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Familial Hypercholesterolaemia in Children & Young People- 

Paediatric Summary Clinical Guideline – Joint Derby & Burton 
 

Reference no.: CH CLIN G96/ Oct 20/v004 

Children at risk of Familial Hypercholesterolaemia (FH) should be referred to a general 
paediatric clinic for assessment. 
 
Assessment should specifically include a detailed family history, dietary assessment, 
growth, blood pressure and examination for cutaneous lipid deposition 

 

Investigations 

a) DNA mutation analysis should be performed in at risk children 

b) LDL-C (low density lipoprotein cholesterol) concentration if the mutation is not known. If 
there is a family history, this should be repeated after puberty even if normal. 

c) If high, a second measurement should be taken to confirm. 

d) Exclude secondary causes such as hypothyroidism and nephrotic syndrome. 

Diagnostic Criteria 

1) DNA evidence of an LDL receptor mutation, familial defective apo B-100 or PCSK9 

mutation regardless of lipid levels confirms FH 

2) For children with a first degree relative who has a diagnosis of   FH, test before the 

age of 10 years.  LDL-C concentration should be compared with age/sex charts in 

appendix 1 of the full guideline. 

Patients in the ‘uncertain’ group should be retested annually. 

 

3) For children under the age of 16 who do not have a first degree relative with a 

definite diagnosis of FH, the full guideline contains specific advice depending on 

family history and clinical assessment. 

Homozygous FH 

If both parents are affected by FH, the child is at risk of homozygous FH and should be 
tested by the age of 5. Homozygous FH should be suspected if LDL-C is >11 

Management 

1. Dietary advice 

2. Encourage exercise 

3. Discourage smoking and advise limited alcohol intake 

4. Consider lipid modifying drugs by age 10 

5. Refer patients with homozygous FH to a cardiologist. 
 

See full guideline for details of medical treatment, including screening tests before 

starting 

 

 


