PP SR AR 20194E 1 H 20 HES 19855 1 8 Journal of Neuroscience and Mental Health, January 20, 2019, Vol.19, No.1 +29 -

- DA< RN LA -

DJ-1ERFRTMB R K MHE KRR 1FiKE

PURTEZNES T < = I Y )

100053 b7, #HREA R F 5K E AT 2 A A+
BAEYEA . £, Email : mmaowei729@qq.com
DOI: 10.3969/}.issn.1009-6574.2019.01.007

(xR ] maekn, Rk, HEEEE; DI-1

ESWAE: bt iR HR i AATHRI% 2 5858 B H (SML20150803) 5 b stk =4
ARZ R 2% B H (2161100000216140, Z171100000117013) ; Fb 5t TA R RIAFZ 4 “BAET K
PR REERARMFFE” (PXM2018-026283-000002)

DJ-1 in early-onset Parkinson disease: a case report and analysis Liu Jingyue, Mao Wei, Xu Erhe, Chen Biao
Neurology Depariment , Xuanwu Hospital, Capital Medical University, Beijing 100053, China
Corresponding author: Mao Wei, Email : mmaowei729@qq.com

[ Key words ] Early-onset Parkinson Disease (EOPD); ~ Gene mutation;  DJ-1 mutation

Fund programs: Beijing Hospital Authority’s "Mission" Plan Special Funding Project (SM1.20150803) ;
Project funded by the Beijing Municipal Science and Technology Commission (Z161100000216140,
7171100000117013); Research on Key Technologies of important Diseases for the Elderly in Beijing municipal
Health and Family Planning Commission (PXM2018-026283-000002)

F % WA 45 #% W% (early-onset Parkinson disease,
EOPD) AN [a] F 24 1w I £ L PD, — % 50 % LAY
B R PD 5% ~ 10%. R4
W AN, LR BN S AL | s LA P RACAR
FEE R KX 25003697 1 SO A5 5 4 i PD A7 — 52
2512 Parkin, PINK1#1DJ-1 55 J& EOPD f %45
LA EOR 2R AR LA, ASORE T — 191 DJ-1 3 K 28748
FE EOPD W AT 40 M S e

EARER B, Bk, 30%, 44FR1 B T
WIFER MBI A= T7, IKBREABRZE MR, Ri2Th.
AERAE R W, 2 Wi “IA& R AE”, T
F LW 125 mg, vid., HIERZEEAERTC I B2 #%
B AT, AERT B Z e, FHON R
PIRIME, SRRt bb sl R EA 4 807, b
L ATHE B A5 (] R, B B e, - B AR
PRI, S0 S AL Bl 36 Ik, I SR 4545, ik
B AR, G RE WS, T
R84, MU JCH Wil o KIHMERL, IR, IIRZE
(2 ~3W/K) o HIEHR & 0 | msl, {H JC I A& B 4
PERE N ], SRR, NIES AN, AR WANE, &
TERS S, RS2 D REARLIN I 5 LSRR R
K, DUREIILST V 9, DUBNLIK S, W, &
e s XL ARG, X o S S5 , X
PO I S U 5 UMBRIAZE (+), R ERAE (-) 5 DU

