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Sarcomere
Thick filament beta-Myosin heavy chain MYH7
Myosin-binding protein C MYBPC3
Regulatory myosin light chain MyL2
Essential myosin light chain MYL3
Titin TTN
Thin filament Troponin T TNNT2
Troponin | TNNI3
alpha-Tropomyosin TPM1
Actin ACTC1
Z-disc Muscle LIM protein CSRP3
Telethonin TCAP
Myozenin 2 MYOz2
Intercalated disc Vinculin VCL
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1. QT ERIEMREF (LQTS)
LQTS MKW LENTQT KDL R 2R, L%
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LA (torsades de pointes: TdP) LB MBI D8 A4IZ
L0 R RIEE KR CTH 2. LQTSIEF M
WCHAET A A KPELQTS (cLQTS) &, AR H,
Wk, WL OFNE TR T S % RKELQTS
(@LQTS) W25 sh b, HAE, cLQTSD50% -75% 125
BT ERNEOONLEWE SN LY, Bk 2 L1
—MDALQTSBF BT Hifn AR FE SN, #F
KEDREAER SO DH 5.

IHET, cLQTSICHD % MR FIXI3HE S S,
BELDBIZTEREPRAEATWEY, 2ot
LQT1, LQT2, LQT3DFABEN L, FhbitoE
{EFZ R B LU Jervell- Lange-Nielsen i B #E 132 0 56 448
JEI3MTH B (R2). KCNQI, KCNEI, BXUAKAP-91%
PRI K+ B OB () OREBUIE S LLQTL,
LQT5, LQTI® H AL #{5 T Td Y, KCNH2EB & O
KCNE2 3B IR K BiR oM (Tx,) ORERIZES:
LLQT2, LQT6DEAL#EIE T THY, KCNJ2 13N &
AR (Ig) OIS LLQT7O R @Iz T Th 5.
%72, SCN5A, SCN4B, CAV33 XU STNAILIZ L5 Na*
FxFIVEMS5 LLQT3, LQTI0, LQTI, LQTI12M AT
WETTH D, CACNICIZEMARAFE LRI LA Ca™ F v
ANVD g 7TL=y b (Cayl2) #3—FL, LQTSOEAT#
ZFThsb. ki, GEAEMMENNSERK FvH Vi
WK 5Kir344% 71 =y b3 —F35KCNJ5D#EET
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Tld, WHEBIANLADLULEFH A Z o F &% ) I FEAE
RERTERHRIL, ¥4 ¥ ¥ 7 Rkikid LQTIZH 9 7: b
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7Y CAMBICERICEE L 2D, LQT LIRS KA T Ik
BBICH LIEZ W72, Mo LQT & BEERTSE DA %)
A FE. LQT2 T, RMFEERZZRCIIIEE A LA
REHRTRI D LD L, HEFLRSEIREICE-TE
U RO ERITA M) A=, b ED %\, HFELT
1, pIEWTEE, KEHLRESHWSLNE, LQT3TIE, %
AR 22 R IEIE BICH B RCIRIRPICAEL 22 L%
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ICaL
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SR-Ca
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LQT1 KCNQ1 11p15.5
LQT2 KCNH2 7935-36
LQT3 SCN5A 3p21-p24
LQT4 ANK2 4q25-g27
LQT5 KCNE1 21g22.1
LQT6 KCNE2 21g22.1
LQT7 KCNJ2 17923.1-924.2
LQT8 CACNAT1C 12p13.3
LQT9 CAV3 3p25
LQT10 SCN4B 11923
LQT11 AKAP9 7921-022
LQT12 SNTA1 20g11.2
LQT13 KCNJ5 11924
Jervell and Lange-Nielsen fE{&E$
JLNA1 KCNQ1 11p15.5
JLN2 KCNE1 21g22.1
SQT1 KCNH2 7935-936
SQT2 KCNQ1 11p15.5
sQT3 KCNJ2 17023.1-24.2
SQT4 CACNAT1C 12p13.3
SQT5 CACNB2 10p12.33
BrS1 SCN5A 3p21-p24
BrS2 CACNATC 12p13.3
BrS3 CACNB2 10p12.33
BrS4 GPD1-L 3p21
BrS5 SCN1B 19913.1
Brs6 KCNE3 11q13-q14
H737 3 CFRMESHEOEER
CPVT1 RYR2 1q42.1
CPVT2 CasSQ2 1p13.3
CPVT3 KCNJ2 17023.1-q24.2
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cLQTS OHICIE, RERIMENFKRVLHFELY, T
72, LQTSEZTARZETLHEEDRK30%1Z QT kA
