VAV /TVAYDOREBICKL ZEBEROMAR

wpxyEen  LEET

WE, VAV / TV AV DEERERDHERNBERICE D CERBIRALICRK
EIN., ZOREDOHEMBAXAAZXLDEBEINDDH S, BRIF. ZBIcHINS5D
MEDEONCEDLZ I ENTE o TIT. AERTIE. BICTILYY Y 4-O-FEE
BEEZBER-1 (D4ST-1) OZRIc LD IT—F X - ¥V OREREE (EDS) & EXTL3
DERICKZ2BHEEMEHRRELREICEET %,

TILY Y VR (DS) & A7 FILAZ Y I (GalNAc) & XAV EE (IdoA)
HXHICES U EREROERLEZET. 75 V/I0E0rY VEREICHER®EE U
FAFATIVAVEVUTEE - B - MEARICEZ<FEL TWS, ZTOEERIRERIC
HWT, D4AST-1 (£ DS $#h D GalNAc D 4 (I ICHBEX GBI 2T ERBETH 5,
HEAMAEE THZIEMRZOHEMNCELSIE. £ERXEF ERLOFHM. TRESH
BAEAME) &ETHJESEMRSEE (REBHENE - 551k, BEER. ERE TIE)
ERHETBDHLWY A TDEDS #BHE U (Kosho et al, Am J Med Genet., 2005;
2010). 5. RIY Y3 FINIO—ZVTEKICE > TREEBDREELRFH D4ST-1
DERICHDZE=ZREULE (Miyake, Kosho, Mizumoto et a/, Human Mutation,
2010), BEBRROWMHSMIBOREY 1 Rx— M 2BFRR. EEMBEMBERSE,
TIWNY Vv aZ/EEBE U RBEGEEEZAELcE 23 Y hO—LEER
UCTEBICEEEENMETLTW e, &5Ic. DS-7AFAY Y Avo—ETIZ—4
YEMRBERT ST 1YY LD DS HOBERTZT o Ic & 5. BERROMIMESFH
FETIEDSHAEHSNTEST, Rbhicay RO FUFRBNERSI N TWe U
Mo T, D4ST-1 I &K Bl kA DS A ERICHEA T, GalNAc @ 4-O-FB&bid [doA
NS 7L OVEE (GIcA) ICEMHLT Z2ITEAS—EDRIGZERET 3 EHRI N,
o, REOBFEMBEGHNI S, EETRIAS—T VIl EIEKFICRRELTWSZ
EDASMHERD, RBDERABEAD U TWe, UEDIERENS, DAST-1 DEE(IC K
> TDSERAEMEID, RECHEEBTIOIS—7 Y EHBEERTET 1T K&K
BHAIRIETDEEZ SN, BHAIFEISIC. RYVTILZREAWTCHEEIC DSHAEETE
ZHEEREIL L. DS KIBICH &D< EDS DIHBEMARZHNEERFE L 1.

—A. NS UEEE (HS) $¥EQIT7YV/IVELEDEY VERREICHERKE L.
F7aFAT U Ay ELTEYBIERECHEAT N Y7 ICEENICEEL TW2,
HS (&, A-7EFILZI)ILa S (GIeNAc) & GIcA BREICER LU TLEHER O
b HET. HS OABRICELZHEERZEERE UTEXT] & EXT2 iARIESNTWS,
EXT1 & EXT2 % 01— R 9 2BIEFOEEIF. ha D UETH SEGEL R ETRBES
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SIERIT I ENFSNT W, LHRUEBREBIIEREAEBEETR T, ABERE
DODREBDBIHRMKRMICRET I2RUEDOEREEZ/HHE L. SS5IESR. IFICT
RROEHMZE., RHOEEEBEEREZ5IERIT I ENH D, EXTI & EXT2ICH
RMEZRIBILETFEUT, EXTLI, EXTL2, EXTL3DEESNTWS, IN5EWT
NHHS DEGRICEESEL TWBHEEZSNTED, HICEXTLI . 20/ v o 7D
NI XDBANS. HS SHOMBRICEWT, EXT1, EXT2 &#Hic, RAIRTHZ
ENEERAE N TWS (Takahashi et al, Biochem Biophys Res Commun, 2009),
Rii, HAMARETHLIEBEHOMIIEBELSIE. EXTLE OREEEEE
(p.Pro318Leu) IC&>T. ARERZHSEHBEMERHELRIEZRET DI &
#RBH U (Guo etal, ) Hum Genet, 2017) , B&(d. EELBHORF (L& %A
B, SROLK. ABES ERImOEMN. EiEE. THiEERE/O7 ) Y ORE
DIZEDIERZRU foo I AOBERZAWCERICED., AR EXTL3 SHHEU
T. ZERB EXTL3-p.Pro318Leu (& GIcNAC EBBEREENEZICETLTW . U
o> T BETIE EXTLIZRICK > THEEREENMET L. HS OEMEEZSIE
I U ZORR. FHBIRBEFInENMIEZRIET % RSN U EOMEN S,
EXTL3 3% WEHSHBERZPRERDFEEPHRMMEICHETH D I ENRENT,
ULHU. EXTL3 O&EIY® EXTL3 NERY % HS DEREICIE R RAZ W, S,
BERROMIEY /v I 7O MYV RZRAWCE SREEBITHIDETH 2 S,

g [E
1989 & REPRFRFAREFRE
1991 & RERPRAGRAMFTRHE LATEIRIZE T
1991 £~1994 & BMREZFEMKREZERZN EECFHE BF
1995 & RERFE L (FF)

1994 #£~2000 £ HRERKREREPE H{CFPHE BF
(R, BERXREE)

2000 #£~2006 £ HRERKNPEPE A{CFRE  FERD

2001 #£~2003 & 2 =T YEED T ZRE, Visiting Scientist
(UIf Lindahl tRZEZ=E

2006 £~2012 & Bl ERNE YN e s E S I A

TAFATI AT VT EEIGERRE B

(2007 F£ & D EHIR)

2012 £~1R7%&E BRRZEFEREECZARE B
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