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(SUMMARY]) 7 A YNnA v —fROHE/ N4 A4~ —
H—DEHELTE, YVEHOLERET S0 R
E o (amyloid B42; ABR)DIETHH 3, 2512,
Y UL v ES (p-tan) D LAED, X VEBEEDOS
WHREE LTHREENTWS, &7z, ptauD bEA
i, TAYNA T —RRBITT 2BERIEZDOR
Wb EHETH L. FEMR L OMIGTIE, ptau®
ERIZ, 7AvanA v —mREEHEELE, ET,
AB42 DIETIX, BAERT 304 K - 7 ¥4 35
— ML Twiz, v —/NMEEERENE O SR
HiZ, tau ® p-tau BIEETH 505, AB4L2 DFREN
ZY UyBAETLTWS, (BKKZE 50:1107-
1110, 2006)

(KEYWORDS] B#E/NAAVY—7—,
A5, LT —IMABERENEE

FILIN

| Zeiol

7 VY N4 < —3% (Alzheimer’s disease ; AD)
DI BE (cerebrospinal fluid ; CSF) /N A 4 =
—h—DRHEL TR, yUEH(taw D EHE L
7 3iu4 KN BEH (amyloid 842 ; AB42) DIET
DBHD, ITNET, 1995 FtH L VY ZHEER THREY
ThTWw3, &5, VY »E1ttau(phosphor-
ylated tau ; p-taw) O _EFH, L VFEEOF
BRI L THREITWS, BETHE, CSF tau
r AB42, BEXUCSF ptau iZ DWW TR T 5
bz, NEBER N A ~—2 -0

B sEREBERNMES BT 28NN 4
v —F—), BLXUBERK A A+ ~—# —(CSF

AB42, tayu, p-tau) LIREH R & OXIG, F 788
Wk ®N= 1) > (homovanillic acid ; HVA),

K bA > ¥ — )VEEEE (5-hydroxyindole acetic
acid ; 5 HIAA) L fiAE bR VY 4 —/IMEH
SEAE (dementia with Lewy bodies ; DLB) O#f
TR R ORI DV TR B, '

iEBER tau & AB42

ADIWK B J 5 CSF tau & A 842 @ ELISA
(enzyme-linked immunosorbent assay) % A \»
TEERRICOVWTIE, IhETEHELOWMELR
P Y, CSF tau D LH & CSF A,342 DIET
BRI LUCERZH LOFER®EE, RIS
Tway, Lal, %U)J’\H‘)?mf@‘@ﬁ‘%lé X, #
BZE-oTESDENRHD, W DPOMESD
BfEahTw3,

CSF tau ® E&IX, AD WiEEEHITH 528, %
O i Creutzfeldt-Jakob /% (Creutzfeldt Jakob
disease ; CJD) S REEAG 2%, MIFZSMER, B8
B CREBREY LS. KA S » OBEEERE
ENELCDLEEEERLZIEMNEHS L ER DT,
 fz, KRIKEE EE & ZE & fE (corticobasal
degeneration ; CBD) % B 88 - il 55 2 &% &1 fE
(frontotemporal dementia ; FTD)IZBWT &
BEe L 2BE508H5, —H, ADEBWTHLTL
bEERZELIDLTTER L, F20~30%D AD
Ti&, tau IEFHHE & 2> T3,

CSF ApR42 0IETF ik, AD7ZFT7% <, DLB
R CJD, B6 B A% A&, 5 M % A R EALE

1) KANEMARU Kazutomi RFEEHZEAEHEL> 5 —HEAR - ER

0485-1420/06/¥250/5/3/JCLS
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=1 LA B CSF tau, p-tau, AB42 (pg/ml)
tau p-tau 181 ApB42
AD | 523.6+284.1 | 64.8%26.0 | 219.3+119.9
DLB | 124.2+61.5 | 42.5+11.2 | 300.0£82.0
PSP | 135.2+131.3 | 35.0+13.5 | 565.9+178.8
CBD | 156.3%76.3 | 36.6+4.0 | 483.1+439.4

(amyotrophic lateral sclerosis ; ALS) TODIET
BHEENTVWDS, e, ADRBWT, RESE
BATIZ CSF AB4L2 DIETIREE, b5 ik, &
TLRWERIND D Z L, 72, AD LS OEH
FEEICBOTHETL, MOBEENLENCZS &
AB42 BET 35 Z & (CSF AR42 DIET iz &/
B2 OBREET & b EET 2) 2 Y OMEXR H
5.

