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All patients with at least one LDL ≥6.5 but


EXCLUDING those with triglycerides over ≥2.5





For further information regarding FH cascade screening, please contact:





DelythTownsend BHF FH Specialist Nurse


Email: delythtownsend@wales.nhs.uk


Tel: 07909627506





Definite FH if they also have:





Tendon xanthomata or evidence of these signs in a first or second degree relative; or





DNA evidence of:


LDL-Receptor mutation; or


Familial defective Apo B-100; or 


PCSK9 mutation





NOTE: Absence of clinical signs e.g. tendon xanthomata, does not exclude a diagnosis of FH.





Possible FH if they also have:





Family history of raised total cholesterol:


>7.5mmol/L in an adult first degree 	relative; or


>6.7mmol/L in a child, brother or sister aged younger than 16 years.





Family history of myocardial infarction:


Aged younger than 50 years in a second degree relative; or


Aged younger than 60 years in a first degree relative.





Patients whose cholesterol levels are lower than suggested for this search may also be eligible for referral to FH clinic - if they have clinical signs or a strong family history of high cholesterol or premature IHD 





Simon Broome criteria for potential FH:





In an adult:�
In a child aged under 16 years:�
�
Total cholesterol >7.5mmol/L; or�
Total cholesterol >6.7mmol/L; or�
�
LDL cholesterol >4.9mmol/L�
LDL cholesterol >4.0mmol/L�
�









Exclude / treat secondary causes of hypercholesterolaemia before considering a diagnosis of FH: 


Fasting glucose;


Thyroid function;


LFT’s;


Creatinine





The purpose of this search is to assist in identifying undiagnosed FH patients in the 


Community who may be eligible for the Welsh FH genotyping programme.








Familial Hypercholesterolaemia (FH) 


Genotyping Search Strategy





Options:


Refer suspected FH cases using the attached referral form to the clinician from your relevant area


Contact FH Nurse if local genotyping / GP management preferred.


Refer via local genetics department for assessment / eligibility for genetic testing (within BCUHB). 








Please note:





This guidance has been produced to assist practitioners in identifying individuals suspected as having FH and likely to be eligible for genetic testing (genotyping against common mutations and further screening) to enable implementation of cascade testing. Please be aware that individuals may score much less than the levels indicated here and still have FH / be considered for referral.  Following the identification of index cases, further cascade testing can be carried out within affected families.





Provision of this new service is being implemented as part of the All Wales FH Testing Service, fulfilling recommendations within NICE CG071.





Further information relating to this service and clinical pathway as well as referral forms can be found at � HYPERLINK "http://howis.wales.nhs.uk/sitesplus/878/page/44383" ��http://howis.wales.nhs.uk/sitesplus/878/page/44383�. Alternatively, please contact Delyth Townsend FH Nurse (details overleaf).





This guideline does not cover the management of familial hypercholesterolaemia (NICE CG071) or other hereditary dyslipidaemias.











Familial Hypercholesterolaemia (FH) 


Genotyping Search Strategy
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Aberystwyth


SY23








These patients may be eligible for Genotyping:


Consider referral into your local FH clinic (Referral form attached) or if preferred, consider carrying out local genetic screening (contact FH Nurse – via local genetics department)





















