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A Father’s Last Gift 
 
My name is Kathy Figaro and I’m going to tell you about 

my daughter, Connie! She just turned 23 years old and was 
only recently diagnosed with CFC Syndrome as a result of 
an incredible series of events. I’ll save that story for the end! 

I already had a wonderful stepson and daughter when I 
found out I was pregnant with Connie. My pregnancy was 
uneventful, other than one ultrasound that showed that a leg 
bone length might have been a little bit off. I was reassured 
at a subsequent ultrasound that everything looked ok. 

 
Connie entered our world on August 9, 1993, 4-1/2 

weeks early. Five weeks prior, we had moved to Salem, VA 
(where we live now) from Richmond, VA. The previous day 
we had finished up a weekend celebrating my oldest 
daughter’s 3rd birthday with family. Fortunately, my in-laws 
were still in town, so they could help out with my other 
children. I certainly did not expect going into labor and 
don’t remember if we even had a name picked out! 

 
I remember heading over to the doctor’s office in shock. 

Once he determined that I really was in labor, he told me to 
drive to the hospital immediately. I don’t remember much of 
that drive, other than realizing that I was going to have to 
yell at the people doing road work if they held up the “Stop” 
sign as I got close! (Fortunately I didn’t have to do that!) 

 

When I arrived at the hospital, my doctor gave me 
medicine to try to stop my labor. However, my sweet girl 
was ready to bless us with her presence! She weighed 5lb. 
12 oz. and was 19” long. I don’t think at that point we knew 
anything was wrong, but the doctors probably did. I do 
remember that when her pediatrician later came in, he said 
that she was ok but mentioned that she had a heart murmur 
and, based on many of her physical characteristics, may 
have Turner Syndrome. We were pretty shocked at that point 
and I wish I could remember more about that day! 

 
We left the hospital 2 days later, but her weight had 

dropped to 5lb. 2oz. She also had a cardiologist appointment 
that day, where they determined she had a small VSD and 
ASD. Other than that, her heart seemed fine. 

 
I tried to nurse Connie but was not having much luck. I 

had nursed my older daughter so I KNEW what to do, but 
Connie would barely eat, and what she did eat she would 
spit up. We tried the bottle but the results were the same. 
She had a visit with the doctor a few days later and had only 
gained 2 oz. I continued trying to get her to eat but it was a 
struggle. At her August 20th doctor’s visit, her bilirubin was 
too high and her jaundice was bad (from not eating, of 
course!) This introduced us to the world of the Wallaby 
bilirubin blanket, which we used for 4 days until her 
bilirubin levels dropped.  

 
A Father’s Last Gift ... continued on page 8. 
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Message from the Executive Director 
 

Living in New York State, we have been very fortunate 
to have an extremely generous Medicaid Waiver 
program for Clifford. With all these supports in place, I 
was able to keep my teaching job as well as have staff 
every Saturday so I could work for CFC International. 

Now that our son is out of school, the challenges have 
changed. Early on it was the endless running to doctors, 
school meetings, and corresponding with his therapists.  

 At age 21 our son transitioned into adult services. At 
the meetings, the program sounded like a good fit for 
him with three days per week of Day Habilation at a 
center and two other days with the NYS Self 
Determination program where he would get out into the 
community for exercise, a short volunteer job, and 
socialization by going to restaurants with his one to one 
staff. Although the local billing agency screened all 
staff and conducted the training, it was our 
responsibility as a family to interview staff and be in 
charge of their payroll and a monthly report. I set up 
charts with staff names, hours, different activity choices 
and a list of emergency phone numbers. What I soon 
found out was that the program with Self Determination 
sounded fantastic on paper but was exhausting when 
people called in sick or just could not get to work. Since 
I work out of a home office, I soon became the back up 
staff. This same program in NYS also expects families 
to set up staff for the long term with housing. I can’t 
imagine what individuals with disabilities will do when 
staff don’t show up due to the weather or other 
situations. Will they be safe and have a meal or not? 

We have started to explore living in another state after 
my husband retires. I have also learned that each state 
in the country implements their Medicaid Waiver 
programs totally different. In addition, there are waiting 
lists to enroll in the waiver and some states have lists as 
long as 10 years. Since the Medicaid Waiver is what 
drives all adult programs, sitting at home is not an 
option for our son.  

