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July 30, 2013

Greetings!
Welcome to the 8th International Costello Syndrome Family Forum in sunny Florida! An
informative, educational, and fun agenda has been planned for you over the next few days, and
you won’t want to miss a single thing. You’ll have the opportunity to make many new friends
and renew old friendships. Take time to learn, inspire, listen, share, grow, laugh and maybe even
cry a little. You will take away so much more than you expected—a better understanding of
Costello syndrome and a support network that will help you through the most difficult days.
CSFN is committed to the education and support of individuals with Costello syndrome and their
families, and to encourage research on Costello syndrome. We will continue to work with other
organizations such as ICSSG (International Costello Syndrome Support Group) and the
RASopathies Network USA and to advocate within the medical community and other agencies
that can assist us in providing the best quality of life for persons living with Costello syndrome.
We could not host this remarkable event without the support of our Professional Advisory
Committee, researchers, and other presenters who have generously given their time to join us in
Orlando. Your support is appreciated and we thank you for caring for our special children.

Sandra Taylor, President
Costello Syndrome Family Network

CSFN Board of Directors
Sandra D. Taylor, President
Cherie Takemoto, Vice President
Lisa Schoyer, Secretary
Matt Stevenson, Treasurer
Tammy Moore, Member-at-Large
Kara Bahnsen, Member-at-Large
Angel Thomas, Member-at-Large

Forum Committee
Sandra D. Taylor, Conference Coordinator
Tammy Moore
Cherie Takemoto
Matt Stevenson
Kara Bahnsen
Lisa Schoyer
Lori Gerhardt
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A Special Thank You!

T

he Family Forum is substantially dependent on fundraising by its families as well as the generous
support of Sponsors and Contributors. A special thanks to each of the following families,
individuals, and companies who have generously donated and fundraised to make the Forum possible.

Fundraisers
$10,000 Level
The Bahnsen Family
The Hall Family

$5,000 Level

$2,500 Level

The Eaton Family
The Taylor Family
The Thomas Family
The Stevenson Family

The Arvel Family
The Keiner Family

$1,000 Level

$500 Level

The Coates Family
The DiMaria Family
The Ernst Family
The Driessen Family
The Johnson/Schoyer Family (in memory of Quin)
The Kazakoff Family
The Morrison Family
The Roberts Family
The Takemoto/Scampavia Family

The Chamness Family
The Deckman Family
The Schwarting/Fitzgerald Family
The Froehlich Family
The Jones/Flores Family
The Klipstein/Madaus Family
The Stone Family
The Sullivan Family
The Varney Family

$250 Level
The DeNicola Family
The Hefner Family
The Lanik Family
The Moore Family
The Shannon Family
The Slawitschek Family

Contributors
Bag Makers/Chuck & Maribeth Sandford
Blue Lizard Australian Sunscreen
ICSSG (Colin Stone, Founder)
Jill Taylor
Larry & Sandra Taylor
Mercy Medical Airlift
Taylor Architects Inc

Forum Tote Bags
Samples of Sunscreen
Family Day Continental Breakfast, Parents Booklets
Conference Notepads, Sunshine Design
Forum Neck Wallets, Pens, Beach Balls
Transportation To/From Forum
Palm T-Shirt Design, Printing Passports, Trifolds
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Sponsors
In Honor of Hunter Arvel
$100
$100
$250
$500

Camp RAS by Melinda LeBlanc
Family Fun Day by Melinda LeBlanc
Audiovisual Equipment by Seabrook International LLC
Breakfast for the Families by Liz & Wendell George

In Honor of Nicholas Eaton
$1,000

Saturday Family Dinner Party by LeBlanc Brother Ready-Mix, Inc.

In Honor of Jill Taylor
$150
CS Lounge by Journeys of SGI Inc.
$250
Saturday Family Dinner Party by The Clemons Company
$300
Saturday Family Dinner Party by Clint Taylor, Big Fish SGI LLC
$1,000 Saturday Family Dinner Party by an Anonymous Donor
$1,000 Thursday Family Day Luncheon by Carolyn Cramer

In Honor of Westin Thomas
$500
$500

Family Fun Day Ice Cream Social by Bill & Pat Derrickson
Saturday Breakfast by an Anonymous Donor

5
CSFN Family Forum July/August 2013

Forum Schedule at a Glance

T

he following information is intended to serve as a high level schedule. Please refer to the detailed
daily schedules immediately following this page for greater detail.

Tuesday July 30, 2013
6:00pm – 7:00pm

New Family Orientation

Atlantis – Lobby Level

7:00pm – 9:00pm

Welcome/Registration/Dessert
Reception

Discovery Ballroom –
Lobby Level

Wednesday July 31, 2013
8:00am –6:00pm

Meet the Researchers & Experts

Reception Foyer – Second
Level

Thursday August 1, 2013
7:00am – 5:00pm

Family Fun Day

Lobby & Second Level

Friday August 2, 2013
9:00am – 5:10pm

Medical Lectures

Atlantis & Odyssey –
Lobby Level

8:00pm – 10:00pm

Symposium Dessert and Poster Session

Atrium (Lobby Level)

Saturday August 3, 2013
8:30am – 3:45pm

Workshops

Lobby Level – See Program

6:00pm

Costello Group Conference Photo

Discovery Ballroom Entry –
Lobby Level

6:30pm – 10:00pm

Family Dinner, Dance, Raffle
& Quilt Auction

Discovery Ballroom –
Lobby Level

Sunday August 4, 2013
9:00am – 10:00am

CSFN Board Meeting

Anemone – Second Level

10:35am - 12:15pm

Symposium Breakout Session

Atlantis B – Lobby Level
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TUESDAY: Welcome Reception & Registration
Time
6:00pm – 7:00pm

7:00pm – 9:00pm

8:00pm

Topic/Activity Details
New Family
All new families attending the conference for
Orientation
the first time are invited to an informal preview
of the conference. Ask questions about the
conference and meet conference leaders.
Dessert
Pick up your registration packet and name
Reception &
badges, and sign any last minute paperwork.
Registration
Enjoy refreshments while mingling with old
friends or introduce yourself to new friends.
Drop off your crafts for the craft fair or items for
silent auction.
Pick up your pre-ordered conference t-shirts.
View the Costello Syndrome Family Quilt to be
auctioned on Saturday night.
Welcome and Drawing for 2 free room nights
introduction
Important Announcements/Program Highlights
of CSFN
Instructions on “Meet the Researchers & Experts
Board
Day”
Members

Location
Atlantis

Discovery
Ballroom

Discovery
Ballroom

Notes:
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WEDNESDAY: Meet the Researchers & Experts
8:00 AM – 6:00 PM

Second Floor – Gather in Reception Foyer near Grouper

IMPORTANT – Please Read
Due to limited space, please arrive only at the time assigned in your Passport. Come to the 2nd
floor Reception Foyer near the meeting room called Grouper. The Registration Desk and the
Appointment Desk will be set up there. You will be directed to your appointments. In order for
everyone to see all the researchers and experts, it is important that you keep your appointments
brief. Researchers will not have time to review any records you bring while you are there.
Thank you!
You should plan to be here at least 4-5 hours, depending on how many researchers you have
signed up to see. If you have morning appointments, eat breakfast before you come. If you have
afternoon appointments, eat lunch before you come. There will be light snacks available in the
waiting area.
Meeting with researchers means your family is agreeing to meet their needs as approved by an
Institutional Review Board (IRB) to ensure your family’s rights and responsibilities as research
participants.
Meeting the Experts is for them to answer your questions in context of what they know about CS,
not your child, because your child is not officially their patient.

