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Table 1 (Continued)
Exon/ Family — Type of Onset of Reference/
No. intron no. mutation cDNA Protein F/S  phenotype Pure/complex novel
34 Ex12 25910 Nonsense c.1417C>T p.GIn473Term F <10 Autonomic Novel
nervous system
35 Ex12 24255 Insertion c.1462_1463insTA p-Arg488llefsTerm530 F >35 Pure Novel
36 Ex13 25923  Missense c.1495C>T p.Arg499Cys F <10 Pure 7
37 Ex13 21929 Missense c.1496G >A p.Arg499His F <10 Trunk ataxia 39
38 Ex13 19598 Missense c.1507C>T p.Arg503Trp ? ? ? 14
39 Ex 14 21900 Missense c.1540A>G p-Arg514Gly F ? ? Novel
40 Ex 14 21985 Missense c.1540A>G p.Arg514Gly F >35 ? Novel (2)
41 Ex 15 24230 Insertion c.1649_1650insCCTAAC p.550_55%insLeuThr F <35 Pure Novel
42  Ex 15 19591  Missense c.1664A>G p.Asp555Gly F <35 Pure Novel
43 Ex 15 25941  Missense c.1670C>T p.Ala557Val F <35 Pure Novel
44  Ex15 21920 Nonsense c.1684C>T p.Arg562Term ? ? ? 8
45  Ex 15 21967 Nonsense c.1684C>T p.Arg562Term ? >35 Pure 8
46 Ex 15 21974  Nonsense c.1684C>T p.Arg562Term F >35 Pure 8
47  Ex 15 24201  Nonsense c.1684C>T p.Arg562Term F <35 Pure 8
48 Ex 15 25912  Nonsense c.1684C>T p.Arg562Term F >35 Pure 8
49 Ex 16 19594  Nonsense c.1702C>T p.GIn568Term ? ? ? Novel
50 Ex17 19597  Missense c.1821G>C p.Trp607Cys ? ? ? 13
51 Ex 17 25936 Missense c.1821G>C p.Trp607Cys F <35 Pure 13
52 Ex 1- 24278 Exon deletion c.1-7_682+2del Unknown ? ? ? 19
Ex 3
53  Ex2- 21976  Exon deletion C.416-?_1493+7del Unknown F <35 Pure Novel
Ex 9
54 Ex 8 21968 Exon deletion c.1099-?_1173+?del Unknown F <10 Pure Novel
55 Ex 9— 21940 Exon deletion c.1174-?_1851+?del Unknown F >35 Pure Novel
Ex 17
56 Ex2- 24270  Exon deletion C.416-?_1728+7del Unknown F >35 Pure 40
Ex16
57 Ex 17 24281 Exon deletion c.1729-?_185112del Unknown ? ? ? 19

F, familial; S, sporadic.
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Since the publication of the above paper, the authors
have identified one error regarding Table 1, row No 13:
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‘dim(5)(q35.1qter)’

(q35.1qter)’.

should be

changed

to ‘enh(5)

The authors would like to apologise for this mistake.
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