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S3CARTHEEEVDPLESE TS A —Dty NI, EfGITRERE S NTZSLCI2A1E T
FHEHICBI S EEBREASRETZEDOEFELVWSAY—Ey FO—flTEHE 3
A, HERERE EAEICHHATRELESLCI2AIEEFEEZPEET S S 97—ty Mg
THNICREE NZ WL,

(00 46]

CNHHERAFECRHEAEE., SLIRMBGETFOERZELCDNAZBRERI 2D T
A —ty rEEHRELL. FOEREIBEEI AL, iz, 754 FREERSE
KEBIREEBERIRTH > T &L, e, ERI®ESIA4AY—TH>Tb &\, &5
K, BZRlEE, Y9I0S BBLEFCERAERNFIEESATHTE X,

(00 47]

CNHHEABRPHEERARE, HoRXEHELEAELE T, VB TORIEKEDRE
LT ERHET 20D HEF Yy NRUVOBRBEKEBOTFY )T R2EFEET DB OR
EFy P UTEMBTZCENTES, Az, WIEFYy PVRUFEFY blcid, PCR
ZEORBEBEICAER T SAY—UAOHNOHAEEZFATE L, RIGEZHRET 3
TeHDEE K. dNTP, WBAERIVAS—EHEEFTATE L1,

o0 48]

ok, HIEF Yy PRUFEF Yy MR, FhAFNUVVHRTORBEKEORELST X
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EYHETZDOERRNGERTCYYOBRBEKEOF Yy V7 EEECT 2D DERDAE
NEFMICEREIATEANEEL TV TE LV, BEOBRBBICEEEINT. ETH
STLEFEETH>TE LW,

(0049])

BlzE, VOVBRFORBKEORELT EAYET BHDERPHELLT., B
Lizk o, ZERKEAZARNLEZE RN L, ZhZhoHEAERZHEI ATV S, F
ZIE, BABEBS 1 KBI2164BHOBELZARNZES. /72 VUNADEER R
ETEITZES., SZUVVEBEKBEERELST V., EREEEEL TV EHEL. ~
THEE., ERRITVETEBSTETSSA. Y%V VEBEREAKEERELICL W
VERRBREELEVEHFETZLSCERLEAMESENZH I ATV
[0050]

Fh, DOBBEKEOFY VT7ERET R ZHOERYAHAELLT. ERLIzL S5 IC
EBERRUAEBFAXRLERICHL, ThZENDOREEAEIREBRENT NS, fl2 K. BEF

B2 LIBT3l 64FRDHERHRLEBAE. V7o v e 7P v HUAOBEERAF D
BATETIEA. TOVYRBEAKEDF Y )7 ChsEBETSHE S IIERL BT
HENRBEENT VB,

[ 2 6 41 )

(005 1)

(1) D SLCI2AEETFOREKEREZNER

Ml KEEFRE LB FOEDY /LDNAZHMMB L., SLCI2AMEBZFADOEIES 1
KBTAE1 6 AFBROBETEHERANLLZS, 9BLE, ADKEBREGHETE S
[005 2]

i, LC1I2AMBIEFHAOENES 1ICB T 5HE 1 6 4 BREDC ADHFDOETFT.
REUNEREZTIEOT /LDNAZHML, RIES 1B 2816 4FHELDOHE
GTFEEHRNZER., G/ COREHEAFEDNI6H. G/AADNTUHEAERDN 3 7HH, A
SADTEBAEERNETH >, ADTLIVEHENO. 285 THB5TLMhEA/AD
FEBEGROMFHEBBNOSBELHEEIN, SRENOBETH 3 M EZNERIERIC/N
EM o7z (P < 0.01),

(005 3]

AEBHTHNTZEHAICENT, BIES 1L IKBIS2E1 6 4FHENA ADKTE
BEREHBEKEZRIEL, £, A/ ADFTESROEREFAIPFELEN >, TOD
KXok, BBYWES 1ILBITZE1 64 BEEGCOERE., BBEKEORETHE S, k.
AR BE 7k BE S E (B 4K 1L, RobertsS D F 7% (Roberts SJENEEFR - BHEY - Z oMLKk
g, (BIER 0 BHME & WHEE ) .pl49-164 R/, (19784FFT)) KKV
Ui, £, BIIBES 1 LB T2FE 16 4BEEDORE T, GGP_SuperLDv2-0(GeneSe
eKft 8) 2 FH W TN Tz,

[0054]

(2) B ES 1B 2E 164 BEBEDER

SLCI2ZAMBEFRICHLEINES 1 IcBI 5B 16 4FHEN T 7= (G) "7 7
Zv (A) KEH#ITZZERE, SLCI2AMEZ VY SIJED3 7 28FH0 0y >yEO 02 I
BT E, COEREEF. SICI20OBBEZERI LN, TI/ BEEOTCEEZRAXRS Y
7 27 T & %PolyPhen-2 (Adzhubei I.A., Schmidt S., Peshkin L. et al. (2010)

A method and server for predicting damaging missense mutations. Nat Methods 7,24
8-9.) . SIFT (Sim N.L., Kumar P., Hu ]J. et al. (2012) SIFT web server: predictin
g effects of amino acid substitutions on proteins.Nucleic Acids Res 40 W452-7.)
k> THREI NI,

(005 5]

(3) ¥/ LDNAOKEYES LILBWU3HE 1 6 4 BHEDHRE

oM (Fi#EEA L UTEDTA, N U Y2 8) XD, BEEEBYBHEEENA-1000
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(ZoXIHE) ZHOWTT /LDNAZFHE L, 2hoDF /LDNAZRSGE L L.,
75 4<% —SLCI2A1-F (BRFIES 2) K USLCI2A1-R (EEFIHEBS3) ZHWAEPCR (98
CT208,. 60CT30#. 72CTIHEISGERTITEBEZIYAIINELES YA
ZIVEIE) 2TV, 37 30#EDNAY— IV — (TTSARNLFYRATF LR
8) ZAVWTP CRAEKYMOBERSZRE LU, PRIEKEEFRIE LY X DSLC12A1E
fFEHEICP CRTHBIEIREZDNANKE (BYWES 1) TR, B3ES164FFD
BENELIT7=22 (G) Tholeh., EEEBEROERBBHHFTER 7= (A) Tho
ide

(0056

TODOXHIC, SLCI2AIEBEGETIRBREKEOREDFERESTFTHD . SLCI2AIEBEFICE

EERHOFEZVNET HDERFEHOZMEIC K > T, MEICY Y ORB/KERHIB AT
HBo

(B1]
ERE
—_— >
1 CTCGCTGTCCTACCCAACTG:
164
CTTTOTTGAOTGGGUGGAA 245
B
BEAEER

1 CTCCCTGTCCTACCCAACTH:
184

TTTCTTCACTGGCCGGAA 245
(" Xy
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Oy s R—UDkE

(12)FFE BB EF

BRERHENEEIN 3775 BREFERHEYZ—A
()FBE R BT

ERREENMHFIT 9 1 8 — 4 RIBEREERFREHREREEEN
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