We are the first generation to enter this era of non-
agency funded group homes and similar to the CFC 
gene discoveries in 2006, the future is still so uncertain 
with final outcomes. We are the pioneer generation! 

Brenda Conger 
 

CFC International 
 

Executive Director: Brenda Conger, Vestal, New York 
President:  Jennifer Iacobelli, St. James, New York 
Vice President:   
Molly Santa Cruz, Arroyo Grande, California 
Treasurer:  Cara Borian, Sinking Springs, Pennsylvania 
Secretary:  Shelly Greenhaw, Edmond, Oklahoma 
 
Board of Directors: 
Luba Djurdjinovic, Binghamton, New York 
Pilar Magoulas, Houston, Texas 
Les Rogers, Roseburg, Oregon 
 
Newsletter Editor: Peter Hoedjes, The Netherlands 
 
CFC International 
183 Brown Road 
Vestal, NY 13850  USA 
(607) 772-9666  
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. 
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Donations 
 
 
 
 
 
 
 

Donations in Honor of: 
 
Megan Ankeny 
Alex & Harry Montgomery 
Richard Pinsonneault 
Leah Borian 
Peter & Cara Borian 
Walter & Maura Ritchie 
Kate Brockwell 
Anonymous 
Matt and Laura Brockwell 
Nicole Stroud 
Hailey Chapman 
Beth and Chad Chapman 
Jack Doyle 
Akron Children's Hospital 
Emmett Dyer 
Hilary Sosa 
Nathaniel Epstein 
Donald & Louise Epstein 
Foundation 
Alec Farmer 
Doug Farmer 
Amanda Holland 
Karen & Fred Holland 

Nola Iacobelli via Sam’s 
Walkathon 
Martin & Karen Adler 
Kenneth & Catherine Allen 
Ray J Bugara 
Ron and Sandra Bugara 
Gina & Ronald Catania 
Samantha Colleran 
Steven & Rachel Colleran 
Tara Creighton 
Bart & Julia Daudelin 
John & Janet Donohue 
Taryn Fordes 
Graybeards, LTD 
Debra Hartman 
Jenny & Darin Iacobelli 
Laura Liscio 
James and Cindy Mangan 
Ellen Mary McNally 
William & Camille Michel 
James & Kim Mullen 
Marie Murphy 
Andrew & Jodie Rossi 
Eileen Rossi 
SRI Fire Sprinkler, LLC 
Andrew and Loretta Stone 

Rosemary Witkowski 
Rachel Ann Kutzler 
David & Mary Kutzler 
Lindsay Levenhagen 
Susan Mathison 
Gloria Rogers 
Charlotte Stiles 
Susan Stiles-Sumstine 
Rafaela Taylor 
Vicky Taylor 
Daniel Warner 
Joslyn Byrne 
Joseph & Elizabeth Marck 
Kenneth & Amy VanHouzen 
Megan & Matthew Warner 
Sidney Wilson 
Brad & Cathy Wilson 
 
In Memory of: 
Mary Ruth De Gast 
Pam & CB Baldwin 
Barbara Jenkins 
Bill Jenkins 
Cheryl & Ed Sawyer 
 

Stephanie Kohler 
Scholarship Fund 
Glenn Brady 
Jeffrey Kohler 
Mitchell Kohler 
Larry Rubin 
Marcia McQuillan, teacher 
to Anthony John Verrino,  
Anthony & Nevada Verrino 
Nicholas Riech 
Winifred Lyons 
Gary Rull 
 
 
General Donations: 
Christine Browning 
Janet Caramello 
Leigh Cosentino 
Gaylon Gasaway 
Charmel Gilbert 
Nancy and & Kadlecik 
J. Wesley Paschall III 
 
 
 
 

 
 

CFC International Rolls Out New Website  
 

CFC International has hired a professional designer to 
brand our new website to our literature. Here you will find 
updates for the upcoming 2017 conference in Texas as 
well as other important news. We would like to give a 
shout out to volunteers Kramer Huculak and Steve 
Frizzola who also spent many hours on this project.  

