
THE DIAGNOSTIC ODYSSEY

The average time from onset of symptoms to an accurate diagnosis is almost 5 years.

Parents are learning how to care for a child with health issues while facing uncertain 
prognosis. 

Approximately 40% of parents of undiagnosed children experience high rates of 
anxiety and depression. 

Approximately 15 MILLION children in the United States have an undiagnosed condition, 
with the vast majority having a genetic basis.

THE DIAGNOSTIC ODYSSEY 
What Genetics Providers Need to Know

Individuals with a Genetic or Inherited Condition

BY THE NUMBERS:

14%

>50%

26%

20%

live in households where the primary language 
is not English

live in households where the income is <199% 
of the Federal Poverty Level

live in households where an adult has some 
college or technical school

of adults have a high school diploma or GED

TO GETTING DIAGNOSIS

RACIAL BIAS
Use of race to diagnose genetic conditions has contributed to the underdiagnosis of cystic fibrosis in African Americans 
because cystic fibrosis is considered a “white” disease. 

Due to historical events, minority families are not as trusting about genetic testing compared to white families.

Mistrust within the healthcare system among minorities is compounded by underrepresentation of diverse healthcare 
providers in the workforce.

The “historical legacy of mistreatment” by medical professionals continues to manifest as mistrust between African Americans 
and their doctors.

WORKFORCE SHORTAGE
Only 1 in 100,000 Americans has access to a clinical genetic 
counselor.

Genetic tests are ordered by Pediatricians who also explain 
testing results.
50% of pediatricians report not feeling competent to provide 
care related to genetics and genomics. 

Pediatricians report difficulties in developing relationships 
with genetic specialists to fill in the gaps in their own genetic literacy. 

INSURANCE PROBLEMS
Insurance does not always cover needed tests, which places the financial burden on families. 

What are common diagnoses that might explain my child’s symptoms and responses?

How well does my child fit those profiles?

Are there other specialists with whom we should consult?

Should we consider a rare disease?

Should we get a genetic test?

Where can we access more information about conditions that might explain these symptoms?

IMPACT OF THE DIAGNOSTIC ODYSSEY 

Psychological, emotional, 
and financial stress affecting 
access to services

Delayed careDistressing and traumatic 
tests for extended periods of 
time

BARRIERS

HELPING FAMILIES NAVIGATE 
OBTAINING A DIAGNOSIS
VALIDATE THEIR CONCERNS

PROVIDE A PROGNOSIS

REFER THEM TO PEER SUPPORT OR ADVOCACY GROUPS (www.familyvoices.org, www.p2pusa.org) 

BE PREPARED TO PROVIDE INFORMATION TO COMMON PATIENT QUESTIONS SUCH AS: 

This infographic is supported by the Health Resources and Services Administration 
(HRSA) of the U.S. Department of Health and Human Services (HHS) as part of 
an award totaling $400,000 with 0 percent financed with nongovernmental 
sources. The contents are those of the author(s) and do not necessarily represent 
the official views of, nor an endorsement, by HRSA, HHS, or the U.S. Govern-
ment. For more information, please visit HRSA.gov.

FOR MORE INFORMATION, VISIT WWW.EXPECTINGHEALTH.ORG/PROGRAMS/FAMILYCENTER 

More data can be found at www.childhealthdata.org

National Genetics Education
and Family Support Center

WHAT IS NAVIGATE
NEWBORN SCREENING?

Newborn screening is a state-run public
health service that ensures all babies
are screened for certain conditions that
can cause serious health problems.

Newborn screening usually happens
when your baby is between 24 and 48
hours. 

In the U.S, all states require newborn
screening, but not every state screens
for the same conditions. 

Only 1 in 3 people can correctly identify
the definition of newborn screening.

 

 

 

WHY LEARN ABOUT
NEWBORN SCREENING?

Options to attend national
conferences or meetings 

The newborn screening process
Newborn screening results
Types of conditions detected 
Questions to ask your healthcare provider
How to tell your newborn screening story
Additional newborn screening resources 

In this module, you will learn about: 
 

Navigate Newborn Screening is a free, learning opportunity
that gives families information on one of the most common
tests newborns get - newborn screening. The module can help
families just learning about screening as well as those looking
to be leaders in this system. 

This project is supported by the Health Resources and Services Administration  (HRSA) of the U.S. Department of Health and Human Services (HHS) as
part of an award totaling $2,000,000 with 0 percent financed with non-governmental sources. The contents are those of the author(s) and do not
necessarily represent the official views of, nor an endorsement, by HRSA, HHS, or the U.S.Government. 

EXPECTINGHEALTH.MYABSORB.COM

Interested but have more questions? Contact Annie Evans at aevans@geneticalliance.org

BENEFITS OF PARTICIPATING 

Learn about the most
common screening test

Gain leadership and
 advocacy skills 

 

TELEWHAT 
An introduct ion to Telegenetics

WHAT IS IT? 
A Telegenetics visit is similar to an in-person genetics clinic visit. The genetics pro-
vider will ask you questions about medical history and family history. The specific 
things that happen during a Telegenetics visit depend on why you or your family 
member were referred for genetic services, and whether this is your first time 
seeing a genetics provider or a follow-up appointment. Sometimes a physical exam 
might be needed, in which case a local healthcare provider may help. Your genetics 
provider may also suggest some genetic testing.  

HOW DOES IT WORK?
A Telegenetics visit is usually 30 – 60 minutes and involves using 
videoconferencing with a computer, phone, or tablet, either from 
a provider’s office near you or your own home to connect with a 
genetics specialist located somewhere else for a clinic visit. The 
four main types of Telegenetics appointments are:

VIDEO CONFERENCING
Live, two-way interaction between a person and a 
provider using an electronic platform similar to 
Skype or Facetime.   

STORE AND FORWARD
Receive an evaluation and treatment recommendations 
from a genetic specialist based on pre-recorded health 
history that you’ve prepared with your child’s primary 
provider. 

MOBILE HEALTH 
Exchange text messages or video 
conferencing with a genetic provider through a secure 
application on your mobile device. 

REMOTE MONITORING 
A local provider monitors your child’s health status and 
behaviors and transfers information to a genetic 
specialist to assist in providing care to your child.

WHY IS IT IMPORTANT?

POTENTIAL BENEFITS

Telegenetics improves access to genetics 
services and helps reduce the effects of 
common barriers to care such as distance, 
time, childcare, mobility challenges, and trans-
portation.

 

 In many parts of the United States, 
families have to drive over 50 miles 
to see a genetic specialist for their child.

Did you know?

Less travel time

Less wait time

Increased # of Available Providers

More Access to Early Detection

Increased Patient Satisfaction

Less cost

Less distance

For further information please contact the National Genetics Education and Family Support Center at 
jlopez@geneticalliance.org or anware@familyvoices.org.