HMERERZRY ~Ektau
(CSF p-tau)

—7, CSF ptau® k&I, IV EEEDSE
W L LTHRES N T W, Ao Ok
A0z & o TIEEFEMIZ CSF tau B LEHE T 58
ETh, BEBEZ LSV, BARTBE X312,
FRHEZAL (MR FEREEZ O HER) CHE L Tw
%, WA, ELISAD* v N2 HAWTHIEREET
%3 Di%, Thr231?, Ser199%, Thr181 @V >~
LRI % b D p-tau TH 5,

> RHIBHICHS I ERM

EREERAIESE (mild cognitive impairment ;
MCD i, SIEREIH2 b OOTEER &7z L
TWiEWRER2 & T, 0%, ADKEBTT
LEENTWEY, ADRZBITTAELBTYT
Mehe Eg2FEERERNT A~ — 0 —DBLE
AR

MCIL BT 2B NNA T~ —H =DV,
Andreasen & @ 2001 FDERED Tix, F#H CSF
tau 1X, AD 756 pg/ml, MCI 517 pg/ml, IEE>T
H8 264 pg/ml, % 7z, CSF ApB42 1%, AD523
pg/ml, MCI 640 pg/ml, IE% X408 897 pg/ml &
L L Twd, MCLig Bwvw T, CSF tau,
Apa2 & b2, ADEEENEBOFEOER &

90 r
L

80 - ®
= 70 1
E ®
[o)] 60 r [
a ° °
~ 50 ° o
3
= 40 1 o ° .
L 30 o 8 o J .
w @ °
O 20

10 F

O L 1 I} i L ]

0 1 2 3 4 5 6
Braak stage

R 1 CSF p-tau & NFT & BEE

D, EEE»ISEEER & ZEFIETIESDEN
b5,

MCI D EBFEEIC DWW T, Arai 591%, AD
AT L7z MCI T, Ser 199 p-tau BEETH
Sl EREL T3S, %7, Buerger 59 13 77
Flo MCI THRET L, AD WEATL 72 MCI Tig,
FEHETHED MCL Izt LT, BEW Thr 231 p-
tauNEETH-o T2 FHEL T b, MCI VR
NVTO AD OFHIZHIC CSF ptau 3 EATH
%,

TRIEFTR C DX

CSF tau ® p-tau, AL42 & \v>o B8 N1 &
<= —0OfE, ERIMEE LEEL W e
REELFETH L, S, HEBRNNA A ~—
H —OEER, FET LB Z T L 7DEMCB
TIHEHR OMRERER L IFREGZ XS U TRES
L7zDTZ ZwRg?, MREKe LT, 7
VoA = — R R ARHEZ L (neurofibrillary  tan-
gles ; NFT), A3 (senile plaque ; SP), B &
U, 7304 R« 7rF4/,85—
giopathy ; AA) IZ DWW THRET L Tz,

BEW N A A~ —h — L BT R 2GS T & 2 E
Bk 408U [B 2661, Zr 146l FH77.5£7.1
. AD5%, DLB4fl, # 1T #& L& kK E
(progressive supranuclear palsy ; PSP)6 i,
CBD 3 %, CJD 2 #fl#z ¥]. CSF tau, p-tau 181),
AB42 13 ELISA (Innogenetics) i & » THIE L
72. NFT, SP, AA DHIRE L, FEHERE, 2

(amyloid an-
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AA stage

X2 CSF AR42 ¥ SP & OEEE

yI—vy PR, AL B LU tau Ytk %
Rl g2 iz, NFT(Braak 0-6),
SP(0-3), AA(0-3)ZHELTHEL]z, »wIh
bscore NKEWVIITE, FEELOBE IR
Vs,

ENETNOERER (RERZIN BT 25 CSF  tauy,
p-tau, AB42 DFERIZ, BRI RLEEY TH
5. ®IE Y, ADTIiZ, CSF tau & p-tau?’ 5
1B, AB42 IZIEME TH - 72. DLB Tii, tau &
p-tau RIEEEH, AR BIEETH->7. CJD
D 1#ITiE, CSF tau 5179.5pg/ml & BE Z{E
L7z,

REW N A A4~ — 0 — LIRER L OIS TIZ,
CSF tauld, SP & AADWwTFhk HHEL &
=7z, CSF p-tauld, NFT**(E 1, r=0.534),
SP** &, &7z, CSF A pB421%, NFT*, SP**
(X2, r=-0.525), AA**(E3, r=—0.448) D
WTNELEFRLMEEAIED S hiz(p<
0.05, **p»<0.01).