 
Take a moment to enjoy our new look at: 
 www.cfcsyndrome.org 
 

 
 

 
 
 

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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 Samantha Colleran Walks the Walk 
 
Long Island, New York supporter Samantha Colleran 

hosted her annual Walk for CFC on May 7, 2016. With 
family, friends and local Iacobelli family, this amazing team 
brought in close to $6,000 in donations for CFC 
International. Samantha’s family has known the Iacobelli 
family for years and they have a close relationship with Nola 
Rose Iacobelli, age 8 who was born with CFC syndrome. 
Thank you Samantha for your never ending support of our 
organization! 

 

Stephanie Kohler Conference 
Scholarship Fund 

 
Stephanie's Conference Scholarship Fund provides 

families much needed financial help to attend the semi-
annual conference. The 9th International CFC conference 
will be held in Sugar Land, Texas outside of Houston on 
June 28 to July 1, 2017. The Scholarships are based on 
financial need to allow a family to attend who would 
otherwise be unable. There are a limited number of 
scholarships and preference will be given to first time 
conference attendees. Applications can by found on the CFC 
International website at: http://cfcsyndrome.org/family-
support/stephanies-fund/ Applications are due by 1/16/17 
and scholarship award winners are notified by 2/13/17.  
Conference registration for everyone who wishes to attend 
will be up on the CFC International website after March 1, 
2017. 

 
The conference offers a great mix of medical resources, 

informational break out sessions which cover issues unique 
to dealing with such a rare syndrome and the opportunity to 
meet other families dealing with the challenges of CFC 
Syndrome.  As rare as this syndrome is, there are many great 
families on this CFC journey. It feels good to be around 
people on the same journey with similar issues and 
challenges, with the same love of their precious kids.  The 
Kohlers want every family to have the opportunity to 
experience all that the CFC Conference has to offer. That is 
why they have established Stephanie's Conference 
Scholarship Fund in memory of their precious daughter, 
Stephanie Kohler.  Stephanie passed away at the age of 24. 
She lived her life with enormous joy and had a smile that lit 
up a room.  

 
 

What is Cardio-Facio-
Cutaneous (CFC) Syndrome? 
 
Cardio-Facio-Cutaneous syndrome is a rare genetic condition 
that affects approximately 1 in 810,000 people. It causes a 
range of physical, cognitive, and developmental disabilities 
that can range from mild to severe. It affects both genders 
equally and is seen in all races/ethnic backgrounds. 
 
Common features found in CFC syndrome: 
 
• A distinctive facial appearance  
• Unusually sparse, brittle, curly hair (not seen in all cases)  
• Skin abnormalities  
• Heart defects that may be present at birth or develop later 
• Growth delays 
• Varying degrees of intellectual disability 
• Vision abnormalities 
• Seizures 
 
What Causes CFC Syndrome? 
 
CFC syndrome is caused by mutations (changes) in one of 
four different genes called BRAF, MEK1, MEK2 and KRAS. 
These genetic changes usually occur for the first time in the 
child, and are rarely inherited from a parent. Therefore, the 
chances of having another child with CFC syndrome would 
be very low. There is nothing that either parent did or did not 
do during the pregnancy to cause these changes in the genes; 
they just happen by chance. 
 

A Conference of Hope 
By:  Brenda Conger 
 
This year’s Global Genes Summit in California was a two-
day event partnering with rare disease patients, caregivers, 
advocacy organization leaders, industry professionals and 
experts within the rare disease field.  
 
This was my 3rd year in attendance and this summit held on 
September 24-25th was by far the most inspiring conference I 
have attended. The Global Genes Team members were all 
engaged with each and every one of us. I felt their 
commitment when I had conversations with team members 
and also noted their leadership roles in pulling together to 
host this huge event. The Summit was attended by over 500 
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Aquiles Diaz 
3/10/12 - 8/5/16 

Danielle Sevin 
10/21/08 - 7/8/16   

Nick Riech 
5/19/95 - 8/19/16   

participants.  I came away from this Summit feeling 
connected, empowered and totally energized to continue to 
bring hope to our CFC families. I was so pleased to see that 
there were many new advocacy leaders in attendance this 
year as well.  

 
As CFC International moves forward with the end goal of 
future treatments for our children, here is what I learned at 
Global Genes. We must keep the end goal always in sight. In 
order to obtain treatments, we must develop a Natural History 
(natural course of the syndrome.) This will detail the 
progression of the syndrome from birth to adult years and 
even death. We must get all our families engaged in the 
reporting. Without an engaged patient and research 
community, nothing will move forward with potential drug 
trials. 
 
