon Riley 

Aaron Rose 

Karen Anderko 

Emily Santa Cruz 

Kathleen Knotts 

Lorraine Vidal 

Amara Tobby 

Beverly van Dyke 

Jackson Waddell 

Audra Lofrano-White 

Marsha Young 

Meg Young 

Laurence & Lisa Adams 

Brian & Melanie Arterbury 

Shawn & Terri Briggs 

Douglas & Susan Childress 

Alexander & Marci Cumbo 

Jeffrey & Jane Fairchild 

Wally & Felcia Harmon 

Steven & Noelle Harmon 

Brad & Deeanna Hawkins 

Wilburn & Jaunell Riddell 

Tammy Seifried 

Michelle Sitton 

Scott & Sherri Young 

Andrew & Carrie Zahn 

 

In memory of: 

 

Ava Elisabeth Greenberg 

Mike Hanisko 

Angie Lydiksen 

Dr. Jeffrey Babushkin 

Ed Lydiksen 

Dr. Jeffrey Babushkin 

Maureen Richardson 

Stephen Schrock 

Tamara Kinn 

Stephen Padilla 

Richard Knotts 

William & Margo Dalessi 

Robert & Mary Haughey 

Kathleen Knotts 

East Donovan  Lanes 

M.A. & Anna Neel 

Lorraine Vidal 

Stephanie Kohler 

Dave & Melissa Schmit 

Renee Rochlin 

Lieba Weingarden 

Anthony John Verrino 

Ashley Family Fund 

First Hand Foundation 

John Young 

Audra Lofrano-White 

Marsha Young 

 

General Donations: 

 

American General Life Insurance Company 

Anonymous 

Lauren Agunzo 

Assurant Foundation 

Demitris Bantileskas 

Andrew Beyer 

John Castles 

The Chartible Giving Card Program of The 

Community Foundation of Middle Tennessee 

Craig Cherpok 

Cruisin Buddies Car Club 

Charmel Gilbert 

Mark D’Agostino 

Chris Florio 

Taryn Fordes 

Erin Giannelli 

Estee Lauder Companies, Inc. 

Good Search 

Charmel Gilbert 

Kristofer Graham 

Nicole Grimes 

Michael Hanisko 

John Hoffman 

Darin Iacobelli 

Kenneth Jones 

Karen Kelly 

Christopher Knight 

Richard & Margaret Knoster 

Erica Knowles 

Louann Koza 

Deborah Krulewitch 

Donna LaRocca 

Jean Leonard 

Jennifer Maher 

Thomas Moran 

Michael Nawrocki 

Dr. Jacqueline Noonan 

Nikki Pellegrini 

Imelda Placido 

Dilip Rangnekar 

John Raber 

RIBS Foundation 

Erin Rostkowski 

Jeffery Slingerland 

Ernest Smith 

John Spatola 

Lauren Tabone 

United Technologies 

David Tellier 

Kristin Toala 

Vivint Gives Back Foundation 

Matthew Walegir 

Dr. Terri Young 

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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Michael's Transition: One Student's 
Journey to Success  

 

Michael Pavilonis is sweet, funny and outgoing. 

Michael loves to work, too - which is good because in just 

over two years, Michael will leave Elim’s Christian 

Services School in Orland Park, IL, and he and his family 

need to be ready for the transition. 

  

With the 

recent 

adoption of 

a 

comprehens

ive strategic 

plan, the 

school 

leadership 

team 

determined 

to address 

this 

continuing need with a complete transitions program, 

including transition support services for students and their 

families, plus specialized programs addressing key issues 

for each student in the program. The result is the 

Crossroads transitions program, a key accomplishment 

from the school’s strategic plan. 

 

CORE, a specialized part of Crossroads, was designed 

and implemented by the transitions staff and is overseen by 

Jeana Jordan. She is proud of every student in the program 

but has been amazed at Michael’s progress in just the first 

few months. “He has made a huge amount of progress in 

the CORE program since September. Being able to stay 

focused has been significant. He can work on different 

data-entry tasks for an average of 45 minutes at a time, and 

his accuracy has really increased.” 

 

“What I noticed with Michael before was that he didn’t 

have a really clear understanding of what it meant to be at 

work. He definitely approaches work more seriously now, 

more responsibly.” 

  

Michael has expectations placed on him in the 

Crossroads transitions program, as do all the other students. 

These expectations not only equip them to rise to the 

challenges they face each day, but prepare them for life 

after Elim - hopefully a life that can include some of the 

office and computer skills they are learning today at Elim. 

  

Jeana has seen that Michael can be productive and 

accurate in his work. “My hope is that Michael can 

graduate and get a job in an office environment. Plus, he’s 

already working in that kind of setting right here at Elim.” 