£ RKWERR T MR SR, IR
JERaHE s XL XTSRRI, RCR A | 2
W R AW LARWHBE R . JFRRRG-) . 4
— A4 AR VEE 2 (UPDRS) &3 : 2343, UPDRS- I
1577, HBIRG AR . K-FERBAM:, 4 W & A ER, il
AT F )RR WS, MER . 4iE R
B, ¥ TEIEH LRI SkMIMRIA WA B RH ., £
BB 5538 1R (DAT)-PETCT (2 4EHi) 7% XU 72 4% I 38
PRI AT AN 5], B AR 1 $5 HRU{H (standard uptake
value, SUV)1.61(%), 1.45(47) . "F-AV-133 PET-
MRIZRBUM A% | FERAZACT XS PRSI (LI 1) o 2
FEMR | I R RGP R LB I . LA
7 HE b 28 07 i v AR A4 5 BLIE A 28 | RUR
LA T IR . 22 T BEHR [ 78 REM A AR 30
7 DL LR 305 s 388 5 ORS # 457 {— UK REM B,
A A B HER B R 4 0.7%) o J5 PRSI % BRI REAS 78
YL o AR B s A I e A 4 AR TR 7 B AH LA
PARK7(LFR DJ-1) FAAE—Rb A 5RA8 1A M EBUH
RAF , RAKUELE R Won Bl 28728 50 ok A T
SCEEILE2) . WA “HREMNEARN, 29T
LKL 125 mg, tid., Ffa% 0.25 mg, tid., & W%
1% 50 mg, b.i.d., AEMREA Bk,

Wit BEHFFEIMN, RERRK, ZEtE,
FER BN BT FRIZ SR 2% | LK 738 i | 3



Y SR DA 20194FE 1 H 20 HES 1955 1 8 Journal of Neuroscience and Mental Health, January 20, 2019, Vol.19, No.1

e e
ey P B Dhi £ e
ED8 b -— ERbee T ki3, - LRI
D70% A0 070% Hcn
2 1 1 2 1
) 4 J : ) ||
H H H H i
H i H H i
A 152
ok S 1540) e o oo san)
ez s s [moz m
f«}v Pl eyl - o | TS iy | P
o7 - 07 X DR AXen o7
2 1|= 1|= 1|z
y s |y s s g |y
H I Hn ile
H ‘e H H i
” ”

- 152 -— 152 -— 19 -
o s 13400 p e el e oo s sg0)
e 3 e - P - 3
aih .. 1 .| 1 ... - 1T ..
0707 AHw 073 e, 070 % en 0704 Hen
2 1|2 1|=2 1|2 1
) s |y s g P
H ilo i ile 1
H H H H i 1

152 ’ 182 » 152
ﬂlwmm ” OO AN 13400 ” OO N 13400 ” OO 2N 13400 ”
P 3 P 3 3 o 3
2150 0 Py a4 9 Picved Bty P 2 39 e
[0 Pt I PPt iy Pt ol b LA DI
0707 202 070% e 070 Hen D70% 4w
2 1|2 3 112 ' 1|2 1
pey
) | P g s P
H ilo K ilo i
H e ile ile 1
2 - X .

s G
ot

wnind

»

1 3k "F-AV-133 PET-MRIZR B3 SUMTE R S AR AR , LA AXFR



PP SR AR 20194E 1 H 20 HES 19855 1 8 Journal of Neuroscience and Mental Health, January 20, 2019, Vol.19, No.1 - 3] -

B (NG17054754) , chrl: 8025475fF7c.183dupAILiE A
CTCTTTTTTTT GCATCTTCAA

AWV

BEZAR (SHI7067393 ) , chrl: 80254757F7Fc.183dupAfIZed 278
CTCTTTTTTT GCATCT TCCAG

BFEZ R (SH17067394) , chrl: 80254757 7Ec.183dupA IR A 5848
CTC TTTTTTTG GG CT CCTCCAA

2 R RACREFER AN ZS R

PR WSS S RER, RIS AL | PR RORZ | ]
BE REM IR AR A 7 0y B i 25 R iz she ik . AR 642 o0
B A5 5K B (MDS) PD 2 Wi b HEA & IH 4 BRZRBHAIE
ATFEHEBRPRUE , FEAE— IR0 (I HL 5 25 0 A2
T2 LAY N2 45— T0U R 3 COUI ek A iy 4 7k
ZEAE) MR , BT i2 WG PRAR v BE PD . LA
W7~ PARKT LR 44 Boi 2848 (XFR DJ-1) (F2),
W12 R “DJ-1 3R 548 T B R A AR

