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Fujita E, Nakanishi T, Nishizawa T, Hagiwara N various prognoses in Japanese patients with | Heart Vessels 28(6) 785-94 2013
and Matsuoka R . .

hypertrophic cardiomyopathy.
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I, Pardo S, Sheng J, Rani DS, Rani B, Govindaraj
P, Flex E, Yokota T, Furutani M, Nishizawa T, | RAF1 mutations in childhood-onset dilated }
Nakanishi T, Robbins J, Limongelli G, Hajjar RJ, | cardiomyopathy. Nat Genet. 46(6) 635-9 2014
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K, Gelb BD.
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HCM in children

Death g
'gT
= Log-rank p<0.001
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104 ——— G0 <12 years (n=169)
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0 2 4 6 8 10 12 14
B 100
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. 2
transplantation 3
g 40 Log-rank p<0.001
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Time Since Diagnosis (Years)

Colan S D et al. Circulation 2007;115:773-781
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Dilated Cardiomyopathy in Children

£
o5
3
g = 4 at Retrospective
o & 50 Pr - ., Ret
Ko ospective
£g P [ —
S ¢ 40~
ze
© = 30
T o
20‘_
104  Log-Rank P=.71
0 7 ;
0 2 4 6 8 10 12
Time Since Diagnosis of Dilated Cardiomyopathy, y
No. at Risk
Cohort
Retrospective 491 235 181 121 58 18 0
Prospective 935 236 80 9 0 0 0
JAMA. 2006;296(15):1867-1876.
Survival of RCI
A 160% ] —— Pure RCHA (n=101) B 180% ~—— Pure RCH (03101}
r=-=  RCWHCH (a5t} § s RCEVHCM {nest)
g 80% | - E 80%-
- I N S H
Death A el Transplantation
: | Y FCI——
£ 40% 2 aon
H 3
2 20% g 20% 1
D% ’ T T T T T T 0% 1 T T T v T )
0 2 4 6 8 10 12 14 0 2 4 6 8 10 12 14
Time Sinco Diagnosis of CM (years) Time Sinco Diagnosis of GM {yoars)
PuraRCI 101 28 12 4 o Q9 e 0 PureRCM 101 26 12 4 o ° 0 0
RCM/HCHM 51 21 15 9 T 4 2 4 RCMHCM 51 2 15 9 7 4 2 0
Cg o T ps
Death or :
transplantation 8
2
oz 4 & 8 1w @ W
Time Since Diagnosis of CM (years)
Pure RCM 169 28 12 4 ° L o 0
RCMHCM 51 21 15 k] 7 4 2 ]

Webber S A et al. Circulation 2012;126:1237-1244
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Familial Cardiomyopathies

Non-compaction of LV
et R

Restrictive

Arrhythmogenic

Hypertrophic

o

TN
L

Pilagobin Saromereicgenes
Cardiac myosin binding Desmoplakin Desmosonal genes Troponin |
proteinC Desmpeoliin 2 Cardiactroponin T
Troponin Desmoglein 2 Cardiac muscle LIM protein Alpha cardiacactin
Plakophilin2 Cypher/ZASP Essentiallight chain of myosin
# tropomyostn Transmembrane protein 43 Vinculin )
Essential myosin light chain Transforming growth factor B3 Desmin
Regula _. nlight chain 7 Telethonin
a-myosin heavy chain
Titin é-sarcoglycan
Troponin C dystrophin
Muscle LIM protein Mitochondrial genes
7 SCN5A )

BIEFIRR

e A total 77 idiopathic cardiomyopathy patients
diagnosed at age 16 years or younger.

e A screening test for myofilament gene mutations by
direct sequencing of 8 genes, including [3-myosin
heavy chain (BMHC), cardiac myosin binding protein
C (MyBPC), cardiac troponin T (TNNT?2), cardiac
troponin I (TNNI3), a-tropomyosin (TPM1),
regulatory and essencial light chains (MYL2,
MYL3), and cardiac a-actin (ACTC).

e Their clinical presentation and outcomes
(phenotypes) were evaluated.
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