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10TH INTERNATIONAL COSTELLO SYNDROME CONFERENCE – THE BEST ONE YET!
Welcome to Orlando! You, our families, are the heart of the Costello conference. You
offer your love and support, share your experiences and knowledge, and fundraise
amazingly. No one knows more than you about how to deal with the day-to-day
challenges of living with a child diagnosed with Costello syndrome. The sharing and
caring at this conference is one of the best benefits!
You, our researchers, scientists, physicians and support team, are part of our family
because of your dedication and commitment to learning as much as possible about this rare disorder. You
so willingly share your knowledge and support, and we cannot thank you enough.
You, our donors, make the conference possible through your unselfish giving and support to our mission:
To overcome the challenges of Costello syndrome. Without you, there would be no conference.
And to you, our family members affected by Costello syndrome, we are here for you!
It is the magical gathering of all of us that makes this conference so special in countless ways. We hope
you learn, bond, share, find support and have fun throughout your days in Orlando.
Sandra Taylor, Executive Director
and Conference Coordinator
Costello Syndrome Family Network
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DONATIONS
Thank you to the many families who support the conference and the mission of the Costello Syndrome
Family Network. Each of you who has personally contributed and/or raised funds for the conference has
made a difference in the ability of CSFN to help families affected by Costello syndrome.
$15,000 LEVEL
In Honor of Allie Bahnsen

$10,000 LEVEL
In Honor of Braden Hall

$7,500 LEVEL
In Honor of Gabriella Romero-Vysockyte

$5,000 LEVEL
In Memory of Makenzie Belanger
In Honor of Nicholas Eaton
In Honor of Luke Stevenson
In Honor of Westin Thomas

$2,500 LEVEL
In Honor of Juliet DiMaria
In Honor of Ali Kazakoff
In Honor of Logan Keiner
In Honor of Claire Little
In Honor of Ansley Pendleton
In Honor of Kennedy Reid
In Honor of Pete Scampavia
In Memory of Nicholas Spinnell
In Honor of Jill M. Taylor
In Honor of Mar Lucia Victoria

$1,000 LEVEL
In Memory of Clay Daxon
In Honor of Emily Ray
In Honor of Danielle Slawitschek
In Honor of Joey Tuozzo

OTHER SUPPORTERS
In Honor of Arden Benefield
In Honor of Kati Cabiness
In Honor of Jonah Charrabe
In Honor of Frederick DeNicola
In Honor of Ryan Ellis
In Honor of Micaela Garcia

OTHER SUPPORTERS
In Memory of Landon Anthony Harrington
In Memory of Quin Johnson
In Honor of Anna Stella Roberts
In Honor of Grady Rodgers
In Memory of Sadie Sophia Swenson
In Honor of Lalani Wetzstein

$500 LEVEL
In Honor of Collin Deckman
In Honor of Regina Driessen
In Honor of Maggie Ernst
In Honor of Erin Hefner
In Honor of Zane Madaus
In Honor of Jalisa Sullivan
In Honor of Raelynn Viney

A Special Note of Appreciation to
Cathy Coates for the unique and beautiful quilt
Dr. David Stevenson who gathered publication information to be included in the program
Crystal Benfield for allowing families to mail packages directly to her in Orlando
Ian Ramos (parent) and Thomas Kite for their assistance in designing T-shirts
Maria Grazia from Italy for sending gifts for the children
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SPONSORS
ReliantSouth Construction Group
Panama City, Florida
-Spiral Notebooks
NashTech Inc.
Marianna, Florida
-Website technical support & hosting
Taylor Architects Inc.
Panama City, Florida
-Use of Copier & Donation of Office Supplies

The Spinnell Family
The Wheatons

The Family of Nicholas Spinnell
Washington, DC
-Therapy Horses of Gentle Carousel
Judie & Gerry Wheaton
London, Ontario Canada
-Siblings Sessions & Pizza

SCHOLARSHIPS
Due to the generosity of several families who donated in memory of their children to set
up scholarship funds, assistance was offered to seven families to enable them to attend
the conference. Thank you for reaching out to help others!

Makenzie Belanger Scholarship Fund
Lucas Giving Fund
The Family of Nicholas Spinnell
Virginia Proud Scholarship Fund
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Tuesday, July 25, 2017

FAMILY FUN DAY
SeaWorld Field Trip
Day Leaders:

Angel Thomas, Board Member – Group 1
Raileen Eaton, Board Member - Group 2

Dress for the day:

Cool and Comfortable, Sunscreen

This pre-conference event is so popular that we had to divide into two groups. The groups are based on
the registration date of the individual with CS. If you registered separately and at a different time from
the individual with CS but came in support of that person such as relatives or friends, you will go over all
together. A list will be posted outside the breakfast area on the bulletin board so just look to find your
group. After breakfast, meet in front of the entrance to the Discovery Ballroom to take a group photo.
At 9:00am Angel Thomas will lead the first group over to the special entrance and at 9:50am Raileen
Eaton will lead the second group. Angel Thomas will be at the gate to hand out your tickets as you enter
the Education Program Gate. Please note that we will go over as a group and you cannot enter through
the main gate. After a 30-minute educational presentation, you are free to stay and play at SeaWorld
for as long as you like.
Most of you are not accustomed to the hot Florida sun and the humidity. Bring sunscreen so you can
apply it throughout the day, drink lots of liquids to stay hydrated, consider hats with brims for the little
ones, and stay in the shade and rest when you can. They do not permit you to take large coolers in the
park. If you need to take medicines or special food, put it in a small soft cooler if possible. When you
have had all the fun you can stand, exit through the main gate and head back to the hotel for a rest or
cool off in the pool. Have your hand stamped at the gate if you plan to return later.
When?
7:00am- 8:30am
8:55am
9:00am

9:50am

What?
Buffet Breakfast
Everyone gathers for a photograph.
Group 1 – Depart together with Angel
Thomas from in front of Discovery
Ballroom
Group 2 – Depart together with
Raileen Eaton from in front of
Discovery Ballroom

Where?
Discovery Ballroom
Outside Entry to Discovery Ballroom
SeaWorld Education Program Gate

SeaWorld Education Program Gate
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Wednesday, July 26, 2017

WELCOMING DAY
Fun & Games, Welcome Reception
Leaders of the Day:

Sandra Taylor, Cherie Takemoto, Mary Ernst

Suggested Dress for the Day:

Your choice

You asked for family activities so here they are. We will spend the morning with fun and games. In the
afternoon, our new families will meet before our official Welcome Reception. Our evening will end with
a “Picnic in the Atrium”. A great start for a great conference!
When?
7:00am- 8:30am
9:30am – 11:30am
10:00am – 11:30am
10:00am – 11:30am
10:45am – 1:00pm

11:30am – 12:00pm
12:00pm - 1:30pm
2:30pm – 3:30pm
4:00pm – 5:30pm
5:30pm – 7:00pm

What?
Breakfast on your own
Cellphone Eye Spy Photo Scavenger Hunt
Family Trivia with John & Sue Sullivan
Coloring/Crafts for Kids with Kara Bahnsen
Siblings Session & Pizza Group 1– Judie
Wheaton, Gerry Wheaton, Lara Weeks
Siblings Session & Pizza Group 2 – Cherie
Takemoto, Lindsey Morse, Dr. Jennifer
Katzenstein, and Dr. Jillian Wise
Family Magic Show with Todd Kay
Lunch on your own
New Family Orientation
Registration & Welcome Reception
FAMILY BUFFET PICNIC

Where?
Discovery Ballroom Foyer
Odyssey B
Odyssey A
Bluegill, 2nd Floor
Anemone, 2nd Floor

Atlantis
Atlantis
Discovery Ballroom
Atrium A (near exit to pool area)

Siblings Session & Pizza
The special siblings session is for brothers and sisters of children with Costello syndrome to meet, talk
and have fun with other siblings who “get it”. If you registered, check in on the second floor Reception
Foyer near Bluegill. There will be fun, pizza and an opportunity to share thoughts and experiences about
life with a sister or brother with CS. This activity requires pre-registration.

New Family Orientation
This session is specifically designed for families who have never attended a conference and will help
them navigate the busy schedule. This year we will pair new families with veteran families who know
how to make the most of the conference. CSFN leaders will go over the conference schedule and
answer questions. All families who have not attended a conference should attend.

Registration and Welcome Reception
This is the official start to the conference. Everyone will check in and receive their registration packages.
We will present several awards, including the Costello Ambassador and the Sibling Champion. We will
also recognize our fundraisers who make this event possible. We will end with a slide show introduction
of our children/adults with Costello syndrome and recognize their families and friends attending the
conference.
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Thursday, July 27, 2017

LEARNING DAY
Medical Lectures
Day Leaders:

Sandra Taylor, Lindsey Morse, Bob Hefner

Suggested Dress for the Day:

Awareness T-shirts

Sessions 1 through 5 today are presented by authors who are contributing to the Costello syndrome
consensus publication and the information they have gathered thus far. This is still a work-in-progress
but within the next year, CSFN hopes to have the consensus document from this effort so you can share it
with your health care providers. The majority of the authors are on the CSFN Professional Advisory
Board and are dedicated to learning more about Costello syndrome.
When?
6:30am – 7:45am
8:00am – 2:00pm
8:00am
8:00am
8:20am – 8:30am
8:30am – 9:00am

9:00am – 9:45am

9:45am – 10:30am

10:30am – 10:45am
10:45am – 11:30am

11:30am
11:30am – 12:45pm

What?
BUFFET BREAKFAST
Registration Table
Camp Ras Check-In
CS Lounge Check-in
Opening Remarks, Announcements
How to Tell Others about Costello
Syndrome in Plain English
- Lindsey Morse, MS, CGC
SESSION 1
•Neurocognitive Functioning in CS
- Marni Axelrad, PhD, ABPP
•Endocrine/Growth
- Daniel Doyle, MD
•Molecular Genetics/Prenatal Issues
- Lindsey Morse, MS, CGC
SESSION 2
•Cardiac Issues
Kathryn Chatfield, MD, PhD
•Neurologic Manifestations
- Karen Gripp, MD
•Ear, Nose & Throat (ENT)
- Karen Gripp, MD
BREAK
SESSION 3
•Hematology/Oncology
Bronwyn Kerr, MD
•Renal/Genitourinary Findings
- Katherine “Kate” Rauen, MD, PhD
•Dentistry
- Katherine “Kate” Rauen, MD, PhD
Pick up from Camp Ras & CS Lounge
Both Close at 11:45am
BUFFET LUNCH