EOPD 50 % Hij e, 2 5 H Y iR otk g%,
Herpews UL 005 2 K R Parkin . PINK1 A1 DJ-1 K54
Horft Parkin JE R 2848 e 8 UL, EOPD &AL 54k
BRI BEFS A 25 V) A 5, Parkin, PINK1 Fl1DJ-1 3%
St 1 B 11 AR SR [ g | Sk iR G o 2
AR Y s Sy R 2 EEEH . BATA
PRMLHIAS R B2 [ AF e B MIREEC R, a0
PINK 1 75 £ b7 (A SIS Bl 2 Ak 76 AL Parkin , {8 42 K7
PRIEIE RIS [ IR EOPD 15 4 it
PD HH FL B AR | QR A IR R RIS R
AT UL S VEPE R SAPE AR B, T 20 L P e 1 P R A
DR R B S B iR R,
M A3 ST 26 A ) 26 P 96 78 BT EOPD 78
Il R B0 AT AR i 22 5

DL K 485 A e B35 36 DI-1 3 R R BT B0
EOPD,

LVRATH 2 . 5% 52001 4F Van Duijn 28" 76 77
2 H YR MR L 0 PD R R PR E T UK
FL A B Park7, 2003 4F Bonifati 2 0 2 T % 07 45,
FRFEHE R DI-1, BRI ARTEM & PD B R
DJ-1 28485 ', H8R DJ-1 =% UL EOPD (9 5L
GAFRIN Z — (HHAAFEIRAS . 2R,
DJ-1 3£ ZEARTE T IN A AT I A H Lo BRSCZERD
AT T DNA U 45 75 3 06 D0 )1 U A B v 63 46
R PEPD SR AT LRI 1, IR A IR AR S 7l JE
PIZRAS . Lockhart %58 %k 414 5 15 i IX % PD
FIERRGAT , R R IA LR JE 748, Tan %5 74,
FEAEN | b0 VG S RITER FE N8 1 9 22 ik A 51) il
REIDI-1 FLF AR,

2 MM . ANZEA DJ-1 JE K SUFR Park7 JE A
BT 1p36, A 84M T, K EE N 24kb, 465 189
PNEIEFRDI-1EH, DI-1EHE—MZ IR
T, 76 BT A S S R PR A
38 BN E AN LT, DI-1 8 2 N —Fh R R
F4 I 251 Sk ARG AL 10 380K S0 Miiller 260107 3 6
TR FRIA DI-1 A 40 i 22 2% T 1,0, S A Ak
EFE AR PR TGN , A K DI-1 BN 2 2 s bR
SEALRIBIR . Thomas 251" SR %, DJ-1 2 P SR 14
SRR v & B AR 1Y) Z2 R L, HLE
AR B /D, 7 4854 3 e T 446 i ke 1 o 28
i A K i AR A, X R B DJ-1 16 ZOR0 AR 3 B8 Fl 4 44
LR R EEER, HAL ST R DI-138E i s
VMAT2 #5544 2 [ 5 /N i it HERR | B#AIR
20 B P T AR B TR B 22 U RE A 22T . DI-1
R L e 0 T G PR P A it ) i PR R A R 22 1
Jiz 4 . Bonilha 25 7E B 4 5286 h & B, DJ-1
F R ) /N BR 23 H 5 PD S8 5 A TR) A 490 D) T
AU HOX R AR LB ATF W 38K . A
2, DI-1 TELE BRI | R LoRiAR 54 | X4t
AL R 2 R 2T R B EEAE .

