JELA S R R e B B &
HEYR MR R TL AR 3£
~FNVEMIBBIE R EI T h—F (PKC) OBDNEEIEKBER DT HD
ST A T = X LOFEBRIZEE T 858~

Ek 21 pEmenss

refEE £AE EiL

ERk22 (2010) ¢4 4



e

I. kAT Femy

FAVEMSET RSN 75 F—¥ (PKC) OBFNEEREMIEDIZHD

ISTAB RO BIIGE - o o v v e
C&EN I EMEEE RS 7T F—F€ (PKC) OFEFHER BB JH OB

. Siapress
1. £E7 7 — FVREROFRRGEHS , AT OMF . - - o

BE ESL
(&) 7o — MRAERK

2. PRCOFHEGT O BN SRR SR E & CRREA S ) 2B o858 - - - -
HiH o FRR

3. PKCOERBERfER O & AR, BEPSHIROM LI 28%E - - - - - - - - - -
= O[E

M. PR TIFTICE T D= - - v v v v v e m e m e



I. WG

FEAEREAE R T 7 N —8 (PKC) OANBKIEHFE DD

DT A H =X LD AR5

EfEE BE EiL

FEIRR RIS A S

WFFEF

[ERRR P BRI ERB AR - AR TR

WS

PKClI. FRAHOHEEIZ TR TAMIKEBETH D, BIEMERHRFEIEDO—D>THY | Akl
EESERICER SN BB T T F—EN R TH D, FEELMEF E L TR O, IKEDOTA
MATEEREORIZEEN D, EORIES OERNCIFIITIEE A7 ) — & DERIH ML I HEB T, 1967

4 Kertesz DIEIZIATE 5, Z <IN P IORETIERIND, BERVIZ
 EEOVC A N =T E IS OREEETS CTHY . BRI BETHD, —AOFT

BoT-BEe Ll

RMEERCEIS L (b |k

MRS =& %&)Z)o IIET, BBROICHICADATERZ T ERDo o> TWeN, FERIR R T AER

. BT — 21370, 27 &b common disease TH 72 < Wi

Wb A rare disease TH 72 VWV BEIEEMEN

»59H, PKC U~ B (Tegretol) ZRM L, 4% Hia 30 ﬁ%fé’a’i“( K DDEFHODN, FRIKIIRAL

HEROERENTYH, R0 BEOARIIRE VY, EBEI

#ﬁ®~ﬁm&%¢1&m NN N ARG AV AN
RS C O XL % EhE 2 1
DI BARDIHTE

CRFEEDBIZMHLS DTHARL, A b LASERB

ELHY DB, BTN FEIICRYINCRIEIL T 572D
—RERTH LRIV U HDORB E 720 hkaip v, Tz 1L, FikEME PKC 226 PRC
EAMZMFA LN E B X TN, BAFITIREE BEbRaHb 2, BIEREETHD

&, ESZ)\LT%))EF%%>M< o TN Z LR END, BEERICMEERONLE S MM bGIED, Bl

R L7=5
%&ﬁéﬁ'

i, MR REORTRONHA LN LY, BHED Tegretol {GHE L ¥ b 72 M OB F]
ffﬁl&’o@, BEEEHDVIEFEOANL 2N Y Br< Z L A37H

L5,

AHEIOFFIE, PKC OBGEFERZBALNNCTE I 212k -C, FEREO/NIEVERE DERZRTIH A
AEN, BEFRWOBERMERY 55, BEESKMZITZADZ L0, BIKREREY I —RIZEmTAZ L
ZRE L, T CAMETIE DT v — bET PRC O—RFBIREOHTED L ) ICFEMEIhZian T