Where?
Discovery Ballroom
Discovery Ballroom Foyer
Bluegill Reception, 2nd Floor
Suite 7008
Atlantis
Atlantis
Atlantis

Atlantis

Atlantis

Camp Ras – 2nd Floor
CS Lounge – Suite 7008
Discovery Ballroom
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12:45pm

Camp Ras & CS Lounge Reopen

1:00pm – 1:30pm

SESSION 4
•Ophthalmologic Features
Suma Shankar, MD, PhD
•Costello Syndrome in Adulthood
- Nicole Weaver, MD
SESSION 5
•Gastrointestinal
David Stevenson, MD
•Musculoskeletal
- David Stevenson, MD
- Mihir Thacker, MD
•Dermatology
- Dawn Siegel, MD
Rhabdomyosarcomas & Other Cancers
Corinne Linardic, MD
BREAK
“ASK THE DOCS” Panel
Drs. Axelrad, Chatfield, Doyle,
Gripp, Kerr, Linardic, Rauen,
Shankar, Siegel, Stevenson,
Thacker and Weaver
Pick up from Camp Ras and CS Lounge
Both close at 4:30 pm
New Family Registration/Consent with Dr.
Karen Gripp by appointment only
Moms Mix & Mingle (adult social time)
Dads Man Cave (adult social time)

1:30pm – 2:15pm

2:15pm – 2:45pm
2:45pm – 3:00pm
3:00pm – 4:00pm

4:00pm
4:00pm – 7:00pm
7:30pm – 9:00pm
9:00pm – 10:30pm

Camp Ras – 2nd Floor
CS Lounge – Suite 7008
Atlantis

Atlantis

Atlantis A/B

Atlantis A/B

Camp Ras – 2nd Floor
CS Lounge – Suite 7008
Cobia – 2nd Floor
Upper Deck, Lobby
Upper Deck, Lobby

Research on the Natural History of Costello Syndrome: Adaptive Skills, Cognitive, and Behavioral
Characteristics – Dr. Marni Axelrad and Dr. Jennifer Katzenstein have returned to continue their
research. With the help of their assistants, they will be testing children and talking to parents on
Thursday, Friday and Saturday on the 2nd Floor. If you have given permission for your child to
participate in their research, they may be pulled from Camp Ras or CS Lounge to participate and then
returned to Camp Ras or the CS Lounge. Dr. Axelrad will be in the Executive Boardroom and Dr.
Katzenstein will be in Koi on all three days.
Coping Mechanisms in Rasopathies – Dr. David Stevenson will be set up in Odyssey A on Thursday
from 8:00am – 12:00pm for caregivers to drop by and complete his short survey. It only takes about
5-10 minutes to complete, and he asks that both caregivers participate. He will be available again all
day Friday upstairs in the Research area.
Developing 3D Morphometry Data and Gathering of CT Scans - Nick Mahasuwan CRC and Amnon
Sharir, PhD, Research Coordinators for Dr. Ophir Klein (not attending), will be set up on Thursday from
around 8:00am until 5:00 pm in Odyssey B. They will be taking photographs for his research,
gathering information and collecting copies of craniofacial CT scans you bring. They will also be
available all day on Friday in the research area.
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Friday, July 28, 2017

GIVING DAY
Research
Leaders of the Day:

Tammy Moore, Lindsey Morse, Sandra Taylor

Suggested Dress for the Day:

Jeans/Genes

We are so appreciative that researchers come to the conference to collect information so we may all
learn more about Costello syndrome. It is called “Giving Day” because when you participate in research,
you are giving to all Costello families. It is a busy and hectic day, so bring some activities and be patient.
We will provide water, juice and light snacks in the waiting area. You will be given a “Passport” in your
registration packet so you’ll know when and where to go. Research will be on the second floor and visits
with our Experts will be on the first floor.
When?
What?
Where?
6:45am – 8:00am
BUFFET BREAKFAST
Discovery Ballroom
7:40am – 8:00am
Volunteer sign-in & training
Atlantis B
8:00am – 2:00pm
Registration Table
2nd Floor Reception Area
11:45am – 1:15pm
BUFFET LUNCH
Discovery Ballroom

RESEARCH STATIONS – 2nd Floor
Stations 1-5

Station 6

Station 7a

Station 7b

Clinical and Molecular Investigations
Station 1 – Dr. Mihir Thacker
Station 2 – Dr. Karen Gripp
Station 3 – Dr. Dan Doyle
Station 4 – Dr. Nicole Weaver
Station 5 – Dr. Kathryn Chatfield

Bluegill
Anemone
Cobia
Damselfish A
Grouper A

A Study of Pain in Rasopathies
Dr. Carlos Prada, assisted by Dr. Nicole
Weaver

Damselfish B

Developing 3D Craniofacial
Morphometry Data and Tools to
Transform Dysmorphology
Nick Mahasuwan, CRC
Molecular Genetic Investigation of
Patients with Congenital Anomalies
(collecting CT scans)
Dr. Amnon Sharir

Fantail A

Fantail B
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Stations 8a & 8b

Station 9

Stations 10 & 11

Genetic Basis of Melanocytic Nevi;
Characterization of Hair in Rasopathies
Dr. Maija Kiuru & Jennifer Urban,
Assistant

Grouper B

Coping Mechanisms in Rasopathies
Dr. David Stevenson

Hinalea

Natural History of Costello Syndrome
Station 10 – Dr. Jennifer Katzenstein
Station 11 – Dr. Marni Axelrad

Koi
Executive Boardroom

MEET THE EXPERTS – 1st Floor
Station 12
Station 13
Station 14
Station 15

Dr. Katherine Rauen - Clinical Geneticist
Dr. Dawn Siegel - Dermatology
Dr. Bronwyn Kerr, Dr. Emma Burkitt
Wright, Dr. Corinne Linardic
Dr. Suma Shankar, Ophthalmology

Odyssey A
Odyssey B
Atlantis A
Atlantis B

FRIDAY EVENING EVENTS
6:00pm – 7:30pm

CSFN Board of Directors, CSFN Professional Advisory Board, ICSSG,
RASopathiesNet Meeting (board members only)
Location: Atlantis

7:30pm – 8:30pm

Craft Fair & Tickets available for the Coates’ Quilt Drawing
Location: Crystal Ballroom B

Have fun browsing through the unique items donated by our families to see what you want to take
home with you! All funds raised go to help with the conference expenses. Cash or credit card.

8:00pm – 10:00pm

Dessert and Scientific Poster Session
Atrium A/B

RASopathiesNet invites you to join the Symposium event, Dessert and Scientific Poster
Session. Desserts will be available and you may visit with the syndrome families and scientists
and view their posters. Costello syndrome will be represented by Jalisa Sullivan and her
parents, John and Sue Sullivan, and by Helaina Stone and her parents, Colin and Cath Stone.
Be sure to stop by and chat with them and hear their stories. It will be interesting to visit with
the other syndrome families to learn more about our syndrome cousins, or chat with the
scientists about their poster presentations.
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Saturday, July 29, 2017

SHARING DAY
Parent Discussions – Luau Banquet
Leaders of the Day:

Angel Thomas, Cherie Takemoto, Raileen Eaton,
Jennifer Hall, Sandra Taylor

Suggested Dress for the Day:

Conference Shirt daytime, Luau for Evening

As requested, much of today will be the sharing of experiences among caregivers, facilitated by
experienced parents. This is an opportunity for parents to share their thoughts, experiences and what
they think works and doesn’t for their children. You may attend the special tribute to those we have lost
to Costello syndrome, chat with others who share your child’s specific mutation, and hear our adult
advocates tell us what it is like to be an adult with Costello syndrome. Please keep in mind that
information shared today is not medical advice so you should consult your child’s medical staff before
attempting to apply any of the information that is shared.
When?
6:45am – 8:00am
8:00am – 1:00pm
8:00am
8:00am
8:00am – 3:00pm

What?

8:15am – 8:35am

The Future of Research
Bruce D. Gelb, MD

BUFFET BREAKFAST
Registration Table
Camp Ras Check-In
CS Lounge Check-in
Continuation of Natural History Research
by Drs. Axelrad and Katzenstein

Where?
Discovery Ballroom
Discovery Ballroom Foyer
Anemone and Bluegill, 2nd Floor
Suite 7008
Dr. Axelrad – Board Room, 2nd
Floor
Dr. Katzenstein – Koi, 2nd Floor
Atlantis A&B

PARENT SHARING GROUPS There are two sessions at the same time. From each time listed,
pick whichever session you’d like to attend.
8:35am – 9:35am

9:45am – 10:45 am

Sleeping Tips: What You Might Try and
What Might Work
Facilitators: Jill Kazakoff, Kara Bahnsen,
Jenny Wooldridge
Social Relationships: Loneliness, Dating
and Sexuality
Facilitators: Cherie Takemoto, Bob
Hefner, Mary Ernst
Feeding Tips from Parents: Blended
Diets, Transition from Feeding Tube
Facilitators: Angel Thomas, Cami Varney,
Jennifer Gondermann
Full Life Ahead: Transition from Child to
Adult
Facilitators: Tammy Moore, Katie
Slawitschek, Liz Froehlich

Odyssey

Atlantis

Odyssey

Atlantis
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11:00am – 11:30am

Remembrance Service

Atrium C-D

Camp Ras/CS Lounge will be open till 12 noon

11:30am
11:45am
11:45am – 1:15pm

12:00pm – 1:00pm

1:00pm
1:15pm – 2:15pm

Pick up from Camp Ras and CS Lounge
Both close at 12:00 Noon
Gather in atrium for GROUP PHOTO
LUNCH
BUFFET LUNCH
This Lunch is for those who registered
with CSFN to have a leisurely lunch.
-ORSYMPOSIUM LUNCH & LEARN
with Rick Guidotti
Those who registered with CSFN to attend
this session will pick up a box lunch in the
Atrium before going to the Symposium
session at 12 noon.
Camp Ras & CS Lounge Reopen

