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FWERAKELBELTHWBIENHISGN TS,
BURBINA 4 HNZH U, EEERNIL 6 #4505,
ZHUT AD OIBRZIEEK E LT, 77 46N #
ARl TE LRI LA RBL T3,

AD OE{RMIF7EE 1980 F1XH &K LItz 1r
b T&Es ThETiz 3 20FKE(LF+APP
(Reafk 21 %), PSENI (Jtafk14 &), PSEN2
(F@lk1 %) & APOE ($@(k19 &) #I1IC®
ETBLHOERZIEIL FARIEXA TS, A
FTiIZhoD 4 >OBIAFIZHLIL, EHFHOH

BRFE D IcRE XN B KD 1D, AD ORNEICEBIE WEZLTHTT .
Japani s
A Famitiat
ALZHEIMER'S
DISEASE DATABASE
Enghet i
2 Welcome to JFADdb
tone
Gene Seacch (M n8) Familial A ‘s Disease (JFAD) contains about in genes knked to
Gene Search (Patients) 's disease (APP, PSEN1, and PSENZ2) as well as FTDP-17 (MAPT and GRN) in the
Phenotyoe Search The was crealed by searching for publications in PubMed and ICHUSHI, a bibkographic
E‘:m Search database of reports published in Japanese language, analyzing FAD and FTDP-17 patents for mutabons in respective
&mﬁ,‘mm genes. The provides comp for basic and 10 obtain an overview of
Cito Us the reponed and p in the and compare thew findings and clinical presentations
Linka with status of the literature.
Contnbufern
Contact .
Latest News N7 M ERY
September 5, 2017 2 new mutations and 4 new cases were added F12R 14854
June 11, 2018: 7 new mutations and 20 new cases were added. | * APP 7 (EHEED)
February 19, 2015 JFADAD wuwr was publshed. e PSEN1 45
24, 2014 Od L
— June 24, 2014: JFADdD launched. « PSEN2 1
Mutation(Protein): p.Gluz80Ala, Mutation(DNA): ¢830A>C  DSEN 1-E280A - 244 * MAPT 20
| Inviouat © | Pesigme© | Gone MustonPromwn) | WaaionONA) | Exm | Regon | GemsAwyue | ApoE | Tamie’ |AgestOmse
[ » = PSENT POMZIOAlS | cEWAC | 8 | MLVMA) | Pedomed [+ Famitial ©
[ 1w [esewr | powasoAls | esmac [ . HUVIMA) | Notperformed | 33 Familial 5
P<0.01 P<0.01
B 80 - [ 1T 1
a
—— “
& 0 $ - THREER (REED
~ a8
& uén = * PSEN1 44 (+8)
A e 7 - APP 54 (£9)
W o * MAPT 45 (+10)
nﬁ o
20 1 i
T T T
PSEN1 APP MAPT
(874%1) (23%1) (514)

1 HAADOEBEN AD BT 230 7> b F—2X=2Z : JFADdD

A by TR—D (F8) & PSENI-E280A /30 7 ¥+ (Jid) OX=2.

B.SCHk 7 DX la #UE L. PSENL APP, MAPTIZ/N) 7 ¥ b % 3B 5 AHBO GBHIEAE R O FEAE - fib & R 7.
RS MIGARI ZHIE (frontotemporal dementia: FTD) OFRRIZEH T MAPT IS/ ) 7 2 b EBADBIENDHD,
HAANTIZZDHIENFICHETH S 19, MAPTIE AD OIFINE(L - Tldzmuna, R406W 73 7 2 b [EE g
g 3EHIEIRE 26T DB 19,
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[FR&{5F APP, PSENI, PSEN2

WTh S BEREHRERIEEA D& FERAER
KM AD ORFBIZ & LT 1990 FRICHiE &
hi-. ZO®%F-LZFERBIEZFIEIHRETh T
W (2019 12 AR, Zhb 3 D0MBIET
MIA—-FFTB5203238T7 304 FR—-4
(amyloid beta : AR) DEAIZEAETHZ L5
(AR 29 MRIBxh, ZhIZH I K%L
DILFERZ, BRMAEIMTOh TEZ Zhicl
BEYAmEDFRy P REBED—DL LT, AR
Pk [75 25 %X~ 7 (aducanumab) /¥ #Z1F5
ZENRTELS. T—%4 (Eisai) &/ A VxV
(Biogen) Ik >THRIFARBEIN A AL DR
FEANLL-EREBEHETH 5.. EQH AD B #H
EXRNRELERABR T —2D0BMMIZLST,
ZOEMN, REMIEDLIIZLT, XED
B MIEE B (Food and Drug Administration :
FDA) OZ&ZHG % Bi53 &L O#EA 2019 4 10
AFKICw &hsz 9, EEKRE 1 HEPR LR R B
—BRIEIBVIAE R S L0 RO (ICHETm L
7=, AD VIDORABHRIE L 25 2 TR AT T
WABRET, SHOBANIERIZELATHS. %
X2 TAB IRFEIDD 2AIICHICHELZ S &
HHEE LS.

