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Genetic services are expanding globally, but access
remains limited in low-resource regions such as Latin
America (LATAM) and have not been well described
In recent medical literature. Understanding current
service avalilability, barriers, and facilitators is critical
to guide capacity building and improve patient care.

We defined genetic service as:
* Order genetic testing
« Evaluating patients with genetic conditions
* Providing genetic counseling

Genetic services are seen in a wide variety of clinical
specialties such as oncology, neurology, cardiology,
pediatrics, and psychiatry. National programs such
as population screening for high prevalence
conditions or newborn screening are common
Instances of genetics integration into healthcare.

Objectives

Catalogue genetic service availability
across LATAM
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Identify barriers and facilitators to
service delivery

Assess clinician-perceived adequacy
and needs

Design:

« Cross-sectional, web-based survey
via REDCap.

* Intended to take <10 minutes

« 25 questions with branching logic

Participants: Healthcare professionals providing
genetics services in LATAM

Spanish/English Survey: Brazil included with a
focus on Spanish speaking countries, based on
identified knowledge gap.

Key Survey Domains:
1. Patient Population
2. Genetic Testing

 Eighty-five respondents from 18 countries.

« Referrals: pediatric, cancer, adult-onset genetic
conditions, pharmacogenetics, and prenatal
testing.

 Respondents: 91% practice as a specialist in
genetics
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Testing Location

» Testing was commonly performed a commercial
labs both in-country (49/84) and out-of-country
(42/84). In house or hospital laboratories was
selected by over a third of respondents (30/84).

« Government labs were not commonly used except

Facilitators of Genetic Services

Which of the following have helped increase access to
genetic testing? (check all that apply) n= 84

Doctors have a positive attitude toward genetic testing _ 59%

Patients have a positive attitude towards genetic testing _ 46%

The culture in my workplace encourages genetic testing _ 45%
Partnerships with laboratories make genetic testing easy _ 42%

Collaboration between providers to offer genetic testing _ 34%

Genetic testing is encouraged by the government _ 27%
Simplicity of ordering genetic testing _ 24%
There is external funding to complete genetic testing _ 18%

Partnerships with insurance companies make genetic..- 12%
Genetic testing is encouraged by the hospital administration - 9%

Collaborations between clinicians and researchers . 2%
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Barriers to Genetic Services

What barriers do your patients face to accessing genetic
testing? (Check all that apply) n = 84

Lack of local genetics providers

Lack of knowledge, awareness, or.. [N 43%
Other

Distance to a genetics clinic is too far
Fear

Cultural or religious beliefs
Language barriers

Distrust 0%
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Perceived Needs and Adequacy

Thematic Analysis of Needs (n=69)

1. Better Access to Genetic Testing (38%)

2. Need for Genetics Providers (26%)

3. Specialty-specific Genetic Evaluation (20%)

4. Government & Public Recognition (9%)

5. Training & Technology for Local Genetic Services (7%)

Genetic Service Adequacy

in Cuba B Strongly Agree I Agree Neutral [ Disagree [ Strongly Disagree
Genetic testing needs are adequately met There is insufficient demand for genetic services
Common Genetlc Testing Orders
Which types of genetic testing do you typically order? 0 20 0 e 80 1000 20 O e 80 100
(Check all that apply) n= 84
Genetic counseling needs are adequately met There is a need for additional providers in my area
Karyotype [ 82%

Panel genetic testing
Exome sequencing
Chromosomal Microarray
Other

Single gene testing
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Key Takeaways

'/
\é Genetic services are available in Latin America

Local capacity building through international
collaboration and training can support genetic
services.

Public and government recognition are necessary
Improve access to genetic services.

Genetic services in Latin America show
substantial growth but face persistent barriers.

Future Directions

In future studies we
propose:

Needs Assessment

What interventions can be
used to improve access to
genetic services in each
local or national health
system?

Better coverage
of non-geneticists
who provide
genetic services.

Country specific

studies to

address the Access In Rural Areas
nuanced Are genetic services
geographic and available outside of regional
systemic or national capitals?
differences

between nations.

Qualitative study
of patient

experiences with
genetic services
In Latin America

Economic Evaluation

Is in-country testing or
regional partnerships to
lower testing cost
economically viable?
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3. Barriers and Facilitators (CFIR)
4. Adequacy of Genetic Services
5. Demographic Information

Genome sequencing
45% disagree that genetic testing needs are adequate

45% disagree that genetic counseling needs are adequate

55% disagree that medical management needs are adequate
/2% disagreed that there was insufficient demand

87% agreed that there is a need for additional genetics providers

Specialized biochemical testing

Research basis genetic testing

20%
Other included: MLPA, FISH, SKY, APOE, and chromosome
breakage studies
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Qualitative Questions: Thematic analysis used to 0%
allow for more nuance and context.
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