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Abstract

Parkinson’s disease is a common neurodegenerative disease that seriously affects health and
quality of life of millions of middle-aged and elderly people in China. The pathogenesis of Parkin-
son’s disease is closely related to environmental factors and genetic factors, and has different ge-
netic methods. In the past two decades, research on PD genetics has made great progress. Studies
have shown that there are differences in genetic polymorphisms and clinical phenotypes between
different races. This article reviews the polymorphisms and phenotypic characteristics of PD-related
genes in Chinese population. The aim is to provide clinical phenotypes and treatment references
for different pathogenic gene carriers of PD.
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1§k

M <e: A% (Parkinson’s disease, PD) X 44 & BIUBRSEL, & IRBIT /R 3B (Alzheimer’s disease, AD) %
TR WA IRAT I . FLER T 2R BE AR RS 1 YK B, PD 7E 50 % ZHTIRAD WL, 1E 60 £ LA EA
BRI 1%0L |, 80 & LA EAHE 4% (1], T e R EERRNGH R, BE L 2R N
J&, Wi E PD B RIGIEAR K L TN RIRIEIN . PD AR AVAIE 23k JL-TF, (Hi st R iz
AR EHEFR EVE RO, 1E3hIR5E. WU EAILHEPERE, KE W IEEEAEIR A 3 R D BE R G |
IWHNTHREREEG . AR B B ThefatF[2]. HtAIl, W2 ARzshipk B EIZ SR fiKis
10 4F Bl KN E][3]. PD ) 3 B 45 B AR AE S 5 8% 5 /M (Louis Body, LB)H a- 28 il % 2 1 (AR 20
REEA KRR A IO [4]. B AT PD WA MANTERE, RN IREE R 2R 8 A% D 3= 3L R R
g5 . REAFTRRWIA L imE S R ZGEFIAEL A 3 5 PD AA7E — BB R [5]. H 22 £ 1 Polymeropoulos
S N[6] R I GihY o- 5 fi A% 2 1 /1) SNCA (Alpha-Synuclein) 3 K] 5875 S 2 4 77% LAk, PD [ i84% 2247,
B 7T OumtERt g . 1245 Rk, Ba%w T E D 23 ML EEA 19 A5 PD DR IER, HA s 10
AN etk B AL (SNCA, LRRK2, VPS35, GIGYF2, EIF4AGL, CHCHD2 %5)F1 9 AN Yo i f 3k
[Kl(Parkin, PINK1, DJ1, ATP13A2, DNAJC6, VPS13C %), HHHKEH T 58Uk PD (kK ¥ PD 4
NHEUR 1 PD FIZK T PD,  HoHp it 90% %A i 1] Fr) 5 R R iR M PD) A 2 1 45 i £ IR0 3k R e A A
FAR[7]. TR, BEE A ST E X PD AR SCEUR FER B 7 H 28800, IR — = DR A AS [F) 38 e 4k
FEAN R RN A B TS A R . B, LRRK2 55 WL 5848 G2019S ZE b ARAIRI R AR 250 KA
HOCNE W e 1441 BT IR (AR AE PH LS 0 e A B P B D9 WL, 177 LRRK2 G2385A A8 ¢ 7E ML A Hf
T IL[8]e MbAk, AN[FIHE DRI 2 H] G R R B AEAEZE 5, W1 GBA #5733 AOWi e T R, AT R
NEH FMA D) ReiiE B, 1M LRRK2 RAZIE # 5 AR5 2 A ELR I H SR i sl R A A G [9] -
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N T SRR I PD AR SSEU 3 D8 1) 22 A5V A FLAH R AR i, ATl PD 5 L0 2k PRI A
NBERIRT UM — 2738

2. BakEM PD EE
2.1. SNCA

SNCA JE[H B PARKL JE[K], EA7 T 4ettfk 4921-23. 1 SNCA wi i) o- 8 k% 25 12 LD b =24
BRSO, 8 A R AR SRR n) ) R AR AT R B, SR IR E AR & I PD iR AR .
BEE X SNCA FIRAWFFL, BT RKI 6 4~ SNCA 5 AF {7 £ (p.A53T, p.A30P, p.E46K, p.H50Q, p.G51D
Fi1 p.AB3E)FI1 SNCA 14 SE R B ) B2 /7 41 (036 =8, —ERIPUE) [10] [11], K2 PHIELS REHR IRV 7
FEK, HARIAEE LRAEY, AS3T RALM LI WK, EAMIETEER SNCA RAZE 2 BRI lim RS
AR R RS ERGE . AR BN R B AER R SRS EIR (3 L K [ T
Z T RekEAT) R [9].

