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VR 22X Y, B ) AEMBRFSEE T ) AMEEESBENET L, H LW
FEE L TAX— Lz, ZHIUCHES BBy, (IR, F4, JbE, Bk, FHH,
BN, T E TOSMiRILFEMIEEMED D & & BT, Tk 22 FEEERPUS FAf eIk [ 7
J LX) 7B ONT THLA (b &R0 ) I 298I Lz, ¥, AT, &,
KL, TARANDOERT ) T a7 ), THEGRA MIBPL 1T & 2 FBUHE & bk
B OGT 12 L 2 1&ffi ), TDNA & W7o/ AR OREEE ) 38 X OVE BIEAR T dT O F
SEER I, o, EFR3EAN EERER, 5O AL U TH~T 4 v T AR
Hricsm L7z,

A. BT/ LHZSFIZETHHR

a. BRADEY/ LinTniaA(4 7

70 DI IS RBEROMNTICIL, b N7 Aho—H SR (SNW) K&
Vo B —H%A (CNV) FEDOZEeESMORE L, b OYEER ETOMAE
b NTadAT) BRETHIENEETHDL. LL, 2 K (T4 7aA
R) Mz CTIhEZRET LI LIEFIRNETHY, LITAARANT ) MIZBITD
ZRREE X R TR T REBETH S, ZOMRE~ORY R E LT, T
mA K77 L& s oK 100 EHoOSRRERMEZ 7 ) LU A R~vA 27 a7 LA X
DIRFT L, FEENT BXA T H2RELTE, Pk 22 I35 88 JfElod SNp &
1336 {E D CNV i8Ik~ 6 72 DHEENT B X A T OIS E, ~NTri A 712k
CNVZAELRTWHEONRH L Z A2 R LinxsEk L7z (Am J Hum Genet 2010) .
EBIZ, BlOT LA TOfTEREeET o2 LIcky, ZREEL 2 %L, EHEE=
VY= T ACEVEU STy BT — b TN STV 5 HapMap3 & bhig U 7= %k
Rae@s L.

b. HLA4EiEa— FRNA B9 B FFRR

JE— F RNA AT 2EGHIE 2 1L U &5 2R AR ICE U, HLA fEb
W2 — K RNA OFSRE & S A2 BRI 25 = & 1F, RyZBIER AR & HLA fEIk D FR
FB D5 THF IR R TH D, AR TIE, kit —27 =¥ —ic ks b
TR )T N NN B B2 D HLA N7 a X A 2OV T EN L, HLA fEEIC AL
BT HIEa— RRNA Z[FETH. ZIUIEDE, EREEE L OFEENRINTE
HLA 7 Lb & S REHICH HFHa— RRNA Z2HhH L, T OREREAEITT 5 Z L1
Lo T, S REEE B ORIEM TN 2 B 7. FERk 22 1L, REAIZRHLANT



nX A7 EHTDHTREOBMIEEIZ- OV T mRNA-Seq % 5 L 7=.

c. DNA ZHWV =7/ BEEDIEE

DNA @ THCHKkIL] , T72RbbAREMEIC LV EESER T 2MHEE LR L
[DNA 380 23F] NHFEME L TAWAREEZ Lo Z ERFIRE I Tn5d. L
L, Z0HDE LI M3 77— @ DNA BlANZHASNWTE Y, SR AIZ B
SNTERHITIE A2V, Fox 13 DNA “HEIEZ B & L, 7 L AFRE CREERYICHE
RETEXDLHT IV HEEEROT LWT YA Y 2T AORESLZ B E LTV, Fhk22
FEIXENTEROF ) Iv—% AR = b & LIz ZReEEREZERT 57201
PX (paranemic crossover) &7 — 7 & HAIAATEREERIE A HE LTz,

B. AT/ LBMZESBFICETHHR

a. BE—BEROREECFRAICET SR
H—BaiicB i 2 RKNEEFEREEIE, b FNREAZERT 28 FEEDER
BRBERICHER TH S, AR T, BEsEE & 2 FRIBEES R, TNF
AR B JE I TS BVE R LN KT - SBINZEZ & DILFFZE) MBI Z R
TGN MERE BIEERE, 3 L O ORISR E & 2 FHENMES VR 7R HEE (P
HERKT TREE 2 & ORI, [ZHOWTREEE T O D5 ) Mg %
ToTWD. PR 22 FE LN T ORUR 2157, FRIRIEIGZ R OWT, SNP 2~ —
A—E LTHWENRT AN » 78R 2 F i L, & 2 FFE O Yt R aa I T g5
A R U7e. SEEHREIR I M IR S D, kit —r = —E e
V— NIRRT A N L, B TAEREEEZED TWD. FiRME MR E BIEGEREIC R
WL, BARNIEFITHID T STXBP2 Bin A # 2 [FE L L7z (PLoS One 2010).
FIEVE HVERE TR HEIBUE OO % Ye R B E I BV TiE, TSPANI2 s 14 R
ZEE L L7~ (Am. J. Ophthalmol, in press).