 

By:  Elim Christian Services 

 

UK CFC and Costello Families 
unite for October Conference 

 

In October of 2011 The International Costello 

Syndrome Support Group hosted its second Event for 

Families across the UK for families with CFC syndrome or 

Costello Syndrome. The European conference was held at 

the Hilton Hotel in Northampton. 

 

The program kicked off with a welcome and 

introduction from our Chair and Consultant Geneticist, Dr. 

Bronwyn Kerr, who fed back on some of the areas of 

interest from the US Conference. The rest of the day was 

then filled with talks from Dr. Emma Burkitt-Wright 

(Geneticist); Rebecca Howarth (Speech and Language 

Therapist); Dr. Nilima Malaiya (Consultant Cardiologist); 

Kay Hood (Consultant Dentist) and Frances Binns 

(Therapeutic and Specialized Play Consultant). 

 

It would be impossible and 

unnecessary to try to report back on 

everything which was said 

throughout the day, you should be 

able to access the recordings of the 

presentations through the Costello 

Kids website: 

http://news.costellokids.com/londo

n-conference-2010/?paged=3 

However, I will take the time to 

comment on the things which 

interested me the most. 

 

Firstly, we heard about a research study, from Dr. 

Emma Burkitt-Wright, whereby the use of statins were 

successful in helping to un-lock the learning potential of 

children who suffer from disorders of the RAS-MAPK 

pathway, in particular NF1. Statins are safe and well used 

drugs which are commonly used to treat raised cholesterol 

and I would love it if Marcus were able to benefit from 

such a chance. It was interesting to learn that 

chemotherapy drugs could also affect the RAS-MAPK 

Marcus with his 

father 

Michael Pavilonis 
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pathway - one day, a discovery may be made in the name 

of cancer research which may also benefit our children. 

 

We also heard about possible heart problems and while 

Marcus' heart problems are mild and stable at the moment, 

it really helps to be aware of the possible problems which 

might occur in the future. It means that I know what 

questions I should ask at our next cardiac review. 

 

Sleep-problems are ridiculously common in children 

with CFC and Costello and I will definitely be starting a 

sleep diary to take to our next general pediatric review. Dr. 

Kerr was spot on when she said that parents often don't 

remember exactly how many times we get up or how long 

we are awake for. She also explained that you need to keep 

a sleep diary after beginning treatment in order to 

accurately gauge the impact of the drugs. I'm not keen on 

Marcus using Alimemazine syrup again but I think 

melatonin may be worth another shot after hearing that 

many CFC 

and 

Costello 

patients 

suffer with 

disturbed 

sleep 

cycles, 

possibly 

due to the 

chiari 

malformati

on which 

often 

occurs in 

the brain.  

 

Next, I was totally blown away by a really ingenious 

suggestion from the consultant dentist, Kay Hood. She 

understood how difficult it is to brush the teeth of kids who 

suffer with oral hyper-sensitivity. She suggested arming 

yourself with two tooth-brushes: one three sided tooth 

brush and one with a thick rubber handle. Next you need to 

place the thick handled brush between the teeth on one side 

so they can clamp down on it- meanwhile, you are free to 

clean the opposite side with your three sided brush. I will 

definitely be trying this technique when I have sourced the 

correct tools. We also heard about tooth mousse which 

sounds like it's worth a try too. 

 

I felt really emotional after hearing Rebecca Howarth 

(Speech and Language therapist) speak because I felt that 

she was completely in tune with what we had gone through 

as parents of children with feeding problems. She didn't 

necessarily teach me anything that I hadn't already learnt 

on our 7 year feeding journey but I really wish I'd met her 

years ago; she would have reassured me that none of this 

was my fault and told me to take a step back and not to 

pressure Marcus. I'm sure her presentation would have 

helped the parents of the younger CFC/Costello patients 

enormously. I will definitely be e-mailing her for some 

oral-stimulation activities and maybe she'll be able to help 

us with the next stage of Marcus' feeding journey.  

 

Finally, I found the presentation on transition from 

Francis Binns very interesting. I was planning to skip this 

one as we have other, more current issues to deal with but 

I'm really glad I stayed. Cath Stone's words really struck a 

chord when she spoke about her daughter, Helaina, age 17, 

and how she felt about her transition from childhood into 

adulthood. I tend to live each day at time, concentrating on 

the present, but I learnt that we need to start planning early 

and preparing ourselves for Marcus' adulthood. I was 

especially interested to hear about Helaina's single page 

health profile and her 'All About Me' review. I think 

Marcus could benefit from something like that now, 

especially when meeting a new teacher, doctor, health-care 

worker, social worker or therapist. 

