
• Aim 1: 17 articles met 
the inclusion criteria. 
Our results show 
sparse reporting of 
cohort characteristics 
in the existing 
literature (Table 1). 

• Aim  2: 12 articles 
met the inclusion 
criteria. Barriers and 
facilitators from our 
analysis are shown in 
Figures 2 and 3.

‘Underserved populations’ as per the NIHR definition are groups that are less well-represented in research than would be expected or 
desirable from population prevalence and healthcare burden.
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Table 1: Characteristics included in 17 articles used for the 
evaluation of the extent of genomic testing in underserved 
communities. Green: adequate reporting, Yellow: inadequate 
reporting, Red: no reporting, Grey: not applicable

Genomic testing is a key driver of precision medicine. Despite increasing uptake of genomic testing, there remains a problem of inequitable 
access particularly in underserved communities.1 To understand the issues of disparity in access, we performed two systematic literature 
reviews with the following aims, 
1. To evaluate the extent of genomic testing engagement in underserved communities within community /outpatient paediatric settings.
2. To identify barriers and facilitators to engagement with genomic testing in underserved communities.

Background & Aims

• Two systematic 
literature reviews 

• Keywords relating to 
‘paediatric genetics’, 
’community settings’ 
and ‘underserved 
populations’

• Ovid, Medline, 
Embase, CINAHL and 
PubMed

• Screened by two 
independent 
reviewers and 
conflicts resolved by a 
third reviewer

• PRISMA approach 
and qualitative 
analysis (Figure 1)

Methods

Results

• There is limited consistent reporting on underserved population characteristics in 
paediatric genetic studies.

• We found a paucity of data on engagement of underserved communities within rare 
disease genetic studies (Table 1).

• Key identified themes within the second review regarding barriers to engagement 
included lack of financial resources, access to genetic testing services, logistics in 
attending appointments, geographic isolation, language, socio-cultural beliefs, data 
privacy and ethical concerns. Facilitators followed similar themes (Figure 2).

• Solutions to increasing uptake could include strategies as highlighted (Figure 3).

Conclusion
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Figure 2: Thematic analysis of codes generated 
across 12 papers relating to facilitators for 
engagement of underserved communities.. 

Figure 1 PRISMA flowcharts for the systematic reviews undertaken. A: Records screened for the evaluation of the 
extent of genomic testing reported in community or outpatient Paediatric settings. B: Records screened in the 
evaluation of barriers and facilitators for genomic testing in underserved communities.

Figure 3: Meaningful steps to improving uptake
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