WEMNEWHERET — X BER L IUE SN =FIEENC
— 5 KBOEBER LR 525 ) A EFEIVIRESBERT AL, kY —7 0 7 L kit

{To1,

BN CHEEHRNT CREA O 1L 2 FeRB LR ST

B EE S — 5 o — DM BA I L BT HIEOREL T T,

A. BrEEE/

FAEMEERE RSN T F—¥ (PKC) 11ES)
BLRRRIC R - v . 7T b —ERBEEERER &
TR REARTYT, £, EBRORRE - 5%
REBRFETHD, PKC OFRBEFHBHL,
BACEO RS ZH LN LGAWIE, BHED
FLCAMNAIEE (DA<= "PEY) BELY LELE
B OBIRPARE L I BTEAH LB TRV £,
ABFFEIL, PKC OFEFZCREERTFRYT D> b FEIE A
H= X LE R UARIRETERWES D¢ %
HiE L7z,

B. BFgE

B EALIMFEARERE & LTI R T 5
EEBIT, —BOBKEIZBWTEDLS HWVEmME
TWD D, ERRIZZET R W LIZIBIRE 1T - 2R3
BB EDERT — 4 %1557 DI EEOMEN
Bl (4650 4) B L OVREAMEE (1002 4) #HME S
NAH%EAES GF56524) W7 v r— h&1{T-

Tre T — MIER 214 11 A 2 HIZREL 11
A30 BCHiEIE LT, 2B Y <A ¥ —%EF L
T — X OWEITR 241 H 15 BTk T L=,
7 — M CEBTFIRICH IR ARE CTh 5 & REE
L7z 540 2 OFBKREICIZ N E TOPROREE £
&, BIKOBRELZ BTN, VR MEEIT-
Tro AWFFRIZEBT 2HBAROEREICE L L, RFK
¥v b LB REER S ORRE BT,
FEWH FE-MOEHERL, BRERMS ) A8
@mﬁ%ﬁ&toﬂﬁﬁmké:wf4yﬁ-:%
B U CHIBRICE BT T L, BERRN
&%ﬂiﬂm&%ﬁ#otoﬁﬁi MR LT
Atk A 16 FYaEERICIAT  #5iShTns
EAEM N OB GRS EMER E B X 2 —F 1
T XY OB BT A LT, REARITIE
PCR-E R — 7 L ARIZ L > TiT o 7,
LW FERRE (1) ZORKEETORE &R
REAE ORI, (2) JRBARIZ SN BT 1R
HBOBR, 2iTol, TNOHOHMNT, BEEHRAFL

_1_




TV DASEBE ORI, DNA 2TA LT3,
BEOFEIIMZ T 7 LDBEHRB O DNA <
AT LA TOMRK, ROEFOREEZBE L
To AL S — 2 L — % Bl T B SEER 1 o0 BER AT
THD,

G AEEEE O BREIZE Affymetrix £t O
Genome-Wide Human SNP 6.0 array, & U} Agilent £
array CGH Z Vv, 71 h a— Ui > TEREIT
oS, MMz T, AEW T llumina £ @
HumanExon510S-Duo BeadChip #1T~>7, 7 —#fi#
Hrix Genotyping Console, Partek Genomics Suite.
Genomic Workbench v 2, £/, o5 —
% % Roche 1.0 LightCycler480 % fV T TagMan £
I CER PCR #1TVWWHGET 2, EE PCR DG
TRIERLRO B ITRE L7 2 Mg (Qiagen #oD
Qiagility) T A LIk »T, BELET—
ZINZ HILADZ ERbnY | Qiagility M H L=,
T, SRIESE S GICER LER TR 23R X
AT H L, WARB o —r o — % FW - R
B D BT 2 ATz,

PCR-EIFEL— 7 VAL Lo TCZNETRT L
EAlitE D o —F 4 v F - =% Y v O EESIRE
ERETOIZEE LI, D, TRy ET Y —
= I K D EEERSIRE E LT LIz iR{ER
SMBETHY ., BT —Z OMER L I D AREMER B
N, WA o — 5 - O TR E AT & S L
TELERDY, AMEEITZRBZ o7,

B ERFEEOPKCORK E 2> DH1 6
T aRomgmsk et L, 2oMaExfitth 45
. BEROL REEART~MT BIR MR X v iPSHE
OB ERAD Z LR EME LT, 1 6 FYA
RoEmMEsRmmic O W Reaky —F 4 7
I X 24 BER | long-PCREEIZ & A HAtEHEH 2 1T
oY

