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CHARGE Syndrome Overview
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And yet we THRIVE!
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ris Filkins

Colorado State Liaison
CHARGE Syndrome
Foundation




Meet Rem

A soon to be 3 year old!
Bilateral cochlear implants
Loves EImo & Sesame Street
Learning ASL

o0+ expressive signs

Attends a toddler program at the
Anchor Center for Blind Children

Planning to attend preschool in
the fall



A Warrior from Day One

e Born at 34 weeks

e 7 week NICU stay
resulting in three
surgeries

e ...andwhat felt
like diagnosis after
diagnosis




CHARGE Diagnosis

Colobomas
Microphthalmia

Choanal atresia

Ear abnormalities
Cranial nerve differences
Malrotation

Silent aspiration

Facial palsy




Hearing Loss Diagnosis

Transfer to Level 4 NICU
2 rounds of CT & MRI imaging
3 Sleeping ABRs -
1 Sedated ABR during ear tube placement
at 6 months old .:
Trialing hearing aids for 9+ months
Second opinion for cochlear implants
Bilateral cochlear implants

o Right side at 13 months old

o Left side at 21 months old



Sign Language
o ASL lessons through Early
Intervention
o Community intervener for
Deaf-Blind children
Spoken Language
o Lots of narrating!
Touch Cues
Starting to introduce an AAC
device




If | could go back,
what is one thing | would tell myself?

Find other medical parents - it will be crucial to
navigating this journey.



Staci
Petralba

Audiologist
Mother of 2 year old with
CHARGE Syndrome




Meet Benjamin

Will turn 3 in May

Hearing aid in the right
ear, cochlear implant left
ear

Total communication,
mostly vocalizations

20-30 expressive words
and signs

Loves reading books,
bubbles, pandas, rocking
and swinging




Benjamin’s Grand Entrance

Normal pregnancy, born
at 38 weeks

8 weeks in
o 3 hospitals
o 2 states
o 3 ambulance trips
o 2 flights

4 surgeries before coming
home

3 g . .
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CHARGE Diagnosis

e CHARGE was immediately
suspected

e Has all of the major
diagnostic criteria

e Choanal atresia + Colobomas

e Genetics confirmed diagnosis
at 1.5 months old




Hearing Loss Uiagnosis
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Right ear: Mild to
moderate hearing loss

Left ear: Severe to
profound hearing loss



Choosing Communication Approach

e Total communication

e Unsure of functional
vision status

e Poor support from early
intervention with ASL

e Vocal cord paralyzed




Hearing Technology Journey

Hearing aids
at 4 months
old

Cochlear
implant in the
left ear at 2.5

years old




If | could go back,
what is one thing | would tell myself?

Don't second guess yourself, trust your instinct
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Length of hospital stays and family separation H EEEEEEEN O
EEEEEEEEEN
Travel for specialized medical care and procedures - —
. .- . EEEEER
Coordinating care between multiple systems H EN
EEEER
Difficult to obtain quality audiological diagnostics and — A
confirm hearing levels, need to test multiple times e
Navigating insurance coverage and/or medicaid waivers -1 —
requires additional time to get treatment - o I ||
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CHARGE Syndrome Foundation Resources: W

1. Full-time Outreach and Engagement Manager Wl SYNDROME

- FOUNDATION

Lourdes Quintana Baez (lourdes@chargesyndrome.org)

2. Medical Travel Assistance - ========II

: : g N
Reimbursement for expenses not covered by insurance for travel over 200 miles g
T T T

3. EWRAP: Ethan Wolfe Recreational Assistance Program g sEuBmm mE =
Adaptive recreation equipment & program costs not covered by insurance J=8= ®

: : : : ENEEEEEEEEEE

4, Mountains of information for professionals! EESEEEES
: H N EESEEEEE =
(chargesyndrome.org/for-professionals/) EEEE B 5 =
--$50K Scientific Research Grant Program — e
--$25K Clinical Research Grant Program o T e
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5. Attend our biennial conference in 2025! EEEEEEEEE
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The Grand Adventure,” Phoenix, AZ, July 24-27,2025. ® N =
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mailto:lourdes@chargesyndrome.org
http://chargesyndrome.org/for-professionals

Family-to-Family Support Matters
1.
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Find your state’s CSF liaison!
Each keeps a list of state specific resources
Organizes an annual meet-up for our Walk & Roll

CHARGE SYNDROME FOUNDATION
BirthtoAge 3 Parent-to-Parent

Support Grou
Join the CSF Birth to Age Three P2P Support Group! ianz:;:). 2024 a

3rd Saturday Monthly, 7:00p ET

Connect with State Deafblind Project!
www.nationaldb.org/state-deaf-blind-projects/
Family Engagement Coordinators work closely with CSF

Attend our 2025 Conference!

Only place we feel ‘at home’
Generous scholarships available

. ', 16th International CHARGE Syndrome Conference EE
g Phoenix, Arizona * July 24-27, 2025


https://www.nationaldb.org/state-deaf-blind-projects/
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JOIN US at the

2024

Walk & Roll for CHARGE
Saturday, May 18, 2024

* Free virtual registration

= Liaisons are hosting fun
meetups all over the country

= Raising awareness and funds

= More info at
www.chargesyndrome.org/

Cam Fam
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https://www.chargesyndrome.org/about-the-foundation/get-involved/fundraising/virtual-walk/
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Stay Connected

Penni Echols: penni@chargesyndrome.org
Iris Filkins: iris.filkins@gmail.com
Staci Petralba: staci18241@gmail.com
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