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Background Results Results continued

<+ Genetic Determinants of Neurological and Table 1. Definition of underserved FIGURE 1. LANGUAGE  FIGURE 2. RURALITY~ <+ 68 probands with DEE enrolled (n = 158 total)
Developmental Disorders (GDNDD) identifies genetic Diversity ~ Represented in Underrepresented in . :
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variants in developmental and eplleptlc Category Research Biomedical Research (definition) ¢ ) (0 ) | - POp
encephalopathies (DEE) Race and Identify as White Identify as other than White and non-Hispanic (i.e. Asian; “10% (n = 7) with non-English preferred language
.. . . . Ethnicity and non-Hispanic Black, African, African American; Hispanic, Spanish, Latino; 2 51% (n = 35) from tier 1 or 2 designated counties
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underserved populatlons Geography Reside in urban Reside in rural and non-metropolitan areas ‘ 0 (n ) Y\”t pu IC msur_ance _ _ N
<» Nationally, children with seizures are: metropolitan areas <+ 50% (n = 34) identified as racial/ethnic minorities**
“*More likely to live in poverty Household  >200% Federal Annual Household Income =200% of the Federal Poverty Level <+ Pathogenic variants detected in 2 participants enrolled
Income Poverty Level

36% public insurance (Medicaid, Medicare) using mitigation strategies

Access to Can obtain/pay for  Cannot easily obtain or pay for medical care as needed
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++16% African American and non-Hispanic care medical care @ Spanish = Dari mEnglish tior 1 mTier s mTior s > Likely pathogenic GRIAZ2 variant
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<+ Due to limited diversity in genetic research, rare Table 2. Strategies for inclusion of traditionally underserved populations Distressed, Tier 3= Least Distressed < Pathogenic somatic MTOR variant
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FIGURE 3. INSURANCE FIGURE 4. ETHNICITY <*Barrier: non-English language (Dari), rurality
**As documented in medical record

Conclusions

variants can have unclear significance in people from
diverse ancestral backgrounds : —
*Diverse research staff (**fluent bilingual members)

! ! bias *Engage neurology clinic to assist with recruitment
O bj e Ct Ve Actively recruit a *Encourage presentation of potential barriers by clinic
diverse cohort providers during initial referral (actively solicit)

< Enroll 2 60% of participants from medically underserved e S S D ‘ Research Staff % Individuals with epilepsy are:
populations (historically underrepresented in research) Non- < More likely to represent underserved populations
for genomic sequencing in a DEE cohort Engiish | Informedconsent | . . . . .
. _ o _ Language +*Bilingual MyChart Script “ Less likely to be included in genetic research
“ UNC Child Neurology clinic treats >1,700 children/year <+ Population of medically underserved individuals
¢ i i i Transition from *Complete informed consent in UNC neurology clinic given _ _ o : ..
“ Primary referral for NC (75/100 counties Tier 1 or 2) neurclogy ciinic to | participant familiarity with clinic environment 2 Public (Wedicare/Medicaid) / | enrolled (>60%) is comparable to that of our clinic
O 0 - UNC Clinical and _ ® Hispanic/Latino ® Not Hispanic/Latino o L
“» ~75% public insurance Translational G e UNC Hospitals " Private <+ GDNDD demonstrates the feasibility of prioritizing
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ancestrally diversity and inclusion of medically
underserved individuals in genetic research, per NHGRI
Strategic Vision

e ~200 ' ' Research Center
% ~20% African American (CTRC) *Perform blood draw for research study in tandem with
++15% H ispan iC cinical blood draw (obviates CTRC meeting)

<+ 12% Non-English preferred language
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