16 FYRAKOSEHZOWTIE, EBV ik
Mz RAWT, Ak (I a2 A3 Yef)
WWCHBEE R AT, 7, oMk, =an
I REINE, BORREEE L. o P Uimin g R
L. Wiz, GafRE & RERORELEZITV, R
U7 3y (AL v, AL DY) B ATk
WCEBHBL SHIZ0I% X h=vE/FRY T
REHE P CTARILT > 7 AT K 0 et R % RS
Wiz, TOH%, 7aE~A v A3 TREL, 4%
WMEAIEEL LTEEEL Y —F — o THREK T &
DOHEEEITV. 1 6 FYEMAKEHBEL -,

Long-PCR {Z DV NThE, ) 10—20kb Z & (28R C
XL TTA—EREL, TTA4 <L
Tm {EA3 70°C—80°CIZ B L O IRRE L, ~T BV

WEREOWER2 SITDH L ICEIERE L,
Long-PCR |3, KOD-FX(TOYOBO)F 7= & PrimeSTAR
GXI(TAKARA)ZfFH L, BNy 7750 KT
MEORVEERE LN D L 5. buffer O Mg++
BE. 72—V TRE. 774 ~v—RBEDREY.
BN LI T o 72,
BEHEEVB ALY Bk XY | iPS Hfa
MAERS T, BEMRAERIEIE (w4 7KL
—3 3 k) 12T, OCT3/4, KLF4, SOX2, ¢-MYC,
NANOG o=y FEBAL, 7 4 — & —fiifld (=
T A EF) L, IREiilaseR oL iiaE g e
L LTIiPS HlEOAE|ARER LI,
PKC IR /) 5 BAC 74 77 V) —DERIZHSWT
1L PKC IR0 EBV BR{LAIIE % 5238 L. 1x1077 A
/mlL OBECTHa—RA 7S5 V5 ERLE, KT
IVERER Y F 0 DMURIZCENS ST L S ) A
ZHhH U, BamHI #8437 L%, 100~300kb D%/ A
Wih &, 2T 4 —)L REVESKEN R IV THE
H - FRL7Z, BAC 2 ¥— (pBACe3.6 %)
WOV, BamHI 582 {bis L O pUC IR OBR
E.TNANH) T3 A7 7 Z—BUEETV, Fo—
= TRANIE—WRE Lz, by ) AR &
N7 Z—W & 1:1 OFEIA T ligation MR Z21TV., K
B (DH10B) ~EBERELIEC IV EA, HEEE%,
TATIZIV—RRE LT, 9, /ERROKRELE &
B DR EIT o T2,

C. W

M EERG RSN T T F—F (PKC) OEYF
RNRE B AT S FRIE A H = X L E A LA
RIRE R EBRT I 2 L2 AL LTEEOMR
WAL (46504) 3 LOVNRMRE (10024) 2HM L&
INDHEAT (GI56524) Witge T o — &K
ML (BRI, 2oRE. & 200
24844 (2484/5652) T, ®KD43 9% Th-oi=, F
7o, ZORTEFALRIZEE L3234 (323/5652) T,
57% CTHolz, TNFHORNRIL, FHRNEEME
16554 (1655/4650) T35.5%. /NRMREFHE481
4 (482/1002) T48%Th D, T, ZOHEHHE
HHIEIRE, U ~o & — L bIAbETOEHER
ToH Y Pl (112555, 130858 « iRNRE
FEE39734, . /NEMEEME 100240, 117103357,
12/14%69) - AR 6424, 5H56174) TREIZ
Z/IZOIPIEIR 14334 (25.51%), U ~A ¥ —
(WEIRF QMR F &) (12/733E 5. 12121859 -
378944 . 12/18FEEHT. 1/15K6E) « RN EI EPI501
& . 7H42904) 10514 (24.5%) Thol-,
~ORBELTT o — MEIFEIZEE L., #£5n
WEBTDZLELE, . 4%, Blllck 58
LR CHIITcED EZTEZE LW WETE

