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MEETIL, Y ) ARS8 L LTOHKADY ) LSRRI SIS, 3 X 0%
B2l ) AOMEBRZEOERICBET 205, 72 b NS H Y AR R0 L
L COBEBOBBFMILE & U CTHIEIEEIZ 1T > TV 5. Rk 24 44 A L0 KRBT
AL LT, VAT NEMEBIAT | AR OER, AnTH, 3ELEMELR, 10 A X
DIFZEAE L U CEEBSAIFREICINb 572, Rk 25 45 3 A, dLEHEN LR E,
ARFIMELIRE 2ET L.

A. ERT/ LAHZSHICETHHR

a. BRADLY/ LnTniaA(4 7

70 DI IS S RBEROMEITICIL, b N7 Aho—HEE RN (SW) K
VB —5EM (ONV) FEDOLEEREES M ORE L, T b OYER ETOMAE
b hNTadA7) BRETHIENEETHSL. LoL, 2 FK (T4 7aA
R) MifZHWTINEZRET LS ZEIIRETHY, EITHARANT  DTHBIT D
ZRREE IR TR T REBETH S, ZOME~ORY AR E LT, FT
nA K7 L% SO 100 HOSKRARMRE S ) 2AUA R~A4 2787 LAIZX
DRENTL, FEENT R XA TERELTCE., ZOXA U ITERERFTOE N7
J LR (GRCh3T) % & EAZHENT L, #9170 I{E D SNP & 2300 0> CNV ik 7)>
LIRDMEENT A A T HPE L, D-HaploDB (phase IV) & —Z_X—= L L CTARH
L CuW5 (http://orca. gen. kyushu—u. ac. jp/). CNVITEIs T DOHEELH BT EST
LHDONRLNTD, EOEMFIEREZBEFIL TS, EHIZE M LOMHES
Al X RN L~V CRIAT 5720, Hifly— 27 = —0F A EZ B LT
W5,

b. BEZERETIEYS / LEKZEDERS

TS LOBEKRZEPEBFIEOBEAELZBE L TWAH AR S L. ZHET
D—HIHLM % W R B MEEE T OREICH &kt E, =5 LAofEikzE s
b RREA L OMBEZBE LT, b MEMAZFY, £, —HEAELA O DNA
AFIIZEZ DB ONTT v T2 _X—RZ LIS ) AU A RIS
W5, EBHIZEREH, DNA A FIHUEOBERIZOWT, —HEEZH L OREHE %2
DR 2D TV D, Ee, —REREMZXISE LT, BRER T2 DNA A F /v



IG5 2 D8 %7 ) LU A RICHr L, SHEREOIERN L 258 InF2RE L
BT, R AEEDHRERIBRNT 21T > T 5.

c. DNA ZFH W=7/ EEEDESE

DNA @ THCHM#] , T72bbKIEMEICLVIERSTERT 2 ELZFM LT
DNA origami | 2354 & L CTIAWATREMEZ D Z E oM S Tunsd. Lavt,
INHDELIIMI3 7 7 —2® DNA BN SN TR Y, #EERERICERLSh
TV, Fox ITEFEL SN IESI ORI LV BEERITY N L A FRER T/ M
REBETDH LTI U VAT AOfENLEZBIE LTS, Zo—flL LTEN
HRDT ) ~—%HARKa=y N & L, 2~4 &85 Uz ZkoeiE 2/ Lz,

EHIL, ZOTYPAL U DEDIZIiGUSP LW H V7 h =T #BFE LTV 5.

B. AT/ LRZESFICE TS8R

a. B—BEAORRECFRAICET 50K

H—BRIcBIT 5 RNEE FERFETEIX, b NEREMZEKT 518G FHEEDE
BRRBEMIIARRTH D, PR 24 FEED T ) AENTIZLLTOWY Th 5. BN
BsERA A & 2 FIRIER SR, INF S22 KBS A M BUE e lle, M/ ML
F OSBRI R L R T ZIRME MR B BIErE. FURIRIED 5% 46 KOS EM/ M L
ICRWTIE, HEEESRORE & IRy — 7 2o —IC KA ERFENK T L=