Camp Ras – 2nd Floor
CS Lounge – Suite 7008
Atrium, near Discovery Ballroom

Discovery Ballroom

Pick up Lunch in Atrium C
Lunch & Learn - Crystal D
Camp Ras – 2nd Floor
CS Lounge – Suite 7008

Atlantis A/B
Odyssey A/B

3:15pm

“Ask the Advocates”
Moderator: Dr. Marni Axelrad
Advocates: Collin Deckman, Danielle
Slawitschek, Helaina Stone, Jalisa Sullivan
Genetic Mutation Roundtables
Facilitator: Angel Thomas
Pick up from Camp Ras and CS Lounge
Both close at 3:30

4:00pm – 5:45pm
5:50pm

Photos with Rick Giudotti
Group Photo

Atrium C/D
Entry to the Discovery Ballroom

6:00pm

LUAU BUFFET DINNER
Raffle Ticket Sales, Raffles &
Silent Auction – All end at 7pm
Draw & Announce Coates’ Quilt Winner
Hula Dancers perform, then come down
to Hula with the children

Discovery Ballroom

Dancing with the DJ
Check your winning tickets for Raffles
Winners of silent auction, pay & pick up

Discovery Ballroom

2:15pm – 3:15pm

6:00pm – 7:15pm
7:15pm – 7:45pm

7:45pm – 9:00pm
8:30pm – 9:30pm

Camp Ras – 2nd Floor
CS Lounge – Suite 7008

Discovery Ballroom
Discovery Ballroom

Discovery Ballroom Foyer

Leis will be available for everyone, and there will be grass skirts
and flowered bracelets for the children.
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Sunday, July 30, 2017

IT’S A WRAP!
Symposium Summary – Town Hall Meeting
Coordinators of the Day:

Sandra Taylor, Cherie Takemoto

Dress for the Day:

Your Choice

When?
10:30am – 11:00am
12:40pm – 1:30pm

What?
Town Hall Meeting
Symposium Wrap-up Summary
- Karen Gripp, MD
- Bronwyn Kerr, MD
- David Stevenson, MD

Where?
Grouper, 2nd Floor
Atlantis A/B

Thank You Volunteers!
One of the keys to the success of CSFN has been our families and friends who volunteer, who embody
the spirit of giving and love, and who use their experience and knowledge to lend a hand. Thank you
deeply for all you have given and all you have done to make this conference possible. Though you may
not be listed by name, we appreciate all the hours you have given.

CSFN BOARD OF DIRECTORS 2015-2017
Cherie Takemoto, President
Angel Thomas, Vice-President
Lisa Schoyer, Secretary
Jennifer Hall, Treasurer

Lindsey Morse, MS, CGC
Raileen Eaton
Sandra Taylor, Executive Director

PROFESSIONAL ADVISORY BOARD 2015-2017
Karen Gripp, MD - Co-Chair
Katherine “Kate” Rauen, MD, PhD - Co-Chair
David Stevenson, MD - Co-Chair
Marni E. Axelrad, PhD, ABPP
Emma Burkitt-Wright, MBChB
Kathryn Chatfield, MD, PhD
Dan Doyle, MD
Jennifer Katzenstein, PhD, ABPP

Bronwyn Kerr, MD
Kerstin Kutsche, PhD
Angela Lin, MD
Suma Shankar, MD, PhD, FACMG
Dawn Siegel, MD
Mihir Thacker, MD
K. Nicole Weaver, MD
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Thursday, July 27 & Saturday, July 29
CAMP RAS & CS LOUNGE
Child Care & Activities
Child care (Camp Ras) for ages 1-17 is provided via contract with Corporate Kids Events, Inc.
They are a top notch professional child care company who will provide many interesting
activities for the children. All children are pre-registered (no on-site registration).
Please remember to be considerate of the staff and avoid late fees imposed in Camp Ras by
picking up your children by the closing times noted in the program. Please note that children
are not permitted in the sessions on Thursday and Saturday in consideration of the attendees
and presenters.
The CS Lounge for ages 18 and up is staffed by volunteers and managed by Lara Weeks. Lara
has been a teacher for 26 years, currently teaching second grade inclusion in Lynn Haven,
Florida and this will be her third year volunteering as Manager of the CS Lounge. Bess Hooks, a
former schoolteacher, will be her assistant manager and volunteered at the last conference.

On Thursday, July 27, activities will be based around a “western theme”. Several Gentle
Carousel Miniature Therapy Horses from Gainesville, FL will be here to visit the children and
adults diagnosed with Costello syndrome and their siblings. One of the therapy horses
named “Magic” is a celebrity and has won numerous awards and honors. They travel
nationwide to visit over 25,000 children and adults each year, soothing families after
disasters, visiting nursing homes and hospitals, and bringing comfort and joy to many. And
yes, these miniature horses are house trained.
Children from Camp Ras and the CS Lounge whose caregivers gave permission on their
camp registration will be taken to visit the therapy horses directly from Camp Ras. If your
children are not in child care or CS Lounge, you may take them to visit the therapy horses
between 1:00pm and 2:00pm in Grouper/Registration area on the second floor. Their
owners/trainers are very experienced and the horses are trained to be around children who
may be frightened or upset. Your child may observe from afar (doorway or down the hall)
or perhaps walk with a double lead with one of the miniature horses.

On Saturday, July 29, the theme will be based around a beach party. Two
professional hula dancers will come for a short visit in the morning to teach the children
how to hula dance. The dancers will return for a performance at the Luau and then dance a
little with the children. CSFN will provide hula skirts for all the children who want one.
CSFN 10th International Family Conference – July 2017
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BIOGRAPHIES - Medical Professionals
Marni E. Axelrad, PhD, ABPP
Board Certified in Clinical Child and Adolescent Psychology
Clinical Program Director, Clinical and Pediatric Psychology
Psychology Service, Texas Children’s Hospital
Associate Professor, Department of Pediatrics
Baylor College of Medicine
6701 Fannin Street, Suite 1630
Houston, Texas 77030
Phone – 832-822-3700
Email - meaxelra@texaschildrens.org
Dr. Marni Axelrad is a board certified clinical child and adolescent psychologist at Baylor College of
Medicine/Texas Children's Hospital in Houston, Texas. She has been involved in studying the cognitive,
behavioral, and adaptive skills in Costello syndrome since 2003. She has published numerous articles on
Costello syndrome, including a review paper about the developmental course in Costello syndrome. Dr. Axelrad
looks forward to learning more about Costello syndrome at the current conference, as well as sharing what she
knows.

Emma Burkitt-Wright, MRCP, PhD
Consultant Clinical Geneticist
Manchester Centre for Genomic Medicine
Manchester Academic Health Sciences Centre
University of Manchester & Central Manchester University Hospitals NHS Foundation
Trust
6th floor, St Mary's Hospital
Oxford Road, Manchester M13 9WL
Phone - 0161 701 6285
Fax - 0161 276 6145
Email - Emma.Burkitt-wright@manchester.ac.uk
Dr. Burkitt-Wright graduated in medicine from the University of Liverpool (2002), and undertook house jobs and
a general internal medicine rotation in Liverpool, gaining Membership of the Royal College of Physicians (2005).
After a year of paediatric experience, she started training in clinical genetics in Manchester (2006), as the first
academic clinical fellow in the UK’s integrated clinical academic training scheme. During that post, she joined
Professor Mariano Barbacid’s group at the Spanish National Cancer Centre (CNIO) on secondment, to
characterise their B-Raf mouse model of CFC syndrome. Awarded a Manchester Biomedical Research Centre
PhD training fellowship in 2009, she secured a Wellcome Trust Research Training Fellowship (2010-2013). Her
PhD thesis, ‘De novo germline disorders of the Ras-MAPK pathway: clinical delineation, molecular diagnosis and
pathogenesis’ was awarded in summer 2014. She obtained her certificate of completion of specialist training in
November 2014, having trained with Professor Bronwyn Kerr (seeing patients with Costello, CFC and Noonan
syndromes). As a consultant, she offers clinics for patients with these disorders within the Manchester Centre
for Genomic Medicine and the nationally commissioned highly specialised service for complex NF1.
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Kathryn Chatfield, MD, PhD
Assistant Professor of Pediatrics, Cardiology
University of Colorado School of Medicine
Director, Cardiac Genetics Clinic
Division of Cardiology
13123 East 16th Avenue, B100
Aurora, Colorado 80045
Phone - 720-777-6820
Email - Kathryn.Chatfield@childrenscolorado.org
Dr. Chatfield is an Assistant Professor 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. 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.

Ashley Cooper, Neuropsychometrist
Johns Hopkins All Children’s Hospital
501 6th Avenue South
St. Petersburg, FL 33701

Ashley Cooper is a clinical neuropsychometrist at Johns Hopkins All Children’s Hospital in St. Petersburg, Florida.
She is responsible for the administration and interpretation of neuropsychological tests that measures cognitive
function and psychological ability.

