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WHEm A& - =6 M (RIFR COE HFFER)

gt 3

HRE-PERTE AL, PSRN HUE RS CIE L, sthIREVORE B PE LB K92 &
WV, REICER » ERAPLE Lz RGO MR 5 &< E <Rz i
LN DR R BEHEETH S,

AMFIZBNT, BENTEE ThOIRIFRENEREEEFR NV —71F, FEREEFE
BREWFOLNE UREMIAZ I 5 2 & 28— BRICBT 7, WEEITREBBRE N ORI
NI MERE 2 O TR EES~ v B0 74170, BT EEWER 2 E S8 7-0 T,
FEEIFMHERANOETOBRB AL W TERBIT 2B 2VWERKREEG T2 FE L7,

A. FREM N0 T HEEEASER 6 NS AR B R R R i A
ABFFRIE, FER L RS E R R D B R KRBT, ANRIBEREN R < DR
I A P e L, BRI SOE M R RIS B, AHEA & S & R

% -7 R R BE O R RERR A % B P R LS S ARTET 5. FHRPNFIE
L, REROBBE~DFERND E oM PR ONMBEEICZVFEL TS DL
Lo L EBIE LTS, BIBAYAME N, FHRERLENEEREATHD & H

BARSE 7 N— 7 TlL, BT TEA ETE D,
L 72 B EINEETRIE R 7 BIGHENFE o 3P 21 EEICEEN ORI
BIZLVITH ZEnNE—~HITh 5, IR 2 AW TR EES >y S

- E AT REGEREE, FLOh R EE R ATV, Bis PR AR A e E S W,
BB CHAE L, SR B MEALBEAR R AEE I EEERICEFET 2T X TO#
Bafy, wicEE - EePLl L BFIZOWTERMBF 25 27220 DNA 2
o Lo st R<EH N REROFLZEHBE LTz,
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B. BRK
1. HBBELFEREReO VY

G- P RE RS (T, L RZE
BRFEERICBOTRBBZINTWD
B 5 4 O MERE & 3 4 D IERE LR
B2t L THL bR TS~ v B T
Hriz Az,

REHES~ v B 7T Affymetrix #H0
GeneChip Human Mapping 500K array set
ERWTYx / #4 E 7#IT Partek
Genomics Suite v6.4 (Partek f1) % f#Ef
L, 3502 R T B AR SR A R 2 51

Gy RBE L, T OEETA KGR - 2P
T AHEMEE S L, TR m RN EE
15 DR EE IV T 500 kb L

g AREEE L, RBICENLD DO
BT, BE b AL il

AR T RIGE A A 5 fEIE T Ao R R
BT TR AR A R L 72V VRIS
% i - AT E R O JRR B L LT,
500 kb DA v A TIEAOREL, MRS T
I — A% @ GeneChip Human Mapping

IR

500K array set OF — H T EIEFRE LT,

2. EARETFOERMI
ERBEHAEY v EUTEILLS T, &
77 A o—EEr 1.1 Mb 2 MEflitaigk & 2
ZHi, FIIAFET D B3 BT T
OWTERMH A2 e o7, BRMATIL
database DIFERNHLZXF Y o~ s
BEREE AT X Y A OB E#R
ZH48 L PCR (& THEMRTR, B —/r X

12

ECH R YR EZI{To T, 53 Bz D
splice variant &2 THTF Y T

xh L TR 2T T,

3. SNP array ¥ A VvV 7R kB R EH

Ay ¥V 7EORER X CERBA

AL D haplotype RIE
Affymetrix{LODGeneChipHumanMapping

500K array set Xofittish, BEicHt

IR A & HE S E AN, R
LR Lo AR EEAEBTH D0, T

bbb, REBRFEN)E<FTELHNTVD
MEMGE LTz, Roho o BIEALE L O
SNP &5 —H# _X— 2GR L, BE T 4,
BEOR 14, EFERE AN 84 % PCRIZI
B — T U AEITo CREHEGHEETH
DA HERS LTz,