Stations
1-4

Description

Location

Lead By

Clinical and Molecular
Investigations

Bluegill -1
Anemone -2
Cobia -3
Damselfish -4

Karen Gripp, MD – Lead Researcher
Mihir Thacker, MD – Bone and Joint Research
Dan Doyle, MD – Endocrinology and Growth
Angela Lin, MD – Cardiac Questions, assisted by
Kathryn Chatfield, MD

Goals of the Research:
To understand how Costello syndrome and related disorders affect the individual.
To evaluate the relationship between the specific gene change and the physical, cognitive and social implications.
Description of the Procedures Involved
We will talk to the family about the individual’s medical history and ask to fill out a brief questionnaire. We may ask for
spit samples for the individual and the parents to analyze for the genetic change. Dr. Lin will ask about cardiac
problems. Dr. Doyle will measure height, weight and head circumference and ask questions about pubertal development
and other hormone related issues.
Dr. Thacker will ask about bone problems and assess the movement of the patient, and the straightness of the back. He
may ask to see copies of X-rays that were previously done.
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Description
Analysis of
Station Molecular
Costello Syndrome
5

Location

Lead By

Fantail

Katherine Rauen, MD, PhD Principal Investigator
Lauren Weiss, PhD – Principal Investigator
Brigid Adviento – Study Coordinator
Jessica Gage - Collecting Questionnaire Data

Goals of the Research:
We plan to continue our ongoing research by collecting saliva samples and questionnaire data on families affected by a
RASopathy. We aim to enroll affected subjects, biological parents, and siblings for this study. The aim of the study is
to identify genetic contribution to variability within the RASopathies. For example, in our first project, some
individuals with a RASopathy have social and communication disability resembling Autism Spectrum Disorders but
others do not, and we hypothesize that genetic background beyond the RASopathy mutation contribute to these interindividual differences.
Description of the Procedures Involved
We aim to collect additional validated questionnaire measures related to personality from families affected by a
RASopathy. There are some known genetic diseases with a characteristic “personality” profile, such as friendly
disposition and high empathy seen in Williams syndrome. Unlike Williams syndrome in which many genes are affected
by a deletion, each RASopathy is caused by a single gene mutation, so characterizing a personality profile that is similar
across individuals with a RASopathy would directly link a gene with personality traits. Certain personality traits in
these syndromes have been mentioned in the literature; however, no systematic study has been done to date that
scientifically correlates these traits to establish personality phenotypes for each RASopathy syndrome.

Station Description
Genetics Experts
6

Location

Lead By

Bronwyn Kerr, MD
Emma Burkitt – Wright, MBChB
Costello Syndrome experts, available to families for consultation.

Description

Koi

Location

Lead By

Jennifer Katzenstein, PhD, ABPP - Investigator
Station Longitudinal Assessment Executive
of Cognitive, Behavioral
Board Room
Marni Axelrad, PhD, ABPP – Investigator (not able to
7
& Adaptive Functioning
attend)
in Costello Syndrome
Eric Highley - Assistant
Goals of the Research
The objective of this research is to further the existing literature regarding the natural progression of Costello syndrome.
In addition to reassessing intellectual ability, fluid reasoning, receptive vocabulary, language skills, and adaptive
behaviors for individuals previously assessed (at the 3 rd International CS Conference in 2003, 4th International CS
Conference in 2005, 5th International CS Conference in 2007, 6th International CS Conference in 2009 and 7 th
International Conference in 2011), we plan to enroll individuals not previously assessed. Additionally, we plan to
extend our assessments to include fine motor skills, memory, academic skills and attention. As little is known about the
cognitive, adaptive, and behavioral progression of Costello syndrome, a follow-up study assessing ipsative as well as
normative skills is indicated.
Description of the Procedures Involved
Assessment involves spending approximately 1.5 hours, asking each individual to look at pictures and answer questions.
An additional 45 minutes is spent with parents to assess their perceptions of their child’s adaptive skills and parents are
asked to complete questionnaires on their own time. We then put all of the information together to give us information
about the course of Costello syndrome. This is different from seeing a doctor at home, as your information will be deidentified and entered into a large database, which gives us information important to all families and researchers.
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Description
Station 3D Facial Analysis
8

Location

Lead By

Hinalea

Gareth Baynam, MD – Lead Researcher
Arlan Zaidi – Assistant
Wei Yao - Assistant

Goals of the Research
This is a research project that is exploring 3-dimensional (3D) facial variations for RASopathies, including Costello
syndrome. It is part of a larger project that is investigating facial variation in rare diseases and some other conditions. If
we can understand these often very subtle variations, we may be able to develop non-invasive (no blood test) ways to
diagnose and monitor treatments of some conditions, where they exist, or to lay the foundation for monitoring should
treatments become available.
Description of the Procedures Involved
Similar studies have been performed for different conditions at other family and support group meetings. We will be
taking 3D photographs of faces. This is like taking a photograph with your digital camera and people can be seated in a
chair or a wheelchair.

Station
9

Description

Location

Lead By

Physical Fitness &
Activity in Costello
Syndrome

Grouper

David Stevenson, MD – Lead Investigator
Leoni Chiara, MD
Virginia Proud, PhD
Barbara Johnson - Physical Therapist
Heather Hanson - Coordinator
Austin Stevens - Coordinator

Goals of the Research
To better understand strength, activity, and fitness in individuals with RASopathies
Description of the Procedures Involved
Physical examination including strength measurement, medical history including activity levels with questionnaire, and
cheek/saliva sample.

Notes:
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THURSDAY: Family Fun Day
Time
7:00am –
8:00am

7:30am –
9:00am
8:30am –
10:00am
9:00am –
10:00am

Topic/Activity
Family Yoga
with Mary
Ernst

Details
Yoga is good for everyone, so why not have a
class where everyone can do yoga together!
Come wake up and enjoy a fun filled yoga class.
The structure of class is intended to expose
students to yoga poses and teach body awareness
but most of all to have fun!!!
Continental Breakfast
Registration
Genetics 101
Deborah
LeachScampavia

Discovery
Ballroom
Discovery
Ballroom

Are you drowning in an alphabet soup of DNA,
G12S, RAS and MAPK? Deborah will help to
demystify genetics with a quick tour of “The
Basic You”. Talking about how genes work as
instruction manuals for our bodies, she will
link the tour to the genetics of Costello
Syndrome. At the end of the session, parents
will have the opportunity to “make-and-take”
a Costello DNA coded bracelet, so they can
explain genetics to other family members and
amaze doctors and friends with their grasp of
genetics.

9:30am –
11:30am
10:00am –
1:00 pm
12:00pm –
1:30pm
3:30pm –
4:30pm
4:00pm –
5:00pm

CS Craft Fair

7:00pm –
9:00pm

CSFN, ICSSG, PAC, RAG meeting
(For Board/Committee Members)

Gatorland Exhibit
Buffet Lunch
Ice Cream Social
Chair Yoga
with Mary
Ernst

Location
Odyssey,
Lobby Level

Chair yoga is perfect for those with physical
challenges who find it difficult to get on and off
the floor as required for a traditional yoga class.
Postures and movements are chosen to protect
joints, strengthen balance and increase the range
of movement. Class is suitable for everyone
regardless of ability or experience.

Damselfish,
Second Floor
Grouper,
Second Floor
Discovery
Ballroom
Discovery
Ballroom
Odyssey,
Lobby Level

Grouper,
Second Floor
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FRIDAY: Medical Lectures
Time

Topic/Activity

7:00am 8:30am
8:00am –
3:00pm
8:30am –
9:00am

Breakfast Buffet

9:00am –
9:30am

Keynote
Lecture

9:35am 10:15am

10:20am –
11:00am

11:05am –
11:45am

11:45am –
12:00pm
11:45am –
1:00pm
1:00pm –
1:15pm
1:15pm –
1:55pm

2:00pm –
2:40pm

Details

Location
Discovery
Ballroom
Discovery
Ballroom Foyer
Second
Floor/Room 8067

Registration Table (Closed at Lunch)
Camp RAS /CS Lounge Opens
“Costello Syndrome: Traveling Down the Road of
the Ras Pathway”
Bronwyn Kerr, MD/Emma Burkitt-Wright, MBChB
Session 1
“The Cognitive Profile in Costello Syndrome:
Choose One
What Have We Learned?” Jennifer Katzenstein,
PhD, ABPP
“ The Eye and Vision in Costello Syndrome” Suma
Shankar, MD
Session 2
“Can 3D Facial Analysis Help with Diagnosis and
Choose One
Treatment Monitoring?” Gareth Baynam, MD
“The Skin in Costello Syndrome –What to Expect”
Dawn Siegel, MD
Session 3
“Normative Growth Curves in Costello
Choose One
Syndrome/Growth Hormones” Dan Doyle, MD
“Cancer Risks in Costello Syndrome” Bronwyn
Kerr, MD/Emma Burkitt-Wright, MBChB
Camp RAS/CS Lounge Close at noon – Pick up children
Lunch Buffet
Camp RAS/CS Lounge Open at 1:00pm – Drop off children
Session 4
Choose One
Session 5
Choose One

“Update on Clinical Research: Brain Abnormalities,
Rare Mutations & Ongoing Work” Karen Gripp, MD
“The Natural History of Costello Syndrome” Virginia
Proud, PhD

“Costello Syndrome: Understanding Why It Is the
Way It Is” Kate Rauen, MD, PhD
“The Musculoskeleton/Walking in Costello
Syndrome” David Stevenson, MD
“The Heart of Costello – Research Advances”
Angela Lin, MD/Kathryn Chatfield, MD
“Best Practice – Ask the Doctors”

