Results

& Baseline characteristics

Al patients (n=77)

Male / Female 36 /41 ‘ .

Age at diagnosis (year) 8.8 (quartile range 1.17-12.6)
Follow-up duration (year) 6.8 (quartile range 1.35-15.3)
Family history of IM 54% (42/77)

Family history of sudden death  26% (20/77) _
Brain natriutetic peptide (pg/ml) 330 (quartile range 33.8-860.6)
Arrhythmia 20% (15/77)
Disease-causing gene mutation 42% (32/77)

Patients (<16 yrs old) (n=77)

NYHA at last visit
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Type of cardiomyopathy

5 5 ‘ = HCM

= DCM
% RCM

® noncompaction

Gene mutation in 77 patients

m pMHC
= MyBPC
¥ multiple
B TNNT2
B TNNT2
=MYL2
# TNNI3
= TPM1

“ mutation noncarrier
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Gene mutation and phenotypes

Mutation negative  Mutation positive  p value
{n=45} n=32}
Gender, mate / female 23 /22 13719 0.363
Age at diagnosis {year)
MeanzSD 6.2:0.8 10.2+0.9 0.001
Median{interquartile range) 4.8 (0.5, 12.3) 12.0¢8.2, 13.0) 0.004
Follow up period {year) 5.140.5, 11.85) 9.6 13.23, 17.4)
Family history
Cardiomyopathy
Yes, % 22 444 22 68.8 0.0532
No, % 23 5114 10 313
Sudden death
Yes, % 9 0.0 11 344 0.2155
No, & 33 733 21 65.6
BNP at first
Arrhythmia
Yes, % 7 156 8 250 0.293
No, % 23 M4 18 56.3
Unknown, % 15 333 6 188
NYHA at last follow-up
L% 13 289 13 406 0.162
% 9 200 9 281
M, % 2 4.4 1 3.1
% 0 0.0 1 3.1
Heart transplant 3 6.7 o 0.0
Death, % 0 2.2 2 6.3
Unknown, % 8 17.8 6 188

Survival by age at diagnosis

1.0 >=8.8 years
i o 1

©
g e <8.8 years
2 ; " 5
g 0.6-
'-g log -rank test p=0.015
= 0.4~ Hazard ratio: 5.37 (1.41-34.94) p=0.011
E
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Mutation types and outcomes (n=33)

Cumulative survival

1.0

Missense / Small deletion

Truncation (nonsense, frameshift)

log -rank test p=0.005

J ™
5 10 15

g

’ ¥
200 25 30 35

Follow-up (months)

TNT, arginine 92 tryptophan, mutation

: 19 sudden death at-age 50 years

; -1 mm&ammammwmm
- hypertrophic cardiomyopatty suspected | I-3 at age 39 yeurs due 10 heart failure

O -4 HOCM s/, sudden death at age 18 years

T8 HOCM, Died at age S7years

: outation aliele Arge2Trp W-2 abnommal ECG
1 gudden death W-7 Apical HCM, showed apical aneurysm
; depeased g-? m,mmnwﬁwm
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