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Extremely rare genetic disorder
Currently, about 500 people in the world have
been diagnosed with Costello syndrome
Costello syndrome results from an activating
mutation in the HRAS gene
Increased risk of cancer
Congenital heart defects
Neurological issues
Feeding/GI issues
Orthopedic issues
Developmental delay/intellectual disability
Vision issues
Dermatological issues
Short stature
Coarse facial features, full cheeks, full lips, large
mouths, full nasal tip

Want to help?
HELP US RAISE FUNDS FOR THE
COSTELLO SYNDROME FAMILY NETWORK
For more details visit:

costellosyndromeusa.org

CSFN (Costello Syndrome Family Network)
A 501(c)3 non-profit organization
1702 Tyndall Drive, Panama City, FL 32401
1.848.228.CSFN (2736)
info@CostelloSyndromeUSA.org
CostelloSyndromeUSA.org
facebook.com/CostelloSyndromeFamilyNetwork
Charity EIN: 02-0622876
ICSSG (International Costello Syndrome Support Group)
UK Registered Charity Number 1085605
http://costellokids.com
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COSTELLO
SYNDROME
raising awareness & hope

The first hurdle parents normally encounter is
failure to thrive. This can happen soon after birth, or
several months later. This is a stressful struggle that touches
the core of parenting – being unable to nurture or console
our child. Almost all require a gastrostomy tube (g-tube)
and extra calories. Even with having the g-tube, an enteral
pump may be needed to provide formula at a slow enough
rate that can be tolerated by the child.

Since 2005, when the gene responsible for
Costello syndrome was identified, we have been
learning more and more about how each mutation
in the gene affects the body. The HRAS gene is
the only gene that causes Costello syndrome.
However, there are several different mutations
within the gene that alter the way each individual
is affected. The most common gene mutation is
G12S. About 4/5 of all individuals who test positive
for the Costello syndrome gene have G12S. It
appears that some mutations, like G13C, though
much rarer, may cause a milder phenotype.
The great news is that almost all individuals with
Costello syndrome have a great sense of humor.
Their charm and sheer resilience is amazing. This
helps parents and caregivers get through the
rough times. Our children are amazingly tough!
Here are some major issues children diagnosed
with Costello Syndrome may develop:

• Failure To Thrive

• Vision Issues

• Heart Issues

• Developmental Delay

• Cancer

• Dermatological Issues

• Orthopedic Issues

• Neurological Issues

• Endocrine Issues
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Fortunately, families do learn how to nurture
their child, and most children who get a gastrostomy tube
outgrow the need for the g-tube (anywhere between ages
2-14). The onset of speech frequently coincides with the
willingness to feed orally.1
Many with CS are born with or develop heart
issues. These issues include arrhythmias and hypertrophic
cardiomyopathy (HCM).
The risk of cancer is increased. The most common type is embryonal rhabdomyoscarcoma (eRMS),
a childhood cancer. Regular ultrasounds are recommended
to catch the cancer early for better treatment outcomes.
Bladder [carcinoma] is the next most common. This cancer
usually affects older adults, but has appeared in children with
Costello syndrome as young as 12 years old. Fortunately,
this cancer responds very well to treatment. The third
type of cancer that individuals with CS can develop is
neuroblastoma.

Orthopedically, our children develop slowly. Most
do learn to walk but may need help with tight heel cords.
Hypotonia and contractures challenge many with CS.
Many teens and young adults with CS have been diagnosed
with abnormal curvatures of the spine - scoliosis, cervical
kyphosis, or kyphoscoliosis.
Neurological issues may also impact individuals with
Costello syndrome. Chiari I Malformation (a malformation
of the lower part of the brain) and/or tethered cord
(when the spinal cord is “tied” to the bottom of the spinal
column) are two diagnoses that some with the syndrome
may encounter.
Endocrine issues may be as mild as increased
sweating, or as involved as precocious or delayed puberty. A
number of individuals have a documented growth hormone
deficiency for which they receive growth hormone therapy
under close observation by their doctor.
Vision issues are also common. Many individuals
with CS have delayed visual maturation, ptosis (droopy
upper eyelids), nystagmus, strabismus and myopia.
Most all individuals with Costello syndrome have
dermatologic issues. Most prevalent are deep creases
on the palms and soles, hyperpigmentation and loose lax
skin. Hyperkeratosis, the thickening of the outer layer of
skin causing calluses
on the hands and feet
may appear in preteens through adulthood. Also, many with
CS will have cutaneous
papillomas or skin tags.
These papillomas may
appear on the face,
under the arms, in the
nose, etc.

In Loving Memory of:
Dr. Ginny Proud who dedicated much of
her professional life to Costello Syndrome.