 

All in all, we all enjoyed a fantastic day. I'm sure every 

parent took something valuable away from the 

presentations and discussions. Thank you to Colin and 

Cath and the doctors for all of their hard work - we really 

appreciate their efforts. 

 

Samantha Weston 

 

 

 

 

 

 

 
Do all the good you can, by all the means you 
can, in all the ways you can, in all the places 
you can, at all the times you can, to all the 
people you can, as long as ever you can. 

 
~ John Wesley 
 
 
 
 
 

The Newton family 
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Gingerbread House Contest Earns $500 for Charity 

 

Marketing Department employees at American General Life Companies, Houston, TX 
took first place in the company's Gingerbread House holiday contest, earning a $250 
donation to their charities: Arthritis Foundation, Juvenile Diabetes Research Foundation and 
CFC International. The theme of their entry was "Bermuda Bound" to help promote one of 
the company's sales incentives. Theresa Aguilar, forms supervisor at American General, has 
a son, Eric, with CFC syndrome. He was diagnosed with CFC back in 
2007 when the genetic testing first came out. Many thanks to the 
American General team for supporting the mission of CFC International. 

 

 

 

 

~~ Save the Date ~~ 
 

CFC, NOONAN, AND COSTELLO SYNDROME CONFERENCES 
 

July 31 -  August 3, 2013 
 

Renaissance Orlando at Seaworld ~ Orlando, Florida 
 

 

 

 
 
 
 
 

Bermuda Bound  

Gingerbread 
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What is Cardiofaciocutaneous 
(CFC) syndrome? 

 

CFC syndrome is a rare genetic condition caused by 

mutations (changes) in one of three genes (BRAF, MEK1, 

MEK2, and KRAS). While there is a wide spectrum of 

severity in CFC syndrome, most individuals will have 

some degree of heart (cardio-) involvement, facial (facio-) 

characteristics, and skin (cutaneous) abnormalities. Below 

is a summary of common findings in CFC syndrome: 

 

Heart: Pulmonic stenosis (narrowing of the artery 

going from the heart to the lungs), atrial septal defects 

(holes in the upper chambers of the heart), ventricular 

septal defects (holes in the lower chambers of the heart), 

hypertrophic cardiomyopathy (enlarged heart muscle). 

 

 

Facial features: Large forehead, relative 

macrocephaly (large head), narrowing at the sides of the 

forehead, down-slanting eyes, ptosis (droopy eyelid), 

depressed nasal bridge, rotated ears. 

 

 

Skin and hair: Dry, thickened (hyperkeratotic), or 

scaly (ichythyotic), eczema (extreme dryness of skin and 

itchiness); sparse, curly, wooly or brittle hair; eyelashes 

and eyebrows may be absent or sparse. 

 

 

Other: Decreased vision and acuity, feeding difficulty, 

failure to thrive, reflux; growth delay, short stature; 

hypotonia (low muscle tone), seizures, cognitive 

impairment and developmental delay (ranging from mild 

to severe). 

 

 

Early diagnosis is essential 

Historically, the diagnosis of CFC was based on the 

clinical features, medical and developmental history of the 

child.  However, there is now genetic testing for any 

individual suspected of having the diagnosis.  Currently, 

there is no cure to treat all of the symptoms of CFC 

syndrome, however, with proper management, referral to 

appropriate specialists, and early intervention, much can 

be done to improve the health and quality of life of 

individuals with CFC syndrome.   

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Kate & Dad,  

Virginia 

Kinley & Mom, 

Oklahoma 

Aubrie & Mom, 

Florida 

Brittany,  

Michigan 

Hailey & Mom,  

Colorado 

Clifford, New York & 

Michael, Illinois 
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Photo Gallery 
 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

  

 

 

 

 

 

 

 

 

The Mera family, dressed up in Kimono for a 
Japanese traditional festival (Kanna, almost 2, 

CFC KRAS) 

Jonathan, age 9, Haifa, Israel 

Irene 5, Giacomo, Michela, Davide 3 1/2 (CFC BRAF)  

and Roberto 7, Como Italy 

Elijah, 
age 5,  

Hawai'i 

Bryce,  
age 10,  

Mineral City,  

Ohio 

Jacelyn, age 17, and her family dolled up for Jayde and Jamie's  

Quinceanero, Vernon, CT  

Fleur, age 9, The Netherlands 
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Emily, age 14, working at school in her physical therapy 

program, Arroyo Grande, California 

Carys,  age 6, dressed as an angel, Co 

Cavan, Ireland. 