The inspiring speech at the end of the summit on day one also 
brought me so much hope for future generations. The most 
important data is your family medical history. It really does 
matter! There is hope everywhere as we look to our past - so 
many conditions in our lifetimes were fatal and now have 
treatments. There is an amazing explosion in the field of 
molecular genetics and also so many groups of people who 
can make a difference in generating dollars spent for research. 
We now have the ability to sequence the whole genome at a 
low cost of around $1,000 and some insurance companies are 
covering this testing since we all know that prevention is so 
much cheaper than dealing with expensive treatments.  

 
We can take cells from patients and create more cells and 
then try out drugs to see how effective treatments will be. 
The future will be early detection and prevention of diseases 
along with precision medicine (how to turn a gene on and 
off.)  
 
Today we have over 7,000 rare diseases but only 5 percent 
have a treatment. I hope in my heart that everything I learned 
at the Global Genes Conference will result in many, many 
treatments and gene therapy so that our future generations 
can live healthier, longer and productive lives. Thank you 
Global Genes for bringing hope to so many. 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

 
 
 
 
 
 
 
 
 
 
 

 
 
 
 
 
 
 

 
 

Sandra Taylor (The Costello Family Network), Lisa Schoyer 
(Rasopathies Network USA), Brenda Conger (CFC 
International), Cyndy Hartman (Noonan Syndrome 
Foundation) 

Memory 

In 

Of 
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Bryce – 9th grade in Ohio      
Christian and his brother in Maryland. 
First day of 1st and 3rd grade 

Rian age 7 and Alex age 8 with their sister Holly Ann age 11 going back 
to school in Ireland 

Marcus – 7th grade with his 
mother on first day of school 
and back to teaching in 
England 

Danny – preschool  in Ohio     Twins Brett & Luke from Illinois  – 
Grade 9 Grace – Year 1 in England 

Back to School 
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Madison – 5th grade in Florida 

Hailey – 1st grade in Colorado   

Logan attending Meyer Center      

Aubree – Pre-School 
in Texas 

Makayla – Indiana   Andrew – from Idaho Owen – Preschool in 
New York 

Liam – Pre-school in Massachusetts 

James – Year 1 in England   

Brianna – 8th grade in California 
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Connie age 3 

A Father’s Last Gift ... 
continued  

 
Unfortunately, Connie was still not gaining weight. 

This began visits to the doctor every few days to check her 
weight. (This was also when I had to start wearing 
waterproof mascara because I cried at every visit!)  She did 
not gain weight to reach her original birthweight until 
September 10th, when she was a month old.  

 
Shortly thereafter, she had a genetics appointment, 

which showed her chromosomes were normal. Over the 
next month, she had more blood tests, cardiologist visits, 
CT scans, and I am sure appointments I don’t even 
remember. Still no answers. 

 
In November, it was decided that Connie should be 

admitted to the UVA Medical Center.  She saw so many 
doctors and residents that I don’t recall everything they 
checked for. She had another CT scan, MRI, and lots of 
blood tests. They tried to test her for Cystic Fibrosis but 
were unsuccessful since her arms were so tiny. An OT who 
saw her felt that Connie was having a hard time 
coordinating suck/swallow/breathe. This seemed like at 
least we now had one answer! She was diagnosed with 
hypotonia as well. 

 
Connie was seen by quite a few gastroenterologists and 

was eventually started on an NG tube. As much as this 
scared me, it ended up being such a blessing. She finally 
gained a few more ounces and we left the hospital after a 
week. We still had no definitive answers, but at least my 
girl was finally gaining some weight! 

 
When she was 

about 3 months old, 
she was evaluated by 
Easter Seals and soon 
thereafter began PT, 
OT, and speech 
therapy, which was 
another blessing for 
her. When she was 7 
months old she was 
also evaluated by the 
Department of Visual 
Services since there 
were some concerns 
about her eyesight. 
They visited her on a 
regular basis to work 
with her. She was also 
referred to an 
ophthalmologist at 

that time and was diagnosed with strabismus. We started 
patching her eyes with the hope of correcting this. She also 

saw a retinal specialist who noticed that she has a spot on 
the retina in one of her eyes. 