Dan Doyle, MD
Associate Professor of Pediatrics, Thomas Jefferson University
AI duPont Hospital for Children
Division of Endocrinology 1600 Rockland Rd.
Wilmington, DE 19803
Phone - 302-651-5965
Fax - 302-651-5419
Email - Ddoyle@nemours.org

Dr. Doyle 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 discuss
the use and limitations of these curves as well as the natural history of growth and the use of growth hormone
in CS children. Dr. Doyle will share his section of the Costello syndrome consensus guidelines upcoming
publication.
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Bruce D. Gelb, MD
Director Mindich Child Health and Development Institute
Professor Pediatrics, Cardiology
Professor Genetics and Genomic Sciences
1468 Madison Ave, Suite 3-50
New York, NY 10029
Phone – 212-241-8662 Fax – 212-534-2659
Email – bruce.gelb@mssm.edu
Dr. Bruce Gelb is the Director and Gogel Family Professor of the Mindich Child Health and Development Institute
at the Icahn School of Medicine at Mount Sinai. He is Professor of Pediatrics and of Genetics and Genomic
Sciences. Dr. Gelb completed a pediatric residency and pediatric cardiology fellowship at Babies Hospital of
Columbia-Presbyterian Medical Center and Texas Children’s Hospital at the Baylor College of Medicine,
respectively. He joined the faculty at Mount Sinai in 1991 after fellowship and has remained there since. He
developed an extensive program in genomics/gene discovery for congenital heart disease. Dr. Gelb directs the
Cardiovascular Genetics Program at Mount Sinai.
Karen Gripp, MD, FAAP; FACMG
Professor of Pediatrics, Sidney Kimmel Medical School at T. Jefferson University
Chief, Division of Medical Genetics
A.I. duPont Hospital for Children
1600 Rockland Road
Wilmington, DE 19803
Phone - 302-651-5916
Fax - 302-651-5033
Email - Karen.Gripp@nemours.org
Dr. Karen W. Gripp is the Chief of the Division of Medical Genetics and the Medical Director of the Molecular
Diagnostic Laboratory at the A.I. du Pont Hospital for Children/Nemours in Wilmington, DE. She is a Professor of
Pediatrics at the S. Kimmel Medical College at T. Jefferson University. She is board certified in pediatrics and
clinical and clinical molecular diagnostic genetics. Her areas of particular clinical expertise include craniofacial
malformations and rasopathies. Costello syndrome is the focus of her research and she is closely involved with
the Costello Syndrome Family Network as the co-chair of the Professional Advisory Board. In addition to coauthoring the Handbook of Physical Measurements, Dr. Gripp has >100 peer reviewed publications. Her
professional activities include membership in the ClinGen panel on rasopathies, an active role in ACMG
committees, and organizing the “D.W. Smith Meeting on Malformation and Morphogenesis” and the
“Diagnostic Dilemmas” session at the annual ASHG meeting. She is on the scientific advisory board for FDNA,
the parent company for Face2Gene.
Jennifer Katzenstein, PhD, ABPP
Board Certified Subspecialist in Pediatric Neuropsychology
Pediatric Neuropsychologist
Johns Hopkins All Children’s Hospital
880 Sixth Street South, Suite 420
Saint Petersburg, FL 33701
Phone - 727-767-8477 Fax - 727-767-8244
Email - jkatzen7@jhmi.edu
Dr. Jennifer Katzenstein is a board certified clinical neuropsychologist at Johns Hopkins All Children’s Hospital in
St. Petersburg, Florida. She has been involved in studying the cognitive, behavioral, and adaptive skills in
Costello syndrome since 2009. She has worked with Marni Axelrad, PhD since 2009 to continue to develop our
knowledge base.
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Bronwyn Kerr, MD
Consultant Clinical Geneticist/Honorary Senior Lecturer
Associate Medical Director
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) or 0161-7012335 (Mrs. Dermody)
Email - Bronwyn.Kerr@cmft.nhs.uk
Professor Bronwyn Kerr is a consultant clinical geneticist who has worked in Manchester in the UK since 1995.
Her principal research interest has been Costello syndrome, and more recently, other disorders of the
RAS/MAPK pathway. She is a member of the Medical Advisory Boards of the International Costello Syndrome
Support Group (UK), the Costello Syndrome Family Network (USA) and the Noonan syndrome association (UK).
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. She is a member of the steering group of
GenIDA (Genetically determined Intellectual Disabilities and Autism Spectrum Disorders), an on-line registry for
patients, families and professionals. She is the lead for the Guideline Development work-stream of the
European Reference Network project ITHACA (HP-ERN-2016; 739516), a five-year project commencing April
2017.
Maija Kiuru, MD, PhD
Assistant Professor of Clinical Dermatology
Department of Dermatology
University of California Davis
3301 C Street, Suite 1450
Sacramento, CA 95816
Phone - 916-734-0591
Fax - 916-734-6793
Email - mkiuru@ucdavis.edu
Dr. Maija Kiuru is a board-certified dermatologist and dermatopathologist, trained at Weill Cornell Medical
College and Memorial Sloan Kettering Cancer Center. She specializes in the two aspects of dermatology, seeing
patients and examining skin biopsies under the microscope. Dr. Kiuru’s research interests include genetic
alterations in skin tumors and familial skin diseases, including RASopathies. Dr. Kiuru has published numerous
peer-reviewed articles, review articles, and book chapters, and has lectured at many national and international
meetings. She is a recipient of a K12 career development award for clinical oncology and a Dermatology
Foundation career development award for dermatopathology.
Ophir Klein, MD, PhD
Professor, Departments of Orofacial Sciences & Pediatrics
University of California, San Francisco
513 Parnassus Avenue
San Francisco, CA 94143
Phone – 415-476-4719
Fax - 415-476-4720
Email - Ophir.klein@ucsf.edu
Dr. Ophir Klein is the Larry L. Hillblom Distinguished Professor in Craniofacial Anomalies and Chair of the Division
of Craniofacial Anomalies at the University of California, San Francisco (UCSF) and Medical Director of the UCSF
Craniofacial Center and Director of the UCSF Program in Craniofacial Biology. Dr. Klein was educated at the
University of California, Berkeley, earning a BA in Spanish Literature. He then attended Yale University School of
Medicine, where he received a PhD in Genetics and an MD. He completed residencies at Yale-New Haven
Hospital in Pediatrics and at UCSF in Clinical Genetics. Work in Dr. Klein’s research group centers on organ
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development and regeneration, with a major focus on understanding the processes underlying craniofacial
development. Dr. Klein is Lead Researcher for the Research Project, Developing 3D Craniofacial Morphometry
Data and Tools to Transform Dysmorphology. He is represented by Nick Mahasuwan at the Family Conference.
Corrine Linardic, PhD, MD
Associate Professor of Pediatrics
Associate Professor of Pharmacology and Cancer Biology
Box 102382, DUMC
Durham, NC 27710
Phone – 919 - 684-3401
Email - linar001@mc.duke.edu

Dr. Corinne Linardic is a physician-scientist in the Division of Pediatric Hematology-Oncology at Duke University
School of Medicine in Durham, NC. She received her training at Duke and the Children’s Hospital of Philadelphia.
Her clinical and research interest is pediatric sarcomas, with an emphasis on rhabdomyosarcoma. At Duke, she
cares for children in both outpatient and inpatient settings, teaches and mentors medical students, residents,
and fellows, directs a basic science lab, and joins advocacy efforts for children with cancer and their families.
She enjoys her collaborative work with the Children’s Oncology Group and other rhabdomyosarcoma experts
around the world.
Nick Mahasuwan, CRC
Assistant Clinical Research Coordinator
UCSF School of Dentistry
Department of Orofacial Sciences
513 Parnassus Avenue
San Francisco, CA 94143