UTAESR, NSEr [EAHE T SNCA JERAR S i AL 5 PD HIAHSGHE, B NV 22 RZYAH 58 ARk
Ji&o RTHEDUENFFF SNCA BRI R L, M/HEhoE HBaPELS R . 2016 AF7E—Dixt 91 1 .k
PD HB#H B KM PD SLilF & BT B A I ORI T rp, R0 T SO AR 28— A AS3T 4%, Hi%
191] £ I HH SR AB3T RS PD I PRAF s [12] 0 HI T SNCA Jik R SRARLE v [5] N\ B 2 L HH ARG AT B
P, D TCVE SRR R . SR, ) AT R O AR 4 R B S Bl 1 X ) A% R 2 A5 14 (Single
Nucleotide Polymorphism, SNPs) i1 SNCA £ [X ] 3'UTR I fit P8 a-RAMZ E AR H £, &4 NIk,
M ERkIE SNCA [1)—2& SNPs 55 PD 5 & A OG . A 2 Wi 78 K I SNCA rs356219 £ A1 B A
H15 PD Sy MR ZUAR OC[13] [14]. (AT, DU )14 P e Be I f ) — Tt %o o [ 0% N ) KA A 451 %of 1
W 9¢ 27~ SNCArs356182 7 s Z A HAG G N PD 5y Bt (1) RS [15] . UL AT I, SNCA JE R RAZH:
PD ABEH WML R 2, (B S 5) 7 X SNPs 53R [E E & 1E PD SR 2F, X ONF9 b [ ik 1t
PD R4 ME 77 M. SR, Hr BARRENIH M AE R, FFEE 2 ARSI £ R E . KT SNCA
R Z A S TE PD BFIGRFFERRR, B NG LR SNCA EH 20 PD S35 K
TR ANZZNAEIR, HAS AR, MU RIR . ERL. PRBNIRBRIRAT ARG 55 RIS SRR R R A2 A 5 [16] [17]
[18]. HI T LA T B i/ B RAVSAHE, FEARERREE ) PD AHE SNCA RAZHE A 3 BAK (I R RF
M T B L REE AR AR PRI T 2HE 5 SNCA I8 K] 22 251 5 11 R 3 284 P A Sk I R 5 L v 1 BEL Rk

2.2. LRRK?2

B AR E A 2 (LRRK2)E A7 T e tifk 12912, A5 51 MIMNE 7 HH9miY 2527 NMEFERR, 1%
BEPRI ) TAS 8 1 G R A — b, VN KR EAEUR I PD i WG R . HilCa % e
2 FEUR A, W1 p.N1437H, p.R1441G, p.R1441C, p.N1441H, p.Y1699C, p.G2019S Fl p.12020T %%,
Horh p.G2019S 72 LRRK2 fie i W TRAE, A2 Bt 7 545 Tk bR BVF 2 B 5 58 K 2 R W] LRRK2
FAHEATF AR T HOR M PD R B RIERIERIE R, WSz kA2 3R 9] -

LRRK2 Z78 (AT 3 B AT WS (A et Lol i 23 A FD 505 14 (R AN [R) S8 A i T S [ 7] R4 3R [E PD A
B DL S A RAT A WE ? A AIGRFFENE ? — 0 15 AN E F A H RN S 5 R B L Ros
LRRK2 R1628P il G2385R 4% 57 L5 1 [E A B PD G M3 G C[19] SRbEEy, AN 20 % EK
it NHE BB ST AR 11X — M A [20] [21]. BbAb, fdli—TEr X 296 44000k PD H3 34T [ LRRK2 44t
BRI R 2 E 18 MR W AR A4, Hidr 13 FH(M100T, L153W, A459S, S722N, R792K, C925Y,
R981K, S1007T, V1447M, R1677S, N2308D, N2313S, S23501)E /KfRi& T PD [22], X—45REW %
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R DRAE JR DU N AR L A1 R A it d SR A, $Ros A T e B AN RE SR PR T LRRK2 R1628P #1
G2385R A5, R iZXKVE LRRK2 AN mAGX . 4R1M, E PR CT LRRK2 RAE PD & # G RFHIE T
FEEMNED, HERARME. G AR ET LRRK2 G2385R 5% R1628P MH 4 #7534 1 K i F
W 1B AR SRR S EOR M PD B EARRL, B T A RIS B REAR 23] 1 55— 7 R BTG 18 4
LRRK2 [ WELFE WA 7 PD B HHE RS R Bs s sh MRz shiEiR[22]. FFG NS H 458,
G2385R #5l # 1)z K ) iz s BafG 1970 B2 m T AR ¥, HBoR G2385R 42 a2 L it iz sh I sl i Al
S ERIFI R (P = 0.004) [24]. FE ]G TAREENARIRTT AT 7T R,  LRRK2 A4 iy & 5 ey 2 A
Eb, B2 S IR 55 1T b HE PR R I 22 AR [25] [26]. iR TF gt 4h B EA—8, {HiR/R LRRK2 L[
(72 e 5 [E PD B IR IR R BLSRZUAHOE, X A — 1 i PD 20 T # R bLFR it 1 g, AT #5 B
R B B 2 W RLA YT O it