2:45pm –
3:25pm

Session 6

3:40pm –
5:10pm
5:10pm

Session 7

8:00pm –
10:00pm

Symposium Dessert and Poster Session
Symposium Attendees and Costello, CFC & Noonan Families are invited

Camp RAS/CS Lounge Close at 5:30pm – Pick up children

Odyssey

Atlantis

Odyssey
Atlantis
Odyssey
Atlantis
Odyssey
Second
Floor/Room 8067
Discovery
Ballroom
Second
Floor/Room 8067
Atlantis
Odyssey
Atlantis
Odyssey
Odyssey
Odyssey
Second
Floor/Room 8067
Atrium (Lobby
Level)
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Medical Lecture Descriptions
KEYNOTE
9:00am – 9:30am
“Costello Syndrome: Traveling Down
the Road of the Ras Pathway”
Bronwyn Kerr, MD and Emma BurkittWright, MBChB
- Odyssey Dr. Kerr and Dr. Burkitt-Wright have
studied the natural history of Costello
Syndrome over many years and will share
their wisdom and experience following a
number of people with the syndrome
throughout the world. Their overview will
discuss how the genetic marker affects
development and explain a little about how a
genetic mutation can lead to many of the
symptoms experienced by people with
Costello Syndrome.

SESSION TWO
10:20am – 11:00am (Pick one)
“The Skin in Costello Syndrome Characteristic Features, Variations and
Promising Practice”
Dawn Siegel, MD
- Atlantis Dr. Siegel has been actively involved in
studying the skin issues in Costello
syndrome and cardio-facio-cutaneous
syndrome since 2006. The paper on CFC
was published in 2010 and the Costello
paper was published in 2011 in the British
Journal of Dermatology. Today Dr. Siegel
will share some of findings from this study
with you.
“Can 3D Facial Analysis Help with
Disease Diagnosis and Treatment
Monitoring?”
Gareth Baynam, MD
- Odyssey 3D facial analysis obtains tens of thousands
of data points, from what is in essence a
fancy digital photograph. This information
is then processed via computer algorithms to
help answer questions. It is non-invasive,
high-precision and relatively portable. We,
and others, are exploring this to refine facial
signatures to aid disease diagnosis; we are
fortunate to stand on the shoulders of giants.
We are also investigating this for monitoring
medical therapies for rare diseases for which
there are existing or likely drug therapies.
This, and other potential applications of 3D
facial analysis, will be discussed. We hope
that the research performed at the
conference will contribute to studies that
will help to objectively monitor potential
drug therapies for the Costello Syndrome
and the other RASopathies.

SESSION ONE
9:35am – 10:15am (Pick one)
“The Eye and Vision in Costello
Syndrome”
Suma Shankar, MD
- Atlantis This talk will focus on the eye in Costello
syndrome.
“The Cognitive Profile in Costello
Syndrome: What We Have Learned”
Jennifer Katzenstein, PhD, ABPP
- Odyssey This talk will include information gained
from assessments in 2011 as well as
information gained about behavior
(specifically anxiety), adaptive skills, and
cognitive skills since the beginning of the
study in 2003. A review of what is known
about cognitive, adaptive, and behavior will
be provided and clinical implications will be
discussed.
13
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SESSION THREE
11:05am – 11:45am (Pick one)
“The Natural History of Growth and the
Use of Growth Hormone in Costello
Syndrome”
Dan Doyle, MD
- Atlantis This presentation will be about growth,
growth hormone and the growth charts we
developed for CS.

syndrome causing mutation, p.G13C. These
individuals are somewhat taller than other
individuals with Costello syndrome and they
often have extremely long eye lashes.
“Clinical Stories of Costello Syndrome”
Virginia Proud, PhD
- Odyssey A look at the clinical history of Costello
syndrome and implications of multiple
genes as highlighted by family history to
determine expression of some of the
features.
Objectives:
1. To briefly describe some of the initial
information about the clinical course of
individuals with Costello syndrome
2. To discuss how multiple genes influence
the development of malignancy or
cardiac problems
3. To begin to determine if family history
for individuals with Costello syndrome
could predict possible clinical problems.

“Cancer Risks in Costello Syndrome”
Bronwyn Kerr, MD/
Emma Burkitt-Wright, MBChB
- Odyssey Children with Costello syndrome are at an
increased risk of cancer. The most common
cancer is rhabdomyosarcoma (RMS), which
has no screening test, but neuroblastoma
tumors have also been documented. Dr. Kerr
and Dr. Burkitt-Wright will share clinical
and research-based information about the
cancer risks and screening procedures.

SESSION FOUR
1:15pm – 1:55pm (Pick one)
“Brain Abnormalities, Rare Mutations
and Clinical Management”
Karen Gripp, MD
- Atlantis Dr. Gripp and her group at Nemours focus
their research on the clinical problems seen
in individuals with Costello syndrome, and
how the different Costello syndrome causing
mutations present. During the last Costello
family forum, they asked families about
brain malformations and hydrocephalus.
They have learned that a Chiari
malformation, a herniation of the lowest part
of the brain, occurs frequently in individuals
with Costello syndrome. They think that this
might be due to overgrowth of the
cerebellum, the hindbrain. This has
implications for clinical care. We have also
learned more about patients a rare Costello

SESSION FIVE
2:00pm – 2:40pm (pick one)
“Costello Syndrome: Understanding Why
It Is the Way It Is”
Katherine Rauen, MD, PhD
- Atlantis Dr. Kate Rauen has been studying Costello
syndrome since 1999 and has received
several NIH grants to study the HRAS gene
and why the genetic changes in CS cause the
features of CS. She will explain that the Ras
Pathway is very important in our cells and
how genetic changes affect the development
of individuals.
“Physical Fitness in Costello Syndrome”
David Stevenson, MD
- Odyssey This presentation will first provide a brief
overview of the musculoskeletal findings in
Costello syndrome with subsequent
14
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discussion of what is physical fitness. The
speaker will discuss what specific factors
impact physical fitness (e.g. agility, balance,
bone integrity, muscle strength,
coordination, reaction time, endurance); if
there is evidence of impairments of these
factors in Costello syndrome; and how to
improve overall physical fitness with
targeted therapies. The presentation will
focus in particular on bone density, bone
homeostasis, muscle strength, motor
coordination, activity levels, and energy
expenditure.

SESSION SIX
2:45pm – 3:25pm
“The Heart of Costello: Research
Advances and Clinical Insights”
Angela Lin, MD /Kathryn Chatfield, MD
- Atlantis Two years ago, Dr. Lin highlighted the
publication in the AJMG which summarized
the clinical, molecular and pathologic
findings from persons in the longitudinal
(natural history) study. We continue to learn
what features and treatment are shared by
the other syndromes in the "ras/MAPK
pathway", rasopathies, and which are more
distinctive for Costello syndrome. We are
reaching a 10 year mark of “natural history”
which has helped us appear slightly wiser,
yet raises more questions, for example about
later onset arrhythmia and the aorta. Dr.
Chatfield will bring her expertise as an
experienced practicing pediatric cardiologist
who will comment on current approaches to
cardiomyopathy, in particular. We look
forward to this update.

Notes:
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SATURDAY: Workshops – CS/CFC/NS
Time

Topic/Activity

7:00am 8:30am

Breakfast Buffet

Discovery Ballroom

8:00am –
8:30am

Camp RAS /CS Lounge Opens at 8:00am

Second Floor Rooms
Room 8067

8:00am –
3:00pm

Registration Table (Closed at lunch)

Discovery Ballroom
Foyer

8:30am –
9:45am

Morning
Workshop
Session 1 (Choose One)

9:45am –
10:00am

10:00am –
11:15am

11:30am –
12:45pm

Details

Location

“Practical Skills to Overcome Stress” Dianne Brown

Coral A

“Taming the Tiger: Basic Principles to Address
Behavioral Issues” Dr. Melinda Wolford

Coral B

“Molar Mania! A Practical Guide to Maintaining
Dental Health” Dr. Skip Dolt

Odyssey A

“Why Can’t My Child Sleep and What Can I Do?”
Dr. Gabor Szuhay

Odyssey B

“Transition from School to Adult Services” Thomas
& Shelby Nurse

Atlantis A

“Vision Impairment in Young Children” Susan
Mayton

Atlantis B

Break

Morning
Workshop
Session 2 (Choose One)

“Caring for the Caregiver: How to Cope with Your
Guilt, Grief and Exhaustion” Dianne Brown

Coral A

“Taming the Tiger: Basic Principles to Address
Behavioral Issues” Dr. Melinda Wolford

