2018%7H12H 5E6SCIHANEIMLEFS

AAREREREDT L S>3 UEE=EHIE
[CmFEANJapand’ O T 7

All Japan PREcision Medicine Project for SSS

J-PRES3 - Kickoff Meeting

ARARE

RIFAY EREFRAAREN HF4EEF SHES

. CHWNED - J-PRESIDIIE
RIFKY EEEFHREHER BHES

ETLOFv— [ARERDST J LB#HT -overview- |
RRERENAE EESHEHELENH
M B
3. J-PRES3DEEFEDC 5itBA
RIFKY EmEFRESHTER BHES

4. J-PRES3IZIZFRSNNDHFEL
EEERKE RERLIHAESE T aE

ARLSEBRDTL LD 3 VERERIEICA T

All-Japan7B > 9 + (J-PRES3)DHEE

PMIDH$ L1 _E AF/IAFLE ff

l_ > FLRERE - RED j
e )

SSS AF
W NS - BRERIDIREBCHF m g - EROES - £TTERICHRE
B O F DR B O F VAR
HHEE : ~0.03% HHE : ~0.56%
65m L ED1A/600 A (Mg & & B (SRS M)

FIRPMIERE4B A D43 k FIRFAE 0.2-0.4%/4F )

t ABL# D= ERAR '
= PMI

H£EBD) AV ER - BEREEZ L OZEFHEREMNR

|UzoER onh - el - BEOLES - BENER)

AF

| mexsm @sn-manyETyoy) |

BRI XY DR -
77 LA REEREHT(GWAS)
B 10$R UL E DGWASEHC

W30ELL LD RV EEF
BEAANBRENURI D

B GWAS 13D H
u ) R EIEF MYH6D &
N Iceland AR XY

2018/7/12



J-PRES3®M B #J

1. HARASSS 3,000 A DFEHIE % &

N

2. GWASTSSSMEE) R Y % #2BH

3. SSS/IAFDEE 5%

o S
/A

REDEFE

2018/7/12

QTiERAEIREF DIRAEL FAF

Locus Chromosome Gene Symbol First mapped by
LQT1 11p15.5 KCNQ1 Keating et al, 1991
LQT2 7935-36 KCNH2 Jiang et al, 1994
LQT3 3p21-24 SCN5A Jiang et al, 1994
LQT4 4q25-27 ANK2 Schott et al, 1995
LQT5 21g22.1 KCNE1 Splawski et al, 1997
LQT6 21g22.1 KCNE2 Abbott et a/, 1999
LQT7 17923 KCNJ2 Plaster et al, 2001
LQT8 12p13.3 CACNA1C Splawski et al, 2004
LQT9 3p25 CAV3 Vatta et al, 2006
LQT10 11g23.3 SCN4B E"gg;'ros'Dom'”go etal,
LQT11 7921-q22 AKAP9 Chen et al, 2007
LQT12 3g41 SNTAL Lngcojg et al, 2008, Wu et al,
LQT13 11q24.3 KCNJ5 Yang et al, 2010
LQT14 14932 CALM1 Crotti et al, 2013
LQT15 2p21 CALM2 Crotti et al, 2013

Genotype -Phenotype relationship
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Itoh et al. Journal of Human Genetics 46:38-40, 2001

Genotype-Phenotype Correlation in the Long-QT Syndrome
Gene-Specific Triggers for Life-Threatening Arrhythmias

Schwartz et al. Circulation 2001;103:89-95
[ Exercise
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Genotype-Phenotype Aspects of Type 2 Long QT Syndrome

Shimizu et al. Journal of the American College of Cardiology 54:2052-2062, 2009

858 type2 LQTS patients

PATIENTS AT RISK

Trans=S1=84 44 2 (0.05) 23 (027) 186 (0.37) 14 (0.44)
Trans=85=loop =86 259 76 (021) 89 (0.52) 8 (0.65) R (072)
C tem 312 249 (0.07) %2 (0.31) 16 (043) 75 (048)
Nterm 243 9 (0.10) 138 (029) 29 (0.42) 78 (0.49)
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Mutations in Cytoplasmic Loops of the KCNQ1 Channel and the Risk of
Life-Threatening Events Implications for Mutation-Specific Response to
B-Blocker Therapy in Type 1 Long-QT Syndrome

Barsheshet et al. Circulation 125:1988-1996, 2012
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Mutation and gender-specific risk in type 2 long QT syndrome:
Implications for risk stratification for life-threatening cardiac events in patients
with long QT syndrome

Heart Rhythm 8:1537-1543, 2011
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65,446 AF vs ~522,000 controls

8,328,530 SNP loci
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1.J-PRES3 web site (A RTFEARILEFKHP)
http://new.jhrs.or.jp/contents_web/j-pres3/02.html

2. IRHAKAE
RIBXRZEFMIFEESE HR HHES
Email: makitanaomasa@gmail.com
BTiE:  095-819-7031
Web: https://cvmp.med.nagasaki-u.ac.jp/
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	診断 □ 洞不全症候群（□1型、□2型、□3型、□不明）（複数チェック可）
	合併症 □ 房室ブロック（□1度、□2度、□高度、□3度）
	□ 心房細動（□一過性、□持続性、□慢性）、□心房頻拍、□ 心房静止
	□ その他の不整脈（　　　　　　　　　　　　　　　　　　　　　　　　　　　　           ）□ 高血圧、□糖尿病、□心筋症、□心筋梗塞、□心不全、□脳梗塞
	□ その他　(　　　　　　　　　　　　　　　　　　　　　　　　　　　　　　　　　　　　    ）
	検査所見 （複数ある場合はPM植込み時のものを記載してください）