Nick Mahasuwan graduated from the University of California, Davis in 2013 with a degree in Biological Sciences.
He interned at the Center for Excellence in Primary Care before accepting a Study Coordinator position at the
Department of Orofacial Sciences at UCSF. He is also pursuing a Master’s for Public Health in genetics.
Lindsey Morse, MS, CGC
CSFN Board Member
Senior Genetic Counselor, Ferre Institute
Co-Director, Pregnancy Risk Network – MotherToBaby New York
124 Front St
Binghamton, NY 13905
Phone – 607-724-4308 Fax – 607-724-8290
Email – LindseyMorse@ferre.org
Lindsey Morse is a senior genetic counselor at the Community Genetics Program of the Ferre Institute based in
Binghamton NY. Lindsey received her Master of Science from Brandeis University Genetic Counseling Training
Program in 2006 and received her board certification by the American Board of Genetic Counseling in 2007. Ms.
Morse counsels patients in all areas of genetics from prenatal to adult genetics. She also lectures on a variety of
genetic issues to community organizations including high school, university, and medical students, physicians,
and community health programs. She is a consultant with Pregnancy Risk Network/ MotherToBaby New York,
the NYS Teratogen Information Service, and has served as co-director of the program since 2015. She joined the
Costello Syndrome Family Network board of directors in 2013.
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Carlos E. Prada, MD
Assistant Professor, UC Department of Pediatrics
Cincinnati Children’s Hospital
3333 Burnet Av
Cincinnati, OH 45229
Phone - 513-636-8261
Fax - 513-636-7297
Email - carlos.prada@cchmc.org
Dr. Carlos E. Prada is an assistant professor of clinical genetics at Cincinnati Children’s Hospital Medical Center
within the UC Department of Pediatrics. Dr. Prada graduated from the Universidad Industrial de Santander in
Bucaramanga, Colombia. He completed a combined pediatrics and human genetics residency at Cincinnati
Children’s Hospital Medical Center, then completed a fellowship in clinical biochemical genetics there as well.
Dr. Prada divides his time between Cincinnati Children’s Hospital Medical Center and Fundación Cardiovascular
in Bucaramanga, Colombia in South America. As an assistant professor of human genetics at Cincinnati
Children's within the UC Department of Pediatrics, Dr. Prada spends most of his time caring for patients with
genetic disorders. He participates in clinics from prenatal care to metabolic diseases. He is also actively involved
in the education of health care providers regarding the application of genetics for patient care, including
newborn screening.
In the Fundación Cardiovascular de Colombia, Dr. Prada is the director of the Center for Genomics and
Metabolism. He is developing a newborn screening program in the state and genetic services for patients and
their families. He has also become well known within the country of Colombia, speaking at conferences and
visiting all major cities to see complex patients.
Dr. Prada also serves as the vice president of the Colombian Association of Human Genetics.
Katherine Rauen, MD, PhD
Professor, Department of Pediatrics
Chief, Division of Genomic Medicine
Albert Holmes Rowe Endowed Chair in Human Genetics II
Director, NF/Ras Pathway Clinic
UC Davis MIND Institute
2825 50th Street, Room #2284
Sacramento, CA, 95817
Phone: 916-703-0382 Fax: 916-703-0243
Email: rauen@ucdavis.edu
Dr. Katherine (Kate) Rauen is a Professor in the Department of Pediatrics, Division of Genomic Medicine at the UC
Davis where she currently serves as the Chief of Genomic Medicine and holds the Albert Holmes Rowe Endowed
Chair in Human Genetics. She received a MS in Human Physiology and a PhD in Genetics from 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 and fellowship in Medical
Genetics at UC San Francisco.
Dr. Rauen is internationally known for her pioneering work in the early application of microarray technology 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 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 cardio-facio-cutaneous syndrome.
Dr. Rauen is committed to academic medicine, medical education, and advancing best practices for patients with
RASopathies. 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 Costello syndrome and CFC. She is the
innovator of the world-renowned NF/Ras Pathway Clinic which she initiated in 2007 and this clinic has now been
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emulated around the globe. She serves on the medical advisory board of CFC International, is a Co-Director for
the Costello Syndrome Family Network Professional Advisory Board, and serves on the advisory broads for
RASopathies Network USA and Global Genes.
Dr. Rauen was recently awarded the Presidential Early Career Award for Scientists and Engineers (PECASE) on her
work for CFC and Costello syndrome. This Award is the highest honor bestowed by the United States Government
on science and engineering professionals in the early stages of their independent research careers. This
Presidential Award is awarded for innovative and far-reaching developments in science and technology, in an
effort to increase awareness of careers in science and engineering, give recognition to the scientific missions of
participating agencies, enhance connections between fundamental research and national goals, and highlight the
importance of science and technology for the nation's future. Additionally, in June 2014, Dr. Rauen won an
International Advocacy Award, the “Global Genes RARE Champion of Hope in Science”.
Suma Shankar, MD, PhD, FRCS, FACMG
Associate Professor of Clinical Pediatrics
Director of Precision Genomics
Genomic Medicine Division, MIND Institute
University of California, Davis
2825 50th St
Sacramento, CA 95817
Email - spshankar@ucdavis.edu
Dr. Suma Shankar is an Associate Professor in the Department of Pediatrics, Division of Genomic Medicine at UC
Davis Medical Center. She is the Director of Precision Genomics and will lead the effort in bringing genomics to
every day clinical practice. She is working on integrating genomic medicine with multiple specialties in pediatrics
and adults for rare Mendelian diseases and complex disorders. Dr. Shankar is a clinician scientist who received
her medical degree from Bangalore Medical College, Bangalore and PhD in Molecular Genetics from University
of Iowa, USA. She is an ophthalmologist trained in United Kingdom and is a Fellow of the Royal College of
Surgeons (FRCS), Edinburgh and Member of the Royal College of Ophthalmologists (MRCOphth), London. She
also completed a fellowship in Medical Genetics at the University of California, San Francisco and is board
certified in Medical Genetics by the American Board of Medical Genetics (FACMG). She was faculty in the
Departments of Human Genetics and Ophthalmology at Emory University, School of Medicine, Atlanta, USA
where she initiated Ocular Precision Health Initiative with biobank and genetic studies for inherited eye diseases
for the first time in Georgia. She served as Medical Director for Emory Genetics Laboratory and was primary
investigator on many clinical trials investigating novel therapies for rare genetic disorders. She has won the
Western scholar and Henry Christian Award and Certificate of Excellence in Research from the American
Federation Medical Research for research on ocular manifestations in RASopathies. She has a number of
publications and several book chapters on genetic testing, ocular genomics, novel enzyme replacement,
substrate, and chaperone therapies. Her chief research interests are gene discovery projects and translational
research for genetic diseases. A link to her publications can be found at this url.
http://scholar.google.com/citations?hl=en&user=u6FQarEAAAAJ&view_op=list_works&sortby=pubdate
Amnon Sharir, PhD, DVM
Assistant Adjunct Prof-HCOMP
University of California, San Francisco
Box 0422
513 Parnassus Ave, 1509
San Francisco, CA 94143
Phone – 415-476-4720
Email - Amnon.Sharir@ucsf.edu
Dr. Amnon Sharir is Assistant Adjunct Professor in the Department of Orofacial Sciences at the University of
California, San Francisco (UCSF). Dr. Sharir graduated from the Koret School of Veterinary Medicine in Israel,
where he earned a D.V.M. degree. He subsequently attended the Hebrew University and the Weizmann Institute,
where he received a Ph.D. in Biomechanics and Developmental Biology. He then completed his postdoctoral
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studies at UCSF, where he worked in Dr. Klein’s research group to investigate organ development and
regeneration, with a major focus on understanding processes underlying craniofacial development. Dr. Sharir’s
research goal is to understand how craniofacial bone development is affected in individuals with Costello
Syndrome.
Dawn Siegel, MD
Dermatologist
Medical College of Wisconsin
8701 Watertown Plank Rd.
TBRC, 2nd Floor, Suite C2010
Milwaukee, WI 53226
Phone - 414-955-2819
Email - dsiegel@mcw.edu
Dr. Dawn Siegel 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 teach you
about the updates in the skin section of the Costello syndrome consensus paper and share some general skin
care guidelines with you.
David Stevenson, MD
Associate Professor, Division of Medical Genetics
Stanford University
300 Pasteur Drive, H315
Stanford, CA 94305-5208
Phone – 650-736-7696
Fax – 650-498-4555
Email - dasteven@stanford.edu
Dr. David Stevenson is a pediatrician and medical geneticist at Stanford University. He completed his residency
in Pediatrics at the University of New Mexico and a 3-year fellowship in medical genetics at the University of
Utah. He was on faculty at the University of Utah for 10 years before joining the faculty in the Division of
Medical Genetics as an Associate Professor at Stanford University. 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 currently serves as a co-chair of the
Costello Syndrome Family Network Professional Advisory Board, is the co‐chair of the Children’s Tumor
Foundation International NF1 Bone Abnormalities Consortium, and is a member of the National Prader‐Willi
Syndrome Association (PWSA) USA Scientific Advisory Board. He has published over 100 scientific articles, and 2
GeneReviews focused primarily on Ras/MAPK syndromes. Dr. Stevenson first attended the Costello conference
in Portland, Oregon in 2007 and has attended all the conferences since that time.
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Mihir Thacker, MD
Pediatric Orthopedic Surgeon, Orthopedic Oncologist
Alfred I. duPont Hospital for Children
Department of Orthopaedic Surgery
1600 Rockland Road, Wilmington DE 19803
Phone – 302-651-5728
Fax – 302-651-5951
Email - mihir.thacker@nemours.org
Dr. Mihir M. Thacker is an orthopaedic surgeon at the Nemours/Alfred I. duPont Hospital for Children. He went
to the Seth G. S. Medical College in Mumbai, India and completed his orthopaedic residency at the Lokmanya
Tilak Municipal General Hospital in Mumbai. He has had extensive subspecialty training through pediatric
orthopaedic fellowships at the National University Hospital in Singapore, Hospital for Joint Diseases/New York
University in New York, and the duPont Hospital for Children. He also completed a fellowship in musculoskeletal
oncology at the Jackson Memorial Hospital/University of Miami.
Dr. Thacker’s major clinical interest is bone and soft tissue tumors. He performs limb salvage surgery for tumors,
including using noninvasive expandable (growing) prostheses. He is also interested in hip disorders in children
and performs complex hip reconstruction (including surgical hip dislocations and peri-acetabular osteotomies),
treatment of complex congenital anomalies, correction of complex deformities and limb lengthening. He directs
the clubfoot clinic and practices the Ponseti technique for clubfoot treatment.
Dr. Thacker is active in teaching medical students, residents, fellows and international visiting observers. He is
invited to lecture nationally and internationally, and is a member of several societies including the Pediatric
Orthopaedic Society of North America, Children’s Oncology Group, Musculoskeletal Tumor Society and Lower
Limb Reconstruction Society. He is actively involved in research and has more than 30 peer-reviewed
publications, five book chapters and several national and international presentations at scientific conferences.
Dr. Thacker has been selected by Delaware Today 2014 as one of the best surgeons in Delaware among both
pediatric surgeons and surgical oncologists. He received the Patient Choice Award and Compassionate Doctor
Award and was listed in Best Doctors in America (2009-11).
K. Nicole Weaver, MD
Assistant Professor of Pediatrics, University of Cincinnati College of Medicine
Division of Human Genetics
Cincinnati Children’s Hospital Medical Center
3333 Burnet Avenue MLC 4006
Cincinnati, OH 45229
Phone – 513-636-4760
Email - kathryn.weaver@cchmc.org

Dr. K. Nicole Weaver is a clinical geneticist at Cincinnati Children’s Hospital Medical Center in Cincinnati, Ohio.
She is the geneticist for the Cardiovascular Genetics Clinic at CCHMC, which provides diagnostic evaluations and
ongoing management for children and adults with connective tissue disorders such as Marfan syndrome, as well
as Noonan and related syndromes. Dr. Weaver met Dr. Gripp and became interested in Costello syndrome
research through taking care of a very special little girl with Costello syndrome caused by the rare G12E
mutation. Dr. Weaver attended the 2015 Costello Syndrome Family Conference and conducted research on the
medical concerns affecting adults with Costello syndrome. She is looking forward to continuing this research at
this year’s conference.

CSFN 10th International Family Conference – July 2017

Page 24

Jillian Wise, PhD
Johns Hopkins All Children’s Hospital
501 6th Avenue South
St. Petersburg, FL 33701

Dr. Jillian Wise is a first-year pediatric neuropsychology resident at Johns Hopkins All Children’s Hospital. After
earning a doctorate in school psychology at Indiana University, she completed a 1-year internship at St. Jude
Children’s Research Hospital.

