362 FREESM B132% F105 P304 (2018) 10 A

[Z&] LELD~r 2 ¥ENICiZOOBEER D
ZuleetE, R OWRIRTEERTER 300 BRER O KBl
D—ETh 5N TRER S N7 =.

6 WMAXPAEREICH TS SETDIABEFD

BEZERODRIY—=2T

BRE HHEY - HH BV - g2

Il MDY I MY - ERET Y

A ESVY - RBIXDY-HE HEEY

®BA FET VY PR B
FRAZERFRERERAMAER
FRERE S
FRAFERR R
RBMBRRRETE v v 7 —EaF 2
KB Y
FRRFRFRE R ERA AR
iSRS e R AR A bR R ¥
PR FEEREEF
RAERFHEL 24—

[Broic] BAEZRRL L2 Y — LR
rick, MELFAEOV A/ BIEFLLT
SETDIA BIZFHREIEEI Nz L2ALLENS6Z
DBDERIZARANICE T 5 —HWOAT, BT
BHIh T, SETDIAEETH AL B
AT-MRARTPE) R/ BIEFTHEZ L #H6H»
IZ¥5HMT, SETDIABIZEFOY V-1V
2B K UBEEBT 1T - 7.

[RENEE] KR IFRAEERERBET
REEEZEBRICLDAFEINTED, HREL
5 IEBEICTHARSMOMEZ 287,

(Vv -2 xv 2] MAKRRERSE 186 AlcD
WT, SETDIABETDI— FREEE YV -
BTV V=oAL REXIhZEH4EOFH
HMIZVZAEROEH T, HEROBETAIY 7
I (SIFT, PolyPhen-2 ¥ &1° CADD) THEM:
RRBEh-IERZER (Arg218Cys & &,
Pro729Leu 2% KU Argl542Trp B R) %21&
MYVZROVERLEAK L Arg2l8CysE R,
Argl542Trp R %2 { DBEFIZ OV, WHEY
YTILOFANRTETH Y, WThOEREIER
BEOR»{EEI AT

(S RT] HARFERE 620 A KU
%672 Al2x\ T, SETDIA BETDRMAY) X
IBER%E TagMan BIZE D24 VT Lz AR
F—#~—2Z (iJGVD, HGVD, 1KGP) i2&&
ENTS 4,866 A WY Ficiz 7=, &
Y Z2BERINBE SEFITERICELLAE
Eh, ZDOA4 vy it 20 28X 7=,

[#53] SETD1A B{EZFD Arg218Cys ¥ &,
Pro729Leu £ £, ¥ & U Argl542Trp & £ 43,
RERFEDRIEIZKE BZREEOWAE ) 22
ERTH SRS S N

7 FBRHOKEFISER L -F E S DITEFHE
EXBORAHA
MR EH

REEREANT LEELHBIETWbL

[lZrwic] FREIEREIZTOsr 56X
NTWEHRMY SRR TIcAL N BT
38— T, RBLBRPARVAEEERS -0
DfITE s — v (RE) L UTRBRRHEME» SR
tahs. SRR MRS REESTSZLICK
n, FREHIMEIE N, F-X0EELTE S
A—=VIZHBEENRT LI TWS. EFEHR
DEHREIJZOHR@BL AT T, BkHE
LT3R TORBRENEERICE > TR
LTW3REE<SR3&5i1CkD, ZT5LER
HOEZ AHEEESE CHEICRES AL T3
ZEIZEMN &S itk o7 SHFEBREDERE
ICEKDEL S 2178RFEE Y X MEL (REaRS
Fxv o)X FRER), RERBAFRICFELD
THFMEREE L BISEALTE S 5 7=,

BB OBRGEA*F v 23T 5RAE LTOE
MRS F v 2 ) 2 POBRIZOVTIOIEEL
Ly ITHRETT 5.