Coral B

“Molar Mania! A Practical Guide to Maintaining
Dental Health” Dr. Skip Dolt

Odyssey A

“Why Can’t My Child Sleep and What Can I Do?”
Dr. Gabor Szuhay

Odyssey B

“Transition from School to Adult Services” Thomas
& Shelby Nurse

Atlantis A

“Vision Impairment in Young Children” Susan
Mayton

Atlantis B

Pick up children by 11:45am.
Camp RAS & CS Lounge Close from 11:45 – 12:45

Second Floor Rooms
Room 8067

Lunch Buffet

Discovery Ballroom

16
CSFN Family Forum July/August 2013

SATURDAY: Workshops (cont.)
Time
12:45pm

1:00pm 2:15pm

Topic/Activity

Details

Location

Drop off Children at Camp RAS /CS Lounge - Opens at 12:45pm

Afternoon
Workshop
Session 1 (Choose One)

“Exploring New Territories with iPad Accessibility”
Nancy Harrington
“Life as an Adult with Costello Syndrome” with
Peter Froehlich, Erin Hefner, Pete Scampavia, Jill
Taylor;
Dr. Jennifer Katzenstein, Moderator
“Fundamentals of Social Security Disability and SSI
– Adult and Pediatric Perspectives” Thomas
O’Brien, Esq.
“Tools to Help Your Child’s Nutrition” Dr. Sara
Karjoo

2:15pm –
2:30pm

Break

2:30pm –
3:45pm

“Exploring New Territories with iPad Accessibility”
Nancy Harrington
“Fundamentals of Social Security Disability and SSI
– Adult and Pediatric Perspectives” Thomas
O’Brien, Esq.
“Tools to Help Your Child’s Nutrition” Dr. Sara
Karjoo

Afternoon
Workshop
Session 2 (Choose One)

Second Floor Rooms
Room 8067

Coral A

Coral B

Odyssey A

Odyssey B

Coral A

Odyssey A

Odyssey B

3:45pm

Pick up children from Camp RAS/CS Lounge - Close at 4pm sharp

Second Floor Rooms
Room 8067

6:00pm
Sharp

Costello Group Conference Photo
Children, Doctors & Families gather at the entrance of Discovery
Ballroom

Discovery Ballroom

6:30pm –
10:00pm

Banquet Dinner, Dance & Raffle, Quilt Auction

Parent Lounge
Need a quiet place to talk with other parents? Room 7067 on the 7th Floor is available from 9:00am –
5:00pm on Saturday as our Parent Lounge for you to meet other parents and discuss common issues over
a cup of coffee. For access, the key may be signed out at our Registration desk in the Discovery Ballroom
Lobby area and must be returned to the desk there. This Lounge is an adults only area.
17
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WORKSHOP DESCRIPTIONS
Life as An Adult with Costello Syndrome
Moderator: Jennifer Katzenstein., PhD, ABPP
Panelists: Peter Froehlich, Erin Hefner, Pete Scampavia, Jill Taylor
Join our panelists as they tell you about their everyday lives and challenges as adults with Costello
syndrome. If time permits, the audience may submit written questions to the moderator.
Caring for the Caregiver: How to Cope with Your Guilt, Grief and Exhaustion
Presenter: Dianne Brown, LMHC
Join Licensed Mental Health Counselor Dianne Brown as she shares insights and perspectives learned
from helping families work through the critical issues of loss and grief that are faced by everyone today.
Don’t miss this valuable and information-packed session. You will learn the definitions of grief, grief
work, characteristics and causes of grief, steps to solution and acceptance, and finally finding comfort.
Exploring New Territories with iPad Accessibility:
Presenter: Nancy A. Harrington MA, CCC-SLP
This workshop provides an overview of accessibility options of the iPad and new operating system 5.0 as
it relates to students with vision or hearing impairments or with multiple disabilities. Various
augmentative & alternative communication (AAC), education and “fun” applications will be explored and
shared. Participants are encouraged to bring their iPads to follow along, and apps they would like to share
with others.
Fundamentals of Social Security Disability and SSI – Adult and Pediatric Perspectives
Presenter: Thomas C. O’Brien, Esq.
Social Security Disability and SSI applications may take considerable time, effort, and patience. To
further complicate matters, the standards that must be met with adult applications are fundamentally
different than pediatric applications. This presentation will help distinguish between the multiple
programs that Social Security offers. It will also provide a road map to navigating the application process
while discussing common pitfalls and sharing approaches that will help participants build the most robust
case possible. Topics discussed will include the common levels of appeal, using the "Blue Book", how to
prepare for an administrative hearing, financial restrictions, work quarter requirements, arguing medical
conditions using real life examples, how to approach adverse medical testimony, and how to manage
vocational testimony.
Molar Mania! A Practical Guide to Maintaining Dental Health
Presenter: Arthur H. “Skip” Dolt, III, DDS
Maintaining a healthy dentition is important to one’s overall systemic health and function. Individuals
who are affected by one of the RASopathies may often have developmental, physiologic, and anatomic
issues that require consideration when managing and maintain good dental health. In this informal
session, we will discuss some of these wide-ranging issue with relevant, “real-world”, practical
information and tips.
Practical Skills to Overcome Stress
Presenter: Dianne Brown, LMHC
Are you overwhelmed by the challenges that accompany having a child with special needs? Come
and learn tips for overcoming stress that accompanies the fast-paced lifestyle with multiple
demands on your time. Dianne is a single parent of an adult son with multiple disabilities. Come and learn
from the experience and insights she has developed with negotiating medical appointments, work, church,
community activities, and community resources. Hear practical faith-based strategies that will strengthen,
encourage, and inspire you. You will learn how to recognize stress, take positive steps towards solution,
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and get off the road to overload. Dianne Brown is a Life Coach and Licensed Mental Health Counselor
with over 17 years of experience. She is dedicated to sharing hope and encouragement with families that
have kids and adults with special needs.
Taming the Tiger: Basic Principles To Address Behavioral Issues
Presenter: Melinda Wolford, PhD
We are designed to be social individuals. We learn from each other through observation and imitation. If
neurology is interrupted, then it only makes interpretation, imitation and learning much more difficult for
a child who is developing. It is hard enough for "typical" children to learn appropriate behavior. A child
with a deficit has more obstacles to overcome. Understanding the origin of unwanted behavior is
paramount in knowing how to address and change them. This session is designed to assist parents and
caretakers in identifying where behaviors come from and learn basic behavioral interventions to increase
desired outcome. Questions are encouraged.
Tools to Help Your Child's Nutrition
Presenter: Sara Karjoo, MD
This presentation will discuss the common feeding and nutrition difficulties in children with Noonan,
CFC and Costello syndrome. There will be a focus on different "tools" such as g tubes, NG, NJ, and
options for supplementation (calories/ vitamins) to help children grow.
Transition from School to Adult Services
Presenter: Thomas J. Nurse and Shelby Nurse
As families, we dream of our children becoming successful in transitioning to adulthood. The law
requires that starting no later than the age of 14, through graduation from public school at age 19-22, the
Individual Education Plan (IEP) changes its focus and expands to become a Transition IEP (TIEP)
document to help the team plan for a student’s post school life in the areas of community participation,
independent living, employment, adult education, and post-secondary education. Student and family
leadership is critical to improving outcomes and opportunities. Tools and techniques for engaging in the
process, getting connected, and building an extended team, while developing a map to the future will be
presented.
Vision Impairment in Young Children
Presenter: Susan Mayton, ITDS
This workshop will discuss vision impairment in young children, and the functional impacts of
vision impairment on early development. Susan will share a definition of early childhood visual
impairment and discuss the main ways that vision can be effected. Key elements in overcoming the
impacts of vision loss on early development, with practical ideas for interventions by parents and other
caregivers within already existing daily routines will be discussed. An extensive resource listing will be
provided. This workshop primarily targets information related to children ages birth – 6 years
experiencing significant visual impairment and their caregivers.
Why Can’t My Child Sleep and What Can I Do?
Presenter: Gabor Szuhay, MD
As a pediatric neurologist, I often deal with sleep problems in children. This presentation will cover
pathological processes and their possible relationship to sleep. We will also review some cases where we
successfully addressed these children’s sleep issues and the clinical approach to treating sleep disorders in
general.
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BIOGRAPHIES
THURSDAY SPEAKER
Deborah Leach-Scampavia, MS
Director of Education Outreach
Scripps Research Institute, Scripps Florida.
130 Scripps Way, Jupiter, FL 33458
561-228-2003
leach@scripps.edu
Deborah Leach-Scampavia, MS is the Director of Education Outreach for the Scripps
Research Institute, Scripps Florida. Prior to her appointment with Scripps Research and
since 1988 Ms. Leach-Scampavia served as the coordinator for the National ESCA and
Surface Analysis Center for Biomedical Problems in the Department of Bioengineering at
the University of Washington, Seattle. Her research and publication focus has been in the
field of surface characterization of biomaterials using ESCA (Electron Spectroscopy for
Chemical Analysis) and ToF SIMS (Time-of-Flight Secondary Ion Mass Spectrometry).
Throughout her career, she has also been a dedicated science educator. Before her
appointment as Director of Education Outreach, she served as a coordinator for the
University of Washington Engineered Biomaterials (UWEB) K-12 Science Education
Outreach program. Deborah designs and directs outreach programs that allow biomedical
researchers to share their understanding of the processes of science and contemporary
scientific discovery. A goal of Scripps Research outreach is to contribute directly to greater
science literacy in the K-16 Science, Technology, Engineering and Math (STEM) education
community.

