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Mutational analysis of the disease causing genes in sudden cardiac death diagnosed a
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Comprehensive screening of ANKRD1 (cardiac ankyrin repeat protein), TCAP (telethon

in) and TTN (titin) was performed in consented autopsy cases diagnosed as cardiomyopathies (CMs), in order
A total of 26 mutati

to evaluate the prevalence of gene mutations in _sudden cardiac death caused by CMs. i i
ons including 3 missense mutations was detected in DCM cases. Our results suggested that the mutations mi
It was indicated that genetic anal

ght alter interaction of the Z-disc and N2A components and caused DCM.
ysis of these three genes was useful to decide diagnosis of CMs for forensic autopsy cases.
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ANKRD1 TCAP
N2-A VA
N2-B
CM
No.
D1 43 23  na DCM
D 2 61 56 DCM
D 3 43 40 na DCM
D 4 73 49 DCM
D5 31 25 DCM
D6 76 52 na DCM
D7 58 48 DCM
D 8 59 54 DCM
D9 32 na
D10 54 50 DCM
D11 57 a7 DCM
D12 55 52 na DCM
D13 88 na na
D14 53 51 na DCM
D15 69 59 DCM
D16 68 59 DCM
D17 7 69 DCM
D18 68 60 na DCM
D19 58 na DCM
H1 53 na na
H 2 36 na na na
H 3 58 na
H 4 49 na
H 5 44 na
H 6 64 49 na na
H 7 55 na na
H 8 49 na
H 9 45 na na HCM
H10 26 25 na HCM
H11 51 31 HCM
H12 63 56 na HCM
H13 60 na
H14 73 63 HCM
H15 53 51 HCM
Al 33 30 ARVC
A2 44 na na
A3 62 52 na ARVC
D: DCM, H: HCM, A: ARVC
na: Not available.
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[TAJ4CA[TA]2( TTN
0.4496) TTN N2A N2B Z
4
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0.7260-7291 region 3
Reference sequence ([TA]12 [TTTA]2 repest) DCM
T AR AN AT TR I RTARTAET 2
iﬂf‘iﬂfﬁflf‘vﬁi:‘\»‘\,:‘k' [ il J‘vﬂ'}‘u\‘ﬁd\ I DCM N2A
0.7260-7291 region 0-128935G>A(p.Vval97101le) D16
[TA]13 repeat ( ) N2B 2
G.7260-7291 g.95430A>G(p.Tyr397OCys) D6
g-96090T>C(p-Met4190Thr)(D12 )
2 D16 0.128935G>A
(p-val971011e) N2A CARP
[TAJ4CA[TA]2 0.4496
[TA]10 0.0262 CARP
[TA]12 0.0081
[TA]13 0.2520
[TA]14 0.0464
[TA]15 0.0101
[TA]12[TTTA]2 0.1835 MYH7 TNNT2 MYBPC3 TNNI3
[TA]17 0.0141 MYL2 MYL3 TNNC1
[TA]18 0.0101
TCAP
2 p.Alal51=(SNP) [C/ATTA
p.Alalsl= CM
DCM
(X 11.028 p<0.005)
g.128935G>A(p-Val971011e)
3 TIN
No. Z N2B N2A
D5 g.95647T>C(p-Serd042=)
D6 g.95430A>G(p.-Tyr3970Cys)
D12 g.96090T>C(p-Met4190Thr)
D14 g.95647T>C(p-Serd042=)
D15 g.129107C>A(p-11€9726=)
D16 g.128935G>A(p.Val971011e)
D19 g.128922G>A(p-GIn9705=)
B3 g.129183G>A(p.Asp9752Asn)
B20 g.49815G>A(p-.Ala744Thr) g.96468A>T(p.Lys431611e)
Z N2B N2A
g.41196T>G 9-93992C>T(p-Pro3491Ser) g-130408G>A
g-43602G>A g-94825T>C(p-11e3768=)  g-130416T>A
g-43773A>G g-95350G>T or G>A or A>T
(p-Ala3943=) g-131094T>C(p.11e9921=)
g.49829G>A(p.Glu748=) ¢.95788C>T(p.Ala4089=)  ¢.131130G>A(p.Ser9933=)

g-96164A>C(p.Thr4215Pro)
g-96370A>C(p.Leud283Phe)
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