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#z1
BAR®D 3MEXIZI T D A344Aspl & A341V BIOZFDIENLQTI DE LD

A344Aspl A341V Others P value
Genotype - positive patients, n 31 24 290 -
Proband, n 14 7 147 -
Female gender, n (%) 14 (45.2) 16 (66.7) 184 (63.5) 0.191
Median age at onset, y 9.8+4.1 94+45 14.7+14.2 0.787
CA/SCD, n (%) 309.7 5(20.8) 20 (6.9) 0.021
Symptomatic, n (%) 13 (41.9) 14 (58.3) 98 (33.8) 0.049
< 15y of age, n (%) 11 (35.5) 12 (50) 77 (26.6) 0.047
<40y of age, n (%) 12 (38.7) 14 (58.3) 90 (31.0) 0.025
Exercise trigger, n (%) ‘1 1(33.3) 13 (52) 66 (22.1) 0.003
Other trigger, n (%) 309.D) 0 - 20 (6.7) 0.362
Median follow-up, y (IQR) 23 (10 - 35) 26 (9 -36) 25(10-39) -
HR 67.6+22 67.1+£25 67.4+0.7 0.989
QTc, ms 461 +30 497 + 40 474 + 46 0.011
< 440ms, n (%) 5(16.1) 0 57 (19.7) 0.027
> 500ms, n (%) 4(12.9) 10 (41.7) 65 (22.4) 0.044
cQTp, ms 389 +31 406 +23 387 +47 0.136
cQTp-e, ms 72417 92 +£31 87 +34 0.045
<
Schwartz score 32+1.7 50+£24 3.1£2.0
0.0001
>3.5 17 (54.8) 18 (75.0) 122 (42.1) 0.004
<1 1(3.2) 1(4.2) 36 (12.4) 0.221

CA=cardiac arrest, SCD=sudden cardiac death, IQR=interquartile range. P values are

compared among three groups by ANOVA.



#* 2
FENCBIT D A344Aspl DHEE

A344Aspl (%)

Total LQT1 mutations P value
Japan 192 17(8.9) —
France 163 4(2.5) 0.0109*
Germany 81 0 0.0057*
America and Netherlands™ 465 10(2.1)  <0.0001%*
*values compared with Japan
#3
LQT1 ZEREDEE TOFHH
Japan France Germany United States and Netherlands®
Mutation type
Missense 146 (75.3) 123 (74.1) 66 (80.5) 336 (72.3)
Nonmissense
Nonsense : 6.1 5(3.0) 3.7 48 (10.3)*
Frameshift 6(3.1) 14 (8.4)* 8 (9.8)* 35 (7.5)*
splicing error 33 (17.0) 21(12.7) 4 (4.9)* 36 (7.7)*
Deletion 3 (1.5) 3(1.8) 1(1.2) 6(1.3)
Insertion 0 0 0 4(0.9)
Location
N-terminus 0 0 0 2(0.4)
Transmembrane 90 (46.4) 60 (36.1) 31 (37.8) 219 (47.1)
Cytoplasmic loop 30 (15.5) 30 (18.0) 11(13.4) 37 (8.0)*
pore region 15(7.7) 22 (13.3) 13 (15.9)* 68 (14.6)*
C-terminus 59 (30.4) 53 (31.9) 27 (32.9) 139 (29.9)

(8)Kapplinger and Tester, et al. Heart Rhythm 2009; 6: 1297-1303.

*significant difference compared to Japan at chi-test
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F1. LEMBIREICKHT 2 HER - ST EMIT

HAR EZ8

o FREM PE oo ) P
i, 1FE 0.983 (0.945-1.022) 0.381  0.964 (0.912-1.019) 0.198
Bk 7.832 (1.027-59.754) 0.047  7.353 (0.663-81.538) 0.104
FEIEN 6 KB E T 180 LR 2.468 (0.978-6.227) 0.056  3.767 (1.127-12.587) 0.031
Killip 5% > | 7.653 (2.815-20.807) <0.001 13.598 (3.425-53.990) <0.001
' —2 CK > 3000 U/L 2.495 (0.989-6.291) 0.053  0.691(0.212-2.252) 0.540
RAEEIRE >1 2.629 (0.980-7.052) 0.055  3.257 (0.926-11.460) 0.066
ST LRAELLAEE 5.677 (0.741-43.492) 0.095  2.574(0.223-29.695) 0.449
78 1 1.448 (0.508-4.130) 0.489  0.636 (0.176-2.305) 0.491
PERIA 1.295 (0.521-3.219) 0.579  0.752(0.231-2.454) 0.637
W2 1.374 (0.554-3.406) 0.493  0.937 (0.307-2.861) 0.908
B E 6.629 (2.546-17.256) <0.001 7.305 (2.210-24.144) 0.001
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