3. G R FEE . EOPD I R R BUER o kR 221
W ML PD AN LAY A/ B ES E R B, Al
RIS BR AN S AR MR W n] UL, LK Ty B fs
EOPD # £ 2B, 3 M. A8 sk i A A i
W, REBEUFHLZE, 487, 1E B R A JF
A HEAR R | 2R TS B4, AT BEA77E REM
HIBEARAT A BERS , {0 PSG A28 4 UL REM /4 & AL
sk Fr3 v, NREIESEHATE . (BT R B
PSG i 2 Asp #E7 A IL 1 YR 26 87 (1) REM R FIR (13 5 4%
HEAR I 0.7%), T 7% FERT BE-5 PSG A2 1 1 AN
K, TR A PSC I —AF L B R BAFE REM ]
BENRAT A %, EOPDW ] FEA Hufh i sz 2, £



<32 Y SR DA 20194FE 1 H 20 HES 1955 1 8 Journal of Neuroscience and Mental Health, January 20, 2019, Vol.19, No.1

kg e R U S ERAE B . AN R DR 9728 I )
EOPD Ilfi PR BLA A0 622 3], DI-13% R 2848 fir 8 i)
EOPD oy Fi if JR AR XT 22 12, 401 v] 68 Hh RS # AT
SRS TR A SR ROIE R S A XU R T A
AL, ABEAEEEES, ANES A, 2
BROYRE, 5IRR SARAT . Luoma 25 BFSY F LR
AR DNA & il R i 7 — 2L & R ZE AR E b &
AT HERR S MUURRIE , 2% 834 BTG B ARG T Il
RS A, FL G HR PR XEE R B0 5 2ok AR D) RE i
Koo AR5 5] () Al I PR 2 B0 QnoBCH Iy 7 R e D
JHe g Ve BB A, I AT RE S LRI AR G

4.5 B2 Wi : EOPD 7E4% G g AR 2- K A AR M 4K
Pk 22 Thyl , 22 AL R (DAT) BB 4 0 5 i K
(AV133)PET A] {7~ Ho 5 i i 22 E e REA IR FEAIG, X
LW SRS WAE — e B, BT — il J
o I A O HE R HAh A BRI B S S | AR
i . 22 M iR B At e 2 W S S Wi A
—E B E

5. %52 W . EOPD & 4F i 5, 38 sl itk &
A2 SFE IR AN LAY | 5 55 HAth 35 15 A8 P A DG
o S5 ], WA R/ IR AL I L 2 L R R LK
By | EORAZ A | AR SRR , DA S A4k A
WA 4 AR 25 A AF W5 B i 4 . — S8 Ak 75 L ik 41
i 2iak RN AREGE IR

6.37 77 : DJ-1 5 F 28 48 S B EOPD X £ 128
WYY SN AT, AR 25 5 B IS sl R B 8
SRR R IR T ST . MU T2
ZAREESh ] MAO-BINHIF | 2230 | 4 Wl o il 55 24
YIRYT , REIR ™ S SO ok 2 R AR 1R T g ek
ST BN NN 2 BRI (R R A,
TR IE SR B & 2L 2 EOPD SR #1545 1]
R B, W PR ST R A T A IR il B e 2t
EOPD 154 } HAb AR Shfe Rk i 40,
FUBSARZE  SCEEFTAT FE & SRR SCREEHEA 26 P2k
EERBA  WOEVOR  SCERE WX T, SCREEIT AR,
TGNV W

2 £ x Wt

[1] van der Merwe C, Jalali SDZ, Christoffels A, et al. Evidence for
a common biological path-way linking three Parkinson's disease-
causing genes: parkin, PINKI and D]J-1 [J]. Eur J Neurosci,
2015, 41(9): 1113-1125. DOL: 10.1111/ejn.12872.

(2] Tk, ¥F 8, KA, & B R0A 6 A0 I R FRHE . 2 B #%
I8 K PET W AR Be B DR 9 8 43 A [0 ] oy [ 25 4 2 25
295 2 22 7R, 2017, 24(1): 2-6. DOT: 10.3969/j.issn.1006-
2963.2017.01-002.

Mao W, Xu EH, Zhang H, et al. The clinical, DAT PET scan

and genetic characteristics of early-onset Parkinson's diseasel J ].