23 HitERedkEH PD EH

CHCHD2 i T ik 7p11.2, 2015 4 PUMAAH IS H Ax ADPD FKikdi 15 1 25T CHCHD2 H A% (F,
& p.T611, p.R145Q) HHEMIFHLATREE PD RIS K2R [27]. B Li S[28)l i 24 M o de &1 p.P2L
A2 M AN PD R faR R 1 BRIl JLAE, &nt e [E PD AN CHCHD2 SRAZ I i 21 s AR /D R I %
KA Rk, X KB CHCHD2 S8 ] g A7 Hh DU A B PD 1% WL K [29] [30] [31]. #ATM, —TifE 18
MFEME PD KR 364 MUK PD B3 384 AMa XTIt CHCHD2 3 K 9848 §ifi 2% (1) i 71 A
CHCHD2 1) Pro2Leu A8 5% Al e 2 E AR HUKME PD KGR Z([32]. BT 8dEA IR, HAlHL
CHCHD2 R4 5 [E PD BB I KRR MM T . KT VPS35. GIGYF2. EIFAGL £:[KIRAZAEH
B FEARRT D, (S5 R Z Y X Se L AR 5 5 b [ PD ABF G C[33] [34] [35]. DAL, $7ndk
ATIAE DA BRI 5 r ol St A BRI 8 U5 22 PR T M SRR R IR &R I

3. Btk PD EE
3.1. Parkin

Parkin /& —Fh E3 JEH:E, WIZ & - BAMMARS S SH KW, 5 PD ARSI BAARNLEI
Ay, (HAEIUEHERY Parkin 2 545k AW FE[36]. Parkin JEK PR PARK2 [, {7 T4k
6025.2-27, &R Qe ARRa LT PD i WA RER, BIHAT NI, C&%E T Parkin 5t
5 100 ZFAFIRAE, AFERE, HA. BE. IR SRR [37].

K¥) 50%If] Parkin FEAZ 2 HME 758 RAZ(RIEE AN BBk B B ), 2015 F— T se R i,
Parkin 2 K] f) 40 . 5771 2 9848 AT fig 2 Hh 1B B0k M PD ) 2 D, 0 L R R 1% PD [38] . il , % Parkin
B G A A IR H AN [RR O I 40 4 48 SR (U 4E p.S57Y. p.R997X. p.R945H. p.G284R #il
p.R275W %) [39] [40] [41], XLLRIAMEY T PARK2 K[ 5453, HAR/R PARK2 B K [ E A4 A
RAFAREAE PD M E B EUR N & . 5 E SMASIRIE, Parkin 3 )7 A% IR 2 &1 S PD AHSE, (HA
BN BRI AR DGt el 2 HL25 SRASSCRFIXFh AR S A2 5 B PD A I/ E A [42]

M AR 2 52R Parkin RARHE W # R TEd 218, X/ e 2 kb IHmRE 254 S 8L R A, 183
AR T BRI ST REAT, JEIS SRR AR, A K Parkin FEASHE 7 2 B AR IR £E Hh B R Fiti A
AT FEAR /D o — TR A HE A6 NI R FL IR RS RO B LR B, 183hIR%E . SRE. BHATE.
X2 RS RAF R AR EIRAR i R . Hh VP 2 BB I8N0 KA, IR & i 5 W)
RIS BN I KE[43] o FETHBRIEAD PD AHOCEER K05, Parkin SRAZHEY ¥ 5 JEH5 7 2 AH LU U0 T RE 2
B, BAIRELAE FERT R 22 [44] . BHUL AT, A2 R A Parkin B[R ) RAEXT PD 18 s e IR M55 ,
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T 5 ARE SIREIRAFE — & FIBE R - Parkin %78 5 PD AR SlREIR 2 18] (956 2R A 6 4 F WL A A T3k —
AT