Aubrie Anne, age 5 ½, Coral Springs, Florida Michael, age 12, with Scout, Jefferson City Missouri's 
Middle School's therapy dog 

Mandy, age 15 ½, Hunter, North Dakota 

Clara, age 3 ½, loves to look at magazines, 

Raleigh, NC 

Stone, age 6, CFC BRAF, 

from Youngstown, Ohio 
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Featured Family: Almost 
Perfect.... continued 

 

Ultrasounds, genetics, cardio, metabolic clinic, 

dermatology, ENT, even an MRI at 5 months. At 6 months 

she is diagnosed with an atrial septal defect (ASD) and 

now they are carefully talking about a possible genetic 

disorder which they cannot identify. We probably would 

have had our answer sooner if we didn’t move to the 

Caymans. But at the time the attitude of doctors around 

and subsequently us was “She is developing and she will 

catch up one day, she is probably a late bloomer”. So we 

packed up and moved again. Grand Cayman is a beautiful 

place. A place to live, a place to raise a child, everything is 

slowed down, no rush, stress is limited. You socialise with 

people here a lot more simply because they live just 10 or 

15 minutes away. It is a bit different when you come here 

with a special child. Up until now resources were minimal. 

We started with the Early Intervention Program set up by 

the government to help little ones reach their milestones. 

This is how Maya started crawling. She didn’t like tummy 

time one bit, did not roll in time and did not crawl, though 

at 10 months she could pull herself up. EIP people insisted 

we try and teach her to crawl and I resisted at first. A first-

time mother knows pretty much everything, haven’t they 

heard it before? But no, they had their own theories and I 

eventually crumbled and you know what? She did start 

crawling in under 2 weeks! We thought “Here it is! She is 

moving on nicely!” But they still decided to enroll Maya 

for the year 2007-2008. 

 

She seemed like a more or less regular child, just with a 

large forehead and a fairly quiet girl in general, who smiled 

a lot and giggled often. But she was afraid of strangers and 

loud noises, would not even touch play-dough or paints etc. 

Straight blond hair, very pretty but incredibly dry and 

brittle. See-through skin on her face but dry and rough on 

her thighs and legs. Her ASD luckily closed by itself by 18 

months. She was just as any other child but not quite at the 

same time. And for the longest time people around thought 

we were overreacting, that we were looking for something 

that wasn’t there. At 22 months she had her first operation 

to close an incarcerated umbilical hernia, just before that 

she had to go under a full anaesthetic to perform another 

MRI. At 2 and a half she had to have her tonsils and 

adenoids removed because her tonsils were so large they 

overlapped and adenoids closed immediately her already 

narrow nasal passages. We decided to go for it because she 

so often was congested and on top of that had sleep apnea. 

And at some point we just got too scared. By the way, the 

removal procedure did her good, congestion decreased and 

she doesn’t get ill very often anymore. 

 

When Maya was just over 2 years old we had done a 

genetic blood test, FISH for subtelomeres doctors called it. 

It yielded a micro deletion in chromosome 19p13.3. We 

thought we had our answer but no. Nobody could interpret 

this result and somehow it got pushed aside by everyday 

worries. With all that extra help by EIP she was 

progressing, yet still not catching up and we were worried 

what would happen if she stops receiving these services. 

So we read tons of books and came across Glenn Doman’s 

theories. In short, he works with brain-damaged people 

(mostly kids now) and says that physical development 

facilitates neurological and in turn intellectual development. 

So we concentrated on that. We took Maya to playgrounds 

twice a day, before her nursery and after, closer to the 

evening. We took swimming classes and then after we did 

it ourselves in our pool. That’s a great point about Cayman, 

most of the apartment complexes have pools and given the 

weather they can be used all year round. We signed her up 

for gymnastics twice a week and Alex even made Maya 

her own gymnastic rings so she could have some fun, oops, 

sorry - I meant - practice, at home as well. All in all, she is 

now a very healthy child, rarely gets sick and is quite 

strong. She is walking, running, jumping, climbing. Oh, the 

climbing! Teachers from her nursery called her Maya the 

monkey as more than once they had to bring her down 

from a tree or a fence. She is quite fearless in a playground 

now and goes to such places and does such tricks hanging 

from somewhere that local moms do not like me all that 

much. 

 

Long story short, and in November 2009 we went to see 

a genetics specialist in St. Petersburg, Russia. They got 

very interested in our story and searched high and low and 

suddenly came up with CFC syndrome. They assembled 

about 10 or 15 doctors around us and after lots and lots of 

questions they decided to diagnose Maya clinically with 

CFC syndrome. We just had to confirm (or disproof) it 

genetically, which unfortunately could not be done in 

Russia at the time. 