IhETice by aBlETuY 22 b TH
EE N7 APP, PSENI, PSEN2 D’3) 7 v b
HRIIBEMA LT — 4 RX— 2 TAFUHTD
3. ZZTRHEHLD Itk THE S NAZHAR
ANADIZ 1t L T v 3 [JFADdb (Japanese
Familial Alzheimer’s Disease Database) (http://
www.alzdb.org/jfad/) 12 2OWTEHBIZHENT T 5
(B1). KF—axX=214BfchT\3B/3) 7
Y MIEGED AL ST, EINGELRB S h, H
ahsz, HENEOEINN) 7Y bOEE (7
IVBOBERE) RGBT TEL, FON)T
VIERTIH4ADOMBOERNE S (FIEFE &,
WAl APFLfRRERLZE) BHBEL TSR
ThHs. N7V IEERBAEBEEALEHIBMTS
NTWBDT, FEICHBRTHS. IO AD S
V7V b F—&Z~X—2Z Azforum Mutations (http://

www.alzforum.org/mutations) (2 [E)%% 2% £+ 7 1% ¥R
B, KT — A= ZIZBHFIN TS APP,
PSENI, PSEN2D)S) 7 v FIZZFhZFNT,
45, 1 &% -5Tw5 (2019412 A 14 A). bR
BEHINTWBOT, BIEBEHEE -,

Sun 513 PSENI IZRH & h 7z 138 12 R SR
23) 7 Vb OBBERRAT & BB MR THRRIICIT
W, BN TV D AR, AB42 DELHEE
P20, HEBREENZ LI, BIFI NN T
YIDBEZ9HIT, AR40, AP42 DELHEM
EFLTWBZ L7z, ZZ2TIEZhUE
DEMNS KL EWA, TS5 LRl L o
T, &%) 7Y b & AD RAE & ORBEBRMAR
BIZHO LI >TL BB S,

RS8R F APOE

AD DEZWBIZFOH T APOE 3R T
ZEDTERWEHELBIZTF TH B Y. Kk
2T, PR RTIZs ) TR (7 & b
oy A ) CTEIZEEKIND, BEEMNIZIZIL X
7o - LEFEORBEOEX - K#ICBEEL, AAD
EELANLATY b — L LT3, ZOREKET
MRERFELAE, PRELPEHEILIFo0—0
MIEZED [HDSNIER] IZDL5MB. AD
B EDRMIEL OB S RL T3 5L, PE
WolgEa Yy bu—nidEEBER%* M4 55
BT EELRBEL L > TV 5.

APOE 1213 112 FHE 158 FAD 7 3 /DM
ABbHHIZE-5T, APOE-e2 (Cys-Cys), -e3
(Cys-Arg), -e4 (Arg-Arg) D3 OOFEBLT
AV T+ —LBHFHETS. ThbicHET57Y
NEENTNAPOE-e2, -3, -e4d Th5H. &
TULDOHEBIZELT, AMEREH2E00D
APOE-e3 MR TREAL, BT ILLEL
THEFTFEN TS, RNWTAPOE-e4, &tk
IZAPOE-e2 DIBIZE 5T Wb (APOE-e3 >
APOE-e4 > APOE-e2).

Roses 65D 7L — FTIIFEN, RUMEMEOB
HARIERL AD 2 8 & L=k > T, APOE
L AD OBE A THITITHRE L 2219, 1993 £
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DZETH5. LIk HAAZEOHKLLAMET
ZOBEMENRE SN VD APOE-e3 7 VY
MZKF LT APOE-e4 7)) LiZ AD O3S 1) 2
VIO a—ThH5BZE, RIMIAPOE-e2 7
NIRRT 728 —ThHhBZ LB ENHLNL K
o7, ZTOB%BREIZES £ T, APOE 1T E NFE
#HZ THENIZAD LEET 3 BZFIIRESH
TV,

APOFE \=B¥ 5 BR O BIKFE IR % 2% 3
L, FhiEpmyro2—LLTREER-
294 ZXbF ¥ —F (Christchurch) 7S 7Vt
R136S1¥9-19 TH 55 (%Rl). auyE7DT Y
74 % ¥ 78] (Department of Antioquia) {2, %
ZEafkBENBEERERTRPRBEL AD OX
RRhH 5. ZOFRRTIZ PSENIIZE280A /3
T ERDHB, INETIZHBEZ 1,200 406K
STV AR ER TS, RRZOIZIFEAS
WHE 44 5% (PRE : 95% fEFEKRNE 43 ~ 45 %)
TEHERMEZEL 20, 49K (PRIE: 95%F
FEIX IS 49 ~ 50 &) TIRHME & RIET 5.