 
Over the next year she had many ear infections and a 

ruptured eardrum, which necessitated her being put on a 
low-dose antibiotic for a few months, a barium swallow to 
check for reflux (negative), more CT scans, botulin 
injections in both eyes to try to correct the vision issues 
since the patches did not, discussions about whether to 
switch her to a G-tube, and another visit with genetics. Of 
course, there were still no answers and no diagnosis. She 
cried and screamed a lot and we just didn’t know why. 

 
June 26, 1995 was a wonderful day! Connie was finally 

consistently gaining enough weight that we were able to 
get rid of the NG tube! It was an incredible blessing for her, 
and I was happy that she was doing so well! 

 
In the following months she had eye surgery on both 

eyes since the injections didn’t work. She also had a 
bleeding hemangioma that necessitated plastic surgery. 
Fortunately, she did continue to gain weight! 

 
Connie started school when she was 2 in the special 

education preschool program at the local elementary 
school. Since she was non-verbal, they started teaching her 
sign language. This was a blessing because she could 
communicate, which lessened her screaming bouts.  
Connie did not walk independently until she was about 5. 
Up until then, she rolled around on the floor and then 
eventually used a walker. She was not toilet-trained until 
she was about 8. 

 
In 2005 she had her first seizure. She had quite a few at 

first but was started on Carbatrol which, fortunately, has 
for the most part controlled her seizures. She was referred 
to an endocrinologist in 2011 due to her short stature and 
was diagnosed with growth failure and delayed female 
puberty. In 2013 she was declared legally blind and also 
started on preventative drops for glaucoma. Then she was 
diagnosed with autism and OCD. She has had some reflux 
over the past few years and a bad episode last month that 
necessitated a trip to the emergency room. I know this is 
common with many of the CFC children but this had not 
previously been an issue for her. 

 
Now let’s meet the real Connie! She is hilarious! She 

LOVES to talk (and talk and talk and talk…I always kid 
that we prayed so hard for her to talk but forgot to ask God 
for a break from her talking every now and then!) Connie 
has never met a stranger and would love to ask you about 
everyone in your family, if you have a doorbell, what pets 
you have, what color your curtains are, and so many other 
things! She also loves to read and has quite a book 
collection (on her level, of course.) Her favorite books are 
picture dictionaries. She graduated from high school in 
2015 and made many friends throughout her school years. 
She does have behavior issues, which can be challenging 
and frustrating, but she’s truly a delightful young lady. In 
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addition to her older brother and sister, she has two 
younger sisters. She also has a nephew and a niece, and she 
and her niece (2-1/2 years old) are partners in crime! 

 
Connie’s diagnosis was a long time coming and the 

story is bittersweet. My dad passed away and his funeral 
was on March 1st.  After the service, a lady from the choir 
approached my other three daughters and asked some 
questions about Connie. She mentioned that her daughter 
had a very rare syndrome and that her daughter and Connie 
could be twins. She told the girls the name of the syndrome 
but they couldn’t remember it. I had been in another area at 
the time and was not aware this conversation took place 
until my girls told me that evening.  

 
I was disappointed they didn’t remember the name of 

the syndrome but really didn’t think much about it. I 
figured the chances of a diagnosis after almost 23 years 
were slim to none. Connie had always been undiagnosed 
and would continue to be. It felt like there was no way…  
A week went by and I couldn’t get the conversation out of 
my mind. I decided to contact the church and explain the 
circumstances in the hopes they might know this lady, and 
they did. It seems they all knew fellow CFC mom Laura 
Brockwell and her daughter Kate! They passed my contact 
information along to Laura and we made contact. I’ll never 
forget the first time we talked on the phone. In talking 
about Kate, Laura could have been talking about Connie. I 
began to get very excited that maybe, just maybe, this was 
the answer we had been looking for. Laura explained that 
there were other syndromes very similar to CFC (Noonan 
and Costello), but this was a start.  