[F] HBETEEKX 4 HIHOREFRER
RE&8%%RI1Z, ADHDRSV, FE&DLDHE
SLWEEXT -+ (SDQ), BIEEDHEBREN
TAMNBREBAFEIEALTES 542 X512
BOTEFEE» o BES [R5 F] IS UE



#/_\

WMRHF v 2 ) X FRERRTEHEL, NREL
TEY FARLD [RIcESEWF] SEKEDY
A bCEHMEL 7. THEMEREOB/N L, FAK
HFz o2 2 rOF/RAE EHMENRE L -7H
HOB/REA) #MEHAEIC X > T2 OMHERF
BR OB EL & ERETL 72,

[(ER] TKick 3T OITHFHERERS, K
BREHF v 27 ) 2 MEREZIVThEEL, K
BB EVWTOESEE BT S L 01% UTD
ERETHR Th 7. /- [RUckBF] BB
BAa%<, BROFEM[MILREVBMICED -
7-. BRBREF v 2 ) 2 FEBARRTHIEES
MER<MEBEL, ADHDRS 3% MORO R4,
LREH 7~ M RKE& (SGR) BeELHEL, bE
BREBDBERTH-72. SDQ I2kiF 58T
(TDS) 3 2fk#E K4 (FPR), MORO K4,
SGR BRETHRBRLERICE . —K4
SDQ iZkiF 31ttt FPR Br¥E, 7=
RREROEGHENT X P RRAIERHBREL L
ZThADHBEERL 7.

(B ROTHFHEOE RICFBKE ORET
(LRipiXic L 5HHI0BH) R X PLARIZK
3RS OFEROTEHENRENE. ThTh
DFHICHL, EDFRBERHIE LEL TS
NERLBZILT, ZTORBREOHKA*HBIEL
RABEZED, KOENOHRAOZTE D
DTN EERX LI LN TEBLEZ 5.

8 FHRHSRE (XA—/1N—H8) OXRE
BRIRBT TR, 28 EEDHE
RRH &g %E - B AE
BB AE-RE @ -mE FE
Sk REE - 8K AFX - R R
3 YN T b ]

LFETIZ TR 28 £ 4 A & D EMHBIEABRR
PR (LT fSuietl) #RaatL 7.

FomiR e HEL 60 KEEME Q1L 2HET1
HADEM) Th o, 1 B3N REEIIK,
—RMEE 18 IR, = 1K, PICU (FfPtEHA

i ® 363

WE) 1IRTHERIA, 2BIZREHNR - —%
BE3IK, FELKR OLHEMLSEREZE (OT,
SST, LEHKE, BIBES) 1F Lh-T05.
10X 1 58 (RS, 124, 22404
£EE), EROBEMREEML 2 A1EESH
T3,

HERHEGFIFEICUTOESELRDH 5. OFH
ABEBED S B, 6 HIULNEAROARTD 5
. QBEDENABEEEDS B, 4 Y EA
FHBEDENABHE TS 5 Z LOFHH AR
FHDS5H 6 FILIEBABEHASEEL T3 »ALL
WICEBIGBREL TSI L. OKE BakE-
IRABEOHEUIZ 20 L LG U < IZEED 25%
DEthzrzZ L. OIS - KB - BEEOBEM
A3 200 AL, 2 OBREISABES 20 UL ET
HBZ L. YURTIIFR 28 EEIILETOEG%
Wiz L T30, SHRILBEHI YV TADRKRL LT
KRBINBELEZ B,

BBURBRBRIC X D ABTRRE ML T\ 3.
(&WERT 125 A, HEWRMT64 A) ZI& T
F2 23R, F3I3o0MmL, Bt me
LTFOAHML Tk, REERED ABLHH
ATW3DRLER[ELERLELALONS. 70
~90 fRAMAS »ICHML T, EEDAR
2 LERDOBIEREZEDOABLEML TWEZ L L
BELTWE LIS, (BFRETTIA, 2
T 35 A)

LB AR HE L LTOR B YEHA (FK 28
051159 H) 2H4L, BEWRHKRRICKD, &
FBREBOA) y MIKESHBDOARRBEEZIA
hRed<ko7. W2 rATOBREE (R 28 F5K
DFHERAE :61.5 H) LA->THDBEED
MEFFD7-0ITIBBE% 3 y AU LS (BR-
BABETH) BoxTU IchBEE>TNS, Z
D7z, BHEH»SDOOEMESNEROEA (L
BEE, FERE EEHEIEEE) PARRE
HPbDEFEXBEORE FiEE - TAr7R
HIBRAEY - TR DEHEE) HEELEILND.

BRI KD, 2FAEFOLY Y MIKE
SHBDOARBEERZIANR T o7z, YR
% DEASNER - AEXBEEESRBEICLS