b. 2EFERBDEGERMBHICET IHR

ZIRFREBOIRIKE G 2R a2 it L LT, RARORIEMFZ, o1 « fMiE - @ik
LAULTRAL, 602, ars— MEHIF 28 LT, Hx ADT ) AERITESH
TeH LW T PRESTZINE - InRIEA R T 720120, EMExIGRE Lics ) 2250
FEMT A CThd D, AWFRETIX, ZhasxtFEFRIETZ R E LT, ZRFRER
FEIZ B 2 B O A D T\ 5. SRk 24 FEHED T2 5 ) LILFRINFFE Ot Gk
BIILLTO®Y Th 5. OB CREERRRE, OOMmEZE, OFRF - It - =5
MiE « @ifE, @OFE, @EFET) 7~ h—T A, @Y /Laf K—r &, @QOKEN
bo, @FIEN .

C. BizFRRHEICET SR
$EEF MIBP1 (2 & 5 RIAFAH & MInieBER 0GT (2 & H158h
MIBP1 (345 HIVEP2, Schnurri2) OIFEILHEIREREZ ~ A 7 17 LA THREHT L7/ R

X D, MIBP1 28 NF-kB /XA ¥ = A ORI ThH D Lfim Lz, —7, MIBP1 OFEE X
VB L LT ORAH B-FT R FAT N aY S iR (0GT) 2 ih i &



BOMTICEVIEE L. 0GT O=t4 7 AfEIA T & L ToO®RENCTER L, £ MIBP1
L DFREEDERICOWVWTHRE L TWA.

E 3=k
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YFEETIE, ORI TFORFICIVES ZE-BR R, BROBLT LR
R FOMEAERIC XV RIET 2 LR T OMNT 21T 5 & L biZ, HRH-PucEk &
RO Y 2R OBARRISERIEDIRIT 21T 5 2 LI LV, BARTE R+
IEOBRNSEMBRZEMT 5 L2 AL TV D, S HITRAOBZENER L O

ERTHHEDOHESLIZ L HFG LI EF X TN D.

A. BEXRFED T FERDAEHR

A LMEIZEICEFEICRF L, AOF, =M, BEEEREOBMEERSS, EEO
Ab, FEE), EAL - BEMEO RN EORMEIERZ R E LT, £ IMBMHEICRE
TOREORWHEMEETH L. EHRBEBREANOZRFREEBEZON TS, &
PEFAE Y A7 1389 1%, FIFFSAEMSRY 27 L1 10, BEFEFH 8N TH Y, EinT D
B G- EBE N E R DTV, ZORBOEZEEG -2 RE L, gz
fRA$ 572012, BIEHFH R, BREY /) A FMB L ORA TN T 7Y —F %2 Lo
TW5.

a. 7/ L7744 FEEFEH

K3 HEO~A 7 aYT T4 h~—H— (v—H—[FLHEHE 108 kb, FHE~T mHz
HHE0.67) 122X, ZEMEICLDX AT 1T —%B[EL, 3 OOMIL LT
EEBERICHWT A U —=2 T % 7o, 1IRAZ U —=27Tl¥ 2,966 ffllc, 2K
A7) == 7T L0 HDO~— I —IZOWTHEEZRDZ. SHIC3RAZ Y —
=TI 3R HIC DX HEEEZRO. KAV —=V JRITHET 57 LLOFEL
PEOBF R LICLY, EBIZ~v—H =9 HEZRINLT. ZhbD~—T—DFILK 200
kb DFEIKAN D 1, 564 {HD tagSNP % HapMap H AR AL DT — 4 % & ISR L, 11K,
2, BIRAZ V—=V T THA LY T AEER U RER, BEHOX A7
ZAToTz. ZTORE 167 I OWTHEELZROTZ. ZOoRnbT Vv, 7 2A47,
MUY R, BEET L, BUEETARRED R OB CHEZEN AL 31 o SNP
IZ2OWT, 1, 2, 3IRAZ U —=2 7 LITMNLOHK) 2, 450 X7 OfRiR % W THiE