 

Eventually we sent our question to Baylor Genetics 

Laboratory, which performed that first test. They ran 

Maya’s old result through their system again and this time 

it came with confirmation that part of MEK2 gene is in fact 

missing. They were very surprised that somebody could be 

so spot on without typical array of symptoms and without 
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the possibility of confirming it. And I am forever grateful 

to these Russian doctors for taking so much time to try and 

find our answer. 

 

And of course genetics specialists at Baylor who did 

their work brilliantly and super-fast! So here we are again. 

We know our diagnosis and we are optimistic. We know it 

could have been much harder, we have seen it. Maya is 

doing very good but still has a lot of catching up to do. We, 

as a family with a CFC child, would strongly recommend 

physical development, lots of music and music-based 

activities. Of course frequent speech therapy gave good 

results, occupational therapy as well. I am also thinking 

now about ABA therapy for Maya, it just seems like it 

might work for her. She is a very busy girl right now. She 

goes to kindergarten (with only 12 kids in her class, a 

teacher and an assistant), also takes piano lessons, karate, 

swimming classes, speech 3 times a week, and ballet. She 

also used to do horseback riding but we had to stop that 

because she started school. She is 5 and a half now but 

mentally developed at a level of a 3 and a half year old. 

She does not have many health issues, in fact we are 

working constantly that she only gets stronger. Speech, and 

cognitive abilities, now that’s another story. But I know 

now if we all work hard she has a great chance to catch up 

one day. There were a few very inspirational young adults 

at last year’s conference in Chicago, and so many great 

kids who are so spirited, so sunny, we felt truly lifted! We 

are concentrating on the positive these days, because there 

is simply no time for negativity. We already love our Maya 

more than anything, our sweet little girl, simply perfect. 

Well, almost perfect, right? But who wants absolute 

perfection? 

 

Sincerely yours, 

Olga, Alex and Maya 

 

 

Don’t miss the Eye in CFC 
syndrome 

 

Everyone 

needs spectacles 

at some point in 

their life!  

Individuals with 

CFC are no 

exception.  We 

had the privilege to perform eye exams in children with 

CFC at the Chicago Ras/MAPK symposium by visual 

function assessment, slit lamp exam and dilated fundus 

exam.  Our team consisted of Dr. Suma Shankar from 

Emory University, Dr. Kate Rauen from UCSF, and Dr. 

Deborah Orel-Bixler and her team of optometrists from 

UC Berkeley.  

 

What we learned is that majority of the CFC patients 

have vision problems – the good news is - most are 

treatable.  Some of the commonly observed eye problems 

include the following:  

 

1. Refractive errors – near sightedness (myopia), far 

sightedness (hyperopia) and astigmatism (eye shaped like 

a football).  These can be corrected by appropriate 

spectacle correction.  

 

2. Ptosis – droopy eye lids. If this is severe and 

covering the child’s pupil causing poor vision, spectacle 

props or surgical correction is recommended early to 

prevent lazy eye. 

 

3. Strabismus – eyes not aligned straight. Can be 

exotropia- one or both eyes turning out, esotropia – one or 

both eyes turning in, or hyperopia, one eye positioned 

higher than the other.  Spectacle and/or surgical 

correction is recommended early to prevent lazy eye. 

 

4. Amblyopia – lazy eye.  May develop due to poor 

vision because of ptosis, refractive error, or strabismus.  

This is managed by correcting the underlying vision 

problem such as refractive error, followed by patching or 

blurring the vision in the good eye using eye drops and 

forcing the amblyopic (lazy) eye to work. 

 

5. Optic nerve anomalies- the optic nerve is the cable 

that connects the eye to the brain. Some individuals may 

have poor vision that is secondary to optic nerve 

problems that can cause nystagmus (rapid circular or 

jerky movement of the eyes) and poor vision. Optic nerve 

anomalies cannot be corrected. However, if there are 

other associated treatable causes as well, for example, 

refractive error, an attempt to correct those should be 

made to provide the maximal visual benefit that can be 

obtained.  

 

Early eye exams by pediatric ophthalmologists as 

early as in the first few days of life and routine eye exams 

every 6-12 months during childhood will help recognize 

and treat vision problems. This will boost the overall 
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optimal development of the child and the children in 

achieving their best potential. 