BIOGRAPHIES
Family Leaders & CSFN Board of Directors
Kara Bahnsen - Past CSFN Board Member
Kara Bahnsen graduated with a Bachelor of Science from the University of Northern
Iowa in Cedar Falls, Iowa in 2002 and earned her Masters of Business Administration
from Baker University in 2006. Kara has spent the last 15 years in commercial real
estate finance and currently works for Principal Global Investors. She lives in Des
Moines, Iowa with her husband Dustin, and their four children ages 10, 8, 6 and 2.
Kara is the Mother to Allie (8 years old), who was diagnosed with Costello syndrome
(G12C) in July 2009. Kara has been able to attend CSFN forums in Chicago (2011),
Orlando (2013), and Seattle (2015). She enjoys researching new and improved ways
to ensure Allie is healthy, happy, safe and challenged and greatly appreciates
collaborating with her Costello syndrome family. When not with family or friends,
Kara enjoys spending her free time exercising, being outdoors, reading and
researching all sorts of things.
Raileen Eaton - CSFN Board Member
Raileen Eaton lives in Salisbury, Massachusetts (about 50 miles north of Boston) with
her husband Rob. They have two children, Nicholas (CS diagnosed 2005) who is 15
and Nathan who is 12. She also has a daughter Kristy who is 31. Raileen has an
Associate’s degree in Business Management and a certificate as a Hemodialysis
Patient Care Technician. She graduated nursing school in August 2016 with honors
and is an LPN. She is continuing her education to become a RN.
Raileen has been attending conferences since 2007. She joined the CSFN board in
2015. She is passionate about Costello syndrome. CSFN has been invaluable to her
and her family over the years, and she wants to work with CSFN to help it to grow
and also share her experience with families. Raileen enjoys spending time with her
family, reading, water aerobics, camping, eagle watching, and especially shopping
and travel. In her spare time, she likes to garden and cook.
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Mary Ernst
Mary Ernst is a wife, mother of 6 children, grandmother and a yoga instructor. Her
youngest, Maggie (age 21), was diagnosed with Costello syndrome at 2 months old.
She’s been blessed to attend every Costello conference since the first in Birmingham,
Alabama in 1999. Mary enjoys hiking, reading, playing the piano and baking but most
of all, time with her family.
Mary lives outside of Boston, Massachusetts with her husband Bob, Maggie and their
English Lab, Moses as well her oldest daughter and her family. The rest of the family
is spread out, living in Virginia, Colorado and Australia.
After receiving her teacher certification in yoga more than 10 years ago, Mary has
taught classes in a variety of settings. Her focus is on a gentle approach to the
physical practice with an emphasis on relaxation.
Liz Froehlich
Liz Froehlich lives in Minneapolis, Minnesota with her husband Dan and son
Peter. Peter, age 24, was initially diagnosed with Costello syndrome at 11 months at
the University of Minnesota and confirmed genetically in 2005 as G13C. The first
people they met through the mail and phone calls, before the internet, were Colin
Stone and Tammy Moore. They attended the first conference in Birmingham and
have been to every conference since! Liz and Dan also have a daughter Katie (age 27)
and a son Joey (age 23) who also love their Costello extended family!
Liz received a Master’s Degree in Communicative Disorders from the University of
Minnesota-Duluth in 1982. She has worked as a Speech-Language Pathologist with
kids ranging in age from birth to 21. She took off 14 years to be home with the kids
and is currently working full time in a middle school.
Liz likes to do anything outside, drink coffee and do crossword puzzles! She is also a
Twins baseball fan along with Peter and her favorite player is TC Bear!
Jennifer Gondermann
Jennifer Gondermann lives in Russell Ontario, Canada with her husband Thorsten and
4-year-old daughter Emma who was diagnosed with Costello syndrome in March
2013.
Originally from northern Ontario, Jennifer moved to the Ottawa area in 2001 to study
social work at Algonquin College, and later History & Political Science at the
University of Ottawa. She has worked for the last 14 years at The Social Housing
Registry of Ottawa.
Jennifer looks forward to sharing her experience with blended diet tube feeding as an
alternative to formula.
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Jennifer Hall - CSFN Board Treasurer
Jennifer Hall lives in Blanchard, OK (suburb of Oklahoma City) with her husband,
Colby, and their children, Braden and Cameron. Braden was diagnosed with Costello
syndrome at the age of 1 in 2011. She attended the 2013 and 2015 conferences and
joined the CSFN Board of Directors in 2015.
Jennifer has over 15 years of experience in accounting, primarily in the oil and gas
industry. She currently works as an Accounting Supervisor for an investment firm
that focuses on the acquisition and management of renewable energy and natural
gas interests. She enjoys spending time with her family, photography and attending
her children’s many school functions and activities.

Robert Hefner
Bob Hefner is the father of a 31-year-old daughter, Erin, who has Costello syndrome.
Erin lives at home with Bob and his wife of 40 years, Kate in Creve Coeur, Illinois
(Peoria area). They also have a 33-year-old son Ryan who currently resides in New
York City.
Bob is a retired engineer who worked for Caterpillar Inc. for 36 years. He spends
several days of each week chauffeuring Erin to jobs and activities. He is also a board
member for the Heart of Morton, a group formed to provide activities and socializing
for adults with disabilities that have aged out of the school system. As parents of one
of the older CS folks, Bob and Kate enjoy sharing their journey with Erin to encourage
families with younger CS children.

Jill Kazakoff
Jill Kazakoff lives in Edson, Alberta, Canada with her husband Jason and her two
daughters, Madeline, age 9 and Ali, age 7, who was diagnosed with Costello
syndrome (G12S) in February 2010. Jill completed an Honors Biology degree at the
University of Waterloo and a Cytotechnology diploma at the Northern Alberta
Institute of Technology. Her background includes working in a hospital setting
screening for and making cancer diagnoses and teaching in a Cytotechnology
program for which she helped to build and write programming.
Currently, Jill focuses on her family and works hard to ensure that she is
knowledgeable about Costello syndrome in order to give Ali the highest quality of life
possible. This includes attending four CSFN conferences since Ali’s diagnosis. Jill also
works on a casual basis in a school setting with children with special needs. In her
spare time, Jill enjoys blogging and training her two Shelties for agility trials. As a
family, the Kazakoffs enjoy camping, outdoor activities and travel, especially CSFN
conferences!
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Tammy Moore - Past CSFN Board Member
Tammy Moore, married to Johnny, has 3 adult children, Justin, Landon and Kelsi who
was diagnosed with Costello syndrome when she was 2. In 1999 Tammy chaired the
1st International Costello Syndrome Conference in Birmingham, Alabama. A founding
board member of the CSFN, Tammy served the board in many capacities including
President and Vice-President from 2001 to 2014 and chaired multiple conferences.
Tammy stays involved with CSFN by serving on the Scholarship Committee and acting
as the Research Coordinator for conferences.
Tammy has worked with individuals and families with disAbilities for over 15 years.
She served as Parent Consultant for Children’s Rehabilitation Service, Alabama’s Title
V program and for the past 2 ½ years served as the Executive Director for The Full Life
Ahead Foundation in Birmingham, AL. She strives to uphold the mission of Full Life
Ahead …to provide HOPE, Knowledge, Encouragement and Connections for Families
who have a teen or young adult with a disAbility.
Tammy’s photo speaks to some of her thoughts on being a parent. You are your
child’s hero! Wear a tiara and eat a Bon Bon now and then! Don’t be so serious all
of the time! Being silly is a great stress reliever, it brings laughter, strengthens bonds
and can help bring a little lightness to difficult times.
Lisa Schoyer - CSFN Board Secretary
Lisa Schoyer is Quin Johnson's mom, who had Costello syndrome (G12S) and died in
2002 at 6-1/5 years old, of embryonal rhabdomyosarcoma (eRMS) related to the
syndrome. (Our first conference that Tammy Moore put on in 1999 will forever be
remembered as a "coming home" feeling!) The other members of her family are Lee
Johnson and Turner, Quin's younger sister by 5 years, who comes to every CSFN
conference so she'll meet her CS cousins.
In 2010, at the suggestion of the CFC International, CSFN, TNSSG (Noonan syndrome)
and several our mutual researchers, Lisa founded the RASopathies Network, where
she continues as President, and makes sure the RASopathies Symposia are convened.
In addition to being on the CSFN Board since 2003, she is also a Trustee of the
International Costello Syndrome Support Group (ICSSG). She works at the Los
Angeles County Department of Mental Health (DMH) Children's Systems of Care,
Family and Community Partnerships Unit, where she takes a lead in advocating for
and acting on opportunities to increase the capacity of DMH mental health providers
for children and youth with "co-occurring intellectual disabilities" and/or autism
spectrum disorder.
Katie Slawitschek - Past CSFN Board Member
Katie Slawitschek lives in Southbury, CT with her husband Don, daughter Danielle
(age 22 – G12S) and son Jake (almost 15). Her son Matt is a Civil Engineer in Chicago.
She received a Bachelor’s degree in Business Administration from the Rochester
Institute of Technology and worked mostly in the mortgage banking industry. When
Danielle was born, she quit working to take care of her and re-entered the work force
in 2007 as a special education paraprofessional.
Katie served on the CSFN Board as treasurer for many years, was the parent organizer
for the Delaware conference, served as a volunteer at conferences and has attended
every Costello conference since the first one in 1999. Danielle was clinically
diagnosed at the first conference in 1999 at the age of 4.
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Katie enjoys being out in nature - walking, going to the beach, boating, hiking,
snorkeling and kayaking. She also loves animals, going to movies, traveling and
spending time with family.

