
Familial HyperCholesterolaemia

Commissioning for Better Experience of 
Care 



Brief history of Michael, a 37 year old 

young man

 Michael had a fairly healthy lifestyle, 

exercised regularly, did not smoke, 

blood pressure was fine, BMI 23.1

 However, one evening he was taken by 

ambulance to Accident and Emergency 

following a collapse.  

 Diagnosis:  massive heart attack.
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…..Michael….    passed away.

He had a daughter with his longtime fiancé. They had plans 

to marry four months later.

It was found out that his father also died of a heart attack at 

47 years of age. 




30%


50%

<50-60yrs

FH cause Heart attacks at Early Age

50% inheritance – passed to children 



Death mean 

age 

Death mean 

age 

1978 2021

Without FH 72 79

With FH 50 78

Development of ages 

at CHD and death from 

1978 through 2021 in 

the entire population 

of Denmark 

 Ages at coronary heart disease and death in familial 

hypercholesterolaemia: a Danish nationwide study 

spanning 44 years. European Hearth Journal, 2024

Does FH treatment really work ? 



However, 
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FH is One of the Most Common Genetic Disorders, Yet 
Remains Underdiagnosed

• Graph prepared using a HeFH prevalence 1:500 

• However, prevalence of definite or probable 
HeFH is shown to be at least 1:250

• Recent estimated prevalence of HoFH to be 1 in 

300,000

https://doi.org/10.1093/eurheartj/eht273

https://doi.org/10.1093/eurheartj/eht273


LDL Cholesterol tests requested per 1000 people in England

Geographical Bias of Care in England 



Why this situation with FH? 

 Poor FH-risk identification tools.

 Geographical bias of care.

 MANY patients would need to be screened.

 Very expensive and limited resources for outpatients' 

appointments, OP administration, booking, etc.

 Patients’ insufficient awareness about FH. 



Let’s think outside the box
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Pilot FH Identification Service Milestones Overview

2012

➢ Concept 

of 

identifying 

need for 

FH Service

2023

➢ Jan-June Pilot set-up
➢ IG/Clinic Letters

➢ ICB comms to Primary Care

➢ 14/06 first text messages

➢ 20/06 first telephone clinic

➢ 05/07 first blood sample

➢ 14/09 first batch test 

results

➢ Test result clinic letter 

2025

➢ Confirmation of  

funding to fully 

support FH 

Identification Service 

to include cascade 

testing and out-

patient clinics 

2022

➢ October CNS-FH in post

➢ FH NNUH Hub – Pilot
➢ Prescribing Services 

Ltd/Eclipse/Famcat

➢ Steering Group – 
NNUH/CUH/Camb GLH/East 

GMSA/Health Innovation East

➢ FH Info Zone

2024

➢ Telephone 

clinics ran 

until April

➢ Last batch of 

results 

received and 

news of ICB   

funding 

received in 

September

2026+

➢ Recurrent ICB 

funding as CVD 

prevention

➢ Embed working 

pathway to include 

cascade testing
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FAMCAT-ECLIPSE FH HUB

1. Identifies patients at risk of FH 

2. Patient receives invitation and information 

3. Appointment made Tel / inperson

4. Assessment with FH Specialist Nurse, 

advice, guidance and genomic testing



Wider Norfolk and Eastern Region 

Engagement

➢ Eastern Pathology Alliance (EPA) Newsletters

➢ Pulse Magazine/The Beat – NNUH intranet

➢ FH : Transforming Diagnostic Pathways May 2023 
(Kate Downes) – Automated case-finding for FH in 

Primary Care

➢ Rare Disease Day Feb 2024 – promoting genomics

➢ Rare & Inherited Showcase July 2024 – Finding the 

missing 92%
➢ Pulished February 2025 Pilot to permanent: the FH 

Hub’s success story - Health Innovation East

https://healthinnovationeast.co.uk/pilot-to-permanent/
https://healthinnovationeast.co.uk/pilot-to-permanent/
https://healthinnovationeast.co.uk/pilot-to-permanent/
https://healthinnovationeast.co.uk/pilot-to-permanent/


Patient Communication & Engagement

➢ Letter 
➢ Text message

➢ 3 telephone calls

➢ Cholesterol Support Programme (FH) - 

Norfolk & Waveney 

➢ Portal page

Primary Care Communication & Engagement

➢ West Norfolk PCN

➢ Wider N&W PCNs

➢ Newsletter to GPs containing link to Pro-forma

➢ Poster for GP Practice waiting areas

https://www.nhsconnect.org/Projectinfo/FH-norfolk.html
https://www.nhsconnect.org/Projectinfo/FH-norfolk.html
https://www.nhsconnect.org/Projectinfo/FH-norfolk.html
https://www.nhsconnect.org/Projectinfo/FH-norfolk.html


Results 



1 432 5 60

NNUH adopted process in Norfolk and Waveney ICB

Standard process for FH diagnosis based on Simon Broome criteria



Patients experience is much better: 

 Patients who don’t have FH are not troubled and worried.