3.2. PINK1

PINK1 ZE[F 0 PARKG, 7T 1p35-36, HIIREHAK TR 2 2 [ s MM i B8 G ik [ k18 % PD
(58 — R LR AI[45]. PINKL & —FhE ki, BESRMUIER MAERE, (BALFERT Parkin 1
g, WE LRI S SRR B RIR1E[46]. PINKL fEAFEIRGR I ZBE HHIE T A FERBER, BIEH X
RAZ . To LKA BRI Z AN BT IR R R RS . K2 BARIE ) PINKL RAZ S CONITE SCRAZ (40
p.GIn129X, p.GIn129fsX157, p.Pro196Leu, p.Gly309Asp, pTrp437X, p.Gly440Glu, p.GInd56X), T4h
PR RS2 5 W [47] [48]

PINK1 %K 7E K E PD &3 A i i Bt FEAH N 52 o —T0AE 240 44 v EHUK B R % PD S (T4
JE DR 20 5 (R 578 o M A 98 R A HY 1 42 S #5317 PINKL 2878 [49]. S5 L[RINS, 55— Tt 5e7E 69 44 [
PR R PD g3 A R L PINKL f1 5842 [50]. PINK1 5828/ 5% AL PD () W% K & L& ik ik
LR AHRIE TR PINKL (3R 2 2850 5 v NI Y PD AR AR AR B AH G . A B — T8 T 382 44
HE A\ B PD (Late-onset PD, LOPD) 199 i % BT 8 A I e 162 T PINKL 2[R 28 5 4B Rz X 381
IVS5-5G > A 22380 74 E LOPD Y R [51]. [R5 — 7 B BB N A RFEAR T 7132 B PINK1
A340T 255 AT RE 2 T & D FIXRR[52]. X T PINKL B[ sl PD B ImARRE, HETA AN
FErAds: B R AR, RN, WY PD RR(E3IE 5. WISRE. #bMEE)EEE . RIFAIRE
AWIENEZ BB AR F B WUSK I RhG S SR T AR IR 28 LR, o s g SR IR A4 IR
BN IL[9]. 1T EAEEH PINKL AHG PD 38 BRI [F) 2 Ab7E T2 T S TG R AR 3R 25 B 5 9
. HE)E 2 BT s g RS b WL RE A [53].  H ATE P sk = 1% PINKL AH2¢ PD {1 dRE s RER 77
M. Rk, 7ZE L 007 LA E PD AREH PINKL IS HIIGIRE R AR H 2 A

3.3. HtFERERaE &Y PD EH

DJ-1 2% Ye O fRBaPE PD IR IR IN, 52 67 Yot fk 1p36. DI-1 # A AT LAHE BT AL RIS 264
15, PIREZ Y T Parkin F1 PINKL 25 (3L [F@EE[54]. DI-1 IRAZFE 1%~2%[H % e R Fa ik 7k
£ PD B [55], HEUR I DI-1 ZRAALFAL R T2 AR . 75 A [ 25 H XN B rp AR/ i 7 3102 8 DR 8 AR
XUt B2 R T e 5 e [ PD XSG e 56 [56]. SR A 7E 28 B DJ-1 (1Y) SNP405 GT & [K B n] g & DY 1|
DU N R IR AR B R BUR M PD (MG I & [57]. ATP13A2. DNAJC6. VPS13C %55 i YL (oA
P PD JEPR7E 5 v [ A AH SSHERT TR 2, HOR 245 H B 45 SR 2 IR [58] [59] [60] [61]. AT-iXsbsk
RIRCHIZER, AT FOIERB A B IEEE, FERiX SeEE R T RET H [E PD fEmai /.

4. 5 PD HXHHMEREE K EE R
4.1. GBA

GBA [k G B W3 M 7 G, — e BRI i 2 A g i 2 W R 2 I i () VA B AR TG, DB R I
TR 0 T e P R VA AR DR, SR o- RAMZEE AR R, ANIfTES N PD AR [62] . — TR AL LS
AT 7R GBA AL St 5 PD AHOGI S5 Mg A& )M K 2, PD AR AE ARSI n 1 5 £%5[63]. bR
RZTEFRIN, i DL GBA RAS /& N370S. L444P Fll E326K [64].