(RBEE~ORK)
A2TOREHIBAICTCA > 74— L Fay

Ty PR/ TRESNIEABTH L, A
FOBFF R RFEHT, ikl L ER R
B L ORI RO BRI TE M & B 31
Ra/CRB SN,



C. WFZEMR
1 . GeneChip Human Mapping bO0OK
array set ot K EER v ¥ Y

B 5 412 T TRl AE 723 500 kb
L Fadfee 9= 5tk | 22 IERRLES 3 4 T

(AR B R R L 2ROl & SRk
LEEflisi 2 E Lol 245, Rfalk
6p21.31-32 (32,798,004 to 33,903,106;
NCBI Build 36.1) @ 1.1 Mb 730k o
Bk & L CIRIE &,

& /AT PCR T
THIMR R, EREY — 7 ATRIZ Lo TR

¥V oA 2w B %

b 21T > 7o, —MER 272 43 FEH
P, B OBREEA TIAET B AR

— ko7, PSMBS (NM_148919 in
NCBI database) Einf-O=FY > 5 O
nonsynonymous (3 A& Z) R TH -
7= (X 1), M LA S ECIE 602 (602G>T) &
#imEh, 73 /e LTIE Gly201Val

(G201V) LR END, oo TmERIC

DOWTHAE T 4B L=, AR LT
2. ERRETFOXRRYT EROBFEHERETH -1,
HR G — P AT E G RE O JRUR G A 1~ DAFAED
SRR S D A B B 5 B3 s 1
I[ZOWT, splice variant 5O THT
Thr Gly -> Val Ser
i Y ¥
. G 5‘ A G
L N\
2E  V \/\/I\ [ N VYV X
. G G A G !
x M \
¥ﬁ' g A NN £ X \\.'u___..h
G A A G
B1 REEh”~ DNAZR
3. SNParray A ¥ Ik B8
Ao Pr7EORE
Me— R oMo 72 DNAERZGie sy /) LM DT 7 LB &H D SNP & T — F ~N— A )

KB H D% FIEILH 15 kb, At 30kb

w i BT 4, Bl 4, EEEE A8
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HOBETRAEAREL (F1), BE T4 72. GeneChip Human Mapping 500K array set
(X, SNP 500K iIC k> TH A/ Lizb4 THIH L 72 B TR B A A B R o
O 3 AbIMx TRTZRL Z o7, T TUWAHEIIL founder HETH Y, ARZH
TO SNP TERFELANKEHELGTHY, & I% founder HI3RTH B LHELE SN D,
FBUIA~T 0GOS bIFEL, —iRE