 FH Patients’ satisfaction of their positive outcome. 

 We reach >3 times patients with FH.

 19% detection rate, 

 compared with only 6% based on standard SB protocol.

 Avoids geographical bias.

 Adapted to all needs: language, IT literacy, ethnicity, social background, 

health limitations etc. 

 Equity to give all patients at risk equivalent opportunities to benefit.

 Reasonable timescales and appointments.

 Affordable to be able to reach All !



FH Pilot – Results 
Norfolk & Waveney Pilot FH Identification Project  20/06/2023 to 12/09/2024

16 Primary Care Networks (46 out of 105 Primary Care Practices)

692 patients contacted  (554  138  aged 21-91 yrs) VH Risk 209  H Risk 390  M Risk 93

175 patients responded

150 patients screened (134  16 )

141 blood samples sent to Cambridge GLH (126  15 )

141 results received 
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126  Statin use pre FH Statin use post FH Q-Risk score of patient with FH

Results FAMCAT Risk Sex genetic test genetic test not prescribed lipid treatment

LDL - R 21 pts Very High 10 pts 0    10 7/10 9/10 1 patient = 33%

High 11 pts 3    8 10/11 11/11

Apo-B 3 pts Very High 1 pt 0    1 1/1 1/1

High 2 pts 0    2 2/2 2/2

LDL-R VUS 2 pts High 1 pt 0    1 1/1 1/1

Medium 1 pt 0    1 1/1 1/1

PCSK9 VUS 1 pt Very High 1 pt 1    0 0/1 0/1 1 patient = 19%

Polygenic 114 pts Very High 28 pts 2    26 23/28 Determined by GP

High 76 pts 9    67 49/76 based on Q-Risk

Medium 9 pts 0    9 8/9 score 

19% detection rate, 

compared with only 6% 

based on standard SB 

protocol.



Non genetically-

confirmed FH Female Male Female Male Female Male Female Male Female Male Female Male

103 11 1 - 10 2 - 9 76% 73% 9% 18% 5% 0% 26A 2A

Age 42-79 Age 31-71 med=5 med=6 68B 9C 9B

med=62 med=56

1 4 100% 100% 0% 1B

2 1-3 50% 0% 0% 2B

8 4 1-9 2-9 75% 25% 0% 0% 0% 0% 3A 5B 4B

43 3 1-10 2-9 60% 66% 9% 33% 2% 0% 12A 29B 2C 1A 2B

37 3 1-9 5-7 81% 66% 8% 0% 5% 0% 9A 23B 5C 1A 2B

13 1-9 92% 15% 15% 2A 9B 2C

Female Male Female Male Female Male Female Male Female Male Female Male Female Male

23 4 2 - 9 5 - 6 96% 50% 4% 50% 4% 0% 11A 1A
1 - 18 6 - 14

Age 43-80 Age 55-74 med=5 med=5.5 11B 1C 3B
med=3 m=7.5

med=70 med=58

2 5-6 0% 0% 0% 1A 1B
5-6

3 2-5 66% 0% 0% 2A 1B
3-4

2 3 3-5 5-6 100% 66% 100% 66% 0% 0% 1B 1C 1A 2B
2-3 6-14

8 3-9 87% 0% 87% 4A 4B
1-6

8 1 2-6 6 100% 100% 0% 0% 0% 0% 4A 4B 1B
1-18 6

* All values are mmol/L Table 1 displays the FH pilot cohort breakdown encorporating elements of predictor variables 
1 17 patients in total with DLC score <6 of the FAMCAT2 algorithm and associated stratified risk scores. The DLC was added
2 1 Genetically confirmed FH in 1 sibling plus 1 sibling pair as a comparitor tool and identified 17 patients with a score of <6 who may
AVery High BHigh CMedium Risk of FH not have been referred for FH genetic testing in a clinical setting.

