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Wiegman A etal. Eur HeartJ 2015;36:2425-37.



Heréencia de la Hipercolesterolemia Familiar
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Zamora A et al. J Clin Lipidol. 2017;11:1013-22. Sanchez-Fernandez RM et al. Circ Cardiovasc Genet. 2016;9:504-10.



Hipercolesterolemia Familiar. Caracteristiques Cliniques

E CT > 300 mg/dL, cLDL > percentil 95 segons edat.

B Preséncia d”arc cornial en pacients < 45 anys.

B Presencia de xantomes tendinosos.

B Malaltia coronaria prematura.

B Variants genetiques: RLDL,APOB,PCSK9,APOE.

Imatges propies



Prevalenca Fenotip HFamiliar en poblacié mediterrania

Edad cLDL (mg/dL)

Basal population

6,177,972 subjects
18-29 230
134,443,414 prescriptions
6,871,987 hospital discharge diagnoses 30-39 238
| 40-49 260
Selection population (subjects alive Dec 2014 with LDL-C
>49 255
measurement)
2,764,917 individuals <18 190

:

Excluding population (history of hypothyroidism, nephrotic

Civeira F et al. AmJ Cardiol 2008;102:1187-93.

syndrome or those with basal triglyceride values >400

i N° 14.699 HF-P

210,073 subjects

! 1/230 HFHe

Included population fulfilled all inclusion criteria

2,554,644 subjects 1 /425 . 744 H F H o

12,184,201 laboratory analysis

ZamoraA et al. J Clin Lipidol. 2017;11:1013-22.



Prevalenca mediterrania de la malaltia cardiovascular en F-HF VS No F-HF

Fenotip HF 14.699 VS 2.554.644 poblacié general
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ZamoraA et al. J Clin Lipidol. 2017;11:1013-22.



Prevalenca Fenotip HFamiliar en poblacio infantil

53.737

0.9-

0.6 -

Prevalenca HFHe: 1/217

Prevalence

8

T T T L L] T T
26-35 36-45 46-55 56-65 66-75 76-85 >85
Age group

Sex - Men D Women

T
19-25

249 nens <18 anys amb cLDL>190 mg/dL
895 nens <18 anys amb cLDL>160 mg/dL

ZamoraA et al. J Clin Lipidol. 2017;11:1013-22.



DETECCIO PRECOG DE LA HIPERCOLESTEROLEMIA FAMILIAR HETEROZIGOTA EN
LA POBLACIO INFANTIL. PROYECTE (DECOPIN).

Criteris de sospita:

» Nivells de cLDL = (135 mg/dL).

+
» Antecedents cardiopatia isquémica prematura en familiars
de primer grau (< 55H i < 60D) 6 segon grau (<50H i 55D).
(o)
» Progenitor amb CT = 300 mg/dL o en tractament amb hipolipemiants.

(0
»Progenitors desconeguts (adopcid).



Detecting familial hypercholesterolemia earlier in life by actively searching for affected
children:The DECOPIN project

Cribratge invers

CHILDREN TO PARENT PATH
_ POvTENCI%\LY ELIGIBLE PARTICPANTS Parantsto be ctudicd N=230
Children in the influence area of 59 primary care

paediatricians

N=63616
! | '
Gk ] £ g T FAMILIES® BOTH PARENTS FAMILIES? AT LEAST ONE PARENT FAMILIES® AT LEAST ONE
Lipid profile or at least TCh (and lipid profile if TCh > 5.2 mmol/L) DLCN<8 DLCN>8 PARENT NOT AVAILABLE
when a blood test clinically indicated N=62 (124 parents) N=40 (41 parents DLCN>8 N=8 (9 parents not available
N= 13039 TCh and 3540 complete lipid profiles and 39 DLCN <8) and 7 parents DLCN <8)(2)
l FH genetic testing (FHGT)
ELIGIBLE PARTICIPANTS (REFERED TO LIPID UNIT) 1
LDL> 4.9 mmol/L or > 3.5 mmol/L + additional l l
conditions e _
Non-included cases ' Parents with NEGATIVE FHGT Parents with POSITIVE FHGT
9 did not attend the appointmer N=15 N=26 (1)
_J 4 hypothyroidism \ 4
2 hyperalphalipoproteinemia CLINICAL EVALUATION FHGT of all offspring
1 corticoid therapy of all offspring N=40 children (32 from (1) + 8 from (2))
1 severe obesity N=20 children
INDEX CHILDREN POPULATION - | |
N=110 l l 1 l
NON-CLINICAL FH CLINICAL FH POSITIVE FHGT NEGATIVE FHGT
N=11 (1 LALD N= N=29 (2HoFH, N=11
CHILDREN TO PARENT PATH (CakD) ? {eloH)
Parents to be studied N=220

79 FH detectats: (29 GP + 9 DC) nens + 41 adults.

Ibarrtexe D et al.Atherosclerosis 2018;278:210-16



Detecting familial hypercholesterolemia earlier in life by actively searching for affected
children:The DECOPIN project

Cribratge directe

Adults with definite FH
and available children (N=94)

N=61
\ \ 4
Genetically positive FH Clinically definite FH
N=40 N=21
FH genetic testing (FHGT) Clinical study
in all offspring’s in all offspring’s
N=65 N=29
A\ 4 A\ 4 A\ 4 Y
Negative FHGT Positive FHGT Clinical FH Non-clinical FH
N=21 N=44 N=5 N=24

100 FH detectats:(40 GP+ 21 DC) adults+ (44 GP+5 DC) nens

Ibarrtexe D et al.Atherosclerosis 2018;278:210-16



Registre del Servei Catala de la Salut
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Registre del Servei Catala de Salut del 2004-2023

Anys alta pacients

Nombre pacients

Poblacié a Catalunya al 2023: 8.011.153 milions RHFH
Poblacié amb HF: 34.831 2004 590
2005 571
Poblacié HF diagnosticada: 5.571 — o
2007 287
2008 265 11,4 %
2009 288
2010 281
2011 220
2012 206
2013 208
2014 245
2015 292
2016 237
2017 314
2018 278 14’4 %
2019 249
2020 e
2021 187 0
s 7 14,38 %
TOTAL: 5.571 2023 228




Registre del Servei Catala de Salut 2004-2024

Nifios FH registrados (%) 6% 359

No Programa
Programa Decopin
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INICI ASCAHIFA v HIPERCOLESTEROLEMIA FAMILIAR (HF) BUTLLETI D'INSCRIPCIO ENLLACOS D'INTERES v ACTUALITAT v CONTACTE



Moltes Gracies
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