FRIDAY SPEAKERS
Gareth Baynam, MD
Clinical Associate Professor
Genetic Services of Western Australia
4th Fl Agnes Walsh House
374 Bagot Rd., Subiaco WA
Australia, 6008
61-8-93401525 61-8-93401678 FAX
Gareth.Baynam@health.wa.gov.au
Gareth Baynam, MD is a Clinical Geneticist at Genetic Services of Western Australia, a state-wide
clinical service that works in close liaison with the Office of Population Health Genomics in the Western
Australian Health Department. He is a Clinical A/Professor at the School of Paediatrics and Child Health,
University of Western Australia and at the Institute for Immunology and Infectious Diseases, Murdoch
University. Other current positions include the Branch President of the Human Genetics Society of
Australasia and membership of the Australian National Rare Diseases Coordinating Committee. He is a
Chief Investigator on a partnering European Union Seventh Framework Programme (EU FP7)-Australian
National Health and Medical Research Council (NHMRC) grant: RD-connect: An integrated platform
connecting databases, registries, biobanks and clinical bioinformatics for rare disease research where he is
responsible for coordinating studies of objective phenotyping measures including 3D facial analysis. He is
also involved in multiple other rare diseases grants including the EU FP7-NHMRC grant RARE20
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Bestpractices: A platform for sharing best practices for management of rare diseases. His clinical interests
include paediatric genetics, with a focus on dysmorphology, and familial cancer. The subject of his PhD
was genetic modifiers of vaccine response in children. His research interests include genetic and rare
diseases; 3D facial analysis, and other objective high-throughput phenotyping technologies; rare diseases
registries; and translation of bioinformatic and other enabling tools for clinical application.

Emma Burkitt-Wright, MBChB
Genetic Medicine
St Mary’s Hospital
6th Fl. Central Manchester University Hospitals
NHS Foundation Trust
Oxford Rd, Manchester M139WL
Emma.Burkitt-wright@manchester.ac.uk
Emma Burkitt-Wright MBChB graduated in medicine (MBChB with Honours, with an intercalated MPhil
in Clinical Psychology) from the University of Liverpool in 2002, and undertook posts in general internal
medicine and paediatrics in and around Liverpool from 2002-6. She started a specialist career in clinical
genetics in Manchester in 2006, as the first academic clinical fellow in the UK’s integrated clinical
academic training scheme. Part of her research time was 5 months spent with Professor Mariano
Barbacid’s group at the Spanish National Cancer Centre (CNIO), helping to characterise the B-Raf CFC
mouse (Urosevic et al, PNAS, 2011). In 2009, She started her PhD on a Manchester Biomedical Research
Centre training fellowship, then secured a Wellcome Trust Research Training Fellowship (May 2010April 2013). Dr. Burkitt-Wright’s PhD focuses on de novo germline disorders of the Ras-MAPK
pathway, in particular cardio-facio-cutaneous syndrome (CFC). This has included clinical and molecular
characterisation of patients with CFC, and some further work with the mouse models generated in
Professor Barbacid’s group. In collaboration with the Manchester Regional Molecular Genetics
Laboratory she has also been examining the introduction of massively parallel (‘next generation’)
sequencing technologies in the molecular diagnosis of Ras-MAPK pathway disorders. This has led to the
introduction of a new diagnostic testing panel for these conditions.
She has continued to benefit from her supervisor Dr. Bronwyn Kerr’s wealth of insight and clinical
expertise throughout her studies. She has also been extremely fortunate to have as her other supervisors
Professor Graeme Black and Dr. Alan Whitmarsh, whose expertise in molecular genetics and signal
transduction respectively have been invaluable for her project. Her future aim is to establish a career as an
academic clinical geneticist, with specific research and clinical interests in germline Ras-MAPK pathway
disorders.

Kathryn Chatfield, MD, PhD
Instructor of Pediatrics, Cardiology
University of Colorado School of Medicine
Director, Cardiac Genetics Clinic
Division of Cardiology
13123 East 16th Avenue, B100
Aurora, Colorado 80045
720-777-6820
Kathryn.Chatfield@childrenscolorado.org
Dr. Chatfield is an Instructor of Pediatrics, Cardiology, University of Colorado School of Medicine and
the Director of the Cardiac Genetics Clinic. Her degree is from Dartmouth Medical School and she
completed her residency at Children’s Hospital of Philadelphia.
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Dr. Chatfield’s clinical interests include Noonan-spectrum disorders, Marfan syndrome and related
connective tissue disorders, familial congenital heart disease, metabolic and inherited forms of
cardiomyopathy. Her research focus is the role of mitochondrial energy metabolism in pediatric
cardiomyopathy and heart failure. She is also currently doing research related to the role of cardiac
transplantation in children with Noonan-spectrum disorders and hypertrophic cardiomyopathy.

Dan Doyle, MD
Associate Professor of Pediatrics, Thomas Jefferson University
AI duPont Hospital for Children
Division of Endocrinology 1600 Rockland Rd.
Wilmington, DE 19803
302-651-5965 302-651-5419 FAX
Ddoyle@nemours.org
Dan Doyle MD is an Associate Professor of Pediatrics at Thomas Jefferson University and AI dupont
Children's Hospital. His interest is in the natural history of growth and the use of growth hormone in
Costello syndrome. His previous measurements of the children with CS have resulted in the recent
publication of "Normative Growth Curves in Children with Costello Syndrome" in the American Journal
of Medical Genetics. He will discussing the use and limitations of these curves as well as the natural
history of growth and the use of growth hormone in CS children.

Karen Gripp, MD
Professor of Pediatrics, Thomas Jefferson Medical School
Division of Medical Genetics
AI duPont Hospital for Children
1600 Rockland Road
Wilmington, DE 19803
302-651-5916 302-651-5033 FAX
kgripp@nemours.org
Karen W. Gripp, MD is the Chief of the Division of Medical Genetics at the AI duPont Hospital for
Children in Wilmington, DE, and a Professor of Pediatrics at T. Jefferson University and Medical School
in Philadelphia, PA. She is also an Associate Editor of the American Journal of Medical Genetics. Karen
is a co‐director of the Professional Advisory Committee for the Costello Syndrome Network. She
organized and hosted the 3rd International Costello Syndrome meeting in Wilmington, DE in 2003. She
was the director of the multidisciplinary Costello syndrome clinic, which opened at the du Pont Hospital
in Wilmington in 2003 and has now become the “MAP” clinic for all rasopathies. Karen’s long standing
research interest in Costello syndrome and its underlying genetic cause was recognized in 2003 through
the John M. Opitz Young Investigator Award. Dr. Gripp is the author of more than 70 peer reviewed
publications, many of these resulting from her ongoing research on Costello syndrome. Karen is the PI
(Principal Investigator) on the project “Costello Syndrome: Clinical and Molecular Investigations”, which
encompasses the various areas presented here today. Our research focuses on the clinical problems seen in
individuals with Costello syndrome, and how the different Costello syndrome causing mutations present.
During the last meeting we asked you about brain malformations and hydrocephalus. We have learned
that a Chiari malformation, a herniation of the lowest part of the brain, occurs frequently in individuals
with Costello syndrome. We think that this is due to overgrowth of the cerebellum, the hindbrain. This
has implications for clinical care. We have also learned more about patients a rare Costello syndrome
causing mutation, p.G13C. These individuals are somewhat taller than other individuals with Costello
syndrome and they often have extremely long eye lashes.
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Jennifer Katzenstein, PhD, ABPP
Board Certified in Clinical Neuropsychology
Pediatric Neuropsychologist
Department of Neurology; Section of Neuropsychology; IU Health Physicians
355 W. 16th St., GH 2500
Indianapolis, IN 46202
317.963.7202 317.963.7211 FAX
jkatzens@iupui.edu
Jennifer Katzenstein, PhD, is a board certified clinical neuropsychologist at Riley Hospital for
Children/Indiana University School of Medicine in Indianapolis, IN. She has been involved in studying
the cognitive, behavioral, and adaptive skills in Costello syndrome since 2009 and hasn't missed a
conference since that time. She has worked with Marni Axelrad, PhD since that time to continue to
develop our knowledge base.