_2_



BECE LTIkt 74— LRarster o
R CHRFICT 7 & A LK% I LDNA % il
TR L. F-. PRCOBFRERMT 2729
TR — AL~ t— D OVERE TV, Rl KR el
BEHBOR— L= L Y T BT ol B TR
FricBI U CIXLLal, Bz iT16BLaEtE ra AT
VT I PRCR M fEI % [ 7E L T ¥ (Tomita et al,,
1999), = DFEMHNOB R T FEEY — 7 A LR
EARORIK & 72 58 BITRE R 7225 7z (Kikuchi
et al.,, 2007), % Z T, FHMIZ 2 E TOREZ LE
LR A B RICEE L, B Toa—v T
X L B PCR-FHE L — & v AT L o TE R
L7z, 6BEODNAZERFATIERL, T
PKCHESEARAT O 4 % 6156 L - (Ef I o ki &
ThAHEET. NEEFICOWTERENT 21T 72
R, BMBERICEELET I JBEEMY DR
BHUIH LN oz, —BEIEERPBD AN
Ot BEE 224 11D bR WPKCIRIK A R > R]
HetEAs & D EE LN 2 lRE LT 5,

TXY Xy TSy - W — Y —
DML, BRAEFROUENEITH TH DR, He
B B BIIFIE S TVRn,

5 AR L CEHBCRBERFETREFELTH
HEBEDNADD 6 FRERED, ThEN 1464
L INERB 2 44 H AR T-E 8 AT DWW T, THumina
#1>HumanExon510S-Duo BeadChip % #MEIZ TITV,
Partek Genomics Suite T 21 B —$ T 21T - 7205, =
VTR GO T RS - BRI SRR
7=, Human Exon510S-Duo BeadChip®Df5 0> & 13 fx
AR TH D 16E AR E Y b AT HFICE LT
. TRTOBERIKTREE B 5 HEENRD
L, LaALARS, Z oL Database of
Genomic VariantstZ 265 0D B8k A 7g S T 2 Ik
Thh., ¥, TOEBAOTe—T EH Wiz
TagMan#:1Z & % & & PCR % Roche t1:LightCycler480
TITol & 2 A, BEM., @HEAETRERIEILD
XNHL B, BEOLZLTEEECL 2 E—H08
—EBTRWVERTH S Z ERHNY ., ZofEko o
E— O HRASPKC A RAE S & 5 AR RV & 5
Z bk,

F -, LLATH % 13200749 0 #H % T, SCNNIG &
ITGALEE T T—FRDHIZALNDET X /AL
RS HEBRAFIE LR, SEEXEO 2 #Eix
F oL FH2kbE S ATFEIRIC OV TRERRE B
b 7L£b‘i)>Agilentﬁ:0) HAE LT A BEFEX L array
CGH# 1TV . Genomic Workbench CfEHT L7=, Mi#/x
F & b RAMRN R KA, BEHEEIIEED b
2T,

Yk —F 4 7L 5% 1 6 BLREKDI)
BELC DWW T, EBV #kibflifaz v, —@ak (7
nEvA T AZYER) I THHEERATLE T A,

—@EOD, FH17TEREAEKREDEANTRE
DD bDD, BYREEKNLO 1 6 FYMAR
DERMENRTXE, LIRS, wiEfy—74
RS DFERTT A5 2 Y AR B 0 4R 13 R [ Y
EL, REETH T,

Pefa (KOS HITTFRETH o 120, DEEBROE
o ZE LSS, FEEEME L R
INhRDOE ENBETHY ., FHIT Lo TR
TEAREEZONT, Lo T, BOMKEREN
G, DBERFO S ERFNICL YD . BRBEIIMR
TExALEEDDNS,

