LDL- R, EX9( EGF spacer).

New Mutation in Aterostop Patient

It is the nutation R395P.

Codon change: from CGG to CCG (GC at 1247)
AA change: from Argi nine to Proline.

217
533, 534
131, 132, 420, 444
287 "
* % *

FH120 (€9) C----------------- G
---------------------- C FH9 (e9) #exon9
CATCGACGGGT CCCCTCTGACCCCCT GACCT CGCTCCCCGGACCCCCAGGCTCCATCGCC
--------- B e i I IEIT P i I I A

GTAGCT GCCCAGGGGAGACT GGGGGACT GGAGCGAGGGEGECCT GGGEGGT CCGAGGT AGCGG

G S | A
Mspl old
AL .
377 Mutations ™~ 391 * New*
181 451 538 379 *Mut ati on*
535 294 537 372 244,216
*

* 536 * 65 488 * /'539
* * * * ok * * * ok *C *

TACCTCTTCTTCACCAACCGGCACGAGGT CAGGAAGAT GACGCT GGACCGGAGCGAGTAC

--N1200--4--------- F---- - - - - F---- - - - - F---- - - - - F---- - - - - +
ATGGAGAAGAAGT GGTTGGBCCOGT GCTCCAGT CCTTCTACT GOGACCT GGCCTCGCTCATG
G
YLFFTNRHEVRIKMTTLTUDTE RSEY
380 390 395-P
542
66, 598 68, 288
540 261, 475
196 655 * 67 541 * 340
* * * * * * * *
ACCAGCCTCATCCCCAACCT GAGGAACGT GGT CGCTCT GGACACGGAGGT GGCCAGCAAT
--------- E T T T T e AN T 01 0 e e ——

TGGT CGGAGT AGGGGT TGGACT CCTTGCACCAGCGAGACCT GTGCCTCCACCGGTCGTTA

T S LI P NLRNVVYVALIDTEVASN

400 410

70 544

69 164, 182 341

* 71,446,543 477 *

* * * * *

#i ntron9

AGAATCTACT GGT CTGACCTGI CCCAGAGAATGATCT GCAGGT GAGCGT CGCCCCTGCCT
--------- A 11C 7o Y = J S

TCTTAGATGACCAGACT GGACAGGGT CTCTTACTAGACGT CCACT CGCAGCGGGGACGGA
FHL40B (€9) G ----cmmmmmm--
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