Bronwyn Kerr, MD
Consultant Clinical Geneticist/Honorary Senior Lecturer
Associate Medical Director
Clinical Effectiveness Clinical Genetics Service
Manchester Centre for Genomic Medicine
St Mary's Hospital 6th Floor
Central Manchester University Hospitals NHS Foundation Trust, Oxford Rd.
Manchester M139WL, UK
Phone: 0161-2766903 (direct) 0161-7012335 (Mrs. Dermody)
Bronwyn.Kerr@cmft.nhs.uk
Bronwyn Kerr, MD is a consultant clinical geneticist who studied medicine at the University of Sydney
before qualifying in paediatrics and genetics in Australia. After completing a two year research fellowship
into X-linked mental retardation with Professor Gillian Turner, she moved to the UK in 1993. She was
appointed Consultant Clinical Geneticist in the Regional Genetic Service in Manchester in 1995, based
largely at Royal Manchester Children’s Hospital (RMCH). Her main clinical interest is in the causes of
developmental disability and congenital abnormality. Her principal research interest has been Costello
syndrome, and more recently, other disorders of the RAS/MAPK pathway. She was a founder member of
the Medical Advisory Boards of the International Costello syndrome support group, the Association
Française des syndromes de Costello and CFC, and the Costello Family Support Network. She has a
number of key publications in this area, and is frequently consulted by national and international
colleagues for advice on diagnosis and management in this group of disorders. A particular interest is
developing an evidence base for management of rare disorders, an endeavour for which international
collaboration in the long‐term is critical.
Dr. Kerr has a professional interest in medical management, and a strong commitment
to improving the patient experience and the quality and safety of healthcare. She was Clinical Director of
the Regional Genetic Service in Manchester, one of the largest and most comprehensive genetic services
in Europe, from 2003-2010. In April 2010, she was appointed as Associate Medical Director, Central
Manchester University Hospitals NHS Foundation Trust, with responsibility for Clinical Effectiveness.
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Angela Lin, MD
Associate Clinical Professor of Pediatrics, Harvard Medical School
Medical Genetics - MassGeneral Hospital for Children
185 Cambridge St Boston, MA 02114
617-726-1561 617-1566 FAX
ALIN@PARTNERS.ORG
Angela E. Lin, MD is a Philly girl who attended St. Joseph’s University and Thomas Jefferson Medical
College. After completing a residency in pediatrics at Children’s Hospital of Pittsburgh, and fellowship in
pediatric cardiology at UCLA, she realized that her organizational skills were well‐suited to medical
genetics. After a fellowship at the West Penn Hospital in Pittsburgh, she moved to Boston in 1990. She is
an Associate Clinical Professor at Harvard Medical School, and sees genetic patients at Massachusetts
General Hospital. She’s happy to tell this audience that she is now part of MGH’s NF Clinic group,
although she has not been able to convince them to change the name to NF and Related Syndromes! She
is developing clinics for Turner Syndrome, CHARGE syndrome and HHT.
An equal part of her career is devoted to birth defect epidemiology working in birth defects surveillance
programs at the Brigham‐Women’s Hospital, the state and National Birth Defects Prevention Study. She
is also an Associate Editor of the American Journal of Medical Genetics. Dr. Lin’s clinical research deals
with the type and pattern, and epidemiologic aspects of heart defects, especially in children with genetic
syndromes, and especially those with Costello syndrome. Using data from the 1999 First Costello
Syndrome Conference, she published a review with several other geneticists and cardiologists about heart
abnormalities, and published in 2002. It only took nine more years to publish the update, but in 2011, she
and several international colleagues reported on a large series of Costello syndrome persons of many
ages.
Dr. Lin has worked closely with Dr. Karen Gripp and Dr. Kate Rauen, and other geneticists to develop the
professional advisory committee. They are proud of their commitment to research, the families and each
other. Dr. Lin is passionate about disease specific advocacy groups, in general, and this one in particular.
One of her goals is to encourage trainees in genetics to have some participation in a conference during
fellowship.

Virginia Proud, PhD
Professor of Pediatrics and Clinical Genetics
Children’s Hospital of The King’s Daughters
Norfolk, VA 23507-1921
757-668-9723 757-668-9724 FAX
Virginia.ProudM.D@chkd.org

Since 1996, she has been the Director of the Division of Medical Genetics and Metabolism at The
Children's Hospital of The King's Daughters, Eastern Virginia Medical School, Norfolk, VA. She
previously held academic/clinical positions at The Children's Hospital of Alabama, Birmingham and The
University of Missouri, Columbia; Fellowship Medical College of Virginia; Medical School and
Residency at University of Virginia. Her special interests lie in understanding mechanisms of
pathogenesis, especially in disorders such as Costello syndrome and more recently Griscelli syndrome,
and working with reproductive endocrinologists to delineate genetic mechanisms that could determine
outcomes in using assisted reproductive technologies.
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Katherine Rauen, MD, PhD
Professor, Department of Pediatrics, University of California
UCSF Comprehensive Cancer Center
2340 Sutter Street, Room S429
Box 0706
San Francisco, CA, 94115
415-514-3513 415-502-3197 FAX
rauenk@peds.ucsf.edu
Katherine (Kate) Rauen, MD, PhD is a Professor in the Department of Pediatrics, Division of Medical
Genetics at the UC San Francisco where she currently serves as the acting Chief of Medial Genetics. She
received a MS in Human Physiology and a PhD in Genetics at UC Davis doing research on gene dosage
compensation and genetic evolution. She obtained her MD at UC Irvine where she also did research in
cancer genetics. Dr. Rauen did her residency training in Pediatrics (boarded) and fellowship in Medical
Genetics (boarded) at UC San Francisco. Dr. Rauen is internationally known for her pioneering work in
the application of array CGH in clinical genetics and as a leader and major contributor to the
understanding of the “RASopathies”, the Ras/MAPK pathway genetics syndromes. Her research program
at UCSF involves the clinical and basic science study of cancer syndromes with effort to identify
underlying genetic abnormalities affecting common developmental and cancer pathways. Dr. Rauen led
the research team, including the CFC International Family Support Group that discovered the genetic
cause of CFC syndrome. She has successfully obtained both intramural and extramural funding for her
research activities, and currently holds a 5-year NIH grant studying skeletal myogenesis in CS and CFC.
She is the Director of the world-renowned NF/Ras Pathway Clinic at UCSF which she initiated in 2007
and is the Director for the UCSF Medical Genetics Residency Program. In addition, she serves on the
medical advisory board of CFC International and is a Co-Chair of the Physicians Advisory Committee for
the Costello Syndrome Family Network. Dr. Rauen was the PI and Chair for the R13 grant and
symposium, “1st International Costello Syndrome Research Symposium 2007”. With the success of the
symposium, she initiated and Chaired the first all-inclusive RASopathy meeting in 2009 held in Berkeley,
CA, “Genetic Syndromes of the Ras/MAPK Pathway: From Bedside to Bench and Back 2009”.