VUS (n=3)

45-53

54-62

72-80

Sex

Monogenic (n=23)

Dutch Lipid

(n = 114)

Age 27-35

63-71

Criteria (DLC)

Score Range

FAMCAT2 Risk

TABLE 1

 36-44

Deprivation Score

Range

CKDDiabetesCurrent Statin

Use

72-80

5Entire cohort

median value 

45-53

54-62

Age 62

Age 36-44

63-71

Non genetically-

confirmed FH Female Male Female Male Female Male

3.9-20.2 4.9-10.4 1.6 - 8.2 2 - 3.5 0.5-5.7 0.6-7.9

med=7.1 med=7 med=4.7 med=3.2 med=1.8 med=1.8

6.5 3.5 1.5

8.1-8.9 4.2-5.1 1.1-2.7

5.1-10.7 5.6-10.4 2.5-8.2 2.9 0.8-3.3 1.8-2.3

4.3-20.2 5.9-9.0 2.1-6.3 3.1-4.5 0.4-5.6 1.2-7.9

3.9-11.0 4.9-9.3 1.6-7.2 2.0-3.4 0.4-5.7 0.6-1.48

5.1-9 2.7-6.7 1.1-4.9

Female Male Female Male Female Male

5.1-13.2 7.5-10.4 2.5 - 11.7 4.3 - 21.0 0.5-3.4 0.7-2.0

med=8 med=9 med = 6.2 med=7 med=1.0 med=1.0

8.6-9.4 6.7-7.8 0.5-1.7

7.7-8.5 5.9-6.4 0.8-1.2

6.9-8.3 7.5-10.4 2.5-4.2 7.2-21.1 1.7-3.4 1.3-2.0

5.1-10.3 3.3-8.3 0.8-1.8

6.8-13.2 9.2 4.2-11.7 4.3 0.9-1.7 0.77

Table 2 shows the first available TC and LDL values. Were unable to establish

with accuracy if patients were taking any lipid-lowering medication historically.

*All values are mmol/L. 

TC* Range

First Available First Available

Triglyc.* Range

First Available

LDL-C* Range

TABLE 2

Age 36-44

45-53

54-62

63-71

Monogenic FH (n=24)

VUS (n=3)

63-71

72-80

54-62

(n = 114)

Age 27-35

 36-44

45-53

1.6

72-80

Entire cohort

median value 

7.3 4.6

Hx IHD no MI

Female Male Female Male Female Male Female Male Female Male

3 66% 33% 1A 2B 1-41

18 3 83%2 66%2
28% 33% 10A 8B 3A 1-181

6-9

2 50%2
0% 1B 1C 2-81

1 0% 0% 1A
14

Table 3 shows the breakdown of monogenic FH and VUS with family history

and the associated FAMCAT2 stratified risk scores and DLC as per Table 1.

TABLE 3

DLC RangeHigh Cholesterol

1st Degree Fam Hx

FAMCAT2 Risk

1st Degree Fam

PCSK9 VUS (n=1)

Sex

Apo-B (n=3)

Results

LDL-R (n=21)

LDL-R VUS (n=2)



Our plans 2026-27

• Striving for even 
better patient care 
– collaboration with 
University East 
Anglia

• Consolidate 
progress

• Consolidate 
progress

• FH Families 
Education 
event - April 
2027

Education

Screening 
and 

Telephone 
Service

Research 
Outpatients 
Specialist 
Service 



Some testimonies received from patients: 

- Having lost four family members to heart attacks, I was keen to take 
part in the FH assessment. I would encourage anyone who receives an 
invitation to do so.  From patient

- Shelina explained the whole process fully and made sure I understood 
the reasons behind it. She was a joy to chat with and very informative. 

From patient

- I would encourage anyone who has been invited to take part in this FH 
scheme if they can. From Christine, patient 



Shelina Rajan

FH Specialist Nurse

Joe Power

ICB Senior 

Manager

Katie Blakeney
Regional Programme Manager

Rebecca Ritchie

FH Officee

Ian Kingsbury
Communication and 

Public Involvement Lead 

Jackie Cole

ICB Commissioning 

Officer

Javier Gomez

FH Service Lead

Cat Hamlet

Protect NoW Manager 
Jon Saward

VTS Call AgentSilvia Pruteanu

VTS Call Agent

A straight line is made of many points, 

one united to another:  engage others for

Better Patient Care! 
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