JRESIR 2 ) AR O S RSN EIZDOWNT
T, 1 6 BYRAKRSEOEEESIMRHIZIT-> T
WaRWHEOD, FH1 6 FYAEO—FEIBRIZ O
< long-PCR ¥£IZ LV 1 Mb—2Mb % L <
Mg - i, 205 7 AEBIZOWT
WA — 4 3 (SOLID3) #AWnwT, &k
BLRFE B AT o T FE R F O O SNP M H %
4T — F R MT 2 7=, BRAYIZ X, SOLID3
PR T T 7 A MEIIC L 57— ¥ OFERIfEE
OTEEIL x2000 LA ETHY | BHEEOENWT —F
BiE B, £ SOLID KN pipeline ¥ 7 b7 = 7T &
5 SNP =2—)L{Z T 400—500 ¢ SNP BNl T & 7=,
T ORRH ST SNP D 9 B, 20 FEEHD homoSNP 12
DWTHFEELIZ & 24, TCHERE S, BB
100%3iTVN &5 2 HivTe,

iPS MBIz DT, EBV ¥R{LHIRL A & OCT3/4
LB TEANMCL I ERATL, BREL
HEOBADROBBERZLICI VB TE 2o
7r., BRHFLEIC LD, EBV HiLMlm~D 75
A2 ROEABRIT, &R 10% ThHoTolcd,
COMBREUESEDLIEMHOBBOLER, Fi-
TEAEOEERKELEZ N,

BAC 74 77 U —0EHIzo>NT, BIRT ) A
BAC A 75V —X, A v — MGtk s m—r DL
T 70%, A Y — FOEHELL, 150kb Th -
7o LMLEBREL, A F—BTF7A4T77V—E LT
K< (0 4x10M cfu/mL) . 74 77V —{ERIDA
m (SGA5—a b REBAOEKEOFRFTLE
) ZITHOMENRNHD, LoT, BNTIATTY
—ZERLTWB, toRkIAF—FTidrn—r
MREONTFH BACZ O — R Y == T kT
ELTWD,

D. EE

PKC & ILEBBIARA 2RI - | BT 2
DRWEFEMEO T T F—VYEEORMEEIER 2
BB RIREBRTHD, LT, 0mae X
TL A EHRBESND &V RKRHOKETY,

_3__



FOZ b, NAREMEDT A — R OiR(E
FHPMRAREM LY L b Em > D T
Wik Ex B, Flo, EEHERE AT, TR
RENKE S, PRCOFNERERIEOIZ DD T
A5 = X LOFFIIZSOWTORELAKE VO T
WhEEZ BB,

BRFARATICE Ui, B KIRO PRC A fEIRIC
FET DB TFOERMIT % 52T L, PKC
DIRK DO FIREMED & 2 HABE DS 2 @ EE T
Do FO2DERIL, F oz BIOBIEFIZFERE
LTRY., HHEOBE BT A EREETIIEE
L722v, 2O 2HOERE LT PREETHD E11E
Z3HWA, BEZN S OB IOV TR K
A2 O BE CHERFTH D, ThE T,
T SEATER O TR COBR TS oW BT
T CTHRNB LR TR RO by & i,
PCR-E Y — 7 V RIETIIERNFETX W L
272 DNA OETHAH, BEXx DAL L
T, 1) BEHOEBICHIEET BELTLED)
RHY EE PCR-EBE — 7 o A ETIIERNHH
TERV 2)EHEOEBICH > CTEFKHENT
a SRR FET D0, B TR E T,
L TWD  3)EETERIC LV BEEEE T 03
AR ERDD, BEEBETFOHFEIZL > TEARFE
ETERWEORRNEZ bLD,

R 21 FEEIE, TEXBRY O PCR-EREY—4
VABIZ L DBEARSIET AR T L, ARERTFHET
D3 TR T LA, . PKC DOFREEET
NEETETWARY, ZOHELEEL., BEER
RIS R B R OO BAC library {ER-SPYLfalA
V=T 4 LB 16 FY A SRS
REEFE Lz, L2L. BAC library 1ER-SCYL K
V=T 4 I L DE 16 BLRAKSEENER L <
EITLTELT, SBOBHTH D,

