777")—)’??5‘0)%%3&8:2.’:%"‘25’930)75/\‘
7277U—F>TEAMBRK?

00
BYNBEERAREYS—
SAVY—-LRtEYy— VS —K
BRARIRESS HEs&

BRI R s

2019F7 H1ER|



27U—fR&l&
277V—-fRIESIVYI-LED1DTT

BRAICIE. STYY—ALAEFEENDNSEBHHODET,

SAVY—=LICE MREATARZICROLERYEED T, KSR FBRDER
THH - DL BRIMNCEIBENDDET,

STYV—-LODEHE

ELEShOBEDERNSENTSD

REICBROIZERY =R

SAYY—L
B

HHE/)\f2E
BE/ R

NN

R URY— L
SROVRUP a\
‘ @ TSI

£ ~oiik

EFRNDOEELCTFICEEDNDDE. STYVY—LDPTHREDERDNANED DI
BEMETRIDILICRDT RBDERICITDONG. BHEDOSKSFTREISIC
BENEUDIEDDOET COLDFREHKEIMU T S17TYYV—LRETFH
TWEI,

IBE. 50U EDOSA YV —LRHIRSNTED. 205577 TU—fRIE. B
EHEBDONRIEHFERR . IBEHKY (CRESNTNEID,
1) NRIEMFERRIBERE Y Y — EARNHRBDEE—E
https://www.shouman.jp/disease/search/group/list/08/f K MHERHHES
2) BEFBE FM27E1B18ETOREHR (EnES1~110)



77TV RDEESETKEDHTN

I7I7Y—mOTEABRR?

7Vl

D27 IU—RE SAVYYV—LKRD1 DTy a-AS50 b F—BAENDIERHAK
BHDNEBENTE<RDRACTI -

a-AS50 bV I—BARFR. JORNIPAYILES IR (GL-3) EVWDKEEEEZD
g o@=ZzRHO>TCVEI,

77 TU—R T GL-3D DN TBRICEEIT DD £HICSRSTRER
BNH5HNEKI,

STYVY—L

STYY—-LADE
FRa-HS5ObV5—
BTALRRBULEDE
EMETIBE

JORMNIZTTIL
SR (GL-3) F
DREEEHDESN
FICER

ERICSKSIGER
hHS5HNET,




77 7VU—fRIECIEDHEETY

MRIERDDRBIECEXRBAEEYREFDDHOE T, 77 TU—ROFECHD
Nda-AS0 MY I -—CAZEDIETIERIS. MRERODRBAEDOEDTHSD
XRBEDPICHO . BLREDKRETI,

XRBEFEEYRER

MARBEFIIREGHEDOIFTORITMO KT, BHEEREDS1EDXREBIEE
RIDOT1ARDYRBSZ . ZEFEHREXED S ENENIRDXRERZER(FE
DEI,

DERO. BHEEERDLS1AR. LEEBREGRDDIRTODHDE C2ARDXRE
BFZERIFIRODET,




P IU—ROBESHETTEDHA
7277V—=F@>TEABRR?

27 7VU—REXEHMEEEF R

BEHDBEICIFE. XEABREZIRUDFLZBRWVEZDIC, D7 T —ROERSELFZ
Bo TV ERELRT,

THDBEICIE. XREBRAEZ2AF DD 1RKDXRREKICT 7 JU—ROERE
GFHBOTH. EBBBGFNDNBHONDEEEHOET. ZDEH. L
DBBIE FERDNTRIDNESDFEERETT,

TP TU—RDBIE

SHRHIEEDHIHETFZEROTL RBPHDEEDHDHELFEROTL
HEE.FEBNBF XFEEST HEE.BFOFEEICHETLFDOR
HOTHS0%DERTELTFDE ERITGODIBABZFOFEBIC
EMEHDUREMDHBDET, FRFELFODEEMEDDET,

