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OBJECTIVES
Genetic counseling

What is it?  
What is the goal of NBS and of genetic 
counseling within the NBS system?
Who provides genetic counseling?

Oklahoma example

Considerations for state NBS 
systems



NSGC definition of genetic counseling 
(Resta, et al, 2006)

Genetic counseling is the process of helping people understand
and adapt to the medical, psychological, and familial implications
of genetic contributions to disease. This process integrates the
following:

Interpretation of family and medical histories to assess the 
chance of disease occurrence or recurrence.
Education about inheritance, testing, management, prevention, 
resources, and research.
Counseling to promote informed choices and adaptation to the 
risk or condition.



What are the goals of 
NBS and genetic counseling within that 

system?

Goal of NBS: “The most important and widely 
accepted goal of newborn screening is to improve 
health outcomes in the screened population of 
newborns.” Moyer VA, et al., on behalf of the United States Preventive Services Task Force. "Expanding 
Newborn Screening: Process, Policy, and Priorities," Hastings Center Report 38, no. 3 (2008):32-39.

Goal of genetic counseling within NBS system:
What is it?????



Who provides genetic counseling?

Genetic counselors
Pediatricians
Newborn screening coordinators
Nurses
Single gene educators
Medical geneticists



OK genetic counseling sites



Genetic counseling in OK 
NBS follow-up program

Genetic counseling (by a genetic counselor) was 
provided, as needed, as part of the LTFU metabolic 
program (PKU, galactosemia, MCADD), but no 
contract for services existed.

NBS for cystic fibrosis began in 2005. Since that 
time, 98% of CF screen positive cases with one and 
two mutation(s) have received genetic counseling.

Contracted genetic counseling services for 
hemoglobinopathies was incorporated the following 
year.  



CF screen positive protocol
Elevated IRT leads to DNA (44 mutations at OSDH); 
if mutation identified, then….
STFU notifies pediatrician and tertiary center…..
Pediatrician refers infant for sweat test

Mondays (OKC) and Fridays (Tulsa) are dedicated days
Sweat lab contacts GC

GC meets with family after the sweat while results 
are pending and collects a family history…..
GC receives call from the sweat lab with results and 
reports them to the family
Infants diagnosed with CF are referred to the CF 
Center
Pediatrician and families receive a counseling letter





Dear Parents: 

When your baby was born, the hospital drew a newborn 
screening test to determine your baby's hemoglobin type.   
The results of this blood test indicate that your baby 
probably has Sickle Cell Trait. Sickle Cell Trait will not 
make your baby sick.  Enclosed is a pamphlet about Sickle 
Cell Trait.

At this time, genetic counseling is needed.  To schedule a 
FREE genetic counseling appointment call 
(405) 271-8685. 



Factors promoting 
genetic counseling in 

OK NBS follow-up
• NBS program and specialty service providers 

have good working relationships
• Small state; two major cities
• Availability of trained genetic counselors

• Genetic counseling training program
• CF center, Sickle cell center, metabolic 

program, and a LTFU program
• Reimbursement for genetic counselors



What could we do better?

Telemedicine
Local health departments are wired

Continuous quality improvement
Evaluate factors influencing uptake

Research 
Risk communication study



Issues to consider

Genetic counseling capacity and access in 
your state
Goals for genetic counseling in your state
Preferred model and timing of genetic 
counseling 
Genetic counselors knowledge about NBS
Cost of genetic counseling services
Genetic counselors serve on your state 
Genetics/NBS Advisory Council
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