EHEThLEHRESNTVEY, ChFTOBRBRKAEIEN
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KCNH2, SCN5A, KCNEI, KCNE2, KCNE3 O # Az 1 %
X BN CLQTS 25aLQTS E LTHAEL 7z & i s
TV R, RBFEERETKCRL W) EADT
REMREOFANEZEZMELTBY ™, F/2, KCRID
BT 2D FHAFEFEVED TdP O FEAEIT LRI 3
WCTWRIREMED S B s z®. SHICEH DI,
aLQTSICH L THEIE TN 21T\, KCRIOH L WEInT
BRELNIZL, REFIZIYPIAEIREOFEREZ O
AR REL T VWA S ER R L 227, K HESEH o i
AEERRA A B 720 O SRAL 22 2 LsIfE S .
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QT FHEEMRE X, FHWI7Z% QT Ak 20, L ME)<
LEMBZEL ) 2 EEEAEROEETH DY
SQTSoHIzIE, FiF AR VSEDNITEREY B9 5 %5
BdHY, FLABERIBEEFEDOFEEDO—DOTHSHLEZD
NTWw5, SQTSOFKBIZTELTINE TIT5 D A
FrF v ANVBEETPRESINTREY (F2). SQTI-30
BIL# s T CHHKCNH2, KCNQI, B XU KCNJ2 DiEfx
FERIZL)K F XY AVOREETLENIAL, T2, SQT4-5
DEAEHEIE T TdH 5 CACNAIC, BLUCACNB2Zb O iEfz
TERIZEY Ca¥" F AV OBREIRIIAEL, QTc MAkA
AELBEEZLNTHED .
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WA EDOST ERZ 2L, OEMBENC X 500 R0 52k 5E
BB EIEMAEIRERTH S, 2o LEREFIX Na
F X AVEREER, B IEMRE MR AR E 2 O RSE
DEBIZXVEIWICELLS B, INFETIZ6 MO EIET
ABrSOFKEERLE FELTHEIR TV DY (R2).
SCNSA I BrSIOFAE#IZFTH Y, ERMICBrS &5k
ENTHEBID18%-30%IED LN L EWMEINT VS, F
72, LEICaTF ¥ ANV DalBLUB2bY 7=y M E2a—F
$5CACNAIC B LU CACNB2, LfiNa " Fyr v Eh
$%GPDI-L B XU'SCNIB, —#tEstn &K Eif 1, =4
) Kvd.3F X 2V E 595 KCNES O {5 7223 BrS %
FlERITEsh, TNENBS 2-6 DELEETEEZD
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7, REHROENTIIQTERIIZRO LT, IEHATHE
IRTTENL V. INFTIRIHEOBEZTHIEIN TS
D, LHEY T/ Y 2 EREE T THDHRYR2 Y, L
calsequestrin 1% FTdh 5 CASQ2™, WNh X &R ER
(Ix) #2—F$5KCNJ2* 1ZCPVT 1-3DFF#lE T+
ZzHNTnb (R2).
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Baibix, LQTS, BrS, BXUCPVTEHZIIH LTEE
TR Z TV, ZOMBEBIOBETERELFAE TS
OICET MR AFMLZY. QT =470 msE R L7
LQTS 304 AEBIH 195 FE6T (64%) 128 n 74845 (LQTI-3,
5, BIU6DWTND) HREDOLN, 1DOD#EIRTERE
M ADIZEL 72 HIZUS $8418 TH-72. Type
1 Brugada -0EK % £ L 72 BrS 4055 51 5EH] (13%)
\ZSCNSA Bin TEABRNBOLN, 12o0@IETERTHR
M35DIZUS §21441 %203 E L7 B, AVZuvr%
A PF L 72 Type 1 Brugada [~ & K117 € B T & 27 %E B
(23%) ICHETFERPROON, ZoOMAEMIIUS
$11,700 TH o7z, HEE D LIFERIFA ML AR EIZLD
bidirectional & 4 \»i& polymorphic VT # 2L 72CPVT 81
FEBI, S0AEB (62%) \ZRyr2 @i TERNBOLN, 1
ODOBEMLTEREMMTLOICEL 72 A®HILUS
§5263TdH o7z, VL XY, ERWIZKREZH SN
LQTSBIUCPVTIZOWTIEEH O 5% 2T idfa
TN EATIBRELHAHEL, BrSIZOoWTIE, AV7aY
7 &GP L7z Type LOEREEGNIN T2 85 T T I E
#HHHELTWD, kilL, LQTSHERFIH,HIRIL 7252 §
FRMESE L 2> HAER L 72 iPSHIR &2 I WC, Ol 2 3%
WL7222h, ERNCALN LB TERIIILDTF ¥V
BHDRBBAONTENH. b s, Tz v,
BICEEFEROAL LT, WK LR Z R0
AR LZAFHELELTIREIN S, WIRICLTDH, RER
DIEIZET LB, HARETOMMREZEZELT
b, NV T ZIEBN BT HBIZFRBEOERIIE S IHE
ETEL).
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JAPAN