 
When we hung up I immediately got on the computer 

and looked up CFC Syndrome. CFC International came up 
first so I looked there. As I read about the syndrome and 
looked at the photo gallery I became more convinced that 
maybe we finally had our answer. I called my girls in to 
look at the website, especially the pictures of the other 
children, and we were amazed. I was so excited but not 
sure how to proceed. I was also a little hesitant because 
Connie didn’t have all of the characteristics associated with 
the syndrome. I waited until the next day and e-mailed the 
organization, which of course went to Brenda Conger.  

 
Brenda responded promptly with a wonderful, 

encouraging e-mail and asked to see a younger and more 
recent picture of Connie. I sent these to her and when she 
responded, she said Connie definitely looked like she could 
have CFC or Noonan Syndrome. She asked if she could 
forward the pictures to a genetic counselor on the board of 
directors for CFC International, and of course I said yes! I 
heard back from the counselor and she was in agreement 
that Connie looked like she had CFC or Noonan Syndrome. 
She then put me in touch with a genetics clinic here locally 
and I made an appointment. 

 
Fortunately we didn’t have to wait too long for the 

appointment and Connie did receive a clinical diagnosis of 

CFC Syndrome! The blood test was sent off and so there 
was more waiting. Even with the clinical diagnosis I 
wanted to be sure after all this time! I got the phone call 
about her test result on my birthday in late April… the best 
birthday present ever! They told me that Connie definitely 
has CFC Syndrome with the BRAF mutation.  

 
Life surely hasn’t changed drastically since the 

diagnosis, (Connie saw a cardiologist and has started some 
PT again,) but now so many things make sense!!! Finally 
having an answer is such a blessing. It certainly doesn’t 
change Connie. She is still my same wonderful Connie, 
with or without a diagnosis! But now we also have this 
awesome CFC family that we are a part of! I used to go to 
my local “special needs mom’s group” meetings when 
Connie was younger and feel so isolated in a way. Don’t 
get me wrong, it was a wonderful group, but Connie had 
no diagnosis so I never felt we really fit in anywhere, 
which probably sounds silly! Now we do! I read your 
stories and can relate to so many of them. I have cried 
reading many of them, realizing that Connie struggled with 
so many of the same issues but we had no real support or 
direction.  

 
Connie and I recently had the wonderful opportunity to 

meet Brenda and her family, and then Laura and her family, 
all in the same week! The Congers were traveling through 
Virginia and stopped to meet us. Connie and Clifford got 
to ride their bikes around a bit and I certainly enjoyed 
talking to Brenda and Cliff. Later in the week the 
Brockwells were picking Kate up from camp so Connie 
and I were able to meet them for lunch. I am so happy that 
we were able to meet Clifford and Kate! And I will be 
forever grateful to Laura for first “diagnosing” Connie and 
to Brenda for helping me navigate through this whole 
process. These ladies are an amazing wealth of 
information! 

 
I miss my dad so much and wish I still had him here on 

earth, but what an amazing gift he has left us. I am sure he 
is smiling in Heaven, knowing that such a wonderful 
blessing was given to Connie and me on one of the saddest 
days of our lives. 

Healthcare in Germany: 
Ordinary and Extraordinary 

 
This week, I got a letter in the mail addressed to Frau 

Rosenbaum. (Although I’ve been living in Europe for six 
years, I’m still occasionally surprised that Frau Rosenbaum 
is me and that my husband and two small children are 
German.) The letter explained that, due to Max’s recent 
evaluation, his preschool would be receiving €3,500 (about 
$3,920) per month from the City of Hamburg for his care 
and therapy. He is to receive twice-weekly language 
therapy, twice-weekly physical therapy, and occupational 
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“frau” Rosenbaum and 
Max 

therapy once per week. The therapists, the letter explained, 
will of course travel to the school so that Max’s routine is 
not too interrupted.  

 
The letter made me realize that the city of Hamburg 

takes better care of Max than I probably would, if it were 
up to me. I might pay out of pocket for one physical 
therapy session per week (I have, actually, when we’ve 
spent vacations in the U.S., or while we were living in Italy 
and waiting to be enrolled in Italy’s ridiculously 
inscrutable health plan,) but I don’t think I would pay for 
two physical plus one occupational therapy sessions. And 
as the monthly bill got into the quadruple digits I might 
think about having Max stay home from preschool for a 
couple of days per week, even though I know he blossoms 
under the routine of daily attendance. I might pay €1,000, 
or even €1,500 if the care was exceptional, but €3,500? No 
way. But the city of Hamburg, Germany is committed to 
integrated school for all kids, and that means every day, 
and as much therapy as the developmental pediatrician 
thinks would help him maximize his potential, so €3,500 is 
what they pay.  