) e RBEE %K ®RE 8 KBEE @F
X EB&LF

X: 77 TV—RDERELF
Y SHRBDIERELT




27 V—RDIER

E2RCETESXBERDIBSHNKT

SAVYV=LTHBSNBENWIORNITZZF VI ESZR(GL-3) k. MEDARK
TR DA BB EICERIT DD D Blbd. ME. MRAREICAE
ROBSHNET,

7 TU—ROIERICE. BEDSHENDBDE. MARBLEICHESNDEDH
HOFTRIo Fow IEAPEH. SERFEAENDGDEI,

PR (NRHR-RER) HSR5NBIER

P12, B, BEes. RREITERDDSDOHNET,
INSDIERIE. 77 TU—RFARDRAY bERDTTH HSON DR DIZE
[CEHBAZEOAEL ORIIELIERD D DD ZHIHENDEEHDET,

o

1BIRDAER

- FRODEH
FRDEBFEZPDIC.ED DS
KRR<AEH D EHNICHS DN
ZDNRBOPEVEUT DRI ZE
RUEDIBDIEHBODET
R E AR SURDE L. AL
ABEEBBRENSIEREBD
THEDNBDIENHDET

- HFRVVERE LON D DIRE,

BARERUBDIEDHDET,

- BROICCHHRSN DI ENHBD
T — RN IFRAICIFEE
bOFRLB Ao

SO pROER

- FRORE (R M)
(LR DR NZDREDBRE. 2. Th
» 3, DBEREIC FREBORBHR
‘B THL B B G 08T BICBNEBEDNBESIHD
BIEDBDEI : £ BHPDOHFBOEL e
SFEDE<L

- BABDLLHENKT ELTEFED SNz FE
- %, RIS AEMEZIC DRAEFDET, 2. EDEN
<WZEDBDERT, BICERAPENDEIREHLETT,

(5]



T7IV—RDEESETKEDHTN

I7I7Y—mOTEABRI?

RARLIRICR SN DR [EE

WMARICEDE. KBSNBVI ORI PZFVILES I (GL-3) HilEs > MmE
[CRVBDWVWEBRITDZEICKD. DlF. B, MMEBREDBENFHIET DIHE
NHDET,

FHNSBREBHDIEICKD EITEMZDIENEE T,

fMmERES T
- RfEEE. R, —@ MR
REMFEFRE

° ’E‘HB*\ ﬁlt\ﬁ\ #%ﬁgﬁ%\
NERRE

0
BROBS L

- RAELKER. BR2BE



277V —-fmDESE

AFHTlE FERDK7000AICTA (0.014%) B 77 TU—RICEERLTWNDE
HESNTNOETY,

I DER B2 RMEMMARRTE. 77 TU—ROBREDSNEDHRSH
HOKRIVY, (BHFT—2)

3) Inoue T. et.al, J Hum Genet 58:548-552. 2013
4) Elliott P. et.al, Heart 97:1957-1960, 2011
5) Linthorst GE et.al, J Med Genet 47:217-222, 2010

LETIE TERDBSHNIZFRPZESNZRRAD BERDENZEH RSN
TVEIY, (BT —2)

i Ll
TR S D

(PkfE) 9 1388
S N7

(chskiE) 24i% S

6) Wilcox WR et.al, Mol Genet Metab. 93:112-128, 2008



777‘U‘|—ﬁ®f§%3h§2%)—75’;\
JPIU—FmONE e

777VU—MEE EEPERICKDIDICHT|ENET

5~B6R—JICEDHNTWND.
HARRT 7 TU—RDIER
DEEAEDBESDNET,
a-AS50 hYF—EADER
BN BEAEBVEER

5NET.
Oﬁﬁ! (GEFHRY) A AFOREH
FAEEHNELS . BESDONDIE (TEES)