CSF tau &, FEREHM DL T REERN 2 KEBE I
Lo THEMTAHZ LD, CSF p-tauDiF
», £ 0 AD OFHEE(NFT, SP) 2R EMICK
MLl Tw3%, CSF AB42 13 AB OIEE (SP, AA)
CEERHEEL TR E XD, EXRAICIE AL
DFBEHEERBLTHEEEZ NS,

DL B DR’ R D45E

DLB DODFEIL, V7 1 —/IMEDHIH (v X
IVvAVEADORELE) BB TS 525,

3 CSF AB42 & AA & DEGE

Ry RXAoVvA VEADEERRERfasNTHER
VW, DLBIKTIX, ABDIEEZBFHRIZHED 3,
ADD XS NFTOHBREZE A E W I & 2 Kk
L, CSF ApB42 i3{EF, CSF tau, p-tau BIEH
LB, Fiz, Ry, ku b rRoEE
&Y, CSF HVA ® 5 HIAA 2MET 3§ %9,
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PR

Familial PD

SRANED BN R RIE

(KEYWORDS] familial
ease, e-synuclein, Parkin, LRRK?

Parkinson dis-

1, (FC&IC

NRe—F VY BRI T VY NA T —IRIZROTE
WHHREREETH 5. BE ADWFADL
D 100~150 ADERET, E T 12 AAN
BELTWS, =32V UEOERICIIREE:
BBV, FEO 10 F/TA v T VERERR
R RIBRMENSN—F Y VROBEFHRIES R
(ELD, N—F Y UROREA S =X LD
TOHBEBKE LM 0Tz, ZOFEENSTEE L E
f& F 1¥ a-synuclein, Parkin, DJ-1, PINK,
LRRK2TH 3. #L T, FI¥HEER UCHL1
&, linkage analysis T% DFEPRBE I N T

Bl REES—FVBEODE

%5 PARK 3, 9, 10, 11 NEFOLNE, Zhoilk
N—F YV VRO ERBOBRICKRE {FE
T5HDEEbh, INETHRED D - KKK
N—F 2V YROBEF BRI DWW TR T
5.

2. a-synuclein(PARK 1)

a-synuclein & F (SNCA) DZEE TiE, 1997
EFXFVY v EA TV TORRIBOTASSTD
missense mutation 28R Do 720, EEERIZ
HREAENE CEEERIL 85Y%. BERERIE L-
dopa WERNZBHEEDO N—F Y VET, HIE
L 30 AU & 50 pR AT 45 % & LY
EL, REZMNRECIEEOEM & Lewy /N
BEWEDONT WS, 51, FAYTIHA3I
P, A4 > T3 E 46 K @ point mutation #3%k

—358—

. N ., N .t e - . . L-dopa iz Lewy
% R NFR &
BEF BEER BIETE BET FUHIE JEXTFRE THHRHRER R Sk
PARK1 | ¥kl | 4q21-q23 | a-synuclein ++ +++ +++ +++ +
HER
PARK?2 | B¥@EHeM | 6q25.2-27 parkin - +/— +/- +++ -
PARK 3 | #iraikfit 2p13 ? +/= 4+ 4+ 4+ +
PARK4 | BHEEEE | 4q21-q23 | a-synuclein | ++ (3 8H) | +++ QB | +++ G B0 | +++ BB | + G EE
3R |+ - QER) | HFOEE | FQBR | B | 2 Q=
PARKS | E4EMHEHE 4pld UCHL1 - +++ +++ +++ +
PARK6 | B4t | 1p35-p6 PINK 1 - +++ o+t +++ ?
PARK7 | Bt 1p36 DJ-1 - 4+ 4+ +4+ ?
PARKS | #iffisEE (12p11.2-q13.1] LRRK?2 - ot + 4+ +/ -
PARKY | BfiEsi 1p36 ? + ? - + ?
PARK 10 | BHEESE 1p32 ? - +4 +4+ +t ?
PARK 11 ? 2q36-37 ? ? ? ? ? ?
PIIRBEEIIH L REE O WL O,
1) OBI Tomokazu MIZTTEEABESRFEERE BETA»A - HREERL V7 —HERE - BEE
0485.1420/06/%250/3%/JCLS FRRHRZEE  vol. 50 no. 10 2006 £ 10 B 1165




Duplication of «~synuclein gene (SNCA) #i2w = EEHI (64715, BM)

RIGHE
R Parkinson disease. £ 3 F»" mental retardation with epilepsy. T4 L

RS

477%, ENFRRIE. BRIEL B k. :

487%, HUBRTZH. EEMOM IR & B BERE, BANORBRNES
RIS £ 8, Parkinson disease & 2#f. L-dopal LJ]‘T%EZVE\'&LJE
T VYahl I,

551, FREEIBEY TEL AW BEEEB NI VBE

567, EBEBMEHEE. FREE (EIHIE L detrusor -sphinctor dyssynergia) .