M ClEA~T m #6808+ 2 TG S h

SNPname

TIMT1
TAP2 position BEH TIMT4 SyPt SBNPt NKOPt NKPt FM ISZWPt MM6-1 MM6-2 MM6-3 MMG64 MM6-6 MM6-7 MM6-8 MM6-9
rs2857103 chr6:32899277 |TT T T TT 1T T ™ T GG T GG GT GG GG GT T
rs 10484565 chr6:32903010 |GG GG GG GG GG GG GG GG GG AG AG GG GG GG GG GG
54148876 TMSeq chr6:32904750 |GG GG GG GG GG GG GG GG AA GA AA GA AA AA GG GG
15241439TMDSeq chr6:32905500 [AA AA AA AA AA AA AA AA AL AA AA AA AC AC AC AA
15241439 chr6:32905515 |CC CC cC cC cc cc cc cc AA AC AC AC AC AA AC cc
15241433 Thseq chr6:32906768 |GA GG GG GG GG GG GG GG AA GA GG AA GG GA GG GA
rs241433 chr6:32906773 |TT T T TT TT TT T ey [Tl T GT TT GG GT GT T
154148872 chr6:32910785 |GG GG GG GG GG GG GG GG GG GG GG GG GG GG GA GG
5241429 chr6:32911,819 [CC CcC cC cc cc e cc GG CC cc TC CcE TT TC TC cc
r$3819717 chr6:32912277 [TC TT T T TT TT T 1T CE: TC TC cc TT TC an 1C
15241425 chr6:32912887 [TC TT T T TT TT T T TT TC cc TT cc TC TC T
154148870 chr6:32914369 [AA [AA AA AA AA AA AA AA GG GA GA GA AA GA GA GG
54713598 chr6:32914764 |GT T T T 1T T an Tn T GT GT T GG GT GT m
153763366 chr6:32915424 |CC CC cc cc cc fole cc cc GG CG CG GG cc CG CG GG
rs3763364 chr6:32915498 |AT T T TT T TT ™ an T T TT TT AA T T T
PSMB8 ene
153763349 chr6:32916210 |CC CC cC cC cc €C. cC cC 1T Tc TC T cc TC TC T
PSMB8 (6025 >T: G201V:
GGT>GTT) chr6:32917,426  |GT T T T TT T T T GG GG GG GG GG GG GG GG
159357155 chr6:32917,826  |AG GG GG GG GG GG GG GG GG AG GG GG GG GG GG GG
59276810 chr6:32918421 |AG GG GG GG GG GG GG GG GG AG GG GG AA AG AG GG
56924102 chr6:32919361 |AG AA AA AA AA AA AA AA AA AG AG AA GG AG AG AA
rs4713599 chr6:32919508 [AC CC cC cC cc cc cc cC AA AA AA AA AA AA AA AA
2071543 chr6:32919607 |AC CcC cc cC cc cc cc cc CcC AC cc c€c cc cc cc cc
rs2071463 chr6:3292Q506 |GG GG GG GG GG GG GG GG AA AG GG AA GG AG GG AG
52071541 chr6:32920836 |TC CC cC cc cc cc cc cc w T TC T T T TT s
52071540 chr6:32920894 |GG GG GG GG GG GG GG GG AA AG GG AA GG AG AG AA
TAP1
51067373 chr6:32921,257 |GT TT TT T TT T T T GG GG GT GG GG GG GG GG
rs4711312 chr6:32922637 |AG GG GG GG GG GG GG GG AA AA AG AA AA AA AA AA
5735883 chr6:32924032 [CT CC cc cC cC cc cc cc CC CT CcT cC T CcT cT e
52071482 chr6:32924678 [GT T T T T T T Uil GG GG GT GG GG GG GG GG
rs4148882 chr6:32924936 [TT T T T TT TT Ll Tl CC TC TT cc TT TC TC cc
rs12527715 chr6:32924976 [TC CC cC cc cc cc cc cc TT T TC T TT T T T
512529313 chr6:32925108  [GA GG GG GG GG GG GG GG AA AA GA AA AA AA AA AA
52395269 chr6:32925752  |GT GG GG GG GG GG GG GG 1T TT GT TT TT T
152071538 chr6:32926656 |CC cc cc cc cc cc cC cc T ccC cc TC cc TC 1€ C
rs4148880 chr6:32926752 |GA GG GG GG GG GG GG GG AA AA GA AA AA AA AA AA
51351383 chr6:3293Q247 |GT GG GG GG GG GG GG GG TT T GG 1T GG GT GT T
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D. ¥

GeneChip Human Mapping 500K array set
&~ T, WERBIEREDOET ) LSNP X
A 2 T &N 500kb DA v b AT EE D
72> C ROH & L7z, EFRBICL - T
TR L IIBEE A e & b B SRk A
MHAT LT, K L IMb OFEE -
VAATE B RE O R IR ik & L T+ 5
Z ek,

fErifE A5 1 80> missense mutation
ZRML, BE 7TARBICHBICAETES
LTRSS TV, ZEROBIO
hplotype & H@BIZfREF X3 TV T founder
mutation THdH Z LITHEIETH D,

AL EE R TFIL, 20S proteasome & A WY
iX  28S proteasome @ H T H
immunoproteasome & FE (X i1 2 7% H B
proteasome ZH{K T AHY T 2= FTH 5,
AKIEREDIERIZ L - T, proteasome 23 KIAE
DERIZBEE L TWDZ LR ot ito
7o

E. ¥

BB BRI & 5T A RE R B IR R A
T BRREREZFE L, 9%I1% AER
IZ & B proteasome EFIC XY AN T
NI Z > TNDDH, RIEIZED DRI
72D EHLNC LTV HERHA D,
PSMB8 BInFARD< T A~DEAZEL
T in vivo TO PSMB8 D& H 2Kk % A D
ML TV LE R DD,

F. RREARNE
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