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R134 : Familial Hypercholesterolaemia Diagnostic Genetic Testing Proforma
Completion of this form is required for diagnostic genetic testing in adult patients age ≥18
	Patient Information

	Name
	                                                   Forename(s)
	                                            Surname

	Date of Birth
	                          DD/MM/YYYY
	Ethnic origin
	

	NHS number
	
	Sex
	Male / Female   

	Your ref(s)
	
	Hospital number
	

	Welsh Genotype Score for Index Case with a Clinical Diagnosis of FH – 
circle a single highest score from each box

Points 

Family History in 1st/2nd degree relative:

· Premature (<60yrs) CHD

· Premature (<45yrs) CHD

· LDL-C > 4.9mmol/l (or total chol > 7.5mmol/l)

· <18yrs with LDL-C > 4.0mmol/l (or total chol > 6.7mmol/l)

1

2

1

2 

Physical Examination

· Tendon xanthomata (in patient or 1st/2nd degree relative)

· Premature (<45yrs) corneal arcus (no score for arcus senilis)

6

4

Clinical History

· Patient with premature CHD (<45 yrs)

· Patient with premature CHD (<50 yrs)

· Patient with premature CHD (<60 yrs)

· Patient with premature (<60yrs) strokes and/or peripheral vascular disease

4

3

2
1

Untreated or corrected LDL- Cholesterol (mmol/l)

· LDL-C ≥ 8.5

· LDL-C 6.5 – 8.4

· LDL-C 5.0 – 6.4

· LDL-C 4.0 – 4.9

8

5

3

1

Fasting Triglycerides (mmol/l)

· Triglyceride 2.5 – 3.4

· Triglyceride 3.5 – 4.9

· Triglyceride ≥ 5.0

Minus 2

Minus 3

Minus 4

TOTAL SCORE
Age-adjusted score (where appropriate)
A score of 6 or above is eligible for genetic testing.
If score is <6 but genetic testing is required, please provide clinical details below:
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