Cherie Takemoto - CSFN Board President
Cherie Takemoto didn’t find out that her son, Pete, had Costello syndrome until he
was 18. Fortunately, they were able to go to the conference and meet other children
with CS in Berkeley in 2009. Cherie has been on the CSFN Board since 2012. Pete had
all sorts of health challenges growing up and it was difficult not knowing what he had.
Regardless, Pete has done well. He graduated from high school and went to a college
program, works, and lives in his own apartment with a friend. He is an Eagle Scout
and was recognized by President Bush for his work setting up a friendship club at his
high school for kids with and without disabilities.
Cherie also has a daughter, Margaret, who is married and lives in Oakland with her
husband, Karl. Cherie and her husband, James have been married for 33 years and
their favorite hobby is boating on the Chesapeake Bay and traveling to new places.
She enjoys cooking and taking care of Pete's goldendoodle, Cali.
Most of Cherie’s career has been as a disability advocate. She ran Virginia’s parent
training and information center for families of children in special education for many
years. She currently is working on disability-related consulting contracts for the
Administration for Community Living and the Rehabilitation Services Administration.
Cherie recently earned a PhD in Education from George Mason University.
Sandra Taylor - CSFN Executive Director, Past CSFN President & Board Member
Sandra Taylor and her husband Larry live in Panama City, Florida (in the Panhandle)
with two Siamese cats. Their daughter Jill (clinically diagnosed with CS age 19,
confirmed age 23) just turned 40 and lives with her dog Molly in an apartment built
especially for her behind their house. Their son, Clint, runs a deep-sea charter boat,
BigFishSGI, off St. George Island, Florida.
Sandra graduated with an AS degree in legal assisting. She earned national
certifications in legal assisting and in human resources, has a private pilot
certification with an instrument rating, and is a certified scuba diver. Her experience
over the past 45 years has been mostly administrative in the medical and legal fields
in North Carolina, Georgia and Florida, and most recently she worked as marketing
director and then human resources director for a large resort vacation rental
management company. She retired in 2015, only months later to resign from the
CSFN Board and accept a part-time position as Executive Director for CSFN in 2016.
She has attended eight of the previous nine conferences, missing the second one in
Canada. Sandra worked on several conferences as registrar prior to serving as
Conference Coordinator in 2013, 2015 and 2017. She served as President of CSFN
from 2011-2015.
She likes to travel, cook, read, take photographs, sail, and learn new things as well as
spend time with her family. They bought an RV last year and they hope to spend
some time on the road after the conference.
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Angel Thomas - CSFN Board Vice President
Angel Thomas is a Yield Enhancement Engineer with NXP Semiconductors in Austin,
Texas. She grew up in Iowa and attended the University of Iowa. She received a
Bachelor’s Degree in Chemical Engineering and headed south to Texas for the
warmer weather. Angel is married to Stephen Thomas and they have two children –
Westin is 6 years old and Haydon is 3 years old. Westin has Costello syndrome and is
attending his fourth International Costello Syndrome Family Conference.
Angel is the Vice President of the Costello Syndrome Family Network. She enjoys
reaching out to newly diagnosed families to welcome them and answer any questions
they might have. She likes connecting families with each other as well as connecting
them with researchers. She is also eager to share publications with other families so
they can share them with their doctors. Please reach out to Angel if you have any
questions at angel@costellosyndromeusa.org
Cami Varney
Cami Varney has been a certified Speech-Language Pathologist since 2001. She
received her B.S. degree in Psychology at Virginia Tech and masters in
Communicative Disorders at East Tennessee State University. She has experience in a
variety of healthcare settings. Cami's clinical experience includes evaluating and
treating children/adults with speech-language and swallowing/feeding deficits.
Cami is married and resides in Tennessee with her husband Robert, daughter
Addison, and son Ford (Costello GC13).
Judie Wheaton
Judie Wheaton is the grandmother of Allison Kazakoff who is a 7-year-old with
Costello syndrome. Ali has done exceptionally well and is an empathetic, social and
happy little girl who enjoys school and has lots of friends in her community. She is
doing well in school and is even starting to read. .She loves spending time with big
sister Madi and having adventures with her mom and dad (Jill and Jason).
Judie is a retired paediatric social worker who has worked with families of children
with severe developmental challenges and medical fragility. She has experience in
facilitating family support groups and has a special interest in siblings of children with
special needs. Giving these siblings an opportunity to spend time with other children
and share their stories and experiences, and have some fun together can be very
positive and supportive for them. With her husband Gerry, a retired CPA, she looks
forward to helping with the sibling group at the 2017 conference in Orlando.
Jenny Wooldridge
Originally from the north-east of England, Jenny Wooldridge now lives in a London
suburb with her partner Craig, and daughters Eve (7) and Esme (4). Once a physicist,
she gained a Masters degree, then PhD in physics from the universities of Bristol and
Warwick, before joining a research team at the UK’s national measurement institute,
NPL. More recently Jenny has moved into the area of science policy, both at NPL and
within a secondment to the UK’s Government Office for Science. Jenny and family
attended their first Costello Syndrome Family Conference in Seattle in 2015, one year
after receiving Esme’s diagnosis. She joins this conference as a parent for the
discussion on sleep, as living proof that you don’t need a functioning short-term
memory to be a productive parent and member of society.
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PUBLICATIONS
Phacomatosis pigmentokeratotica and precocious puberty associated with HRAS mutation. Br J Dermatol 2017
mosaic HRAS mutations in a patient with specific features.

Article on

A comparison of the functional health of children with Costello syndrome in 1999 and in 2015. Am J Med Genet A. 2017
Study looking at quality of life (functional health from the PODCI questionnaire) in patients with Costello syndrome and
comparing individuals from 1999 and 2015.
Mechanisms underlying cognitive deficits in a mouse model for Costello Syndrome are distinct from other RASopathy mouse
models. Sci Rep 2017
Investigation using mouse models to understand the mechanisms of cognitive deficits in Rasopathies.
Use of a MEK inhibitor rescued the ERK upregulation but did not rescue the cognitive deficits in the HRas mice.
Fetal costello syndrome with neuromuscular spindles excess and p.Gly12Val HRAS mutation. Eur J Med Genet 2017
report of a fetus with G12V HRAS mutation with contractures and neuromuscular spindle excess.

Case

Cytotoxicity of Zardaverine in Embryonal Rhabdomyosarcoma from a Costello Syndrome Patient. Front Oncol 2017
Used
a Costello patient-derived embryonal rhabdomyosarcoma cell line and control cell line from same individual to test for targeted
therapies. The drug zardaverine was 1000-fold more potent in the tumor cell line.
Aberrant HRAS transcript processing underlies a distinctive phenotype within the RASopathy clinical spectrum. Hum Mutat
2017
Described an individual with a specific 10-nucleotide-long deletion in HRAS and experiments suggests a new
mechanism that leads to altered HRAS function that underlies a previously unappreciated phenotype within the Rasopathy
spectrum.
Age-related differences in prevalence of autism spectrum disorder symptoms in children and adolescents with Costello
syndrome. Am J Med Genet A 2017
Investigated 14 individuals with Costello syndrome for autism spectrum disorder
symptoms. In early childhood they appeared to fall on the autism spectrum but older children did not.
Phenotypic spectrum of Costello syndrome individuals harboring the rare HRAS mutation p.Gly13Asp. Am J Med Genet A
2017
Case series of 5 individuals with p.Gly13Asp HRAS mutation in addition to review of the literature and described the
features in these individuals. Facial features and hair abnormalities were milder and no malignancies reported.
Retinal dystrophy in two boys with Costello syndrome due to the HRAS p.Gly13Cys mutation. Am J Med Genet A 2017
Case reports of 2 individuals with retinal abnormalities.
A novel patient with an attenuated Costello syndrome phenotype due to an HRAS mutation affecting codon 146-Literature
review and update. Am J Med Genet A 2017
Case report and review of literature on patient with attenuated features with
rare specific HRAS mutation.
Costello Syndrome and Umbilical Ligament Rhabdomyosarcoma in Two Pediatric Patients: Case Reports and Review of the
Literature. Case Rep Genet 2017
Case reports and review of the literature of individuals with umbilical ligament
rhabdomyosarcoma.
Autism spectrum disorder and other neurobehavioural comorbidities in rare disorders of the Ras/MAPK pathway. Dev Med
Child Neurol 2017
Tools investigating features of autism spectrum disorder used in a group of individuals with Rasopathies
(only one child in the study had Costello syndrome).
Prenatal genetic diagnosis of Costello syndrome in a male fetus with recurrent HRAS mutation p.Gly12Ser. Prenat Diagn 2017
Case report of Costello syndrome being diagnosed prenatally.
Attenuated phenotype of Costello syndrome and early death in a patient with an HRAS mutation (c.179G&gt;T; p.Gly60Val)
affecting signalling dynamics. Clin Genet 2017
A case report of a novel HRAS mutation with functional studies that helps
support the idea that variable range of dysregulated HRAS-dependent signaling dynamics underlie the variability seen in
Costello syndrome.
Novel pathogenic variant in the HRAS gene with lethal outcome and a broad phenotypic spectrum among Polish patients
with Costello syndrome. Clin Dysmorphol 2017
Series of 8 individuals with Costello syndrome comparing the different
mutations with physical features.
Modeling RASopathies with Genetically Modified Mouse Models. Methods Mol Biol 2017
modified mouse models used in studying Rasopathies.

Review of the genetically

Before and after - Nutritional transformation of dysmorphism in a case of Costello syndrome. Eur J Med Genet 2016
Case
report of an infant with Costello syndrome with failure to thrive that improved with nutritional support and the dysmorphic
features became more evident.
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Paternal uniparental disomy with segmental loss of heterozygosity of chromosome 11 are hallmark characteristics of
syndromic and sporadic embryonal rhabdomyosarcoma. Am J Med Genet A 2016
Looked at eleven embryonal
rhabdomyosarcoma tumors (ERMS) from eight individuals with Costello syndrome to characterize them at a molecular level and
compare to sporadic ERMS cases. A higher than expected frequency of RAS mutations in sporadic ERMS. Uniparental disomy
of chromosome 11 was a common finding.
Impaired synaptic plasticity in RASopathies: a mini-review. J Neural Transm 2016
to understand learning deficits.

Review paper on synaptic plasticity trying

Cardiac Manifestations and Associations with Gene Mutations in Patients Diagnosed with RASopathies. Pediatr Cardiol 2016
Retrospective study of cardiac lesions in individuals with Rasopathies.
RASopathies: Presentation at the Genome, Interactome, and Phenome Levels. Mol Syndromol 2016
Rasopathies looking at associations between genome, interactome, and phenome.
Anaesthetic Management in Costello Syndrome. Turk J Anaesthesiol Reanim 2015
individual with Costello syndrome.

Analyzed 6

Case report of anesthesia in one

The Splicing Efficiency of Activating HRAS Mutations Can Determine Costello Syndrome Phenotype and Frequency in Cancer.
PLoS Genet 2016
Study showing the splicing efficiency of specific HRAS mutation impacts the physical features and provides
the possibility of use of splice switching oligonucleotides in HRAS associated cancers and Costello syndrome.
Objective studies of the face of Noonan, Cardio-facio-cutaneous, and Costello syndromes: A comparison of three disorders of
the Ras/MAPK signaling pathway. Am J Med Genet 2016
Study of the facial features of different Rasopathies from a cohort
of individuals.
The Fourth International Symposium on Genetic Disorders of the Ras/MAPK pathway. Am J Med Genet 2016
the 2015 Symposium.
Respiratory system involvement in Costello syndrome. Am J Med Genet 2016
syndrome with respiratory problems.

Summary of

Case series of individuals with Costello

Prenatal findings of hypertrophic cardiomyopathy in a severe case of Costello syndrome. Ultrasound Obstet Gynecol 2016
Case report of prenatal cardiac features.
The rare Costello variant HRAS c.173C&gt;T (p.T58I) with severe neonatal hypertrophic cardiomyopathy. Am J Med Genet A
2016
Case report of child with Costello syndrome with protein structural analysis of the p.T58I mutation.
Acute lymphoblastic leukemia in the context of RASopathies. Eur J Med Genet 2016
Review of cohort and registry looking
at leukemias and Rasopathies. Nobody with Costello syndrome reported to have leukemia.
Recombinant growth hormone therapy in a girl with Costello syndrome: a 4-year observation. Ital J Pediatr 2016
report of individual with Costello syndrome treated with growth hormone.
Understanding Growth Failure in Costello Syndrome: Increased Resting Energy Expenditure. J Pediatr 2016
increased resting energy expenditure in Costello syndrome.