RO OREENT 21T o712, TOFREE 1O SNP THEENA LN, E5IZEHEO
6 EDSNP DE A &2 Tt TR 2,900 T TIT-71- 8 25, LICHEENRWD
ZENTZ SLC2343 O 5 BFifEO SNP & & HiT, SLC2343 O 5 ANIALE L TV D
CNPPDI @ 3" Fift, BIORZDOa— FEEAO SNP I AEEN LN, ZhbD
SNP 1349 20 kb D LD 72 w7 FIMLELTEY, ZO7 1y 7Ii2id Lit#s 7 oftic
FAMI34A HAFAE L T2, T D OBIR IV T4 S FARMHRER TORBINBIE I T
WD AEIAWE LS 722K 3 HENORDEEER~A 70T 74 h~—T—I2LD
HERFIED T 7 5T A RBREAEHT (GWAS) 1X, THE THENRV. Fiofma KilE
BEE R - DT —H RX—ATH % SiGene 7 —HF X—AZEB VT EFEEIZY A FE
TS, SR I S OBIEI3E7- R B EEE TEH E B 2 o
7= (Shibata et al., 2013 ElJlH).

b. BEEREFD/ vI TV T RDERMN
HEFFIED 7 V& I VIBRERBEFEEICIESE, MO KIWE L 712 I VB
BARFHE & ORI R BT 21TV, GRIU3 (RETRL 7 v 2 X RS2 454K 3 : mG1uR3) 18
L HEBLOAEEREEZ B L7z (Fujii et al, 2003). & Z THAKIVEDISHE
R RIMHEREIZ I 1T D GRU3 DEG-Z T 272012, /v 777k (K0) v A%AR
ML, REBRITEIT 21T > 7. ZOFER, EERBOKRT. SREEOKT, =56
R AR b, FEREBOKRT & EIRZ MG RTVEDO = K7 = ) ¥ A
TELTHLNTWD., 22T, 20 KO~ 7 ADITENEE O4 THE &2 iRIH 2 729
(CEREF RN &SRB ROMAT & 21T o 72, () EREETAENT - RO T
DN, AR M Paired—pulse facilitation (PPF) & EHim[¥{%:® Long—term
potentiation (LTP) Z{HIE L7z. 1TENFAT & FIAED 12~14 B KO ~ & AUEE %
flEfH L, CAL fHIC, PPF & LTP ZBFAA (W) ~ v AR &ML=, LavL, HICHE
ZIROLNT, ZHREEOETIZILIP DETICE D bOTIFnWeEBZ 2 bhic. -
WERS O LTP 21X GRUZ VI TIE RN B2 bive. (2) 3EBRFPRUMENT - EBERZ I
WTIE, ~A7uX A7V AEICEY, AIBEKICBITAAZ 7221 (MAP) IZ
F0FEIND F—3 Vil ORRE L HPLC Z W CTHIE L7z, ZORE, W~ X
EHER LT, KOv 7 ATl S D R— "I VENERICHINT 2 Z L8RS,
GRUS 73 R— 32 VEREICBIS- L CTWD Z EN R a7, BLbenn, 7y I v igis
ERE F— I URERE O RN, B~ U 20MEKMERER ORI -
TWDHZ ERBZ LN G ) .

V



B. #EEBNSFEROMEN

a. AEME CK mMiEDEH

Wy =7 2 V2N V=L = 2 U T K DR BB ER D

FEATASTARTE H STV A DS, B—DF % L SR W R 2 50 28 B oL
VIABDBEEL 10D, & T CHET 20T 2 281280, 20KV IAZDRDF &
THIEEEZ (H - =7V —L2T T u—F), Rt CK ffE—FRIISH Lz

AIFBTIE, CK (ZLT7Fordr—8) ERFELOVEEEZ AT, FKE 2D HEES
M E SAVEF LT RIERDB A D e, YR O ARRENM & CK MAESF R OFRIE
H 54 EETe 4 HRE R DE 9 4 % T Human OmniExpress BeadChip (2 K % i $Hfif
Wr&aiT-o7-. ZOfEE, 1, 7, 10, 19 FBYLEIAIZ LOD & 1.40~1.50 OfEEEA R H L,
Z OfE A H B & U IRICRIER & ZRNIERIEFR & 1 412D X SureSelectVer4
TV raXxy 7T X LItk GAllx ICK DV —F v v TR {Tolz. ZDORER,
FIEH TORH RN T-H LD SNV (Single Nucleotide Variant) % 65, 180 & L L 7-.

