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Methods

Survey among EAS FHSC National Lead Investigators (NLIs)

 73 NLIs responded

 63 countries (out of the 68 countries in the EAS FHSC at the time of the survey)

Survey queries

1. Available information on FH in the country 

2. FH programmes and initiatives

3. FH management in the country
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South Africa
Afrikaners: 1:83
South African Indians: 1:100

Argentina
1:291 (FH Detection Program)

Brazil
1:263 (ELSA 
Study)

Canada
Up to 1:80 in some 
areas with founder effects

Chile
1:243 (National Health Survey, 

LDL-C ≥230 mg/dL)
Uruguay
1:360 (clinical setting)

Venezuela
1:314 (endocrinology unit)

Denmark
1:223 clinically, 1:217 genetically 

(Copenhagen General Population Study)

Germany
1:278–295 

(DETECT Study)

Israel
1:355 (regional 
healthcare database)

Italy
1:526 (Health Search IMS Health 

Longitudinal Patient Database)

Netherlands
1:200–250 (based on studies 

on HoFH prevalence and 
primary care)

Russia
1:147–417 in 2 Siberian regions 
(Epidemiology of CV Risk Factors and 
Diseases Study)

Slovenia
FH genetically 
confirmed in 1:500 
children born in 2008

Spain
Estimated 1:300

Switzerland
1:125–135 overall (APOB

pathogenic variants: 1:209; 
LDLR variants: 1:317)

Australia
1:250–350

China
1:357

Malaysia
Estimated 
1:100

Poland
1:250 (meta-

analysis of 
observational 

studies)

Finland
1:500 founder LDLR 
mutations carriers)

Estonia
1:440 (North Estonia 
Medical Centre database)Norway

Estimated 
1:300

Countries with 
investigators in 
EAS FHSC network

Some reported 
prevalence of 
HeFH
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Not specified, 3%

Simon-Broome
16%

MEDPED
7%

Country-specific 
definition

8%

DLCN
66%

FH diagnosis criteria predominantly used

* Information provided from 61 countries.
** When >1 criteria system were mentioned for the same country, all of them have been included in the graph.
*** See Table 1 in the article for further details.
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Availability of different therapies for FH

* Information provided from 61 countries.
** See Table 1 in the article for further details.
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High-intensity
Statins

Ezetimibe PCSK9
Inhibitors

Lipoprotein
Apheresis

PCSK9 inh:
Usually 
restricted 
use

LP apheresis:
Usually limited to one 
centralised or a few 
reference centres,
sometimes in private 
healthcare

% of 
countries in 

the survey 
with drug 
available

(at Sept 
2018)
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FH-related initiatives in countries involved in the EAS FHSC network in the 
Africa and Eastern Mediterranean WHO regions
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FH-related initiatives in countries involved in the EAS FHSC network in the 
Americas WHO region
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FH-related initiatives in countries involved in the EAS FHSC network in the 
WHO region of Europe
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FH-related initiatives in countries involved in the EAS FHSC network in the 
WHO region of Europe
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FH-related initiatives in countries involved in the EAS FHSC network in the 
WHO region of Europe
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FH-related initiatives in countries involved in the EAS FHSC network in 
South-East Asia and Western Pacific WHO regions
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Discussion (I)
 Data on FH prevalence lacking in most countries
 Where available, it tends to align with recent estimates suggesting a higher frequency than traditionally considered.

 Overall low rates of FH detection reported across all regions

 Several factors influence estimations of burden of disease (prevalence, identification, etc):

 Population characteristics (including genetics, consanguinity rates, population cholesterol levels…)

 FH awareness (community, healthcare professionals, policy-makers)

 Socio-cultural factors (e.g. disease visibility, social acceptance)

 Diagnostic criteria and adjustment to the specific populations

 Accessibility to genetic testing

 Presence and coverage of screening programmes

 Variability in clinical practice

 ...

 National registries 

 International/cross-regional registries (e.g. FHSC)

 Educational programmes

 Support (authorities, scientific societies...)

 Funding
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Discussion (II)
 Management varies across countries

 Clinical diagnosis is predominantly made by DLCN in most countries.

 Traditional dx criteria: how well do they fit with contemporary populations and from different regions ??
 Region/country-specific criteria for FH diagnosis ??

 Only a minority of countries have regionally-modified criteria

 Genetic testing often available but not widely implemented (cost issues, self-funded, only in research...)

 Genetic cascade screening in approx 1/3 countries, usually on a regional basis 

 Only few nationwide coverage, only a minority “national government programmes”

 Variability management: primary care / non-lipid specialists / lipid clinics
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Discussion (III)
 Under-treatment is common

 Therapy not universally reimbursed, criteria vary across countries

 High-intensity statins – available in all countries in the survey (limited access in some)

 Ezetimibe – not available in 4 countries

 PCSK9 Inhibitors – available in approx 2/3 countries, restricted use, criteria vary

 Lipoprotein apheresis – offered in approx 60% countries, usually limited to one or few reference centres
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