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1. WFEE & AR

X—%2 YV 9% (Parkinson’s Disease; PD) %, 1Rk - [l - B LK BB IEE %
VU & 3 2 BEEE O @ WO MR B Th 2, ITFEZ RN PD CREBE TR 2 LIS h
TRV, TORH R FREG T & ZEROFEE, KAEEBEET-o—HEL% (Single
Nucleotide Polymorphism; SNP) ZH LI T 25 2 LB THHTHDI EEZOND
23, FHEME PD X BEMRENEZET2EETH Y | EEROMFNT FiETIEFM & BT
B LRMIIERTH D, ZNEDOH RN, APIETIIME T A—T v FprofF
BUEREWDNA A 7 a7 LA ZIEH L, PD OBRBIFKEIE 7 & B 1 & MR
fENTAIRE7e S AT A RHET 5 2 L 2 BICHFR ATV, ME LIV AT AZIGH LT3
BRI DO ZNE PD B3 OBRTEE 2 MR LUTe, £72F v 7 ClIfir R g 728
T DORIVENEZ R T 572012, PARK2 KON SNCA O 7 AEHINHAERKR LT 7 v —
7 Z¥45# L 7= Comparative Genomic Hybridization(CGH)#%% v /= CGH 7 L 1 (aCG
H) %591 > LT L=,
2. XLk

Resequencing 7 L A OFENTFEE & AV—7" > ~ OREZRIT AR FERENEHIRIFE L TV
B IEE xHEMIA 1 1%, Resequencing 7 L & FH W - M8FEMIFENT ClIH YR EE MR R
P 3= >V i (autosomal dominant Parkinson’s disease; ADPD)?® H AR AN % 11 %
11 4 & Resequencing 7 L A & A= LRRK2 DT 7 Y AN TIEN T ZANFHR 19 5%



19 4 &R/ tG & Uiz, HBOMERIK T O ATREMEAHER S 5 RIS\ Tid, flic ADPDS89
£ IMFEMX— 2V pi(sporadic Parkinson’s disease; SPD)41 4. %I [A4i 233 4 % %t
S & UCHBEE ARSI ELE TR L., RIREME T SNCA, PARK2, UCHL-1, DJ-1,
NR4A2, LRRK2 ® coding BL5, FEHENIRREICBE T 5 Z L N TR I H BT SNCA,
PARK2, TH D7 —Z —RH AT T4 ZITHEL 9 B SNCADA > k1 L FR4l,
YRBICBEET 5 2T (APOE, CHTI). ¥ - B#ig{s SNCAIP, GPR37, TH, GCHI, GBA,
MTX1 %3R5 #H L7z, Resequencing 7 L A AT Cld, BHRBE 7O BHHOELHI Z %5 L7z
7IA4~—%HNTH /.5 DNA % PCR THilE L., %% PCR #EHhrEEBHuRry M
FANWTEEDNET VIR D L) —ARKDOF a—TF =Y 7 L, % DNase I TH i
fELTCEFF LTINS TN FA B =2 g v 2T -8Bk, ©4F o TRELT
A%y LTz, aCGH it CTid ADPD ® AARANF R 11 FR 11 L& xtg & L, fHilfREESRE T
Wb L7257 & DNA ot iky 7L 2d80ktd Cy3 ©, BE kY7 1% Cys T
FGRYL T LT LA A TV EAL Y= a v Lz, BRORSH>T—FRIZHOWTIE
breakpoint (277 A ~—%g%5t L. PCR & EEHEFEE S EIEIZ T breakpoint % J47E L
oo EBIZZOFRRDFRNRIES 24 %, 1413 aCGH T, 1413 PCR & EEHE RS
PEETET TR L 72,

3. R

NR—=F 0V IRRIREE T & OB R 1% 99.94% D k5 B CHl 8 B2 CRIFFICARNTI
LI ENTET,

Resequencing 7 L A TOFRHTOFER, 24K T 1,398,237 ¥ FEAEHT L T 41 {# O variation
NELNT-, ZOI2BHRIT6 AT, 7/ BEHROSH D LOIX LRRK2 T 2 AFRE L.
[EEE RS EVE CHER LT, D —> N1221K 3%/ R 233 #il CldfH S v B <
BBRFEEN, BREB X, BRE TIIRAEDN 47 ik & 25 T4 < . I8 B 272 349180 2
LEBSRFRENE . £72 LLDOPA XA CTH DL NEZ EILSTWVEEW R EOREH L
Tz, b9 =DM R13208 I3z bt St, SNP && 27, FREET TREMmD
L LTIE PINKI T At AZER R407TQ O~T u S K% 1 HICRH Lz, XS
BFTT R BEAOD DEEMOBEENR S 11, 73 BEREZ LD VMo ILE
#az 128, ¥4 LRRK2 T 2 HFE L7z, BIEE(s1-C7 I/ BB a5 Bk
BE 1E, 73 BERE DR VB OB IEERE 5 #FRE Lz, APOE < E3/E4
—BIEE L, CHTI DEEM® SNP (I89V) X 4 $ilRIE L7z, H1F%® ADPD19 ZR&IZ
3172 LRRK2 27V VRN EAT o TofE R, MHIER L @EDH >7- R1514Q O~T 1
A RE—FRCTRH LIz, 20T 2 BBEHRE (5 B IEERZ 5 [EFEE Lz,
TR BB e\ R FE I IRER 8 I CHE 2 & FE Lz,
TIOTANEIZBWCPD DY R 7y 7 2—b7eh) 95 LRBENTWD LRRK2 DR
G2385R @7 U LB 1L ADPD9.0% & 3t FREED 2.1% L 0 @& <, 2 OZEITHFEMICHE T
BHolz, SPD OT U NBEEIL 6.1% Th 0 xtEE L W EAICIESH > 7o 3, T OZEHE