Case

Study showing

Human iPS Cell-Derived Neurons Uncover the Impact of Increased Ras Signaling in Costello Syndrome. J Neurosci 2016
Study using neurons from induced pluripotent stem cells (iPS) from patients with Costello syndrome and compared to what was
observed in mouse models. There was a synergy between mouse and human models providing validation of the use of iPS cells
for future studies
Paternal uniparental disomy 11p15.5 in the pancreatic nodule of an infant with Costello syndrome: Shared mechanism for
hyperinsulinemic hypoglycemia in neonates with Costello and Beckwith-Wiedemann syndrome and somatic loss of
heterozygosity in Costello syndrome driving clonal expansion. Am J Med Genet A 2016
Case report showing somatic
paternal UPD in a pancreatic nodule.
Recent advances in RASopathies. J Hum Genet 2016

Review on Rasopathies.

Differential Effects of HRAS Mutation on LTP-Like Activity Induced by Different Protocols of Repetitive Transcranial Magnetic
Stimulation. Brain Stimul 2016
Study using a protocol to induce motor cortex plasticity in 4 individuals with Costello
syndrome compared to controls.
Cardiomyopathies in Noonan syndrome and the other RASopathies. Prog Pediatr Cardiol 2015
cardiomyopathies in Rasopathies.

Review paper on

Costello syndrome: Analysis of the posterior cranial fossa in children with posterior fossa crowding. Neuroradiol J 2015
Case series of 7 children with Costello syndrome investigating the posterior cranial fossa.
In vivo synaptic transmission and morphology in mouse models of Tuberous sclerosis, Fragile X syndrome, Neurofibromatosis
type 1, and Costello syndrome. Front Cell Neurosci 2015
Study of mouse models that showed that abnormalities of mTOR
of Ras signaling do not necessarily result in changes in in vivo synaptic transmission.
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The role of p19 and p21 H-Ras proteins and mutants in miRNA expression in cancer and a Costello syndrome cell model. BMC
Med Genet 2015
Study showing that G12S HRAS mutation plays an important role in miRNA expression.
The third international meeting on genetic disorders in the RAS/MAPK pathway: towards a therapeutic approach. Am J Med
Genet 2015
Review of the 2013 Rasopathy Symposium
Costello syndrome with severe nodulocystic acne: unexpected significant improvement of acanthosis nigricans after oral
isotretinoin treatment. Case Rep Pediatr 2015
Case report of improvement of acanthosis nigricans and acne after
treatment with a drug typically used for acne.
Dysregulation of astrocyte extracellular signaling in Costello syndrome. Sci Transl Med 2015
brain cells (astrocytes) and tests on these cells with certain drugs.

Study on impact of HRAS on

An attenuated phenotype of Costello syndrome in three unrelated individuals with a HRAS c.179G>A (p.Gly60Asp) mutation
correlates with uncommon functional consequences. Am J Med Genet 2015
A specific HRAS mutation resulting in milder
physical features.
Cancer spectrum and frequency among children with Noonan, Costello, and cardio-facio-cutaneous syndromes. Br J Cancer
2015
Study on frequency of cancer in RASopathies versus the general population rate in Germany. The standardized
incidence ratio for Costello syndrome was increased (42.4) showing increased risk for cancer.
Recurrent duplication mutation in HRAS causing mild Costello syndrome in a Chinese patient. Clin Exp Dermatol 2015
Case report of individual with rarer HRAS mutation.
Fatal congenital hypertrophic cardiomyopathy and a pancreatic nodule morphologically identical to focal lesion of congenital
hyperinsulinism in an infant with costello syndrome: case report and review of the literature. Pediatr Dev Pathol 2015
Case report of individual with Costello syndrome with unique findings including hyperinsulinism.
Growth hormone replacement therapy in Costello syndrome. Growth Horm IGF Res 2014
Costello syndrome and experience using growth hormone.

Case report of individual with

Behavioral phenotype in Costello syndrome with atypical mutation: a case report. Am J Med Genet B 2015
individual with Costello syndrome with impaired social interactions and non-verbal communications.

Case report of

Function and disability in children with Costello syndrome and Cardiofaciocutaneous syndrome. Am J Med Genet A 2015
Study showing that individuals with Costello syndrome have functional limitations that cause significant disability in daily
activity, mobility, and socialization and cognition.
Perinatal features of the RASopathies: Noonan syndrome, cardiofaciocutaneous syndrome and Costello syndrome. Am J Med
Genet A 2014
Description of the perinatal findings of 3 individuals with Costello syndrome showing that fetal arrhythmia
and neonatal hypoglycemia are relatively specific to Costello syndrome in the RASopathies.
Early-lethal Costello syndrome due to rare HRAS Tandem Base substitution (c.35_36GC>AA; p.G12E)-associated pulmonary
vascular disease. Pediatr Dev Pathol 2014
Case report of rare HRAS mutation resulting in G12E. Suggested that disordered
elastogenesis may contribute to morbidity in Costello syndrome.
Early postnatal diagnosis of Costello syndrome. Klin Padiatr 2015
fetal tachycardia and polyhydramnios.

Case report of individual with Costello syndrome with

Anesthetic management of Costello syndrome: a case report. AANA 2014

Case report of anesthetic management.

Cardiac events in Costello syndrome: One case and a review of the literature. J Saudi Heart Assoc 2014
findings in Costello syndrome

Review of the heart

Craniofacial and dental development in Costello syndrome. Am J Med Genet A 2014
Description of the dental and
craniofacial features in Costello syndrome in 41 individuals. Common findings included macrocephaly, malocclusion with
anterior open bite, enamel hypo-mineralization, delayed tooth development and eruption, gingival hyperplasia and high palate.
Behavioral profile in RASopathies. Am J Med Genet A 2014
High rates of internalizing and externalizing problems and
psychopathological risk in Costello syndrome and the RASopathies.
Morice-Picard et al., Cutaneous manifestations in Costello and cardiofaciocutaneous syndrome: report of 18 cases and
literature review. Pediatr Dermatol 2013
Report of the cutaneous findings of 11 individuals with Costello syndrome. Has a
nice table of the summary of the findings. Mentions delayed wound healing in about 50% and has good statement about
differences between CS and CFCS.
Giannoulatou et al. Contributions of intrinsic mutation rate and selfish selection to levels of de novo HRAS mutations in the
paternal germline. PNAS 2013.
Interesting article in which data have been presented in the past at the symposium by Anne
Goriely. They looked at somatic HRAS mutations in sperm in the general population. The data support the role of selfish
spermatogonial selection helping explain the occurrence of CS, and differences from the mutation pattern in tumorigenesis.
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Leoni et al., Decreased bone mineral density in Costello syndrome. Mol Genet Metab 2013.
Dr. Leoni’s data on the Italian
cohort in a case: control fashion showing lower BMD. Also showed low 25OH Vit. D concentrations in all the individuals with CS
(although no obvious correlation with BMD parameters).
Wey et al., Kinetic mechanisms of mutation-dependent Harvey ras activation and their relevance for the development of
Costello syndrome. Biochemistry 2013.
Article estimating kinetics of the various HRas mutations helping to explain the
spectrum of the different HRAS mutations in cancer and CS.
Beukers et al., HRAS mutations in bladder cancer at an early age and the possible association with the Costello syndrome.
Eur J Hum Genet 2013
States they looked at bladder cancer of young (<20 yrs) compared to older patients. HRAS mutations
were more frequent in the younger group and highly uncommon in the older group. Of the whole cohort only one patient had
Costello syndrome and there was another patient suspected to be mosaic for HRAS mutation.
Adviento et al., Autism traits in the RASopathies. J Med Genet 2014.
Using screening assessments for autism (SCQ and
SRS), autism traits were examined in NF1, NS, CS, and CFC. A total of 44 individuals with Costello syndrome were included with
an increase in the SCQ and SRS scores. One individual with Costello syndrome was formally evaluated with diagnostic tools
such as the ADOS and ADI-R and diagnosed with Autism and Atypical autism respectively. The individuals with Costello
syndrome had the lowest variance in the SRS scores compared to other RASopathies.
Goodwin et al., Abnormal Ras signaling in Costello syndrome (CS) negatively regulates enamel formation. Hum Mol Genet
2013.
Documents that the majority of individuals with CS have hypomineralization of enamel which was also seen in a CS
mouse model. They were able to demonstrate the role of Ras signaling in enamel formation.
Mayes et al., Nf1 loss and Ras hyperactivation in oligodendrocytes induce NOS-drive defects in myelin and vasculature. Cell
Rep 2013.
HRasG12V mice showed locomotor hyperactivity which could be rescued by antioxidant treatment. Some
interesting evidence that antioxidants may prove beneficial.
Aytekin and Alyamac, Two new cases with Costello syndrome. Dermatol Online 2013.
Costello syndrome

Case reports of individuals with

Schwartz et al., Verbal memory functioning in adolescents and young adults with Costello syndrome: evidence for relative
preservation in recognition memory. Am J Med Genet 2013.
Verbal recall was impaired whereas recognition memory was
relatively intact. Story recognition was highly correlated with listening comprehension, and performance on measures of
linguistic ability and academic skills was impaired in CS. Spairing of a cognitive domain (recognition memory).
Rauen, The RASopathies. Annu Rev Genomics Hum Genet 2013.

Concise review of the RASopathies.

Detweiler et al., Orthopedic manifestations and implications for individuals with Costello syndrome. Am J Med Genet 2013.
Good description of the orthopedic manifestations in CS showing that the musculoskeletal system is frequently affected.
McCormick et al., Assessing genotype-phenotype correlation in Costello syndrome using a severity score. Genet Med 2013.
Study with a relatively large number of individuals with CS (N=78), although when breaking into genotype the numbers in
subsequent groups became small. The p.G12A (n=4) and p.G12C (n=3) were more severely affected when compared to the
G12S group using a severity scoring system. It did not look like severity score increased with age between 2 and 20 years.

Save the Dates!
11th International Costello Syndrome Family Conference
July 31 – August 4, 2019
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Renaissance Orlando at SeaWorld – Floor Plans
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