 

The Musculoskeletal System 
in CFC Syndrome:  Learning 
More Every Day 

 

There has been a lot of exciting work looking at the 

bones and muscles of individuals with CFC syndrome.  In a 

collaborative effort, the research teams of Dr. David 

Stevenson (University of Utah), Dr. Kate Rauen (University 

of CA at San Francisco), and Dr. Kent Reinker (University 

of Texas Health Sciences Center) have recently reported on 

several aspects pertaining to the musculoskeletal system in 

CFC syndrome. Most of this work was obtained in large part 

from research participants who attended the CFC 

International Conferences over the past several years.  None 

of the work could have been accomplished without the 

collective efforts of CFC International and the family’s 
participation.  A few of the results are detailed below: 

 

1. Muscle Strength:  In a collaborative effort the 

above investigators were able to show that handgrip strength 

is decreased in individuals with CFC syndrome, Costello 

syndrome, Noonan syndrome and neurofibromatosis type 1 

(NF1) compared to people without these syndromes.  In 

addition, it appears that the older a person with CFC 

syndrome was the lower the strength compared to their 

siblings of similar ages, suggesting that the weakness 

worsens over time.  These data were presented at the 

Western Society of Pediatric Research in January, 2012 and 

a paper has been accepted for publication in “Muscle and 
Nerve” and will be published in the near future.  

 

2. Myopathy in CFC Syndrome: Dr. Rauen and her 

team looked at muscle biopsies from individuals with CFC 

syndrome and Costello syndrome showing differences in the 

muscle fiber sizes.  They also used cells from a mouse model 

with mutations in the genes that cause CFC syndrome in 

order to study the role of these mutations on the development 

of muscle cells.  The data from both of the human muscle 

biopsies and the animal studies show that the RAS/MAPK 

pathway plays a role in how muscle cells develop.  These 

results are published in the “American Journal of Medical 

Genetics” (http://www.ncbi.nlm.nih.gov/pubmed/21495178). 

  

3. Orthopedic Findings in CFC Syndrome:  There 

are a multitude of musculoskeletal problems observed in 

CFC syndrome.  Dr. Reinker and his team provided a 

detailed analysis of the orthopedic problems in CFC 

syndrome from physical examinations and questionnaires 

obtained from the 2009 Berkeley conference.  There was a 

high prevalence of scoliosis, cervical spine disorders, flat 

feet, hip dysplasia and joint contractures.  Abnormal muscle 

tone, kyphosis, knee contractures, and significant callouses 

were more common in CFC syndrome compared to Noonan 

syndrome which may help in the initial diagnosis. The 

results are published in the “Journal of Pediatric 

Orthopedics” 

(http://www.ncbi.nlm.nih.gov/pubmed/21654472).  

 

4. Bone Resorption:  Dr. Stevenson and his group 

previously showed that bone appears to be resorbed more 

quickly in CFC syndrome from markers found in the urine 

which may be an indicator of potential osteoporosis.  The 

combination of increased bone resorption, potentially due to 

hyperactive bone resorbing cells, and decreased muscle 

strength may predispose individuals with CFC syndrome to 

osteoporosis later in life.  When there is a lack of forces 

placed on the bone, which potentially could happen when 

there is muscle weakness and decreased activity, then the 

bone may continue to resorb faster than the bones can re-

build.  These results are published in “Clinical Genetics” 
(http://www.ncbi.nlm.nih.gov/pubmed/21204800). 

 

5. Review of Musculoskeletal Findings in 

RASopathies:  Dr. Stevenson provided a review comparing 

the musculoskeleton of the various RASopathies including 

CFC syndrome.  Although there was significant overlap of 

some musculoskeletal problems (e.g. scoliosis, flat feet), 

there were some skeletal manifestations that help to 

distinguish between the various syndromes (e.g. tibial 

pseudarthrosis is specific for NF1).  This was published in 

the “American Journal of Medical Genetics” 
(http://www.ncbi.nlm.nih.gov/pubmed/21495174).   

 

The above data were obtained primarily through the 

participation of the families with CFC syndrome who 

attended the 2009 and 2011 CFC International Conferences, 

and have helped to better understand the musculoskeleton in 

CFC syndrome. The combination of muscle weakness, low 

muscle tone, and decreased bone mineral density may 

contribute to scoliosis, hip dysplasia, contractures and other 

musculoskeletal problems in CFC syndrome.  In addition, 

over time the muscle weakness and combination of 

musculoskeletal problems may lead to further inactivity and 

http://www.ncbi.nlm.nih.gov/pubmed/21495178
http://www.ncbi.nlm.nih.gov/pubmed/21654472
http://www.ncbi.nlm.nih.gov/pubmed/21204800
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decreased quality of life.  Targeted physical therapy 

programs to help improve strength may be beneficial.  In 

addition, early intervention to recognize the orthopedic 

problems may help alleviate problems in adulthood.  

Additional studies are needed to see if specific physical 

therapy programs, vitamin supplementation (e.g. calcium, 

vitamin D), specific surgical or bracing techniques, or other 

therapeutic agents will improve the musculoskeletal system 
in CFC syndrome. 