Dawn Siegel, MD
Dermatologist
Medical College of Wisconsin
8701 Watertown Plank Rd.
TBRC, 2nd Fl, Suite C2010
Milwaukee, WI 53226
(414)955-2819
dsiegel@mcw.edu
Dawn Siegel, MD is a pediatric dermatologist from Medical College of Wisconsin and Children's
Hospital of Wisconsin in Milwaukee. Dr. Siegel received her medical degree from the University of
Wisconsin, Madison and then went on to do a pediatric residency at Children’s Hospital Oakland
California. Dr. Siegel did her dermatology residency and pediatric dermatology fellowship at the
University of California, San Francisco. Dr. Siegel has a particular interest and expertise in genetic
dermatologic syndromes, including Costello syndrome, NF and the RASopathies. She is co‐director of the
Neurofibromatosis and RASopathy clinic at Children’s Hospital of Wisconsin. In addition, she has spent
the last several years working on gene discovery for a hemangioma syndrome called “PHACE
syndrome”. Dr. Siegel has been actively involved in studying the skin issues in Costello syndrome and
cardio‐facio‐ cutaneous syndrome since 2006. The paper on CFC was published in 2010 and the Costello
paper was published in 2011 in the British Journal of Dermatology. Today Dr. Siegel will share some of
findings from this study with you.
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Suma Shankar, MD, PhD
Assistant Professor, Dept Human Genetics and Ophthalmology
Division of Medical Genetics
2165 North Decatur Rd.
Decatur, GA 30033
404-778-8499 404-778-8500 404-778-8562 FAX
suma.shankar@emory.edu

Suma P. Shankar MD PhD, Assistant Professor, Department of Human Genetics and Department of
Ophthalmology, Emory University, Atlanta, Georgia. Dr. Shankar joined Emory University in January,
2010 with dual appointments in the Department of Human Genetics and the Department of
Ophthalmology. She received her medical degree from Bangalore Medical College, India and did her
Ophthalmology residency training and obtained the Membership of the Royal College of
Ophthalmologists in London and Fellowship of the Royal College of Surgeons in Edinburgh in the United
Kingdom. She obtained a PhD, focusing on molecular genetics of eye diseases and completed a
fellowship in pediatric ophthalmology at the University of Iowa. She then went to the University of
California in San Francisco for another fellowship in medical genetics. Since 2007 she has been involved
with the cardio-facio-cutaneous syndrome, Noonan syndrome and Costello syndrome groups. Her
research interests include ophthalmic manifestations in Ras/MAPK pathway syndromes and molecular
genetic studies of ophthalmic diseases. She has won the Western Scholar and Henry Christian Award for
Excellence in Research from American Federation of Medical Research, and the best poster award from
Ras/MAPK symposium 2009, for her research on the “ocular features of the Ras/MAPK syndromes” .
She is leading the “Ocular Predictive Heath Initiative” project with a goal of establishing a data base and
DNA bank for inherited and complex eye diseases with genetic etiology at Emory.

David Stevenson, MD
Associate Professor, Department of Pediatrics
Primary Children's Medical Center
100 N Mario Capecchi Drive
Salt Lake City, UT 84113
801-581-8943 801-585-7252 FAX David.Stevenson@hsc.utah.edu
Pediatrician and Medical Geneticist, University of Utah, Salt Lake City, Utah, USA. Dr. Stevenson
completed his residency in Pediatrics at the University of New Mexico and a 3 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 RASopathies 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
including his role as an attending physician in the osteogenesis imperfecta clinic. 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 60 articles, and 2
GeneReviews focused primarily on Ras/MAPK syndromes. Dr. Stevenson first attended the Costello
conference in Portland, Oregon and has attended all the conferences since that time and is excited to visit
with the families again in Orlando.
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SATURDAY SPEAKERS
Dianne Brown, MA, LMHC
Licensed Mental Health Counselor, Florida
Counseling & Coaching
PO BOX 682214, Orlando, FL 32868
(850) 419-6867
refugeofgrace@yahoo.com
Dianne Brown has lived in Orlando for the past 22 years. She is the proud parent of a son, Daniel, who
was born with multiple disabilities and medical challenges and is now 27. They are natives of San
Antonio, Texas. There, she provided services at Brooke Army Medical Center and Beech Pavilion by
counseling parents of newborn babies with special needs at the request of her son’s physician. She earned
a Bachelor’s Degree in Communications at the University of Florida, including a concentration in Special
Education. She is a graduate of Reformed Theological Seminary with a Masters in Counseling. Although
Dianne began counseling informally in 1983, she is a Licensed Mental Health Counselor in Florida. She
works with clients with and without special needs, including individuals diagnosed with developmental
and cognitive disabilities and medical and mental health challenges in various capacities. She also
provides parent training, parent collaboration, and school consultation.
Dianne has traveled extensively in the United States and abroad. She has been speaking to groups at
conferences in the US and abroad since 1990. In addition to working at Nathaniel’s Hope part time,
privately she provides coaching for new and existing respite programs on how to interact with children
with special needs and their parents, program development, curriculum development, and training. She
also travels to locations across the country for the launch of new programs. She can be found building
community relationships with local businesses, organizations, and families, including the medical
community to offer support for children with various special needs and provide social service referrals.

Arthur H. “Skip” Dolt, III, DDS
2751 Buford Highway Suite 302, Atlanta, GA 30324
404-634-1277
dr.dolt@siegelanddolt.com
Dr. Dolt received his Bachelor of Arts from Texas Christian University and his dental degree from The
University of Texas Health Science Center in San Antonio, Texas. After graduation from dental school,
he completed a three-year post-doctoral program, gaining expertise in such disciplines as implant
dentistry, cosmetic dentistry and sedation dentistry. He is a member of the American Dental Association,
American Academy of Implant Dentistry, American Academy of Cosmetic Dentistry, Academy of
Osseointegration the Hinman Dental Society and a Fellow in the Academy of General Dentistry.

Nancy A. Harrington MA, CCC-SLP
Lead Assistive Technology Specialist & Assistant Regional Coordinator
Clinical Educator
FAAST Atlantic Region Assistive Technology Demonstration Center University of Central Florida
Communication Disorders Clinic 12424 Research Parkway, Suite 155 (Research Pavilion)
Orlando, FL 32826
(407) 882-0465
Nancy.Harrington@ucf.edu
Nancy has recently returned to the United States as the Lead Assistive Technology Specialist, Assistant
Regional Coordinator and Clinical Educator for the Florida Alliance for Assistive Services & Technology
(FAAST), Atlantic Region Assistive Technology Demonstration Center (ARDC), located at the
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University of Central Florida Communication Disorders Clinic, Orlando, Florida.
Nancy is a Speech Language Pathologist with 30 years clinical experience, working with individuals with
disabilities and their families. Nancy received her undergraduate degree in Speech Pathology &
Audiology from the State University of New York at Geneseo in 1982 and her Master’s Degree in Speech
Pathology from Hofstra University, Hempstead, Long Island in 1983.
Nancy worked from 1983 to 1993 as a Speech Language Pathologist in various disability services in New
York including Hebrew Institute for Deaf & Exceptional children, Variety Preschoolers Workshop, St.
Charles Hospital & Rehabilitation Center and ACLD Early Intervention Program. Nancy moved to
Ireland in 1993 and was part of the team at Enable Ireland, a specialist service for individuals with
physical, sensory and learning disabilities. Nancy has specialized in the area of Augmentative and
Alternative Communication (AAC) and is committed to finding solutions to enable effective
communication for all!

Sara Karjoo, MD
Pediatric Gastroenterologist
Tampa’s All Children’s Hospital, Florida
Dr. Karjoo grew up in Central New York. She earned her bachelor degree in psychology and biology
from the State University of New York at Binghamton University, and her medical degree from Upstate
Medical University. During Medical school training, she gained an interest in nutrition and
gastroenterology. Over the years, she has helped take care of many children with feeding and
gastrointestinal problems while working at Children's Hospital of Pittsburgh and Children's Hospital of
Philadelphia.

Susan Mayton, ITDS
Early Intervention Vision Program Supervisor
Lighthouse Central Florida, Orlando, FL
215 East New Hampshire Street, Orlando, FL 32804
Toll free (888) 898-2483 ex 215 (407) 898-0236 FAX
smayton@lcf-fl.org
Susan earned her undergraduate degree in Clinical Social Work, with minors in Psychology and Special
Education, from SUNY Albany, in Albany, N.Y. along with a year of graduate work in Social Work
Administration, also at SUNY Albany. She holds a special certificate Master’s in Teacher of Visually
Impaired Infants and Young Children from Florida State University, Tallahassee, Fl. She sits on the
Advisory Board of the Florida Outreach Project for Children and Young Adults who are deaf-blind
through the University of Florida in Gainesville, FL. Her early childhood experience has been direct
teaching, program director, and multi-site administration of private and public sector programs serving
children ages birth through 21 years with a range of sensory, physical, cognitive, and behavioral
challenges, as well as independent consulting. She has 16 years working in early intervention with
children with varying disabilities and their families in New York State and Florida. Seven of those years
have been specific to young children with severe vision impairment or blindness. She has worked
extensively with children with the eye conditions common to children with CFC, Noonan, and Costello
syndromes, while not currently working with children with these actual syndromes. Among her passions
are helping children and families to understand the functional impacts of the eye condition(s), and how
best to support development and function within daily routines as a result of this knowledge. A primary
focus is on developing not only skills, but also a sense of competence, confidence, and inclusion.
Susan has been awarded a National United Cerebral Palsy grant to design a “family friendly” assessment
process; published as “Arena Assessment”. She also designed the Outcomes Measurement Protocol
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system for upstate New York for the Head Start and Early Head Start programs (a data based system to
prove child progress).