b. 2RFEBOEGERMBHICET IR

ZIKFIREBDIRIKE G 2M a2 it L UC, RROREMTZ, o1 « e - 8K
LAULTEAL, 602, as— M 28 LT, x ADT /7 AfFRIZESND
7o LW T PIHESCTZINE - IREEE R T 5720120, EMExISRE Licyr ) 220
FEMT A CTod D, AWFRETIL, ZhusxItRFEET % kL LT, ZRFRER
FEIZB0 2 B s O A D TV 5. SRk 22 FERED T2 5 ) LILFRINFZE O Xt G20
BIILLTo@mY Th o (k). OB CaErERRIRE OuUNKY - ARE), @
OAEZE (BAFEERT - BiHFE5L), QKRB A - BiEN A (KRR - FRIER),
@FEFRIP « BEGE « SARMAE - St (ENZEBRERE % — - JIEEEL) , ORERRMERA~
N=T JUNKRE - BARSET), ©/8—F Y 09w (KIORE: - FHES), @t b



WIEE (BiEk KT - AfrsE—), OMERMES OLHERT - M%), Oegtt=Y 7~
F—=F 2 OUNRT - WNFEE). ERFRIZLLTO@mY Thb. 225 7 LFEBEfHTIC
XoT, BRATOMP I NVa—2BEL2HRET BB TIFHE2FEEL

(Diabetologia2010) . [REkIZ, HAANGSGMEICHEET HELEFHEZFEEL -

(Circulation 2010). BN A DJRKER T [FIE & BREEEK & OHAMERIZ OV TH
H L7 (Gut 2010). HEIRINEE BT DB MBS % FE L7 (Diabetologia
2011). F7=, @t Y 5~ h—F A & KIR ZFKROB# % #55 L 7= (Rheumatology
2010) .

c. EXMEELGLVICERICETSY / LABEERERAICEAT SR

SERVERBIZIFREAHAD b DNE <, /N ERERIEE LTV D AlRetEn &
L. ABFRETIE, UR/NEAREE EEE L, S RURERE~L=TIZoNWTD 5
J DS R E RN A L=, SNP T — T DWmNERE L T LT A EFRIE L L
TIEBIREE DT 7 DB ERT 7 A TR L, 6927 IZALE T 5 TCTE3 BB T D4y K
KA E ORI & 72 5 FIREME 2 7R LA L7z (Pediatr Surg Int 2011). F7z, Wilms
M 1T 2 Yt iR 28 b & BRI & O BEIZ DWW CTHFZE 2 D T 5.

C. B FRRHMEICET SR

a. BEEEEF MIBP1 [Tk 2RIV & BEcfEB R 0GT I Kk H1EHH

MIBP1 (B4 HIVEP2, Schnurri2) IZ c—myc intron 1 %1% U Ok % 2piEfs DG
FHEREIRICRE & L, FFIC NFKB FRERECSNICHE A9 5. MIBP1 Rl EIC X D R8BI E) %
~A 7 a7 LA TR LTRSS, BB S 285 7 O 5B 46 A P13 NFkB Bl
FINAEICEL L GEN TV, Z O H13 MIBP1 28 NFB JEZEZifI4 25 Lvv) LR—
H—T oA DREREL L. 512, #HICAH L7 0-GlcNAc transferase
(0GT) & DOfEA LS MIBP1L OERGHNFIRE A FET+ 2 A I = X LMIZHOW TR EIT> TV
5.