 
Here’s a story that will make you feel like a better 

parent. Better than me, anyway… 
We were on the fast train from Hamburg to Berlin for 

the long weekend, 40 minutes after leaving the station, 
when we realized that we’d forgotten Max’s medicine at 
home. We were too late to turn around, too late to jump off, 
too late to get him back home in time for that evening’s 
dose. 

 
The medicine keeps his heart from beating too fast; 

without it he can have prolonged episodes of tachycardia.  
A tense train ride and two phone calls later, we walked 

into Berlin’s oldest hospital and made our way to the 
children’s ward. The doctor at the pediatric cardiology unit 
welcomed us, said she’d been expecting us, and handed 
over a partially-used packet of the wrong dose of Max’s 
medicine. We agreed that the supply of medicine was more 
than enough to last us through the weekend, and she made 
sure we were comfortable crushing the pills and dividing 
them into the right dose.  

 
As a former U.S. healthcare worker, I was shocked to 

find myself holding Max’s life-saving medication so 
quickly - I was sure that we were going to need to make an 
appointment, register as a first-time patient, arrange 
insurance billing, go to a pharmacy, wait for the medicine 
to be measured to his exact dosage, etc. etc. etc. I worried 
it might take days. Instead, we made one phone call to the 
new hospital, one phone call to Max’s home cardiologist, 
records were faxed, and they gave us the medicine Max 
needed in time for his scheduled dosage that evening. The 

focus on care outcomes (getting Max his medicine so that 
he stays healthy,) rather than defensive documentation 
(making sure they didn’t do anything that a medical 
malpractice lawyer could possibly work up a lawsuit over,) 
is refreshing.  

 
This is not the first time 

that the German medical 
system has surprised me with 
ease or comprehensiveness of 
coverage. Kids generally 
don’t have copays under the 
public insurance scheme, and 
adult copays are usually €10 
per quarter. The bill I got for 
a C-section was for €79 - the 
cost of meals for my husband, 
who stayed in the room with 
me and the baby for four days. 
From Max’s birth, to his 
therapy (at 3 years old, he’s 
had over 300 sessions,) to his 
testing and treatment (EEGs, 
EKGs, etc.,) he has been a 
medically complicated kid, 
and he has blossomed under 
the tens of thousands of Euros 
of care that he’s received in 
Germany. Germany takes the 
position that everyone in 
Germany should pay their fair 
share - most often 16% of 
their income - for health care, 
and that no one should go 

without the healthcare they need. For years pre-Max, we 
happily paid our 16% under this system, pleased to have 
what minimal care we needed and reassured to know that 
our elderly downstairs neighbor was getting the treatment 
she needed for her arthritis. Now, with a son with CFC, we 
are tremendously grateful for the deliberate decisions of 
our country to ensure that he has care, and that his 
extraordinary care is paid for through our, and our fellow 
German resident’s, ordinary contributions.  

 
I’m annoyed by German’s fastidious grammar rules, 

and my permanently awkward accent when speaking 
Deutsch. It is illegal to run out of gas in Germany; 
annoying bureaucracy abounds. I wish there was more 
sunshine here, and better Mexican food. Nothing compares, 
though, to waking up every morning in a country with such 
an incredible commitment to the health, welfare, and 
quality of life for my son. Germans are not known for 
being kind; with this approach to care, they deserve to be. 
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Dr. Bruce Gelb 

Stem cell breakthrough 
unlocks mysteries associated 
with inherited heart condition 
Medical Express 
August, 2016 
 
Using advanced stem cell technology, scientists from the 
Icahn School of Medicine at Mount Sinai have created a 
model of a heart condition called hypertrophic 
cardiomyopathy (HCM)—an excessive thickening of the 
heart that is associated with a number of rare and common 
illnesses, some of which have a strong genetic component. 
The stem cell lines scientists created in the lab, which are 
believed to closely resemble human heart tissue, have 
already yielded insights into unexpected disease 
mechanisms, including the involvement of cells that have 
never before been linked to pathogenesis in a human stem-
cell model of HCM. The research was published in the 
journal Stem Cell Reports. 
 