1 defEAICH TR REESARENSILATO—IVIMENSf. (OCHk 44 £WEIA)
EREH A TN E T 25 BIOFREEAFEREES LA TO—IVMEATEREN . €K, 100 AAIC—AEEZSNTWERNETH B,
BIEFEMICLY) ZNEIZBHICERAS 171167 AMC—ADSEETH DI EHBESHEL -,

BiRiE(LREE - EREREMERIVATO—)VIEE

B IRAEACIE O AR, FORER DM %, Mg, P
FEWBIRFALIE R EZFIEL, TN HIZBIT2 N MR E
DOFNEZR L7280, FIRMIZEZETHA. Framingham fiff
e R E ORI LY, RN T O EBHL 2L S
M, EIRIUE, &SIUE, BERW (AEeeREd), Bz e
DL BRI FERE L BT % 2 LAVR SNz, HTY,
WAREIRAALIIC I L AT O — L OERKE L 5T KT
RHEH (Low-density lipoprotein: LDL) L A5 @ —)L it
RARDOEHRHETTH 5.

KR IV ATa—)VIIAE (familial hypercholesterolemia:
FH) & EHAHIEF W45 LDL 2L AT O —VIILIE D
®, BREMEEEIRMLEZ K732 &5, LDLIVAT
T—V IR BIIREA L2 B U5 ETNVIRBEFT R L. £
DFERBEFZ, MIBANOILZAT T —)VEY A KB
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5 LDLZAAREZTTHY, LDLZEREEEITREL
72FHAEHAERIEIASY F 2 R EOEY BRI TH 5.
LDLZZARDOY T~ R Th 5T REABOI#E TARL FHO
FRELTHISN TV A, A TIEAVWHSRTW RN,
FHAEEAHREMNOREL BT 20 R OAKSER IV AT
T —)VIALRE L 54 70 B & WD TR e e BT 75, BF—
BIHEARFEA MG SN Y, ROTHRLDAI2FKRHZH
HBLTWB Y FREE X, LDLZRRE RN, 5%
1535745 7% —#HH LDLRAPI (Low-density lipoprotein
receptor adaptor protein 1) T 5%, FDRIEIETH o
THB L E Y REE (Very-low-density lipoprotein:
VLDL) OMEHNIY ARIFEE SN N 25, Y
BEDKRERL, A5 Fr ol PHEICH—HEY
2" 4, LDLZAROMBNG IR T LS
% Proprotein convertase subtilisin/kexin 9 (PCSK9) #»%



B FHORE KW@ 7L LTRSS 2", FEoh I
L7z PCSK9 i# = T-E32K 2 521%, ARFE—MEA L71%IZ L
&M, ZOLDL ILAFU—)AlIZ LDL 228 (5 125 5
A THFHEIEHAOHEINIGARL, B AERE 72 B A (5
22559 HEBECHEBRTIHIVATO—VERICDH
HEBEL A LT WA I A THEN S,

FHOZ W RSB @ R T RAT 2 B AT 812X,
PN DORISEZERBD L Ll ST aEAKFH
EZWENTOWIERIOTIZ, LDLZAEKEE AR L
PCSK9 i 5 ¥ 2% 4 5V LDLRAPL # {5+ AR D& 7
NANTOESE (REEGK) PEETLI LWL E
%oz, FHOZMIEZFNTIEARENTHY, HHo
KA, PEROFNEE D B DHEE Tl a T EROGAE
WHERINODH 5" (B1). IERER BT L Y 2 K A
5 OIEWFRBIE D 72D I NI AR B & FEAR IR AT 5
ETHA).