 

Dear CFC Family 
I am writing to you as a parent of a child with CFC. I also 

work as a scientist in a branch of biology named 

computational biology at the Technion, the Israel Institute of 
Technology. I would like to share our story with you: 

 

Nine years ago we had Jonathan, our second son. From 

the beginning, his life was very difficult. He refused to feed, 

and failed almost every milestone that every baby normally 

follows. About a year later we understood that Jonathan will 

never be "normal"; he will have difficulties eating, speaking, 

walking and more. The questions came after the initial shock 

and acceptance: What is the problem? Why? What was 

wrong with him or maybe us? And of course there were no 
answers at all…  

 

When Jonathan was almost one year old we moved to 

Cambridge, UK, since my work as a scientist led to me to 

work at the European Bioinformatics Institute, on the 

outskirts of Cambridge. During our three years at the UK we 

continued to obtain genetic counseling and we eventually got 

to the London Great Ormond Street Hospital, in which a 

world famous medical doctor told us "you will probably 

never know what the problem with Jonathan is, he has a 
complex syndrome with too many symptoms".  

 

We almost gave up, since searching for answers 

demanded too much energy, and we just concentrated on 

making Jonathan's and our life easier and stabilizing his 

stubborn epilepsy and teaching him to walk and eat. Then, 

about five years ago, we returned to Israel and decided to 

have a third child, despite many fears of a possible repetition 

of Jonathan's condition, since we wanted to give Yuval, our 

eldest son, a new brother or sister to play and grow up with. 

The geneticist we met while following my wife’s pregnancy, 

Dr. Stavit Shalev (Afula Medical Center, Israel), suggested 

continuing searching for Jonathan's syndrome’s origin. She 

asked for a blood sample from Jonathan, and we gave 

permission to perform genetic tests. I was very skeptical but 

agreed, with the condition that no invasive test would be 

done on Jonathan. During that period Prof.  Bruria Ben-Zeev 

(Sheba Medical Center, Tel Aviv, Israel) and her team 
stabilized Jonathan’s epilepsy with a cocktail of four drugs. 

Then two and half years ago our third son Noam was 

born, absolutely normal and very cute. He has given us so 

much energy to continue to deal with Jonathan’s feeding 

problems.  Then one day about a year ago, I received an 

email from Dr. Shalev informing me that after consultation 

with Prof. Dian Donnai (Professor of Medical Genetics at the 

University of Manchester, UK), they suspected Jonathan 

may have a syndrome of the Rasopathy family (CFC, 

Noonan, etc.). Amazingly, about a month later, we received 

genetic confirmation that Jonathan has a MEK1 mutation 

(Y130C). We could not believe it, especially once I recalled 

my biology education; I was absolutely convinced that a 

single point mutation could not explain such a complex 
phenotype. 

 

Then, I started to feel that I have to do something, since 

my everyday work involves studying protein mutations at the 

structural level and helping other scientists to understand 

why a certain mutation is deleterious for a protein (causes a 

disease or any other harmful result). After reading all the 

papers I could find, and consulting with many scientist 

friends in Israel, I found that Prof. Rony Seger, who 

discovered MEK1 as a young postdoc about 25 years ago, 

works at the Weizmann Institute of Science (Rehovot, Israel), 

Jonathan (CFC), Fabian, Michal and Yuval 
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and that he is willing to meet and talk about how we can 

study Jonathan's mutation and others causing CFC. 

Following our first meeting, we began to develop a truly 

scientific integrative plan, including my colleagues and 

friends Prof. Assaf Friedler (a world expert in protein 

biophysics) from the Hebrew University in Jerusalem, Israel 

and Dr. Juan Fernandez-Recio, a renowned biocomputational 

scientist from the Barcelona Supercomputer Center, Spain. 

Together we have devised a plan to study and understand 

how MEK1 mutations disrupt the cellular machinery leading 
to this extremely difficult childhood syndrome.  

 

We will apply a variety of biophysical, biochemical, 

cellular and computational methods to study the impact of 

the mutations at the molecular level and to study the 

disruption of the complex network of protein interactions 

related to this vital group of proteins. Our final goal is to 

develop therapeutics for CFC and related syndromes and 

understand the basic mechanism by which CFC mutations 
disrupt normal cell functions.  

 

I truly don't know if we or other research teams working 

on CFC will succeed to find a symptom reliever drug that 

will improve a CFC patient's life, but personally the last year 

has definitely changed my life. I am yet and will always be 

concerned with Jonathan's basic well-being, his eating 

problems, his epilepsy and more. But I will surely also be 

involved in a thrilling quest for the understanding of CFC, 
with the final goal of improving the life of CFC patients.  

