Figure S2. Sequence analysis of the RT-PCR products from plasmid constructions
containing the three LDLR variants ¢.313+5G>T (A), c.686A>T (B) and c.2311G>A (C)
(A) Minigene 313+5A>T

RT-PCR product of the wild type (not shown) = 369 bp.

a) Using of the cryptic site ¢.263: RT-PCR product = 318 bp.
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b) Exon skipping: RT-PCR product = 248 bp.
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TGACAE GG AALGT GTCCC TATCTCT GAT ACCAT CATCCCAGCTGTTOOTCCTCCCACT GACCTGOGATTCACCAACAT
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(B) Minigene 686A>T

a) RT-PCR product of the wild type (nature splice site in ¢.694) = 627 bp.
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CTCGGCCTTCGAGTTCCACTGCCTAAGTGGCGAGTGCATCCACTCCAGCTGGCGCTGTGATGGTGGCCCCGACTGCAAGGACAAATCTGACGAGE cTGC
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b) Using of the cryptic site ¢.684: RT-PCR product = 617 bp.
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(C) Minigene 2311G>A
RT-PCR product of the wild type (not shown) = 417 bp.

a) Using of the cryptic site ¢.2190: RT PCR product =296 bp.
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TCATCCCAG AGGCTGAGGC TGCAGTGGC Y RHCCAGG AG ACATCCRCCGTCAGGCTAAAGC TGTTCCTCCTCCCACTG ACCTGCGAT

| i

pTB

| | pTB
Exon 3 LDLR exon 15

Exon 4

b) Using of the cryptic site ¢.2311+90: RT PCR product = 507 bp.

¢.2311 (natural splice site)
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CACCARAGTAALAGACTGGGCCCTCCCTAGGCCCC TCTTCACCCAGRG ACGGGTCCCTTCAGTGGCCACGAACATTTTGGTCACGAG ATGGAGTCCAGICTG T TT
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