Z O BIESHARNT O T — & F5 K OVE CK IfUE 2 K9~ RIREME D & 5 40 B O G i 118
WTRVIAALIEE Z A, RBIEH D RYRI (Ryanodine receptor 1 &) OHIZ, Zh=E
TIZHRE DR IERIFEL A L Lz, RERORE~ DR % Polyphen-2 THEFET L
7oL ZA0.911 Z/R L, possibly damaging DFEliCH -7, BT, hrH—r—7
TR WARERIZONT, ZRNICBT 2082 R Lz, £fMEmRY 7L
ERWEZHRGERA L Y 2 AX T ayT 07T RRL ORBUE TR A LT,
RYR1 % 4 K CHERET D720, AZRICEVEHAENEEZ-bOEE LN, L
Enn, ERIABVAERPREBOBMLER TH D & Lz GO 1) .

b. EXMXEEEMETLIEDEH

e RMERM BT RARRIE & TR RO I = ) VIR A 2% EM & T D/
MRRIEEDO—HETH Y, ZOREWRKEIsTH D PLPI DER (FEHE - KK - A
B) TIXEIER e KA Pelizaeus—Merzbacher J7 (PMD) 7> & ZERE MM HFREL 2 U (SPG2)
FCIRIANVANRY T AEET D, SEEITIEF ISR PLPISERRKRIT X 2 BIER PMD
R UTo. AEGI ORI 2 OGBS OFLH & i~ T /558, PLPL 7200 T BT 5
RAB9B % &te 73,087 bp DFEIIN K LTS Z ENHBMNE 7=, AN OGIWEIT
PLPI @ 12.9 kb EFICAZE 2 HERVH LTR PNIZ, mALOYIR AT 44.5 kb FifEo L1



element MIZ/EEL THE Y, nonhomologous end joining (NHE]) THHHL z 23 - T\
DI ENRMEENT (Torisu, Iwaki et al.,2012).

C. BRMEREEEEETFDELZEHHAR
AR EEEREEFHOKEEGREN
A KMIEZL T U D & T DREEIE, SRINEROREE L ZEX b5, B FRiFICE
5 ER MR A O LI FRAEIT 2 B HE L C, #EA RERIE B s T RE O LR H
ARSI 21T > TV D, AATER, BEMEROZFERE (L= 10) HH
RETHY, ZIIHFEME TICRIET S, TORBMERN DS, FIEHOEMH, 218
FOTHEORBFIIREE L 720, BRI T LoV OEMER 20585 TS TRV 2
EDEIFFSNLD. LanL, EOREBERIIHIK - £FIC KO FTIE—E (1% THD. &
BIRZMET LV OERIN T OMEFFBEIE 2 AT~ 2 72018, A RIIE & OF & /e B
WA STV D% < OB REO RS ML AL O JE0 ik ds K OMRE B MA A B O &
RRBFRE I Z 2T, & N T2 ik E F oY —24 iRiconwTY v—r v
AN LB EERBHEIT, BEAT N7 MECL D BREBROBRHETIT> TN 5.
HALIE L OBHEAE L MM I TWD F—32 U ERELEFREICOWT, B
B STV D SNP O JE I REIA 7 kb 38 L OV BiRFEIR 5 kb 2RI 2ZE B &
To7z. ZTOFER, I HOHERIIE L OBENTRE SN TE = DRD2 D exonT |2F
WTH BRI O OB BLEE S, FneiRp R S fz (Tajima’ sD=+2.15).
DA IIHE A RFRIE & OB X X T T H R S 4L TV 5 3 DD SNPs (rs6275,
rs6277, rs1801028) MFIET B2, Frx O LI FHRRIRD % — 7 v F A K
FHNE (2 B 2 KB CH B AR IR S R X7 GRSCHER ) .