58 1%, L-dopa & D2-agonist # BT 5 »" RIS IE R+ T Yah II.

60/, I, BETH BFIE—ATEVY). WTEELH).

813, BAWEZALWOEE. BRCHAT, BRICHWTERLLY, HIOK
D72 L7, MMSE 17/30. . ’ .

62 K%, BAUFIR & & 1) BK DB T 4R ARE.

ABREESEZNFFREDE &8

. drowsy (BEEFELRB>EIELTVS)
. hypophonia & dysphagia

. rigidity (EEELC, ERECERICEDHS)

. tremor (#.E.tﬂi@fi)

. akinesia (¥R V) TEE)

. normal deep reflex (N~ })

. no pathological reflex

. constipation & dysuria

OO PpWN

1 ERFAIOKE L HREFNRRE

2 [1~123] metaiodobenzy! guanidine (MIBR) OFFS > F4 357 4 —
H/M ks, early 781.2, delay 281.09 EBES 2 I{ETLTWS (MBEDY v b
A 7131.8).

E3 N, AL OFEHNE 50~65 BRI FHIE ST Lewy /J\W’F:mu&bfc EIREINT VB,

L, SECREDERN 64~ R TH 5. 5 3. a-synuclein(PARK 4)
ZEFOREZTD, 2fNEVT L EELE 2003 212 a-synuclein gene triplication® 3%k

DICES> TS, MENAEETH -7z 8 Fd 4 4 EHFahiz, ZhiE, lowa kindred® & IFEiZh 2 58
CIETHCRAMES AL TE D, 2fhcidd] HUERMEI S—F VY VROARRT, Bk
HWeRO T2, MEFNCIKESIUVRET EEBEEERZ2EL>Tw3, REFRIIE S
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2.0

3 eZIS IZ & B KAM B MUE T A5 (L

MIOET OREIE Z-score TRY . AREZE, WMARHEEAME, WEHAEZEQCMEET 25

5,

24~48 Bk, HEIRIERIIBRE I —F Y VR L
XA T &, L-dopa W03 % KIGHEIZFIHET I
ZRIFTH 2 PEBBCFRRFESEMEL Tl
%7z, VI o RIS L BRAREER

ERTY, ETHCIFEEREES L EESE
#ﬁﬂ%.@ﬁﬁ@?%m@%gtﬁﬂﬁ@:l
—urDEkE, F& L TKMEEI Lewy /D
EREH >N T WS, %72, a-synuclein gene
duplication®” 2O - KRDWE T H FLREH
BHEEER 2 & 253, triplication DRFZ L &
I ) FIEFR T EAREC, RENORMELE
P TEBRES—F Y R ERBITE RV LR
EINTWE, InoD0HEELS, EER o
synuclein DFEFPLEHDOBENREEE & LT
WEINTWwS, B2, triplicartion & duplica-
tion TIREBHED EHFICEND 578, a-synu-
clein IZ 1 gene dose effect BH 2 bDEFEZ &
NTwb, %7, Bila-synuclein &5 F % A
S, FHREENLT, Lewy IMEROBBREFIZ
BB EMEHLNERDY, SBOWRBEELF
A65,

a-synuclein gene duplication 25E® 7z HE&
B0 RERT 5 (X1, A 4ATRTRELE
HEDD 5 ENE, RE, BE2FE®, L-dopa i
My aRGED EFTH-72, MIBG LB Y >~

X4 MRI®T 1 4EEEER
HTEEZE & AEEZE O S S »,

F7 77 4 —Ti2LED MIBGERBETLT
B0 (R2), LEEZEMEOEZTN IR S iz,

Lewy /MEDE®D & 178 v» PARK 2 T, L
DOMIBGEBE X IEH TodH % 5, a-synuclein
gene triplication TiZ PET % W /= # s T0 0
RREMREPEEI NS LHEINTE DO, £f
@ a-synuclein gene duplication & /[LJ&AEEAHAE
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OEZEFEEEL TWE EFEZ TS, %,

ABE 60 R CRAVEDFIEZ & TV 5 AR E
HTH%, eZlS(easy Z-score Imaging System,
ECD-SPECT) T3 BEEIcNZ T, BIEEERNHE
H & AIEE O MIFIE T 233 L (X 3) 25, HIEEE
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