E. #&#

PKC & IEBBAMAIFIC AR Z | BilkEEL
DWEEMEOT 7 b —ECRRORFEEETER %
BT RERTH D, £LT, 30maEBEL
TL B EHRBRENS LW KRIERHDKEBETH
Do FEDZ END, L IIMREBRTHY 25
vt NEMREME RV LN B 25232
THOTEHRWNETRENS, F, BEOWE
WWhoTzL oz, E AT U —0D X ) ekt B L2
Wr S AUBLRF AL C O RSB T T S
b D, BEIBOTIIE, WEND LT L bR
ENNCEDFRIEIITRE CH D REL EE T LieE

WZRET L, BRERAT A EDNEETHS, £
T = b OEEHRE R IEERITNS0% TH B A, =
AV NENDL, PHULEICRER KX PKCOH
INEFIEBFE D T2 D DIy F A J1 = X A DRBIC DU
TORELR, —REBRICFTCREVO TV d
EZbND,

PKC DRRE 2D 45 ) LOERIT, &% O PCR-
B — 7 RAEIC L DR BN CIIRIE TE W
BEFEOERTCHDAREMERE V., =XV %y S F
v - T — 4 YT X ARG RRR
EDOWREMITEY, Ex b5 alfEtE it o v —%
RIS DM AL (BB e B DK
&K BHE) THAREMERETETE L, RERED
BEOBENOLH LN 16 HEo buATHE
5D BAC or—70r  ARMT, B DTl 16 Y
=T 4 YT HOWMREL S — i ZRATICEIE B,

F. ERfabriEs
L

G. TFERE

1. fRCHER

1. Nishihara K, Kinoshita H, Kurotaki N, Ozawa H,
Imamura A.: Could subclinical hypothyroidism cause
periodic catatonia with delusional misidentification
syndrome? Psychiatry Clin. Neurosci., In Press, 2010

2. Wu L, Liang D, Niikawa N, Ma F, Sun M, Pan Q,
Long Z, Zhou Z, Yoshiura K, Wang H, Sato D,
Nishimura G, Dai H, Zhang X, Xia J. A ZRS duplication
causes syndactyly type TV with tibial hypoplasia. Am J
Med Genet A. 2009 Feb 15;149A(4): 816-818.

3. Kuniba H, Pooh RK, Sasaki K, Shimokawa O, Harada
N, Kondoh T, Egashira M, Moriuchi H, Yoshiura KI,
Niikawa N. Prenatal diagnosis of Costello syndrome
using 3D ultrasonography amniocentesis confirmation of
the rare HRAS mutation G12D. Am J Med Genet A.
149A(4): 785-7.2009. Feb 15.

4. Miyazaki K, Mapendano CK, Fuchigami T, Kondo S,
Ohta T, Kinoshita A, Tsukamoto K, Yoshiura KI,
Niikawa N, Kishino T. Developmentally dynamic
changes of DNA methylation in the mouse Snurf/Snrpn
gene. Gene 432(1-2): 97-101. 2009. Mar 1.

5. K Hamanoue H, Megarbane A, Tohma T, Nishimura A,
Mizuguchi T, Saitsu H, Sakai H, Miura S, Toda T,

_4_



Miyake N, Niikawa N, Yoshiura K, Hirahara F,
Matsumoto N. A locus for ophthalmo-acromelic
syndrome mapped to 10p11.23. Am J Med Genet A.
2009 Mar;149A(3): 336-342.

6. Kuniba H, Yoshiura K, Kondoh T, Ohashi H,
Kurosawa K, Tonoki H, Nagai T, Okamoto N, Kato M,
Fukushima VY, Kaname T, Naritomi K, Matsumoto T,
Moriuchi H, Kishino T, Kinoshita A, Miyake N,
Matsumoto N, Niikawa N. Molecular karyotyping in 17
patients and mutation screening in 41 patients with
Kabuki syndrome. ] Hum Genet. 2009 May; 54(5):
304-309.