b. *FJLE PCAF OBEEIZBET HHR

B AR ATFIALEERE DN IEE A b LR T BRI L CE OMREEHIET 5 2 LA
WESHTEY, VOUEEAFMUISHT 2BINEE 2 b U EFICBE > THAR.
e~ 1%, SET9 2% p300/CBP-associated factor (PCAF) OOV 2 3k % Invitro
BEO Invivo TAF LT D Z L2 ST Uiy L7z, PRk 22 4RI, £ OFERE
A ST A7 ORFZE 2 W), PCAF 3125 ps3 b & by H3 I2kT 5
T2 FAGTENED K89 D A FLIZ L » TIES LD Z &, —TJ7, 2D A F/LAkIE PCAF
DHCT B F/MUUICITRE LW &, 8% InvitrolZHBWTH BT Lz, BiTE,
PCAF 2 FIAKIZ & 5 pb3 FEAE R T DR BIZALIZ DWW T 2 D TV 5.
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MR T, ~HOBEBTORFICLYEE D HE BB RS, BEO8KRT &Rk
KO AANERNC X 0 FIET D LK 798 DM & 4512, A B L ARFEY) ~ DI E RIS T
DN Z24T 5 Z LI L0, BIREREEEE OB D AMBR L HET 5 2 L 2 B
LTHY, SHITEFOZEE IORKIEOHNICHTFE LN EBZZTND.

2010 4EFEDRIEE~DF =R BINEIL, o 2T LAEMBIAIFE AR 1E L LTRRK
REFFREE S DR EATH 5.

A. BIEXRFEDH FERDAEHR

AR EICEFECRIW L, LR, =8, BBEER EOGHIERS, BIEOF
Ak, F@h, Bk - BRMEOXMZ EORMEER Z RS E LT, 2B MEICRIET S
B D EVEAER CTH 5. HMERBEHRAN O ZR TR EEX LN TN D, REEIT
) 1%, FFEIEMRTY 2 7 ks 1X 10, B=ZITH 80%TdH V) Eis+ DBL-23 LAY m
ZERHONTWD. ZORBOKZEEEFZFEEL, o FHEELZRHT 72912,

HAGKERH R, WRES ) AFEMB L ORAE TN T Tu—F %2 L oT0 5.

a. PCP iEEBEFZIEMEMLRTF & L-EERNT

Rt ERSE T HPCP (phencyclidine) Xk b3 L OEMW)E 7L Tt A RRTERR D51
JEAR EFEMER 25| S 23720, HIED & Z AHABRTVED K b AR RBENE T
NEZEZBNTWD. A IFPCPORMERGIZINE L TRENAREICET 28614
YA 7uT LK VERL, £ 0 ORE RIVERIE~ DG 2 BT 2 XL 0 5t
L7z. PCPRMERG-T v N OIMOSERALA B BB L 72 h—Z /VRNAD~ A 7 v 7 L A fifhfy
ATV, 0HDT /T —3 3 » ENTBIn T L 2HEDESTIZR VT, PCPIRGIC K 5 FEL
BOELEZBE L. F—LBERERD GISLIZHLEE L 72 b — 2 LRNAZ W T2 E 1Y
RT-PCRIC LV, ERFlEnT T 12(HDE(s 12D EPCPHRGIZ L % FBLE O b2 il

Nz, 2fEL EORBEBIEACAHER SN0 OB D ) BTEIC S E, A KTHIERK
TR T O & L CBEMNT 21T o 72, ElZHapMapD T — ¥ _X— & X V) tag SNP
picker\Z & > TPLANZOM#, BIGAZ3ME, DUSPNZ3E, ADAMTSINZ 64, NR4ANZAME, PTGS
11Z2f8, PDEAZ6MEDSNPAIEIR L=, T4 HDSNPIZ-OWT, FREFE304M A & i 7
304 IR E FHWT H A ¥ 7V &AT o 7. FDRIEIC K DMfiiEM., PLAT, PDE4, NR4AID /N7
B2 A THEICBWN T, MARMEL OFBERBELZ WL, IR Y 7



v (892, 2007 OEBRE, EETEY 7)) IT K DR D T2 O BEMRAT 24TV, PDE4
BLOPLATOSNPIZ OWTH B4 (PDE4: p=0.007, PLAT: p=0.026, p=0.010),
FroonTaH AT (PDE4: p=6.8 x 10, PLAT: p = 0.015 )IZOWTH A E/REEE
B L7z, 26 OBInFIT AARAFE RFVEDRIEICHE G L TWD Z &R S L
(Fehmrf) .

