RSB RLERRE RE & (HETA PSR BRI )
5 &

R ST ZE R o
WHoEoHE AR Wl CRERFEAER - #d%)
RSt DRIE I B 2 RS

Ui =)

AMFFEEEI, 19T IHIZAE R EREFRANIZEIE L LT, FRRME ORRE DY - A - 22 - 1eIR 2 5
M ASNERILESH, £ ORMI40ERKRE L TSI TOMEL - FERICKS SHBL T 72, ABFEE, O
FIEDRREAHE L, AARERG TR, IALREER LEE LBWRESSIRIA FT7A4 VO 20D S
L. WFERCRZ IR R~ E L U, EFOKMEDOR 25 Z e a A E Lz, WIZEEEC X5 2EBSTo.L
RIED LY A b U —, RFERBBRERS AT LAOWMESLAHEERE L, OFEL ¥ —7 v b & L7o B GBI
ThHLY 77 NV—7Relia L. BEkae 3oz, £, BIERROEE~DETL LT, A—bhR—v
NPT R BRARREE 2T - 72

A. HEEB ThHMWEENRE SN TWSA (Van Rijsingen et al.
LMNABAR 13, ORI HEA TH Hlamin A, JACC 2011) . ARHFFETIEH LR EZRB Do
Cxa— RFL., EREOHERFFCDNAIETS | &5 13 Too TOMERICEL T, ANEESLELADIAR—FT
BUZEE R &R 2 Rl T, A&+ R Llaminopathy IXtruncation mutation375% (v.s. 45%) &£\ Z & A3
EREEN DR DRBA SIS L, FRZ OB T, HILBDEEx b,
PEARAL O FE+H OIS B E 2 B U R B MR AL O A limitation & L C, AHiff5Eidretrospective study T b | 5
FEDBWIEE 2 (5D D LEZ BN TWD, ABREIT, £ EHEOIRALOE., (Cl(5 50 E A B AR 1R Ot
FEMEAREIRRCEIE LA EDOR LY FTRARTHY . RERVPLTWIDARAR— MILMNAZRIZ X 50
RAREEED 2 W HRMEREBETH 5, Fxid, LMN IE DG 2 e U C W R W ATREVEDS S 5, 72
ABSELOLARIE DR BRI, THRIBEOMF OIS, 77 KRR T OMIED ERJRK TH 5902 A 7 BHuliE

SEG, 45K RIZRBITHMETEIT-o7, IGFIZB L TR S Tunan, i, BRIZED
T N — L7EFES R D, BT ST
B. WfEEHE TRNFETS U 7o FEHRAE B X AR ZEIC & D TV R T2 800

LMNAZE B ¥ L CWATTER], 45F RICBW T, ARy BRI LTS ATREME R S B,
BEi=% (truncation mutation or missense mutation) . &
B (D s, A EBRHRIKT (EF<50%) | O E. &
EVEREAR, FIEVEDEMEARER) I L TR EIT LMNA BE38L.CARE 12 38T L truncation mutation!Z.CofR B

ST DEHFIEICEE L TWB EEZ b, &I T
(R HE ~DHELE) L2l oAH 7 63V 27 @Rz A HTHh 5 rHetE

EAG AT IR, MR DMBERE SIS TERRZIT., 1 v BRI N,

T —b Rartvy ETWLIT LT, AWFZ2i%. Cir Cardiovasc GenetiBlZam X RE LT o7,

C. HFgerER F. RBEARER

AR T REAT % AT U 72 AR 45:17 F TH Y | T L
F o —HAM O Yl 1249000 7 TH o T2, TTHIT, 71
B (92%) IZHBWT, DEEZRED, ThEho£H G. ¥R
WIOBEEL, DI RERES1%, A=K RIK T 45%. 1. FCRFR