7. Toyoda Y, Sakurai A, Mitani Y, Nakashima M,
Yoshiura KI, Nakagawa H, Sakai Y, Ota I, Lezhava A,
Hayashizaki Y, Niikawa N, Ishikawa T. Earwax,
osmidrosis, and breast cancer: why does one SNP
(538G>A) in the human ABC transporter ABCCI11 gene
determine earwax type? FASEB J. 2009. Jun; 23(6):
2001-2013.

8. Nakano M, Miwa N, Hirano A, Yoshiura K, Niikawa
N. A strong association of axillary osmidrosis with the
wet earwax type determined by genotyping of the
ABCCI11 gene. BMC Genet. 2009 Aug 4; 10: 42.

9. Machida I, Félix TM, Murray JC, Yoshiura K,
Tanemura M, Kamamoto M, Shimozato K, Sonta S, Ono
T. Searching for genes for cleft lip and/or palate based on
breakpoint analysis of a balanced translocation
t(9;17)(q32;q12). Cleft Palate Craniofac J. 2009 Sep;
46(5): 532-540.

10. The Super Science High School Consortium.
Japanese map of the ecarwax gene frequency: a
nationwide collaborative study by Super Science High
School Consortium. J Hum Genet. 2009 Sep; 54(9):
499-503.

11. Kimani JW, Yoshiura K, Shi M, Jugessur A,
Moretti-Ferreira D, Christensen K, Murray JC. Search
for Genomic Alterations in Monozygotic Twins
Discordant for Cleft Lip and/or Palate. Twin Res Hum
Genet. 2009 Oct; 12(5): 462-468.

12. Saitsu H, Kurosawa K, Kawara H, Eguchi M,
Mizuguchi T, Harada N, Kaname T, Kano H, Miyake N,
Toda T, Matsumoto N. (2009).
complex 7q21.3 rearrangement in a patient with bilateral
Am J Med

Characterization of the

split foot malformation and hearing loss.

Genet., 149A:1224-1230.

Pierron S, Richelme C, Triolo V, Mas JC, Griffet I,
Karmous-Benailly H, Quere M, Kaname T, Lambert J-C,
Giuliano F. (2009).
Bohring-Opitz  Syndrome. Am
149A:1754-1757.

Evolution of a Patient with
J Med Genet,

13. BE : w20 yF 0l
—h BN DE: b AR
ThR & 4 A AR 201043 A.

TEn o> HEE2
#3% pp340-351

2. FRHR

EANZ

%2 8[alE S SR O IR - A (LRI STAREES 2009
£7H 10 B, AEHERA TV, FLIE

FEMOEB S RIMER T 7 b—¥ (PKC) OHDIG
WA DT DD 51 A 1 =X LOHEH

HEsL, /NEEVE, B, FHWEBR, NE
]

H31 BRI CANABIT RS 2009410 A 30 H (1),
Za—RIERT N, BIF

UM ER BRI EN 7T b—¥ (PKC) O#fs
figtr, TORERNLESR

HEESL, NEFE. g, PR o HlEF
—BR, /NEER

5 16 [B] H ABUR T2 2009 42 7 A 30 B (OK)
—8 H 1R (&), "RTNLBEIT—F v R, FLIR
W-14: AARIZRIT 2 HPV BEEOF & HPV Rk
Juz B2 SNP MR, HiWF—RE, AT, P
HiIRSr, RSB

0-03: & MREBTET /L LTO interferon regulatory
factor 6 B{nFZE~ U A DR BBEYT

0-06: 7 LA BeBfFREDT-HDREE N CNV T —
Z = AEREORS. R & B, HEE
—BR, FIFEIR, FAAESA, JHE s

0-08: Brain AVM maps to 5pl3-ql4, 15q11-q13 or
18pl1: Linkage analysis with clipped fingernail DNA
using high-density SNP array. &JIF54A, [ESHHE,
UTHRERR, k& i, FERR, HlFE
O-11: PCR-m fif{G B AR thBR AT IR K D8 {s T2
XY oV URT AR EOE, B AET,
B, HMFIL, BIFEER, RENC
0-12: AT 2 — 4 L 2 W T SR B A <
U= VAT ~OT Ta—F : RRAS J A
16q122 SRR OIEEMAT. B |E, BIRIER, 91 A
T, R, EAREN, MERE, SHAX,
REFWT, REE—, AR, ZWmERD, ¥
BOPE, ERFRELE, &IE 1, EHFER, FIEE
*, BUEH