The genetic disorder discussed in the new study is called 
cardiofaciocutaneous syndrome (CFC), which is caused by 
a mutation in a gene called BRAF. The condition is rare 
and affects fewer than 300 people worldwide, according to 
the National Institutes of Health. It causes abnormalities of 
the head, face, skin, and major muscles, including the 
heart. 
 
To learn more about HCM associated with various genetic 
diseases, Mount Sinai scientists took skin cells from three 
CFC patients and turned them into highly versatile stem 
cells, which were then converted into cells responsible for 
the beating of the heart. This model has relevance for 
research on several related and more common genetic 
disorders, including Noonan syndrome, which is 
characterized by unusual facial features, short stature, 
heart defects, and skeletal malformations. 
 
"At present, there is no curative option for HCM in 
patients with these related genetic conditions," said Bruce 
D. Gelb, MD, Director of The Mindich Child Health and 
Development Institute and Professor in the Departments of 
Pediatrics, Genetics and Genomic Sciences at the Icahn 
School of Medicine at Mount Sinai. "If our findings are 
correct, they suggest we might be able to treat HCM by 
blocking specific cell signals—which is something we 
know how to do." 
 
Dr. Gelb says that about 40 percent of patients with CFC 
suffer from HCM (two of the three study participants had 
HCM). This suggests a pathogenic connection, though the 
link has never been fully explored or explained. The 
primary goal of the current research was to understand the 
role of a cell-signaling pathway called RAS/MAPK in the 
cascade of events leading to HCM in patients with 

CFCs—and by association, with Noonan syndrome, 
Costello syndrome, and other similar illnesses. 
 

Observing the disease 
progression in these 
heart cells, called 
cardiomyocytes, Dr. 
Gelb and his team 
found that some of 
the changes were 
caused by 
interactions with cells 
that resemble 
fibroblasts—the same 
kinds of cells that 
produce collagen and 
other proteins. 
Fibroblasts make up a 

significant portion of total heart tissue, although it is the 
cardiomyocytes that are primarily responsible for pumping 
blood. "These fibroblast-like cells seem to be producing an 
excess of a protein growth factor called TGF-beta, which, 
in turn, caused the cardiomyocytes to hypertrophy, or 
grow larger," Dr. Gelb said. "We believe this is the first 
time the phenomenon has been observed using a human 
induced pluripotent stem cell model of the disease." 
 
Prior to this observation, Dr. Gelb and his team assumed 
hypertrophy was "cell autonomous," meaning intrinsic to 
the cardiomyocytes themselves. "Based on our cell culture 
model, we saw that fibroblasts are playing a key role in 
giving the heart cells the signal that causes them to get 
big," Dr. Gelb said. "That was quite unexpected." 
 
The therapeutic implications may also be profound. "We 
were able to block TGF-beta in vitro using antibodies that 
bind to the protein. When we did that, the cardiomyocytes 
no longer hypertrophy," Dr. Gelb said. It's not certain the 
same effect would be seen in the many clinical cases of 
HCM that are not influenced by BRAF or the RAS 
pathway—essentially a chain of cellular proteins that help 
transmit signals from surface receptors on the cell to DNA 
in the nucleus -but researchers believe this could be the 
case. 
 
The bigger surprise, said Dr. Gelb, "is that we may be 
talking about a signaling circle" in which fibroblasts 
trigger the release of a growth factor, which causes 
cardiomyocytes to hypertrophy, which in turn, prompts 
fibroblasts to release more of the growth factor." Dr. Gelb 
didn't witness this last part of the circle in his stem cell 
culture, but evidence of fibroblast stimulation has been 
reported in mouse models that don't express the RAS 
mutation. If the circle theory is validated, Dr. Gelb said, 
there could be new and broad therapeutic interventions for 
HCM in both RAS and non-RAS contexts. "In theory, at 
least, a therapy could be useful for both," he said. 
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Would you like to contribute to CFC International? 
Enclosed please find a check in the amount of  $____________ 
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Please make checks payable to CFC International & mail to the address above.  
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Our vision is a world in which no one will be isolated from appropriate diagnosis and treatment. 