D. E£YOA =) REM

EWFE, AETEEME OB RAIER L — X LT, EREEEHEZBRT WD, RIS
HAE A OFRENT (Protobothrops flavoviridis) VX, B Z o737 B INEE(
LTWD ZERbnoTEY, PRI b REBBEN. 7231 5 IEE L
DI & RIS — X Z BE L C, kit — 27 = B2 W e T DA — 3 7 R fig
Hr Kk OEACHIZARME DT 24T > TV D . BIRHRO RNA 2, B3 =2 454 & — 2 = 3
TREAT L, FEHIE 400 bp U — R%& 190 HARU EEfG L. 2 baFBlr e 7Y
Lize 24, 167 HomBEEE s T 25T a s 14, 816 OB/ T &, 15,000 fHLL Lo
B EST Z#[AE L= GRCHEMmT). 7ol ) ARSIRELED TEBY, (/v



ST GAIIx o 454 ZFHWT, ZNFETIZT ) 2V A XD 8T (FITHYTH 3 v
Moo —0 o AT =R G B THDH.

E 3=k

RERX

1.

S. Nakagome, S. Mano, L. Kozlowski, J.M. Bujnicki, H. Shibat, Y. Fukumaki, J.R. Kidd, K.K. Kidd,
S. Kawamura, H. Oota. 2012.

Crohn’s disease risk alleles on the NOD2 locus have been maintained by natural selection on
standing variation.

Mol Biol Evol. 29, 1569-1585.

H. Torisu, A. Iwaki, K. Takeshita, A. Hiwatashi, M. Sanefuji, Y. Fukumaki, T. Hara. 2012.

Clinical and genetic characterization of a 2-year-old boy with complete PLP/ Deletion.

Brain Dev, 34: 852-856.

M. Hamamura, J. Okouchi, H. Ozawa, Y. Kimuro, A. Iwaki, Y. Fukumaki. 2012.

Amphiphysin I but not dynamin I nor synaptojanin mRNA expression increased after repeated
methamphetamine administration in the rat cerebrum and cerebellum.

J Neural Transm. [Epub ahead of print]

H. Shibata, K. Yamamoto, Z. Sun, A. Oka, H. Inoko, T. Arinami, T. Inada, H. Ujike, M. Itokawa, M.
Tochigi, Y. Watanabe, T. Someya, H. Kunugi, T. Suzuki, N. Iwata, N. Ozaki, Y. Fukumaki. 2013.
Genome-wide association study of schizophrenia using microsatellite markers in the Japanese
population.

Psychiatr Genet. In press.

S. Kusuda, Y. Yasukawa, H. Shibata, O. Doi, Y. Ohya, N. Yoshizaki. 2013.

Diversity in the matrix structure of eggshells in the Testudines (Reptilia).

Zoolog Sci. In press.

HRER

1.

A& R, 2013. 7 ) LNRRME LSRRI R, AT 45, 124-127.

&



1 42m 50k, 2013,
b b5 L SO LRI & AR B OB HER 5.
bt MIBRRE &I L (ER)IER -, KHEER . 95EE. Bk,

1. H. Shibata, S. Miura, H. Kida, K. Noda, Y. Kaku, A. Iwaki, M. Ayabe, T. Taniwaki, Y. Fukumaki.
(2012, 03/11-14).
Linkage-assisted exome sequencing to identify the responsible variant for a novel type of hereditary
motor and sensory neuropathy with proximal dominancy in the lower extremities found in a single
Japanese family.
Human Genome Meeting 2012, Sydney, Australia.

2. b f AT, BHRREE], @O, MRESET, WARRE, M S (2012,5/17-19).
SRR OB ARIE : & LT DI, TR ~DOE A
5 54 Al AN R &, ALIR.

3.0 KEERE, EOANAT, JFEF 1R, BERACE, KRR SIS, WERE, BRI, B
ql, N AT, FEET, famERER (2012,5/17-19).
PLP W fn§DHEM & ABCDI M5 5 % Fi- Pelizacus-Merzbacher Disease @ 1 {4
% 54 [l AN AR R &, ALIR.

4. SRHSLAC, IWAREMHSE, T2A50, IREER, LHET, KRERE, RERE (2012,
5/26-27).
HAE A OFEE T (Protobothrops flavoviridis) O B4 O EA=EY 5L
FERK 24 R B AEALSE RTINS, .