 

I wish to end with a big thanks to my son Jonathan and all 

other people with CFC, without whom this letter would not 

have been written, and my life had been much less 
interesting.  

 

Yours sincerely, 

Fabian Glaser, PhD 

Father of Jonathan (CFC syndrome) 

 

Bioinformatics Knowledge Unit  

The Lorry I. Lokey Interdisciplinary Center For Life 

Sciences and Engineering 

Technion – Israel Institute of Technology  

Haifa City, Haifa 32000, ISRAEL 

 

Contact details: 

fglaser@technion.ac.il 

+972-4-8293701 

Aunt Steps Up to a CFC Board 
Position 

My name is Kayla 

Stein. I have been 

involved with CFC since 

2007.  My nephew, 

Ronnie Zeunen, was 

diagnosed with Cardio-

Facio-Cutaneous 

syndrome in 1997.  And, 

in the summer of 2007, I, 

along with other family 

members, attended the 

Orlando conference.  I 

was impressed, and 

humbled by the 

experience of seeing the 

kids and their families.   

A short time after that 

conference, the 

organization was in need of a bookkeeper/accountant so I 

volunteered for the position.  I have thoroughly enjoyed 

my involvement with Brenda Conger and the other board 

members.  So, when I was recently asked to join the board, 

I was delighted. 

 

I am certified public accountant with a small accounting 

and tax practice.  In addition to my company, I serve on the 

board of directors of my condominium association.  I also 

spend time helping out three elderly aunts who live nearby. 

 

I reside in West Bloomfield, Michigan with my 

husband, Rob, our 9 ½ year old sheltie named Annie, and 

our 6 year old miniature poodle named Cooper.  I also have 

two grown daughters, and two grandchildren.   

 

Kyle Stowell Board Resignation 
 

After spending the last few weeks thinking about my role 

with CFC International, it is with sadness that I announce I 

am resigning from the board of directors. I know you can all 

appreciate the pressures I face as the parent of a special 

needs child. It is compounded with the health issues my wife, 

Jennifer, deals with. If we were only dealing with Jared's 

Kayla Stein 
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CFC Syndrome, life would be much simpler. But our path in 

life has not been simple or easy. Still, I know that we are 

having these experiences for a reason. I hope in the end to be 

a better person because of the path I have had to walk 
through life. 

 

I plan on continuing to help CFC International where I 

can, as I have in the past. I would also like to continue 

putting together the slide show for each conference. As a 

Systems Engineer, I hope my technology expertise will be 
helpful to the group. 

 

I have confidence in the Board of Directors and believe 

that CFC International has a bright future ahead and a key 

role in furthering research that will improve our children's 

lives. 

CFC International Celebrates 
Rare Disease Day 

 

Rare Disease Day is an 

international advocacy day to 

bring widespread recognition of 

rare diseases as a global health 

challenge. The day is celebrated 

on the last day of February every 

year and this year was observed 
February 29, 2012.  

In the U.S., a rare disease is one that affects fewer than 

200,000 people. This definition comes from the Orphan 

Drug Act of 1983 and is slightly different from the definition 

used in Europe. There are nearly 7,000 rare diseases 

affecting nearly 30 million Americans. In other words, as 

many as one in ten Americans are suffering from a rare 
disease. 

Besides dealing with their specific medical problems, 

people with rare diseases struggle to get a proper diagnosis, 

find information, and get treatment. The rarity of their 

conditions makes medical research more difficult. For 2012, 
our focus is solidarity. 

This year for Rare Disease Day, CFC International 

President, Brenda Conger presented CFC Syndrome and 

other rare syndromes to the students at Binghamton High 

School in New York where Brenda is employed. She teamed 

with Biology teacher Bridgett Derr and Health teacher, Kelly 

Breward. Bridgett and Kelly also have family member who 

were born with rare diseases.  

 

Raelen Nichole Fields 

4/10/11 ~ 3/26/12 

 

A special little angel sent from the skies above, 

sent to you from heaven, on the wings of a small 
white dove. 

Although she didn’t stay long she brought you all a 
smile, 

this special little baby with her angelic style. 

She taught you all a lesson, which is hard for you to 
see, 

she gave you love and knowledge to help your new 
family. 

 

So mummy don’t be lonely, don’t be sad I’ve gone 
away, 

think of all our special times I spent with you each 
day. 

And daddy when you looked at me, with a tear in 
your eye, 

all my special cuddles and the love you can’t deny. 

 

Imagine if I didn’t come, there would be no start, 

my time with you was special, and it remains within 
your heart. 

So wipe your tears and brave a smile, my pain has 
gone away, 

we will meet I’m sure again, but just another day. 

 

Written by: Paula Newton 

Perth Western Australia 
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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. 


