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Familial Semantic Dementia with P301L Mutation

in the Tau Gene
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YEFRECHBEES (EETRITHRICHET 2HERER) ORREHL.

(& %]

FumF L 50 B, MKCKRFFICESENHTIRWI EEEREINEZZ N 5. THN. %*U
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(Dementia and Geriatric Cognitive Disorders 2011;31:334-340 #5#)
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Familial Semantic Dementia with P301L Mutation in the Tau Gene

(¥ VBfEF P301L R % RO FIRM B IR MR AE)

(Dementia and Geriatric Cognitive Disorders 2011; 31: 334-340)

AISA{BEZELESE (frontotemporal lobar degeneration: FTLD) 1%, BXRIFEORFEMEMREMIC IV | BRIIZERAZA
BECCITHEE, SBEES L EBETIHETAY N, v —HEEMEBMEC—BHELETHRABMETHY . ZO TS
& U CHIBEMIBERGEAE (frontotemporal dementia: FTD) . EWRMEAE (semantic dementia: SD) | TG M
REBIED 3 DOBEHMEE SN TS, SDIE, & L TAMEEDHIF»LEEA P LB S, ThitES<E
KELERGCEEELZET 5, SDOPFTHIFIZ pure SD L D INDEEIT, FID HBEICHEITL, BREEEELZER
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F L& LTHE SN TV D ApoE OEEFE.FILD ORREETF & L TH#E 41TV 5 MAPT, GRN, CHMP2B, TARDBP,
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BEITROT, FERVPEITT 51220 T, FTD MUENEEE & 720 T < pure SD Th V| AFRIIEENIZ LD TO
FItE pure SD R Th o 1z,

2) HiEFOBLCTEITICEY ., HYak@Ei#{E %77 FIDP-17 (frontotemporal dementia and parkinsonism linked to
chromosome 17) D ERHEBEED 1 -2 TH D MAPT BT P30IL EE 2 ~T 2 #EAMHICFRIE L7,

3) FTDP-17 i #IEER © FID MBS & X —F 0 Y = XA BN 3 S 503, AREGIIX pure SD TH Y . #1H] ‘
(X FTD B S—F 0 Y = X2 %R0, THBOREERZ AT HEARNEF & b2 BRIBRREBTH -T2,
4) BEEREHETFORREIT- 228, 2 EOHE CRIEERKR -2,
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ALS DWEREMEIZE 2 TR dso Tz, 7272 L, FILD & ALS OBIMRIIFEFICEL . SRIESHIIVWINTBEICHZY 72\,
B 12) 3EF DT a7 4 —rDH T, B LUXET [He(she) displayed a polite attitude and had a respectable and
proper appearance.] &EW\TH B2, T pure SD IZFHERYE DDy,

(B%) BIERPARBEL7: YO FID MIEEZ2E FRORhonl VI ZETHY, FDO R T pure SDIZEET 58
B L 1IE A0,

BRI 13) MAPT T a & A 70 Hl & B2 DFEVIT A,
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DA T HRIICEBT 5BE8% ., FHXICREETZIBEE%Z H2 LA TWS, Hl KRB EEZEMECEITER £
YERREL2 B D 4R # VB DZ T ANRF—RUOBRESR—F 2 Y VROBERETF EEX LN TWS, 2 Tr ¥ A 71X
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'ER 14) 4 E® P301L ZEE 28 pathological THh B & T HABILIIM A,

(A%) P30ILEEIT, ZhE CCHFLRAKREEEEHRERT FIDP-17T DERKEBERL L TRILINTEY, £
BREE 123V T, 1998 51 Hasegawa HA%, P30IL BEMN Y UV OM/NEBEREZET IV LI LR LTEY. Th
Lo RS P301L BRI pathological THh D & %iflﬂé
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(%) ZEFIIFIDP-17T OFRKEBLERTHD MAPTERE PIOIL 2B L TV, BBBROFREE L FOEF LIZAL
DICEBHRERBER-> TEY ., BEHNETFRUBERFZ2 SO ERENHRFOFRELR 7=, SEOPRETIE. B
BRFIZONWT, ZHE TICBREDDH D MAPT 2 GRN E D RBAER BE G T ApoE EORMERER G F OB 5% W
BRBEIT-o1-0, BaxBRBELLBETRRAETE R o7,
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{bZ VEBIIIEERRY VBRSO EAZBINELLFHBI R NEESGEREETAIZ XML TS, BIZF Y
EAR) vBLEND LHECEAZEZ L, MIRE N CEMB~ORMEMELFISE L, BEREELZ ST L bHb
NTW3B, o TEDEBRRKIEDHFIT gain of toxic function & loss of function DFEH DG DO FIREMEMEED

b,
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HZVD D,

(B14) REEMEEKICIBVTH loss of function b L < Id gain of toxic function MRAIEEMENE X biILHZD, &b
LOFNEN EITHETTE RV,
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+ (E¥) OFME2E525ICR2EBHREATHLDLBELL.