Shelby Nurse - Disability Advocate
Thomas J. Nurse
Manning & Nurse: Personal Financial Advisors for Families w/ Special Needs
3030 N Rocky Point Drive West – Suite 700
Tampa, FL 33607
813-658-5000 813-223-2908 FAX
Shelby Nurse and her dad, Tom Nurse, have been presenting nationally together the past 16, starting
when Shelby was just six years old. Now a young adult at 22, Shelby brings tremendous insights into
living a life of meaning, while facing the challenges of cerebral palsy and visual impairments. As a
college senior, Shelby utilizes assistive technology, accommodations and self-advocacy skills to gain
access and success with the rigors of attending University of South Florida St. Petersburg.
Tom Nurse continues to be active in the special needs community, both personally and professionally. As
a parent and advocate, Tom serves on several boards including the Florida Alliance on Assistive Services
and Technology (FAAST) and the Family CAFE. Professionally, Tom works with families across the
county, as a special needs financial planner at his firm Manning and Nurse: Personal Financial Advisors
for Families with Special Needs. Together this father/daughter team presents a powerful message that is
bound to inform and inspire.

Thomas C. O'Brien, JD
Feiler & Associates
2629 Sandy Plains Rd., Suite 201
Marietta, GA 30066
770-579-0799 ext. 108
Thomas@FeilerandAssociates.com
Thomas is the father of an intelligent, beautiful, funny, and feisty child with Noonan syndrome. He is an
attorney practicing out of Atlanta, Georgia who has represented thousands of disability claimants in their
quests for state and federal benefits. He is also an attorney accredited by the United States Department of
Veterans Affairs to assist current or former military personnel and their families with their
claims. Thomas spent the early part of his career working for some of the nation’s largest health insurers
and now practices law primarily in the representation of the disabled and the uninsured. Thomas earned
his Bachelor's Degree in Finance and Business Economics from the University of Notre Dame, his Master
of Business Administration in Finance from Fairleigh Dickinson University, and his Doctorate of
Jurisprudence from Georgia State University. He writes a blog to share thoughts and tactics about Social
Security at http://ssilaw.blogspot.com.

Gabor Szuhay, MD
Board Certified Pediatric Neurologist
Yale School of Medicine, Child Study Center
New Haven, CT
Dr. Szuhay attended McGill University Medical School in Montreal. He completed his postgraduate
training as an intern and then resident at the University of Miami/Jackson Memorial Hospital in Miami;
and fellowships in pediatric neurology and neuro-oncology at Albert Einstein College of
Medicine/Montefiore Hospital, Bronx, NY. He has been a pediatric neurologist at CN-MRI, Dover, DE
and clinical instructor at Cornell University Medical School in Brooklyn, NY. He was assistant professor
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in neurology and pediatrics at George Washington University Medical School and a pediatric neurologist
at Children’s National Medical Center in Washington, DC.
Dr. Szuhay has developed teaching curriculum on the neurological aspects of pediatric sleep medicine for
the weekly Multidisciplinary Pediatric Sleep Medicine Conference at Children’s National Medical Center
and lectured numerous times on topics related to sleep disorders. He has provided consultation for the
pulmonary and behavioral sleep clinics at Children’s National Hospital and lectured on sleep disorders for
the Boot Camp pediatric neurology lecture series to medical students, neurology residents and fellows.
He developed a Neuro-Sleep Clinic at A.I. DuPont Hospital for Children. He has published several
articles on sleep disorders, presented at the annual Pediatric Neurology Society meeting in Louisville, KY
and the annual Pediatric Neurology update at Children’s National Medical Center. His research includes
a prospective historical review of existing cases of NF Type 1 and sleep disordered breathing at
Children’s National Medical Center. He has also developed a sleep software application (patent
pending).

Melinda Wolford, PhD, NCSP
Nationally Certified School Psychologist
Assistant Professor
Department of Counseling, Special Education & School Psychology
Youngstown State University, Ohio
217-766-0073
docwolford@gmail.com
Dr. Melinda Wolford, a specialist in neurological disorders of childhood, has been practicing as a school
psychologist since 1994 and in the educational field since 1991. She has a PhD in School Psychology
with a minor in neuropsychology from Texas Woman’s University in Denton, Texas. Dr. Wolford's
background includes two years as an educational diagnostician, sixteen years as a school psychologist in
public schools and three years as an assistant professor in an accredited program. She served as a school
psychologist in four states; Texas, Arizona, Illinois and South Carolina. Dr. Wolford was the Chief
School Psychologist for her school district while employed in Illinois and was responsible for rewriting
eligibility criteria for the district, providing training to the school psychologists on staff and designing the
pre-referral and referral manuals for staff. Dr. Wolford has taught several courses within a school
psychology sequence. While in higher education, she was responsible for coordinating, managing and
supervising students placed in practicum and/or internships settings. Dr. Wolford advised and supervised
both theses and dissertations for students in the program. She served as admissions coordinator for
incoming applicants. She has extensive experience in staff development and training, parent training,
consultation and assessment of children with neurological differences as well as low incidence
populations. She has designed appropriate individual education programs and behavioral intervention
plans for children with special needs. She has designed and implemented in-home training programs to
support the families and generalize skills across settings for children with neurological differences. Dr.
Wolford has been active in developing collaborative interactions between families, school personnel, and
community agencies to provide supportive partnerships that ensure success for children. She has also
been active in identifying and facilitating partnerships with community agencies looking to provide
services, support, respite and/or funds for families of children with disabilities. She was a member of RTI
teams that serviced children with disabilities and families for over 19 years. Dr. Wolford has provided
numerous training in-service opportunities for educators and parents.
Dr. Wolford and her husband, Youngstown State University Head Football Coach Eric Wolford,
established the No Stone Unturned Foundation. Their foundation is a 501(c)(3) nonprofit organization
dedicated to the support and research of children with health initiatives and/or disabilities and their
families. They founded the No Stone Unturned Therapeutic Learning Center in Manhattan, KS in
December of 2012. The Wolfords were inspired by their son, Stone, who was diagnosed at 2 years of age
with CFC Syndrome.
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SUNDAY
Time

Topic/Activity

Details

Location

9:00am –
10:00am
10:35am –
12:15pm

CSFN Board Meeting

Anemone

Breakout
Session with
Researchers
from
Symposium

Atlantis B

Discussion of major insights gained
from the Scientific Symposium

Farewell to all our friends and have a safe journey home.

≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈≈

Costello Syndrome Family Network
Mission Statement
Through worldwide collaboration, the Costello Syndrome
Family Network’s mission is
 To raise awareness about CS
 To provide families with information, support and advocacy
 To support and advocate for CS research
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2013 Forum Volunteers
It takes many helping hands for the Family Forum to operate. Thanks to each of you for
volunteering your time during the conference so that others may benefit. This list is current at the
time of printing but I am sure there are others who have helped as well. A big heartfelt THANK
YOU to each of you. We simply couldn’t do it without you!

Kara Bahnsen
Cathy Coates
Caitlin Dailey
Erin Dailey
Gail Deckman
Anjuli DiMaria
Raileen Eaton
Bob Ernst
Mary Ernst
Dayle Flint
Liz Froehlich
Peter Froehlich
Lori Gerhardt
Heather Hamblin
Jake Hamblin
Erin Hefner
Kathleen Hefner
Robert Hefner

Pepper Jones
Tena Lanik
Wanda McKenzie
Myrna Miller
Sheryl Montrose
Tammy Moore
Johnny Moore
Carla Morrison
Jennifer Player
Karen Rimes
Kortney Rudd
Pete Scampavia
Deborah Scampavia
Louis Scampavia
Susan Schaeffer
Lisa Schoyer
Laura Schwarting
Kari Shemansky

Jake Slawitschek
Katie Slawitschek
Liz Stevenson
Matt Stevenson
Susan Sullivan
Sarah Swyter
Cherie Takemoto
Jill Taylor
Larry Taylor
Sandra Taylor
Angel Thomas
Margie Thorgesen
Karlee Waldvogel
Lara Weeks
David Weeks
Becky Winn
Kim Woodward

Special thanks to all the families who donated quilt squares and to Cathy Coates for
putting together our “Costello Syndrome Family Quilt” for the Saturday night auction.
A special thank you also to Becky Winn for taking our group photo and other snapshots
around the conference!

32
CSFN Family Forum July/August 2013

RENAISSANCE HOTEL FLOOR PLANS
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