Since 1999, INSA has been
coordinating the Portuguese Familial
Hypercholesterolemia Study.
This study allows the identification of
> the genetic cause of hypercholester
Estudo Portugués de olemia (high cholesterol levels since
Hipercolesterolemia birth) in a family, in order to reduce
Familiar their cardiovascular risk, with early
diagnosis and adequate treatment.
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» Familial Hypercholesterolemia (FH) is a common genetic disorder, » Pediatric screening for FH will allow the identification of FH
and people with FH have a high cardiovascular risk in childhood

» The identification of FH at a young age is essential to initiate

> In Portugal, there are approximately 33.000 people with early treatment

heterozygous FH and 25 with homozygous FH o . . . .
» When treatment is initiated in childhood, cardiovascular risk

» Studies indicate that FH is underdiagnosed and identified late, in adulthood decreases substantially
after the age of 40 and only 2% before the age of 18 > Pediatric screening will benefit the entire family, as it will allow
the identification of at least the affected parent, and also
» In Portugal, only 3% of people with FH are identified affected relatives

Between 1999 and 2023, 3579 cases were referred,
of which 1291 index cases with clinical suspicion of FH, and 2288 relatives.

Total of cases genetically identified with FH: 1088 (1073 heterozygous FH + 15 homozygous FH).

Nr. of cases
140 In 2023:
o » 71 cases with clinical suspicion of FH referred

> Total of cases genetically identified with FH:
25 index cases and 26 relatives
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21% of adults with FH have cardiovascular disease (CVD)
17% of adults with premature CVD (J'<55 years, Q <65 years)

21% CVD in index-cases with FH 17% premature CVD in index-cases with FH
without DCV without DCV
79% 83%
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Percentage of cases genetically identified with FH, by region

(considering a prevalence of 1:300)
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Collaborating institutions of the Portuguese FH Study

Q Collaborating centers active
in 2023

Portuguese FH Study collaborating
centers between 1999-2023
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BRAGANCA: C S Braganca, Medicina Geral e Familiar; Unidade Saldde Local do Nordeste,
Pediatria. VILA DO CONDE: C H Pévoa Varzim - Vila do Conde, Medicina Interna. BARCELOS:
H Sta Maria Maior, Medicina Interna e Pediatria. BRAGA: H de Braga, Pediatria. GUIMARAES:
H Da Senhora Da Oliveira - Guimardes, Cardiologia e Pediatria. SENHORA DA HORA: H Pedro
Hispano, Cardiologia e Medicina Interna. PORTO: C H e Univ do Porto - H Sto Anténio,
Endocrinologia e Pediatria; C H e Univ do Porto - Maternidade Jdlio Dinis, Genética Médica;
Centro Materno Infantil do Norte, Pediatria; H S Jodo, Genética Médica, Cardiologia e Pediatria.
VILA NOVA DE GAIA: Hospital da Luz Arrabida, Cardiologia. STA MARIA DA FEIRA: C H de o
Douro e Vouga, EPE - H S. Sebastido, Pediatria. VILA REAL: C H de Tréas-os-Montes e Alto Douro,
Pediatria. AMARANTE: UCSP Figueird, Medicina Geral e Familiar; VISEU: C H Tondela - Viseu,
Pediatria. GUARDA: UCSP Guarda - Extensdo S. Miguel, Medicina Geral e Familiar. MEDA:
C S de Meda, Medicina Geral e Familiar. COVILHA: C H Cova da Beira - Covilh, Medicina Interna
e Pediatria. COIMBRA: C H e Univ de Coimbra, Medicina Interna; H Pediatrico Carmona da Mota,
Cardiologia Pediatrica, Genética Médica e Pediatria. PROENCA-A-NOVA: C S Proenca-a-Nova,
Medicina Geral e Familiar. LEIRIA: C H Leiria Pombal - H Sto André, Medicina Interna, Endocrinologia
e Pediatria. SANTAREM: H Santarém, Pediatria. TORRES VEDRAS: C H Oeste - Hospital Torres Vedras,
Medicina Interna. VILA FRANCA DE XIRA: H Vila Franca de Xira, Pediatria. LOURES: C S Unhos, Medicina
Geral e Familiar; H Beatriz Angelo, Pediatria e Medicina Interna. AMADORA: H Prof. Doutor Fernando
Fonseca, Medicina Interna e Pediatria. LISBOA: Clinica CUF Belém, Medicina Geral e Familiar; H Cruz
Vermelha, Pediatria; H CUF Descobertas, Medicina Geral e Familiar; H Curry Cabral, Endocrinologia;
H D Estefania, Pediatria; H da Luz, Cardiologia e Medicina Interna; H Egas Moniz, Endocrinologia e
Genética Médica; H Lusiadas Lisboa, Medicina Interna e Pediatria; H Militar, Cardiologia; H Pulido
Valente, Cardiologia; H Sta Marta, Cardiologia, Cardiologia Pediatrica e Medicina Interna; H Sta Maria,
Cardiologia, Genética Médica, Medicina Interna e Pediatria; Instituto Nacional de Cardiologia Preventiva
Professor Fernando de Pddua, Genética Médica; USF das Conchas, Medicina Geral e Familiar. ALGES:
USF Linha de Algés, Medicina Geral e Familiar. CARNAXIDE: H Sta Cruz, Genética Médica, Cardiologia,
Cardiologia Pediatrica e Nefrologia. CASCAIS: H Cascais, Cardiologia, Medicina Interna e Pediatria.
ALVERCA DO RIBATE)O: Clinica Missdo Saude, Medicina Geral e Familiar. ALMADA: H Garcia da Orta,
Cardiologia e Medicina Interna. SEIXAL: C S do Seixal, Medicina Geral e Familiar. BARREIRO: C H Barreiro
Montijo, Pediatria. SETUBAL: C H Settbal, Cardiologia; H de Santiago, Cardiologia e Pediatria. ELVAS:
H Sta Luzia De Elvas , Cardiologia. SANTIAGO DO CACEM: H Litoral Alentejano, Medicina Interna e
Pediatria. LAGOA: C S de Lagoa, Medicina Geral e Familiar. FARO: C H Algarve - Faro, Cardiologia e
Pediatria. TAVIRA: CS Tavira, Medicina Geral e Familiar; PONTA DELGADA: H Divino Espirito Santo
de Ponta Delgada, Endocrinologia, Endocrinologia Pediatrica, Medicina Interna e Cardiologia.
FUNCHAL: H Marmeleiros, Medicina interna; H Dr. Nélio Mendonga - Funchal, Pediatria