Lol, BINxZ LI, T0&RICAZET
BRERNEEL k5 hh o kSR —ARE I A
7=. f1D PSENI-E280A /3Y) 7 v MRKZ L 1
N, RHMBEEEOREE IS 2L, T
TR Th-7-. MANAR DEMEIITL
AE0Th 7=, HRFEEHEEOF EREK 2
VISUTHBEYT R VI ORMNER-EIZNS »
12h %L, RENTH -7 BROEHDOEE L
B, b, EELRNSY 7TV L ONEs 5
R XN 7= BDYINA IN—=TH 5. BE»

PHEABEKSNY T VLN, T LAEBERELS
PSENI-E280A/3) 7V F DOREMEAMZAA
TW5D»?ZIT, LD/ 4 DNA =548
BT — L@ & OBIZNBIF AT 5 7=
Z DR, APOE-e3*3 D#ZRI 2B R/E TS
54 X2 bF ¥ —F/3) 7 L RI36S Dk EHEA
AKTHbZeMnmhnot. 2012FICHE I N
APP DRSS 7 ¥ b 1910 L FIRRIZIER IS4
VISV DB BERATHB. 5% APOE-R136S
INYT Y DEET B0 FRENRL IS 2
ENBTHAS. BLATHS. BLEAIIENY
7Y MIBARATIERED S haw, —fxkaL 7
BTV b (=4 F =T ) AOHEEA 1% FKi)
EEBRIZ, AFMERHME O R A IR IZPEE N
VTV FEEbI S,

EbHUIC

AD DFHRCEZMICEbL 5 BIZFIX, &%
30 FDKEA £, BLAICHOMIZIhTE .,
IhETOADKREICEDbBMRIE, itk
WMLEZ4ODOBEFAR—-—RIZEBHEEIATE
EE-oTEBETIIHW. BIZEM T Tu—F1IC
koT, SHF-ERREBIEZTF, BRUBET
BRERINS ZEI2ahE, ERIZEVHAIC
VML TRIELTEEE LB THAS. APPIO
2 APOEW-19 IZRH A=A/ ) 7V Mg,
AD REEICE D B /3541 L2 FEEEL, X562V 7
PEEEZEWIHTHESRR TH 2. FTHE
IR ATV BT 2L,

&1 APOE-R136S (454X +Fx—F) 1N)T7 Y FDOHR

— ;:41;';‘; b — PN TEE L~ P —— RIEF# (95% CI)

- - L AL 35 =

E280A R136S BIRE AbT  Tau* MCl RERIAE
REHE REH-KE e3*3 44+ + +++ ++ 70 &K 70 B TRRBIE
REH IERREH — +++ +H+ + +++ 44 (43-45) 49 (49-50)

3K 14 DX 1 ZTCISHER L 7.

MCI, mild cognitive impairment (¥%82HIfEE) 5 CL confidence interval (X))

*, Pittsburgh compound B (PiB) %\ 7 PET Mm%
* F18_flortaucipir (FTP) %M\ /- PET Mif§
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VTV FDOEEEIAMEIZE S TRES. ZLT,
ZRIZIECTY 22208, PR ENT 3.
B2, L7087y b TIREDMERIZE L,
ANERPHUSIZ X > TidE< R Eh Wz L4dh
n, FEESIEEICE . AATIIMEENLE
BERBONTE, BARTYTATIE[E!
LW ZENSLDHB. AATIE [HEZ%] AD
BRZMBIZTFTY, TV TATIIZ S ZEHE
35 L., ADREEIZEH 3 EE i AW FMH
A TWRIZEMbo§, Kakrs (AR
%] AD BEZMEBIEF LI k0. RIF0EKA
HERHEAAD N 7/ b TF—2EPEL, EML
AL, FAERTILENSHS. LHIEEESHE
IZZDR10 FARBA-BOMANEETH 3.
SHOMEBISKOICHF TS L300, FKLdfo
PO TEBT RSBEL T FIFETHS.
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&0 AD EFL & U ZZZRRYEDB IR BERERIFFR I
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22512 CTFE-7-2,, ZOBAEBHEBOLTLL
DL L B E9. R, SR A I Lo BT
DWAMD 2 V328 (B - FHIEE, REA,
HLER4E, ROIIEXR, KBAHE, NMIHE, 21FEHK
FAk, BEOIFS, Adyfitrah Yusran, SEAHA, IUEFE
T, ERERRE) ICI3EHED S REBMEEIZ S > THD
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NTEF LA, BLELPLETFET.
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