b. BEEEGEFD/ v I 7 RTORICKHEHFEN

SN TN E X VRS RRBR T BRI DV T ORHFRY 72 B AENT 21TV, AMPA B L %
2 URRZARAR AR (GIuR4) EInT T D GRIA4 DER L AFARHIE L OREEZ R L
7o RBB T ORERIVESS, BRIMIEIE~DBIH Y 2 LN T 572912, GluRd @ 4
EOMIBE R A AL DI B 2 HEa— KL TWHTr Y 12 #KRESET /) v I Ty
b~ R ZMSL U7z, GluR4 13 THAZM S 22 WREHIC GluR2 & & de AMPA L7 L &
IVBEREE VT T AESNLE D I V— T HEORER D H. F T CHRIEMBRY L
IZED, GluRd ZEHEA (- / -) ~ U RO - /MKIZISIT 5 GluRl X° GluR2 DFEELSy
Mz, BRA~ T 2 LEAERM < T 2 L OMICRERIBEVIIBE IN R T2.
DT, FRESCEMFEEENCEHDD ZERMON TV A RN (LTP) 12\ T+
U ADWEIHA T A A N TERER PRI 21T o7, L LERM~ 7 2 L BpAR
VAL THe EBIE CAL SEIICE W TR BRI RSN ho T, WIZ, 8
FERATEN T A N & MAT L& 24, TFRRREERER CITA R~ v 2 OZEEETTIEN
DINERL B EL TSI ENBIEINT. £~ AOMERERARTIX, £
B~ 7 2D ZE B RGLROREFRE N IIHERF S LTV ey, 22 S RGELIR O S 6E /103
HiebhTnWa ZERbhrolz. UEDOKENS, GluRd 7 2= MMEERIEL S
HELIEOM TG L TWD Z EDNRBI N, 6T, MaRKEDOT= K7 = ) ¥
ATD1DEEZLNTWND T LV ZIBIOFEFEIZ OV TRE L7z, 2OF L73L R
PHNE, FREII T 2B ROE, € OEANEELUSZ 5] S 2 SRWERE DI
BEHME 22 Z Lo THRISNDBE TH DH. TR EE I IR ARE 2 S
BLTRY, ERRECEINBEEI NI LRALNTND, BRA~ T 2Tl
T LV 2D, WA U AN AFEICER T LTV, e KRERETDH
BEREINTW5, NMDA DBLEAITH D MK-801 ~DREAZMENTLHE L T\ 5 Z & Z2/Rigd
HRERBEO T LLEDOFERN G, GLuR4 23 7 L X)L A | D B % 7= 3R B0,
ZEEFRE A WO & LB AEREICRI S L CWA Z E B X b/ (Sagata et al.,
2010).



B. BIEEMEMHED S FERDARHA
AR MG BRI 4 BT, SRARIET T O FRMERT R & 1 & 3 5 WY E M RE R
Tl DMREMERETH L. BEMHEEEREOR CREZ & S, 2 FERAKICH
SPASTERIZ X VEE D ZEDNHMBNTWD. ZIVE TIT SPAST D SR « RELHE -
EEERRENRE SN TS 2EREICT 7 Y U DRENEEGT 5 L ENTWANR,
ZORKFHFREZ L TVD S OIIAD 7220 KKK FIRBEIT TR S 7z i Je e
PEBERMEREME R R 1 FRIC DN T OBIR -2 B[R E % 3 A 72 . RS SRNE Sk BRI e £R
FH 10 NEET 11 AOFRNERBE B LT OREE 3 AOKFH 14 ATHDH. £33 2
Ttk o 26 Ho~A 270V 774 b~—T—ZFHWCHEETZITo70 & 2
7, SPASTHMI S % 2p23-p21 DOFEIT It K22 45 LOD A 2. 643 238D 7=, F D 7=, SPAST
DETy V) DERMRBESA VI o — 7 U RAETTUTS 72D, Bla FERITRS
Niginolz. 22T, =07 Y U REDAREMZ# X, SPASTORT 7 Y AAZDONTOay
—HHm ) TNAHE A L PCRIBIZTHRZ. ZOMR s Vo I~z V> 4 OREE L
L7z, DT SPASTD EFICEEE LT 5 DPY300D = B —31Z>WTh U 7 /L& A LPCR
[Z L VRN AT > T, T OFER, DPY30 D> V> I~x7 Vv 3 DRRKRERH L.
PIOILEBIZZHD T T A ~— DA EDEIT I Y, REHIPHDK 64 kb THD Z
EEHALC LT RERIL SPASTO 7 V> 1 OSERRKZH I LTI TOH
HCTH D Miura et al., 2011).

