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The Problem: People don’t get their cholesterol checked.

• When given an example case, 
< 30% of cardiologists correctly 
diagnosed heterozygous FH.

• Among adults with HoFH, 
median age at diagnosis 12.6 
years.



Newborn Screening is not like testing at any other time.

Diseases that are “good candidates” for newborn screening generally cause 
irreversible disease or death in childhood.

The strongest candidates are for diseases that require treatment at time of 
diagnosis (ie, neonatal period).

Almost all conditions on newborn screening panels are recessive genetic diseases.
They’re rare – vast majority of newborns have a normal result.
Relatives are carriers (one copy of a mutated gene) – generally healthy.

Informed consent?
No countries require written informed consent for newborn screening.
Most countries try to avoid controversy with their screening programs and 
research about newborn screening.



• Dried blood spot (DBS) specimen collected after 24 hours of life
• Card is air dried and mailed to central lab for testing
• All results reported to baby’s pediatrician
• Positive result activates the relevant, pre-identified specialist health 

care team



Newborn Screening for HoFH is currently only being done in 
research studies.

Genetic testing for HoFH. Cholesterol first, then genetic testing 
for HoFH and HeFH.



Diagnosing HoFH and HeFH at birth could mean:

• Over 99% of the population is tested for FH.

• HoFH can be diagnosed at birth with appropriate treatment started.

• The genetic nature of the disease can be made clear to families and 
clinicians.

• The baby’s relatives could be diagnosed decades earlier.

• A heart-healthy lifestyle can be started at birth, and for HeFH, statin 
therapy at 6 years of age.



Diagnosing HoFH and HeFH at birth could mean:

• Misinformation or misunderstanding of FH, particularly if health care system 
not prepared.

• Difficulties with access to life insurance, or discrimination due to a 
preexisting condition.

• Family disruptions due to non-paternity.
• We don’t know if babies with high cholesterol but no genetic mutation found 

will later have high cholesterol that looks like HeFH or HoFH.
• For HeFH, feelings of anxiety or helplessness from time of diagnosis until 

initiation of statin therapy.
• Concerns about individual privacy and informed consent.



Effective intervention to lower cardiovascular risk in childhood 
may represent the single biggest opportunity we have to positively 
impact human health.
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