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Diagnosis: characteristic phenotypic clinical features
of heterozygous Familial Hypercholesterolaemia
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Diagnosis: characteristic phenotypic clinical features
of heterozygous Familial Hypercholesterolaemia
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Fatal & non-fatal Ml
men ~ 50% by 50 yrs
women ~ 30% by 60 yrs
heFH ~ 1:500

hoFH ~ 1:1,000,000
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Clinical Diagnostic Criteria
UK Simon Broome Register

Applicable to Asporadico c;

ATotal cholesterol > 7.5 mmol/l or LDL > 4.9 mmol/l in adult

ATotal cholesterol > 6.7 mmol/l or LDL > 4.0 mmol/l in a child < 16 yrs

APLUS Tendon xanthomata (Definite FH)

AOR PLUS family history of total cholesterol >7.5 mmol/L or Ml (<60y)
iIn1st degree relative or (<50y) in 2" degree relative (Possible FH)

Note: no upper limit for
triglycerides specified

Tendon Xanthomata

Atherosclerosis 1999:142:105-12



Prior (%) probability that an individual
has FH before measurement of cholesterol

LDL-C diagnostic criteria need to take into account :

Degree of relatedness, age and sex 1 in 500 for general
‘ population

|

12.5% for 1st cousins &

|
. ‘ .T‘ sibs of grandparents
o0
|
50
=

25% for each aunt,
uncle, grandparent,
niece, nephew

50% for each parent,
sibling, child




Male LDL Levels Age & sex-specific criteria Female LDL Levels

Age 0-14 Age 15-24 Age 25-34 Age 35-44 Age 45-54 Age 55+ Age 0-14 Age 15-24 Age 25-34 Age 35-44 Age 45-54 Age 55+
>5.4 >5.4 >5.4 >5.4 >5.4 >5.4 >5.4 >5.4 >5.4 >5.4 >5.4 >5.4
5.4 5.4 5.4 5.4 5.4 5.4 5.4 5.4 5.4 5.4 5.4 5.4
5.3 5.3 3.3 5.3 5.3 3.3 5.3 5.3 3.3 3.3
5.2 5.2 5.2 5.2 5.2 5.2 5.2 5.2 5.2
5.1 5.1 5.1 5.1 5.1 5.1 5.1 5.1 5.1 5.1
5 5 5 3 3 S B ad u It 3 5 ) 5 5 o}
4.9 4.9 4.9 4.9 4. l l 4.9 4.9 4.9 4.9 4.9 4.9
4.8 4.8 4.8 , _— 4.8 4.8 4.8 4.8 4.8 4.9
4.7 4.7 4.7 4.7 4.7 4.7 4.7 _
4.6 4.6 4.6 4.6 4.6 4.6 _
4.5 4.5 4.5 4.5 4.5 4.5 475
4.4 4.4 4.4 4.4 4.4 4.4 4.4
4.3 4.3 4.3 4.3 4.3 4.3 _
T SB child :i - T e
> : IR
3.8 3.8 3.8 SI0!

[CON NGO
@ |~
GO N
o) |
(@
=

(s
o

@
IS
@ | e @
@ | & 5
N BN
s TON RS

34
3.3 3.3 3.3

65
e
o | e
TON NG
o

QU

5
Ao e e
AR

°
00
e

/\ (6] ."
w | <]

<3

A (69 ."

Age 0-14 Age 15-24 Age 25-34 Age 35-44 Age 45-54 Age 55+ Age 0-14 Age 15-24 Age 25-34 Age 35-44 Age 45-54 Age 55+

affected muncertain gunaffected Starr B et al. Clin Chem Lab Med 2008;46:791-803



Clinical diagnostic criteria: schematic frequency
distributions of total cholesterol among a middle-aged
unaffected population & an FH population

SVKRXOG RIIHU SHRSC
clinical diagnosis of FH a DNA
test to increase the certainty of
diagnosis and aid diagnosis
DPRQJ WKHLU UHODWLYHYV

UHSUHVHQWY 3DQ XQI
diagnosis even if the LDL-C

Unaffected concentration does not meet the
diagnostic criteria

Frequency
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