5. PRMCE, SRHALAL, AR, HAUEET, AR, TaORS0, IREIESR, KREFRIE, RER
3, EMET (2012, 5/26-27).
BERGNT OERLE L L TORIEI a7 OfFRY
RK 24 A B AEALFRIUNSGRBIZ, .

6. SIS, IWAFHE, Taa, IRMIENR, EWHEF, RERE, RERSE (2012,
8/21-24).
AAPENTJE (Protobothrops J&) O EHEMHMIZI 1T 2 mtDNA DIEI=HI531t
% 14 Al EAE LR RS, HUL

7. WHEVLSE, SRH5LC, REEREE(R (2012, 8/21-24).



10.

1.

12.

13.

14.

15.

NAEI P RUT T LDCBT LR 7 L—2b 7 FoyyFiEt

% 14 B A AHELER R, B

SeHakAe, IWAREMRE, To550, RIER, EHEF, KREFEE, REMRSE (2012,
9/24-26).

HAPENT & (Protobothrops J&) O EHEHIMICISIT % mtDNA OB L

5 84 ol H AR RS, fmb.

RGBS, SREGLAC, —IH SRR, AR RS, &HEMEE, BEAA, IsoE 88, &1,
TEIRIEDS, BB, IR (2012, 9/24-26).

W - =7 Y= LT T u—FIL D HHFEENE = 2 — v T — DL RBRFR

5 84 Al H AR RE, .

HHOARER, [BFE Y, Lukasz Kozlowski, Janusz M. Bujnicki, 42544, ARZE(RS, Judith R.
Kidd, Kenneth K. Kidd, J/4F1E —, KM (2012, 10/25-27).

NOD2 FEARTPRIZIIT 2 77 v— L JEU IR 48 5 oD it e S v

AANEBR R 57 MIRE, HOL

R R, O G AR U, Sl B, Ok D, b R, BPAT BGE, IRES B
ElE R EIORI, RS PRSE.(2012, 10/25-27)

W RIEBIERIA A GRM3 D/ v 7 77 b= U RZET DIATERKE & 2 D4y 1-HHE Ofif
fir.

AARNEBIEFRE 57 MRS, B

Y. Fukumaki, R. Fujioka, T. Nii, A. Iwaki, A. Shibata, I. Ito, K. Kitaichi, M. Nomura, S. Hattori, K.
Takao, T. Miyakawa. (2012, 11/6-10)

Behavioral abnormalities of knockout mice of Grm3, a candidate gene for schizophrenia
susceptibility.

The 62nd Annual Meeting of The American Society of Human Genetics, San Francisco, USA.

R L, &) VRE—RS, Semaltd, HIRHRR (2012, 11/9-10).

71 AHENT IS D IRiets 1 D AR

HATE R A 5 51 [mkz, 2.

MEfRfdE—, HFHIEC, WEMRIZ2012,11/13-15)

HHANVRAT ANV A TR ) W EOLE LTI AERLYITH % reiteration VII D AR
60l AR AN RFRIES, KK

SemELA, IWARME, Toa&0, IRMIENR, EEEF, REFRE, RERSE (2012,
12/11-14).



16.

17.

18.

HABENTJ® (Protobothrops J&) O N7 7 WEMT N D - BARKIZ Bk

5 35 Bl B A TAEMFERFE, fah.

RIS, = SRR, AR, HHIEE, BHEFA, NsE —RS, S, Sy,
BB AS, SRHOLR, IREMRE (2012, 12/11-14).

Linkage-exome approach to identify the responsible variant for a novel type of hereditary
neuropathy

%5 35 A AL TAMFRFER, .

Kenichi Umene, Masami Yoshida, Yasuyuki Fukumaki (2012, 12/11-14).

Diversity of reiteration VII, a stable region containing tandemly reiterated sequences in the genome
of herpes simplex virus type 1

535 Bl A A TAEMFERFR, fah.

AN, PORBER, FOMAL TEPHATR, MEOTE, RS, #R2 R, ST, SR
SLAL, FRBLRSE (2012, 12/11-14).

TUIN 3D IRFENE S S OF MM 2 PE A SR A LAE(ALS) D S8 A= - AT

55 35 M WA FAEMFRFE, Rl