[5]

[10]

[13]

Chinese Journal of Neuroimmunology and Neurology, 2017 ,24(1):
2-6.
Clark 1IE, Dodson MW, Jiang C, et al. Drosophila pinkl is
required for mitochondrial function and interacts genetically
with parkin[ J ]. Nature, 2006, 441(7097): 1162-1166. DOI:
10.1038/nature04779.
van Duijn CM, Dekker MC, Bonifati V, et al. PARK7, a novel
locus for autosomal reces-sive early-onset parkinsonism, on
chromosome 1p36 [J]. Am J Hum Genet, 2001, 69(3): 629-
634. DOI: 10.1086/322996.
Bonifati V, Rizzu P, van Baren MJ, et al. Mutations in the
DJ-1 gene associated with auto-somal recessive early-onset
parkinsonism[ J 1. Science, 2003, 299(5604) : 256-259. DOI:
10.1126/science.1077209.
Yokota T, Sugawara K, Ito K, et al. Down regulation of DJ-1
enhances cell death by oxida-tive stress, ER stress, and
proteasome inhibition[ J ]. Biochem Bioph Res Co, 2003, 312
(4): 1342-1348.
WRCZ, 3228 DI-1 Sih i () ] AP, 2006, 21(1):
218-220. DOI: 10.3969/j.issn.1002-0179.2006.01.156.
Lockhart PJ, Bounds R, Hulihan M, et al. Lack of mutations in
DJ-l in a cohoa of Tai-wanese ethnic Chinese with early-onset
parkinsonism [ J 1. Mov Disord, 2004, 19(9): 1065-1069.
Tan EK, Tan C, Zhao Y, et al. Genetic analysis of DJ-1 in
a cohort Parkinson's disease pa-tients of differentethnicity
[J]. Neurosei Lett, 2004, 367(1): 109-112. DOI: 10.1016/
j-neulet.2004.05.090.
Miller DW, Ahmad R, Hague S, et al. L166P mutant DJ-1,
causative for recessive Parkin-son's disease, is degraded through
the ubiqu- itin-proteasome syslem[ J1.J Biol Chem, 2003, 278
(38): 36588-36595. DOI : 10.1074/jbc.M304272200.
Thomas KJ, McCoy MK, Blackinton J, et al. DJ-1 acts in
parallel to the PINK1/parkin pathway to control mitochondrial
function and autophagy[ J 1. Hum Mol Genet, 2011, 20(1): 40-
50. DOI: 10.1093/hmg/ddq430.
Bonilha VL, Bell BA, Rayborn ME, et al. Loss of DJ-1
elicitsretinal abnormalities, visual dys-function, and increased
oxidativestress in mice[ J J. Exp Eye Res, 2015, 139: 22-36.
DOLI: 10.1016/j.exer.2015.07.014.
Luoma P, Melberg A, Rinne JO, et al. Parkinsonism, premature
menopause, and mitochon-drial DNA polymerase gamma
mutations: clinical and molecular genetic sludy[ J]. Lancet,
2005, 364(9437): 875-882.
RS, ME , TE AT IR IT 3 B84 50 R 0 R R
4 AR FEAIAR A8 2 S AS AR AR G2 SRR e [T ]
[ 252, 2016, 36(4): 105-107, 110. DOIL: 10.3969/
j.issn.1005-1678.2016.04.32.
Hui XL, Zhou YM, Mao Y. Effect of behavioral therapy
combined with pramipexole on the degree of depression and non-
motor symptoms in early-onset Parkinson's disease and depres-
sion[ J ]. Chin J Bio Chem Pharm, 2016, 36(4): 105-107, 110.
KPR, BRIENE, S, 45 R e RTINS AN 5 T
TR AIRCR KB B R IRPE O [T ] RIEE, 2014,
35(15):2420-2421. DOI: 10.3969/j.issn.1001-9448.2014.15.044.
(Ackis H 31 - 2018-03-29)
(RS il X4 2%)



