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ABSTRACT

Background
LDLR APOB

PCSK9

i.e. the Netherlands. 
Methods and Results

LDLR
APOB PCSK9

Conclusion
phenotype is more variable than previously assumed. In light of the fact that novel therapies are, 

to be eligible for these novel agents. 
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INTRODUCTION

LDLR APOB
PCSK9

1,2

in the 1990s.
LDLR

6-8 It is also 

criteria.9

Scotland and Wales.10,11

METHODS
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LDLR, APOB, or PCSK9. Since the Hardy–Weinberg 

LDLR and an APOB

Center, Amsterdam, the Netherlands. 

12 

 In case not all criteria 

Dunnen and Antonarakis.14 LDLR and APOB

t-tests and Mann-Whitney U tests, 
P

LDLR

1 APOB
LDLR

p2, heterozygosity = 2pq, 
q2, and p q
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RESULTS

in either LDLR or APOB

APOB and 
LDLR Figure 1

LDLR
4 homozygotes for APOB Table 1

APOB or bi-
allelic PCSK9

(n
LDLR

Figure 1.
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Table 1.

Homozygotes Compound 
Heterozygotes LDLRLDLR APOB

20 4

 CHD
 
 

 
 LDL-C 7.8

 
 LDL-C

 Drug therapy‡
 
 

inhibitor

 –

 LDL-apheresis

LDLR
for APOB LDLR
homozygous LDLR LDLR APOB

LDLR
LDLR APOB LDLR 

LDLR APOB
LDLR LDLR

APOB LDLR 
APOB LDLR.

Prevalence

p2 p
q = 1–p pq
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Figure 2. 
■

program. 

P

such they did not meet the clinical criteria for hoADH.9

9

allelic LDLR
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age of 69 years. 
Table 1

or more,16

Supplementary Material, Tables 
S1 and S2. 

DISCUSSION

6

previously addressed in a cohort size like ours.17

9

6

7,8,18,19

18

18,19 
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2011.6,20

prevalence of heterozygous ADH in the Netherlands21

22

prevalence of hoADH. As a consequence, these data could probably be extrapolated to other 

1,9 It is 

9

4

study, sequencing of LDLR and APOB

24
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screening strategies.26

27 Moreover, the 

28

in the LDLR have been described to cause ADH.29

LDLR

APOB, , or PCSK9 or to lifestyle factors.
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