LA EAEENRE8%, BAEME L EMERER26% CTh - 72, 1. Nishiuchi S, Makiyama T, Aiba T, Nakajima
TAu—7 v 7HMTIZ, o (12%) LT L., 76X K, Hirose S, Kohjitani H, Yamamoto Y, Harita
REDAREIE, 20X 5RIETH - 72, BAGFRIT OFE T, Hayano M, Wuriyanghai Y, Chen J, Sasaki
. 58f (31555%) (Ztruncation mutationZ i L. 19 K, Yagihara N, Ishikawa T, Onoue K, Murak
% (14%%%) |Zmissense mutationZ #27-, LfmiEfE oshi N, Watanabe I, Ohkubo K, Watanabe H,
= AERHEIK T, truncation mutationf(Z T misse Ohno S, Doi T, Shizuta S, Minamino T, Saito
nse mutationfit X W AEICEFE CTORIELZRD T, Eio, Y, Oginosawa Y, Nogami A, Aonuma K, Kus
2R BfEATIC X 0 | truncation mutationiX, DiiEm R ano K, Makita N, Shimizu W, Horie M, Kimu
FHODEMEAENR, AEBRHRE T REREO Y 27 ra T. Gene-Based Risk Stratification for Cardia
KT ThoT, ¢ Disorders in LMNA Mutation Carriers. Circ
Cardiovasc Genet. 2017 Dec;10(6). pii: e001603.
D. &£ doi:10.1161/CIRCGENETICS.116.001603.PMID:
truncation mutation?3 .00 B D FHIFEIEIZBI I 5 A 1 = 29237675
Ak LT, truncation mutationTiX, A-type lamin®h 2. Nakajima K, Aiba T, Makiyama T, Nishiuchi
aploinsufficiency (ZES7 L LB OE FIEIEH L 72V S, Ohno S, Kato K, Yamamoto Y, Doi T, Shi
2725 EE 2 B 505, missense mutation(Z AR T L L zuta S, Onoue K, Yagihara N, Ishikawa T, Wa
MLEAINTZZ )7 Dpartia il EEER H 9 5720 tanabe |, Kawakami H, Oginosawa Y, Murakos
JERDEIR SN DO TIE /e RS, 7. hi N, Nogami A, Aonuma K, Saito Y, Kimura
M OB « FHMOMNT TiI, BHECTTPERAR T, Yasuda S, Makita N, Shimizu W, Horie M,

34




Kusano K. Clinical Manifestations and Long-T

erm Mortality in Lamin A/C Mutation Carriers
From a Japanese Multicenter Registry.. Circ J.
2018 Oct 25;82(11):2707-2714. doi: 10.1253/
circj.CJ-18-0339. Epub 2018 Aug 4. PMID: 30
078822

L ERRR (BRBWES - ~—V - BIFELE

PN 5%, Gene-based Risk Stratification for Cardia
¢ Disorders in LMNA Mutation Carriers, European
Society of Cardiology (ESC) Congress 2017, 201
7.8.26-30, Barcelona, Spain, Poster

J. Gao, T. Makiyama, S. Ohno, Y. Yamamoto, Y.
Wuriyanghai, H. Kohjitani, A. Kashiwa, H. Huan
0, K. Katou, M. Horie, T. Kimura. Structural Insig
hts into Catecholaminergic Polymorphic Ventricular
Tachycardia-associated RyR2 Mutant Channels usi
ng a Three-dimensional In Silico Model. European
Society of Cardiology Congress 2019 (ESC2019),
2019.8.31-9.4(9.3), Paris, France, moderated poster
Takanori Aizawa, Takeru Makiyama, Hai Huang,

Tomohiko Imamura, JingShan Gao, Yimin Wuriyan
ghai, Takeru Makiyama, Yuta Yamamoto, Hirohiko
Kohjitani, Sayako Hirose, Jingshan Gao, Asami K
ashiwa, Hai Huang, Wuriyanghai Yimin, Hirohiko

Kohjitani, Yuta Yamamoto, Seiko Ohno, Minoru H
orie. Patients characteristics of idiopathic ventricula
r fibrillation carrying SCN5A mutations without Br
ugada or long QT syndrome. 12th Asia Pacific He
art Rhythm Society Scientific Session (APHRS201
9), 2019.11.24-27, Bangkok, Thailand, poster(E)
o+

Jingshan Gao, Takeru Makiyama, Seiko Ohno, Yut
a Yamamoto, Yimin Wuriyanghai, Hirohiko Kohjit
ani, Asami Kashiwa, Hai Huang, Kouichi Katou,

Minoru Horie, Takeshi Kimura. Structural Insights

into Catecholaminergic Polymorphic Ventricular Ta
chycardia-associated RyR2 Mutant Channels using

a Three-dimensional in Silico Model. #66[E] H A
IR P PR S 2019.7.24-27 (7.25), F#
I, M¥H

H. RO PERED M - B ERIRDL (TP7E & &)

1.

35



