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OUTLINE

1. Health Equity 

2. Delayed Genetic Diagnoses in Pediatric Patients



HEALTH EQUITY

(EquityTool, 2023)



HEALTH EQUITY

“Equity is the absence of unfair, avoidable or remediable differences among groups of people, whether 
those groups are defined socially, economically, demographically, or geographically or by other dimensions 
of inequality (e.g., sex, gender, ethnicity, disability, or sexual orientation). Health is a fundamental human 
right. Health equity is achieved when everyone can attain their full potential for health and well-being.”

- World Health Organization
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DELAYED GENETIC DIAGNOSES IN PEDIATRIC PATIENTS

Background Information

 Bohnhoff et al., 2019

o 20,466 pediatric referrals over one year in a 52-center network

• 65% of referrals were scheduled within 90 days 

o Unscheduled referrals were significantly associated with: 

• Lower zip code median income 
• Use of public insurance
• African American race
• >7 day interval delay 
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DELAYED GENETIC DIAGNOSES IN PEDIATRIC PATIENTS

Objective

 Identify cases of delayed genetic and metabolic diagnoses for pediatric patients from minority populations and 
assess the contributors to the delay.  

Hypothesis

 Exploratory study
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Objective

 Identify cases of delayed genetic and metabolic diagnoses for pediatric patients from minority populations and 
assess the contributors to the delay.  

Hypothesis

 There will be multiple contributors to delayed diagnoses. 



DELAYED GENETIC DIAGNOSES IN PEDIATRIC PATIENTS

Experimental Design

(Kilbourne et al., 2006)



DELAYED GENETIC DIAGNOSES IN PEDIATRIC PATIENTS

Case 1: Health System Factors

 Patient: 

 African American boy with skin darkening over           
two years

 Later presented with hypoglycemic seizure at 7         
years old  

 Diagnosis: X-linked adrenoleukodystrophy

 Contributors to delay: 

 Limited reference materials

 Sequencing with decreased diagnostic rate
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Case 2: Provider Factors

 Patient: 

 2 year old African American girl with microcephaly, 
referred to Neurology

 Exam notable for developmental delay with normal 
brain MRI, referred to Genetics 

 Dysmorphic features and stereotyped behavior 
appreciated on exam

 Diagnosis: Down Syndrome 

 Contributors to delay: 

 Limited reference materials

 Low suspicion for genetic disease
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Case 3: Patient Factors

 Patient: 

 4 month old boy with developmental delay         
and decreased tone

 Non-diagnostic genetic and metabolic      
evaluation, lost to follow-up at 7 years old

 Presented with pneumonia and failure to thrive     
at 13 years old

 Diagnosis: Glycogen Storage Disease, Type IXa

 Contributors to delay: 

 Lost to follow-up 

 Poor geographic access

 Lack of health insurance 
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Case 3: Patient Factors

 Patient: 

 4 month old boy with developmental delay         
and decreased tone

 Non-diagnostic genetic and metabolic      
evaluation, lost to follow-up at 7 years old

 Presented with pneumonia and failure to thrive     
at 13 years old

 Diagnosis: Glycogen Storage Disease, Type IXa

 Contributors to delay: 

 Lost to follow-up 

 Poor geographic access

 Lack of health insurance 

Distance to genetics 
health-care services 

in California. 

(Penon-Portmann et al., 2020)



DELAYED GENETIC DIAGNOSES IN PEDIATRIC PATIENTS

(Shapiro et al., 2000; Hobson-Rohrer et al., 2013; Liang et al., 2020)



DELAYED GENETIC DIAGNOSES IN PEDIATRIC PATIENTS



DELAYED DIAGNOSIS AND RACIAL BIAS IN PEDIATRIC PATIENTS 
WITH GENETIC CONDITIONS

(Omorodion et al., 2022)



THANK YOU
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