RH—EICRENK T a-H5

b S — BADBREED FILRS CRROERERT
e — ADB. BEASERDHS

FHICHDESHNTVET, X \

\ : PN NBVAZTEHIETT,

07 7 TU—REHBICDEED gt R

B, BorIl i LHU. ERHEDE. BA

BB BEDS SHOMEREEN D S5HNS

) EEDNTVET,

TERDBSHNET,




277V —=fmDZHh

ERERAEIR . KR RS DRE  BLFRELBEDS
ZELET

T TP TU—REREDREK F IRDWESR. RIEEDHESRETLET

77 TU—RlE. BLFORERCEIDAHHESHRETIDT. RIEEFZH LE
CHEBREHRCTI, I l.J\ E1E_7F@ RICKDC WREBICT 7 ITU—RT
BFVBECHREI D EHDHDET,
DOVTC. ZNZN DL DBRFIRCTZHILE T

ED

27 TV—RERDS 27TV —RERS
PRERIEIR. RERBENDDBE BREREIR. REERENDDHE
BREHRE
M&E., BMIX. HBWVIFRPD T (NFOESH) DES.a-H52
@A SR ABIEDAE by S —BABHISERERE B
Jv BEDISBEBERSBVED. B
PRAEIK SR IEFE DR D D HEEEFAR
a-HSHORII—BAFEDOBHERIET BICRDZHT
(EEBED10%LLTF)

1 1

BBHES K BLFRAEICKDEZM TEBRVNEET
(GL-3) DAIE S’)*
Q@ ELTTHRE

D7 JU—fRSHEE/\ Y KDy 020128z

BETRAICEDZHCERVES TS, RIEFELBREFERARE D SHEEHIC2E
LETD.
(9]



T7IV—RDEESETKEDHTN

7 7 7 |J — ﬁa)u.\ I7IU—moTEABRG?
0

77 7V—m DRI IHRBITRE R2FN v
OV EE EREBENBDET

D7 JU—RlE. JORMIPAVILES IR (GL-3) ZRBITDERCTHD a-7]
S0 Y I—TBANRNELDVEBEMETUEZD THEDICHIDEERTT,
BRETTERAR. CORMNBULTCVDBRERACUTHITI DI EICKD ERD
EDETOIHIZED S IBERETI,

27 TU—RO—EDFRESTIE. KR a-1TS50 b I —BADBSEDRR
EC\ TREFERDEEICHRDIENREDZEDDDET

HIBZNY Py NOVEER. a-H50 b —CBADBEZREILSEDDEZR
OEEC. OOFEDBELFREENGDHBEITHHFRULED,

RKUCK D TCTHECVDIERZDPOSIFDIZHICITVERT,
FRDFEH
BHES|ITRCITBRERDIZHREEZ(E. ARNVAL FFUVBEOESREERTS
EDCDHFET, MTCADNAEREMRESSINET,

@@ JHIE3SAEIR
BESELPLOBDEHENET DBRICKDBENMTONET,

o ERDFEIR
BB EADBENMTONED,

IVERES S
RER. DAEBRENDBEZITVNERT, MFERICIHU T 2D0E. MAZRE. ACERSE
2 FRBIBEDDEICKDBENTHNEI,.

‘l’ BHaEEE
BEDREPCAVRSIRENET DIERDDDOENREINDIBEEN DD EIT, fFFIRHE
(LU TCUERDZHBEF. MBRBITOBRIERENMTONDZEHHNDEKT,.

X MEREE
W Mg CEBDEFHT BEHDBENMRSENDHEEDDOET,
©



00

DU EERT Y 5—
S LRS- BYS—E
RERRES HEEE

‘b BRI B2 ks

JU—iRlE. fBRATOIEEEDDRICHEBRERNERN
D%KE%%MH;@?&U&\%E&DL\ 250MRICTJOR N
PFIIESZR(GL-3) BRI DERNHERIECI. 7
JU—RE. BHERICIEELTVDHRETIN. BUBEED
EFRBEEFIDEICKD. RQDETZEZESTBRETD
BZHEITDIENTEXRT, AfIFCI7 JU—RDKEESH
BETCOBRRZCEEVCIZE. KODRWVWAEFBDFIF (A
NF=ENTT,

X JCR77—<X #Xatt

AGL 041-1 1902
MM 20 ONE



