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The NHS Health Check guidance
states that if an individual has been
identified through the programme
with a total cholesterol of >7.5 mmol/L,
the following steps should be taken:
• repeat the measurement on a
fasting blood sample
• if on the retest the LDL cholesterol
is >4.9 mmol/L, exclude secondary
causes of hypercholesterolaemia.
• if secondary causes of
hypercholesterolaemia have been
excluded, or the patient continues to
have a high cholesterol despite
management of the secondary cause,
then the patient should be referred to
a local lipid clinic. 

It is important to enquire about a
family history of early CHD, and if this
is present the patient should definitely
be referred to a local lipid clinic for
further investigations and confirmation
of diagnosis.

SUPPORTING FH PATIENTS
AND THEIR FAMILIES
Although on average half the
members of an FH family unit will not
have the disorder, the finding of a
genetic disease can be used to
motivate the whole family to adopt a
healthier lifestyle. Improving diet,
quitting smoking, and taking more
exercise will reduce the diabetes and
cardiovascular risk of both affected
and unaffected members.  

In FH families, patients sometimes
feel guilty about passing on a
defective gene, and there are often
concerns about confidentiality
surrounding genetic diagnoses.
However, in general most people find
that knowing the cause of the early
heart disease in their family and, more
importantly, that the risk can be very
significantly reduced by adherence to
statins, means that anxiety is easily
dealt with and is very shortlived.   

It is important that all members of
the primary healthcare team have a

good working knowledge of the
simple Mendelian inheritance of FH,
and can explain the elevated risk and
how it can be reduced through
medication and lifestyle changes.
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Currently the vast majority of people with familial 
hypercholesterolaemia (FH) in the UK remain undiagnosed,
probably 85% of the predicted 120,000 cases. FH is a
common inherited disorder of lipid metabolism causing
high levels of LDL cholesterol which leads to early CHD. 
It has an autosomal dominant pattern of inheritance so
siblings and children of a patient with FH will have a 50%
chance of inheriting the condition. Most cases are
heterozygous. FH is present in the heterozygous form in 
1 in 500 of the population. The homozygous form is very
rare, affecting 1 in 1,000,000 of the population.

Around half of men with FH, if untreated, will have
developed clinically evident CHD by the age of 55 years,
and approximately one third of women by the age of 60.
A significant reduction in the mortality and morbidity of
the disease can be achieved through changes in lifestyle
and the use of statins to lower cholesterol.

NICE recommends that clinical management of FH
patients should primarily be carried out in lipid clinics.
There should be formalised shared care arrangements
with general practice after optimisation of lipid-lowering
treatment has been achieved and the patient discharged
back to the GP. Annual review arrangements should also
be shared. 

When cascade testing from lipid clinics is underway, 
GPs will be approached by relatives who have been
identified as being at 50% risk of having FH, because they
have an affected first-degree relative with the disorder.
They will then need to take a blood sample for total and
LDL cholesterol measurement, and often will also be
asked to provide a sample for DNA testing.

A preliminary investigation in the surgery of a family 
member would involve a full lipid profile in order to
calculate LDL cholesterol. If this is not elevated in an adult,
cut-off value 4.9 mmol/L, FH is highly unlikely. If it is
elevated secondary causes of hypercholesterolaemia,
such as hypothyroidism, renal impairment, obstructive
liver disease or diabetes need to be excluded before
referral to a lipid clinic.

Even if an FH patient is young, currently does not have
CHD and may have no other CHD risk factors, the
Framingham risk charts should not be used to estimate
risk. These individuals are at increased CHD risk which
warrants treatment with statins.

The vascular health check screening programme states 
that where a total cholesterol of > 7.5 mmol/L is identified
that a diagnosis of FH should be considered. The NHS
Health Check guidance sets out steps that should be
taken if an individual has been identified through the
programme with a total cholesterol of >7.5 mmol/L.

Useful information 

Primary care team
NHS Vascular Health Checks
www.healthcheck.nhs.uk/
_GuidanceDocuments.aspx

It provides additional guidance on
familial hypercholesterolaemiaand
what to do when an individual has
been identified through the NHS
Health Check programme with a total
cholesterol of >7.5 mmol/L

Healthcare professionals and
patients
British Heart Foundation
www.bhf.org.uk
Search on FH and open the FH factfile
as a PDF

HEARTUK
www.heartuk.org.uk/
See HUK FH Toolkit 

It also has a list of UK lipid clinics 

NICE
Copies of the clinical guideline CG71.
Identification and management of
familial hypercholesterolaemia can be
downloaded from www.nice.org.uk

A version of this guideline is also
available for patients

‘Where a total
cholesterol 
of >7.5 mmol/L 
is identified a
diagnosis of FH
should be
considered’