C. EXMEXRBBEMHRAFLED 57 FELDOHFH
T RMER M BT AR RIE & X PR RO I = U VB A 2% M e T D/ /hE
MBEEBEO BT, TOREMEE TH D Pelizacus-Merzbacher % (PMD) I
proteolipid protein 1 {51 (PLPI) DEE TR 5. HWF9EE CIXENYI & 72 572 PMD 12
BT D PLPI ZEH A5 L CLUK, PMD NEE DAV BE D PLPI T 2 W72 D —E & LT
TV, RS BB (BRI IR), RIR72 E2 5T 50 BBl FRE L. PLPI O5E2HEB
AT EIRI AN S, PLPT D JRERTIXZ OME L FEIIZE R Z L IRV, EERS
KA PMD 7> & Bl A FEAE O T AR MR M6 R 2 Y (SPG2) & THEIAWANY N T A&k 2T 5
ZeBNbhole GaSCHEMT) . Hx OERLIFEOBMRZI ST 5 2 & IXIREE
DR Z DS B 2 5D E TR TEHETH S, —J7, PMD BEDOILTZAEF| D FIZ]
W DOIET PLPIERPBRIBTERNL DB D b THET H. 20 5 H 20 EFIC
DUV THERMERIN BB IE DR DR KB T (GJC) it LTc & 2 A, I At
ABRFO~T B 1 PO b,



D. SRR EBEFDEILFHHAR
FaRBEEERFHOKEEGZNER

HERFIEL T U & T 2R EIT, SEROREELEZEZ b5, B FRIEICE
T % @RI RETE A D AR AE IR 2 B 5 L C, #E6 JaiiiE B R - D M AR [
BETFHRNT 21T > T 5. MEKIVEL, BEOEROFEREV (A = 10) B
FERTHY, ZUIFFHE CTIIHIET 5. TOMMIERN G, FIEE OEH, 215
FOFHOBF TN L 720, FRBESEIET L L O8N RS2 A8 G B 1D TRV 2
ERHIfFESND. LA L, EORERETHIR - EFICLLFTIZE—E (1% Thd. &
BIRZMET LV OERIN TOMEFIE A AT 272018, MEKRIE & OF BB
DEEZINTND L L OBAR T RED RS M2 o J&0 fEk 3 X OR BB 46 5 Bt DO 1&
R BURETEE Z MR, B b 98 MR (AAN B0 Mk, =—w v SN 24 ik, 7
TUVART AU BN 248K LF o0 =50 BIKICOWTY > — 27 = ATk A4
BRI EITO, BHEART N T MECL 2 BARRIROBRMEZIT> T b, A6l G
BT NG X R FAREAR T O BRSO T > 7. KB 8 B 7D 5 b T m
T HFAET D 729U PCRAZ K DT DR ATRE e GRS % < T B An+ 0> LIREIR % x5
2, REBRBRHEITOHENIEOREZIT 72, EREROMYT ClX, R 33 —nv
NANZBWCTHERIED Tajima’s D Zx L (12.66), GRS REBE SN, £TF
VR D =TI GRUG \IZIB W TAHERIED DR BH S (+2.52), Fr30 Po—IcBir
DRI R S LTz, U g v RUMRNT (7 ¢ & KU A X100 bp, A7 720 bp)
TUE, GRMI S5 BRMER D Bt 3.7 kb fHEICB W CHAANE I—1 v /AT D OFE
72 bR (+2.256 (HARN), +2.17 (3—m v /]AN)) BEH I, WThomks 7o
Ny V—TIABRBRRIUIMRE ST, 20T MFRAEREIN O x5
Eip ol AREME R STz GasCHElR ) .

F A TYE & OfD TENL 2 BIEN A X EFTIC L VW ER SN TV D EE TREO 9
B, BDNF, COMT, SLCISAI \ZOWT, BHHENHE STV % SNP OJEIEEKAS 7 kb 35
FOVEGHE 5 kb KO ZRRIC T NV H I VAR TRE & Rk ORL B 217
ol ZORERE P DREAKIE & OBEN/RE S VT E 72 CONT OIERIFE SNP,
rs4680 (Vallb8Met) JEAFEIKIZHBWT, I—rm v A THERIED 1D BNEE S
(+2.10), AARANERET 7 U BZT AV I ANEFHIZBNTHHEETIERW S DDA
O\ (ID = +1.46 (AARN) , D =+1.75 (TZ7VHRT AV BN ) BALNT.
LrL, Fonvrv—iZB W CEFERROMmITE< Bz SN o7z (7D = 0.00) .



F77, 1s4680 D FHHKI2 kb DFHEDA » b 2T 7V ART AV I ANEHATHE
RIED D BRI (+2.14) , AARANER L 3 —m v SAEHITBWTHAETIER
WEODRIEROMR (7D = +1.98 (HAN) , D= +1.48 (3—wm v XAN) ) DR LN
Too LLEDZ & D, CONT D rs4680 DT 2/ EEEANT e MR 72 MR I CHERF S
NTEY, HERMEICEET HERIMN, TOX =5y MR oI R RIE S
7= G SCHEfiE ) .
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