GBA RAZZ4k LRRK2 A2 2 J&, Hh [E MRS AR EURME PD KA S — S e RAR[65] . i
R, EANXT GBA RALL PD KRMIRRIEAT I KW, A/DHEFRY] GBA JE K H11) L444P 28 57 &
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W& PD ST fE RS R R H -5 HoAth PD AH OS50 2 R P [F 2 A BAREUW A [66] [67]. 2015 4F () —TifE
FEl A0 GBA J: PR 58 B0y (B FE e 1 = A8 (BL 45 5-bp B2k . L2641 AT L314V) AL CARIE )
GBA R4F(R163Q. F213l. E326K. S364S. F347L. V375L. L444P. RecNcil 1 Q497R), It H KIHHI
FRAR R [E PD AR, X —45 AR T E A PD B 2 (1 154% KUK[68]. GBA JE K £ & sm
PD BEH WA TR, (HAFRRBAEAFHX A HRIME AR PSR . HARKMEGEHX GBA
L444P AT Re 5 R ME PD kKA O, 1 BEERREDUZR A N370S 42 ] fe 5 i & P PD AHoK
[69] [70] [71]. —TZ H 0 (R BYAHF 7 4275 GBA PD A1 iPD 2 [Alffig sh & Rl GBA PD & igshiR
R e EE SIS T REE R . Mtk R, GBA PD B A SERLLIT-LL iPD R H,
JCH W HIBERG[72]. A oXH E PD BE W@ fARiz sl 7, —WRFEAN i 278, GBA-PD ¥
IR IRAER I AR, F HIBZ W/ ¥ m; GBA-PD HFHE RS HBUERL. #AZThREM f (ol 1T %
WA, W WRARE SR ARG T RE T EAZ 00 D) RERRG[23]. F3 AME I FUUE B GBA L444P A7
PR Erh[E PD AEIAR RS IIARSE[73]. 25, GBA AP th[E PD ABERNBIR, 1E5ER L3k
BRI Z B, & H S0 R — SRRy R, siag IR B S E PD OB A5 1)
T EEAL .

4.2. MAPT

MAPT J& K Jm A AHOC B 1 tau, H R ZAEMN T RIA, 4ER40 a2 M e e o0 Th i R iz
(741 tau £ A BRI R — SeA 2R AT M W AT AR BB L AR R A AD AHOG, H
AR MAPT i (638 e 5 PD XUBS IS I AFAE DGHR[75]. AT 4% tHiS B> MAPT %
P IX R PRAN B8 HL A H2, AR H ge ik 17g21 1) 900kb FIEIAr 7 A B AN AS [F R ME A 4325,
HHL AR S PD XU 3G N PIAE DG [74] [76]. 10 P A DGAR 78 R B MAPT A% IR 2 5 PE 5 PD %
PIFHZS, 41 MAPT rs242562 5 MAPT HL/H1 XU 5 h [E v PD ABEA K[77]: AL T MAPT 3+ X
B ThRerE AR Z A IVST + 124 C > G 5 LRRK2 JERIAHHAER, H5% 1 h E AR PD 1 5 Btk
[78]. #EARiE, 7EdE AR MAPT AR50 PD RIGEERS, 1 S5l ™ B LA [16] [79].

DL EUEHERE, HE PD ABEAH PD AH G E50 5k R 148 Sk B B AN R T A 5K, B0E 1 RN R IATE
AP GRAFAE S BV s o SR BA T I OCEIE R 2 A1, B A EH xR E PD ABERIAH
RFER A T AT FORER R

5 RE

PD & — Pl AR A R A2 AEPE AR, A ANIS AL S5 2 AN R P B, fEd 25 LeErp, RIETE
PD B A% 22 UG TARKEERE, — RAIB LS A [ PD AR EOR R AN AR . R AT
TREWITT, (HIR LR 5AE T2 PD KL IR KRR EE L2 RA 0, H PD VF2 AL 2RI,
A BE KRB Rh FE AN [R]I R TR AN DA B 2 TRk AR RO I, AT B T B3 1A PD 8 £E B AL AN
R HE -

BB BURR LRI PD RO FBCEZ ). BRI, IR RIS T o, JEARE
PRI A o AEL R 5 DR AR S B AR 25 W8 A% A U PR A e, mld i 3 A\ g i 22 B i 5 o R
Pt IR IER . gmAd 2 E IR N AR R A, YRR R A G BRI T BE i LS S A I
R, G322 T EARIR YT . VRO TR IR LT R R SR AHOS PD B0 K ) sh st
RAT 388 BGEAE H o PD SO ZEANSC 1050 1 T RERAE A — P AP0 b1, AT A2 W AN A i
IR PD BB NEE, FREIN 1 MR T R AT
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