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Rapid disease progression correlates with instability of mutant SO07
in familial ALS
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FPEMHENIRBLE (ALS) IHERETHEIC B - TIOESH =2 — o U PEFSNDI BT LY MR L OWT - iF
WA BT BHADET & 7 L, FREOEER L THRICE S EEHERATH S, £ ALS © 555 —10%T
FHRERRD b, & 5I2F 0K 20%I2 Cu/Zn superoxide dismutase (SOD1) BEFOEEIRDOLND, FEIT
BarBEEREERE LY, BE 14 EROBERD D, SOD1 ERE L OFREME ALS & BRREEROBERIZ OV
ThE, BROETOERIN SODL BEFERICEVERZ LD TW5, M VAV ==y 7 <=7 A& VT fET
12X Y SOD1 EA® toxic-gain-of-function NEBORERFICEE L T B LEX LN TS, L LEOREREIZ
B 5Tl b FREEAWERENSETIIThR TRy, Frx 23S L7z HPLC-electrospray ionization mass
spectrometry iE1Z X 2 ER/EH SOD1 EH OB T, LRI 4 1 Hisd6Arg BE OJIRBREL AV, HRIK. B
TEf. B, RMERICBT D HERENFN 0.60, 0.47, 0.43, 0.14 THHEER LI, BEFLR2VFROLERIZFEMN
60 BTHY, BHARMTONRVWEND, BRE/EH SOD1 EAkIX, ££ SOD1 EHDEFNTOREM XK
BLTWSEEABNS, Z0X5RERCHEST, FALS BHICHBI %R SOD1 B A ORI & HHAER <
T A—F— (BEFRH. BFEHE., H2) LOBELREILL

( FHEROCICHE )

ALS O27id revised El Escorial criteria of the World Federation of Neurology (&3 T\, BB %HE CGE
BT W EITo7c ALS29 £ DBE (22 ZBR) WeRmsks AV o, %K% M T SOD1 BHOBREZITH,
HPLC-ESI-MS i ot 4T > 1=, 7 L34 PLRP-S (1X50 mm) #fV, BEHK A (2 %EES) | BHEB

(2%EE/ 7 F=bhY) L L, BWHKRB % 355, 10—35% T/ 7V MEHES R, BR SOD1 EHLIE
# SOD1 EROEY— 7 EEFHEIL. £0OERD =, BREEBITEROIERDPREHR LR L L, BRHIRITRE
POFRRNENHERT M E Uiz, ZR/IER SOD1 EHLLRKH/ T A —F — L OBSEIC OV THEETHIMENT %
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ZER/E% SOD1 BH & BEEBICOVTIL, bE bOREEIZRD bhot, UL, BRHE L OBIE
CDN T p=0.0029 THIEIAID b, AT, ZA—FRTHA L ORIEE D U< 130T Ch L B in
LR HIBENED b BRI B 7). AICHE (value of the Akike Information Criterion) %R 7Ff. AIC f&
. BRI Ch o e S A —7 L BRI Ch o7 /A — Z I3 T BB /ME (AIC=—55.312) & 72o7z,
SED. EE2ZA—THITR S BAEICESED bR ERE b o T,
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A EIOENT TIZER SOD1 BANPREZE ChIVEBRHIHNEVVERN TH 2 2 LRI, 4TIt ZRE SOD1
BEHOREMIZOWTOEDY I MZ LB in vitro TOHERIER I, FLEEEORE apo BEHDERZ HOR
FITEHAFHENEOZ LR ERREINR TV, LELERL, AFED L 3t FHEEROSZSHDOER SOD1E
% FRHCAENT LB a2, 2720, GlydlAsp BE TIRER SOD1 BERIIRHEN 2o b DD, BRI
HILEIC bR 5 L Vo ke fib b ) R SOD1 B A DR EHISBRMM AR ET 3BT O—>Th s L £ X bR,

RMXBEORRERDEE

SOD1 BEFERITEE > FHRMEHEGERIRELE (FALS) HAEROEITOR SR SOD1 BEFERIZE VAHE
ENTVWS, LOLEOFREIIHE LN T B MREE AWV RERMBIT I Thh Ty, EERILERA I3~
REBERBITONRWEIZEFH L. F4 HFESL L7 HPLC-electrospray jonization mass spectrometry 12 & B3R
MERAZER/EE SOD1 &AL DT ITFRERIZBIT 522 E SOD1 EAOREMEZRM L TWA L& %, FALS &
Fipi} HER SODL BADLEN L lFkiE L ORISR HRE L, |

204 08%E (224 R) ROREMAV, ERFET, BR/EF SOD1 ZA 2 RE LERRE & OBI#IZ X EFH#Y
AT 24T o T kBB, MEHEH0IC, ZR/EX SOD1 E A HITRAEIM &L 3y BEEARD bh, 2R SOD1 BAOR
ML BRPEEZRETIEFO—oOThILELZLNE, ULORBIIESLHRBIZES TS LEL LN, BT
ETHHDLERD D,
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