Supplementary Table S1: SNPs considered for the hypercholesterolemia familial

polygenic risk score
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Supplementary Table S2: Primers used for amplification of the large deletion

Primer ID Sequence (5'->3") Length | Strand Amplicon Size Description
1:155652533-155652556 JACAGGCACACAGTGTCTCTTCCTC |24 Forward [Primer for Long Amplification (Fwd)

WT copy : 7251-bp

Del copy : 404-bp
1:155659784-155659762 ATACTCTGCACCTTCCC  [23 Reverse Primer for Long Amplification (Rev)
1:155652533-155652556 (Pr5) GCACACAGTGTCTCTTCCTC |24 Forward < [Primer for Long Amplification (Fwd)

WT copy: 551-bp

raTGreecanceacTaTTccace  f23 Reverse Del copy : - Primer that amplify the sequence spanning 5' breakpoint
1:155653083-155653061 (PrS) B : h -
1:155659303-155659326 (Pr3) GGACTCAGTTTCCCTTGTCTTCAG |24 Forward WT copy : 482-bp Primer that amplify the sequence spanning 3' breakpoint
Del copy : -

1:155659784-155659762 (Pr3) JACGGCAATACTCTGCACCTTCCC  [23 Reverse (Primer for Long Amplification (Rev)
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Supplementary Figure S1. Confirmation of deletion and frame-shift variant in

(2% Gel Red agarose,
runin Mupid pre.stained gel)

( Eliminado: $3

patient and parents.

A: PCR products in gel. Primers were designed according to the NGS breaking point

estimations. B: Predicted PCR product for individuals carrying the mutation. Only A-

region would be observed (black-yellow-black). B-region would not be observed. Wild-

type individuals would show A and B-regions. C: Primer design to evaluate zygosity.

Ampl and Amp?2 are present in wild-type genomes. Amp determined by PF5 and PR3

(Amp_deletion) is only present in the individuals with the deletion. D: PCR products in

gel. Father and patient (ER13) have all three aplicons. Mother has only two wild-types.



