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= Given the unsatisfactory prediction and lack of
studies, we assess if a patient's genotype and clinical
features, such as temporal bone scan results and/or
craniofacial abnormalities, can provide a
personalized hearing loss risk assessment to families

= A personalized risk assessment could be used to
guide decisions, enhance counseling, and optimize
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No craniofacial anomaly was associated with a type
or degree of hearing loss. Patients with severe or
profound hearing loss were more likely to have

The study cohort was obtained through the Cincinnati
Children’s Hospital Medical Center (CCHMC) CHARGE
Center.

m Nonsense/Frameshift = Missense = Intronic = Deletion/Insertion

Pathogenic and likely pathogenic variants in CHD7
tend to be unique between unrelated patients.

Inclusion Criteria
= Molecular diagnosis of CS with a likely pathogenic or
pathogenic CHD7 variant identified

Prevalence of Craniofacial Abnormalities (N=57) genes
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EMRSs
= Data managed using REDCap electronic data
capture tools

Data Analysis

* Include patients with clinically diagnosed CS and "
negative genetic testing and/or variants in other

= Collect data on audiologic intervention efficacy, to
create tailored counseling for families regarding -

» Further characterize phenotypes associated with CS
to increase knowledge and improve clinical care 3

= Assess barriers to care to better provide equitable
access to the CCHMC CHARGE Center

Regardless of the CHD7 variant, patients are at risk
for craniofacial and audiological abnormalities

= Qur study shows the importance of early temporal
bone scans despite a patient's CHD7 genotype

It is crucial to the CS population that we as providers
are offering comprehensive and detailed screening to
all CS patients given the variability in presentation
Collecting both genotypic and phenotypic data
regarding CS can expand our understanding and
counseling

» Descriptive statistics to characterize cohort Prevalence of Temporal Bone Scan Findings (N=67)

= Comparative statistics using chi-square analysis
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