BnHMERSE

BZPEMAEREE LTE, KREIRERICBT<LVT 7Y
SEMERE (Marfan syndrome: MFS) 28U E B E LT
HIFHN L. MFSIZAEAHIEKICRE 2 - L TR,
IRSEH, OISR 2R TR R R R R B TH Y,
O ML 58 R & LT K B IR 7 B 9 9R JE  (annulo-aortic
ectasia: AAE) 2S00 5N 52 EHNEL V. AAETIE, KH)
MR S8, 2NV LN A & sinotubular junction (STJ]) %
RN FATRBIRE TOIRA RO SN L. MFSOJR
PR, S5 15 etk Lo q15-q21.312% v 7
ENP 2o, fibrillin-l (FBN1) #{z T35 Kz
FELTRESNZZT, AIRICBWTKRIIRERZETHE
RN B AR TR & JiAT L7 R, R 7 MFS O 9%
xR BRERTIZI0% L FIZ FBNI s T 2R 50 5
N0 ENDH H® . KIZ, transforming growth
factor (TGF) B2 AMKIMB L 2R D& ¥ Y, Loeys-
DietzfEfERE (LDS) I2BWTHAD SN S LGSz,
LDS TiE, K#EIRMR 7 ERIEREDMES & 3@ i
DAHREST, WAMEE, TR LT TR, TIHR,
FPEELREOF RO SN L. MFSOBHIZOWVT,
BRIR 91270 Bl o Marfan fE R &2 X — F B3 TH 5
Tu75 ) a—)ViEREEE 3261 a2 ho— )V B 38 B 2 (2 BER)
LCHELEZA, TuT I a—ViGEECIERBIRD

BEREOMERS  BRERE ——

PRPHEZIIHR SN, TAHEORD RO SNk
WiEsh™, F2FBNIEGTEREZETHETIVITA
2B B REIRIEFEEIEZ TCF fo BRI BIE ML, KB
R3O 5AENL TGE B 7 v 7 T=A MCTd 5 TGF g fIFuk
23T T TV VIR REYEETH LUV E U
IDFRiENBZLARENST, ZOEFIVTTRAIIBT
DT, Ty CERGICE) RENRTIEICB1T5 TGE
BOFEHMEILL 722 LB R &N MFSDAMS, #EiEH
DR BRI - KEDIR 8% 720 5 R RIIBWT, Tl
MiN—% 34T EH (MYHILL) BEFOZER 2P
TNT7To2Fv (ACTA2) BIETOERNFADONLZ L
ARG SN2, A M 0> B 2 B R LA 0 WA
THY, ZHUTEVIMERMBEZHFEHT L TOND. ZOIME T
W 2 DU S/ A&, MYHITIZ X ) 2—F SR 5148
WHON=53IF T VP E, ACTA2IZK)a—FEh il
BYHEHOTIVT T F DR E UMY &
AMEND, INOIMEMEENET— NI L8ZFOLER
AEIRET - BURMEEEZ D 1SR I T L VI MG, DR —%
GV VEMBIE TR0 T F VBT, DV aR
THEREEZ 32— 3285 T OERP KRR F 7213350
ALOHIEZ T ISR I FE V) L LT, FFHICHBREGE
V. Gk, DEBBEREE, REIIREBIZOWTH BN
BROERPLEBOIRIE - ERICHEGTE55 FAH=ZA L
AHSRITEN, L) XWEFRES RSN L Z LIRS
na.

HbHbIC

PLE, EEME DR IO WTOIRREE TR RS
FADZ AL ROBIRE BEAWFL /2. DA
BoOGHTE, O, MEOHAERS - EFRS—DOKE
%7 —<E LT EFSRTWAEY ™ SbeTiie
7 % P A BT 5 9 R AR T & B R RE 4 BE o if B & o
B, WTRBEDS OBRIRER, B - FHIEORMELR
HEDDZENEELAS.
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