HilBx:
Hikx: )

(



EHICITEE Tik/e 2 o 72, ADPD & SPD O 7 U VBEEEIZ- DWW Tid, ADPD D1E 9 28 9.0%
& SPD @ 6.1% & 0 EWHAINCIZH B b 0D, HHENABEZTIEOhRnoT, F—F
RID N EOMIAZG BT 4 55 T G2385R O HEO A AT/ AER 3 R T
HGBEIRD B d o T2,

aCGH I X BT CIZ—F R T PARK2 O V> 2 wWHxTr Vv 4 ZETHEEO
duplication Z[F/E L, =7 Y 2nHTY V2 4 5T 408,042bp @ duplication & =%
Y 3 & & 60,146bp @ deletion & @ compound heterozygote & HE L7, £7-ZDF
ROFRNRIEH DI B 1 AEFRICEREA L TR, B0 1 4EZ0EREFLTY
ehpote, £z, BREAL TV 2 4 OERKRBGITFEIED 20 RiEFENDS 30 REIHTH Y
Z DM B YR S 3 S — 2 > )% (autosomal recessive juvenile
Parkinson’s disease; ARJP)FLLOIEIRZ /R L T2y, BRORD -T2 1 ZITFIEN 70
REBL, BRE2ATD 24 L1382 - TV,

4. &5

Resequencing 7 LA {3/ A—""v N THENE K S—F% 0 Y UROBIE 2 E

FHTHY . FEEHEEE T ORRIFNT & W o I2FRIC OB A RET 5 LB 2 %hf_o
—EREE LIS S WESANZ DWW TR Y T A — OFERIC L 0 Bk ICE R M T
HEBZONDN, MEEMEEED D OITITEBE RS E L SO T IETHERT S
VBB D,

Resequencing 7 L A CTORMT OFERE S 7= 41 D variation D H HF#IE LRRK2

TIET X/ WiEH A 2 M(N1221K, R13209)% &ie 5 HdH W . PARK2 TiE 1 ﬂEI'C“ %Jr
6 HFE® b/, LRRK2 O N1221K [ F R THER R RFSILTEY | XA
DT ERLEE R, R13208 T MBFICb AohEMEE 2=, I %D ADPD %%f
R U772 LRRK2 © R1514Q (T4 HIAR L Wi SNIZBEDBROMEIC IV M LEEZ 5
iz, LRRK2 D %% G2385R 122\ Tl pathogenic mutation Tob % & i3fEim CX 70 o
72o F7-. ADPD |IXFREEICKT L CTHEIZ G2385R DEMERMNE <, AWML TR
HE SN TV SPDICHIT 5 G2385R DML LV bEmWMHMA SV, FIEMEIZEED PD
TEBINERE T 2 R - & 7o T D ATREMEA B o 7223 ADPD & SPD TORHERICA
ENRNT EDOBEFRMFIZTONTIEH LTIV, PINK1 @ R407Q 220\ Tik~T 1
AR THY ZNOAZTHERBOFRRE L 135 2 12< 0,

aCGH TRIE L7z PARK2 OB RAHNT ARJP IZZ WK LA L Tz 23 iy
PD LXBILEEN S H 2L, £F—FRNICE 2> BRE AT HEMERFZ R TH D AHE
HbdHo, BEEREERENORREREFEHET LI LITRETHL Z Enb, ik
E"Jﬁﬁﬁ’i’ﬁ5 BENDHSTZEEZD,

kD X 52, resequencing 7 LA 12 &K - TEEM® variation % KEET 52 LN T
XDORRHT, FBO variation NEZEIZR D> T AT LRSI, FEAICEEL
9 D78 variation Z[FET 5D Z EBHHKD &9 resequencing DEFHZE E T HFERT

HiEx:
HiEx:

(

; ARJP)



b5 ELEELND, £T-. PARK2IZ2%\> deletion X° SNCA (2% duplication, triplication
3. aCGH 12X > THRHT 2 Z &N TE 5, FIRMEBIELEGIZ OV TIIAMED PARK2
DIEFNZ S A Bz L O, BONERERE®N 7T CHEREE FICRERZ S DY
FENT SR EE e B B V) | £ 72 LRRK2 O L 95 72 B REAR T % BEEE AL SR E 15 7e & CRRT
TS PRI E B2 DL, v A 7 mT LA ERWEZ DX S et ANV—T
N 7RFRAT S AT MM Lo THRMRIIT 21T 2L ORRIFEH L bR EEELZHE L TW
<HborEX LD,