__5_



0-23: FHEMAF~DIEBEF R miRNA OFRARID
B9 2. G, AT, BB & PR
EXE, (LW EERES, WHE, HHFE—RR, HigR
|

0-25: BORERRBIZBIT A~/ 70X A Y XA )
BE-GICBEd 20T, SRUE B, —JHVETE, LRk
BR, /NISCSE, B #, FZE—BR, g2
0-26: RIGVIZRIT 5 HPV-DNA B D454 & DNA #Y
I X2~ DREEBIZBE T D). FIERETE, 1L
BEOKRR, —JRVETE, IR, WHET, 4T,
BT R, BEEER, MLk BK, HFEBR, B
e

0-33: MNBRBLOMETRERDS ) 204 K
AT, HEESH, REY, FEHRHE, ZEa
M, AESL, EHEEFEA

5 54 Bl H A NFEEEFE 200049 A 23 H (k) —
26 B (L), 772 KAV v RRTVERR, B

OA 016: 6 FLAMIHAPML 1V I —%2RDI
3M JEMERED 1 Bl fox REEE, RAME, /NFE
WER, RPN, FHZFE B8R, WARLE, JFHES
OA 019: 7 LA Bt KR D= DD A CNV 5
— &N — ZEEORS. I, F)IME, TEERE,
FHFERL, FIFER, AKESE, FEHER

OA 056: RE{EHEBFEREEM T 7 b—¥ (PKC)
DIERMENT. NEEYR, b, KATR, /NEE
B, FFER, HiMFE—RR

PA 031: HAFEMIFEATIC X 2 RS M iR 3 4 B 1Y
microRNA DRIE & & D R/TEICEET 25, =i
T, =47, HEE, FEMEY, (LRECKER, W
HE&F, HHE, LR, HFilFE—, i
PB 100: FE/KRE TR U7 2 Fa RO AL E
B 1. fAFeE, SREETE, B, J|IIHE, kx
ARKAE, AR, HMERE, FHEH

PB 133: HARANNERAEFIZRIT 5 8q24 OMGE. #H
MAtH, 5IHIEE, KEEMR, FEAE, MLk,
HIHFE AR

PB 147: R —r P BEBARAY ) A
16q-ADCA JRREHsE ORISR, EHE, HFRIE
%, WASET, MR, EAREH, BEEE
SHAE, BBREVWT, KiHE—, EEEK, =i
KTy, PR, SERrMEDR, RS, EHEFE—RR,
PNFER, REN—

PB 148: BIANILA T FEIAN LA I L~ 722
T LAEERTH REBESNP S a7 LA
L2557 5 T4 K copy number/LOH fif#HT. RJIF54,
KER, KBPE, RZERT, WHEEDS, #HIEkR,
EHIFE—RR

PB 150: RIGRIZIT D HPV-DNA B4 H6 & +5
S & OB B D . PIEME N, LR EERRR,
ZVETE, WA, WBEET, Pk, EHEFE

—BB, YER

PB 151: RIFIZBIT 5 HPV-DNA B » Hrs
GelZBH3 D090, LR ERER, —MTEH, /4T,
WSHEET, HETR, BT, A L3, S8,
MRy 2

HE, BREIES, PIAETY 144 wit—4
Y FV TG ER 16q22 SEIKD BAR NS ) btk
AT 5 49 [B] HAREREEZEFNES BERE
2009 4 6 A

HE, BRIES, IIAET 144 ki —4r
Y AW REER SRR Y — b v R R~ D
T7a—F  AARANYT /b 16q22 fESRORE AT
FlelE HAABRETZHESES LR 200947 A

BE. BRIE®R, MAET 144 kit —4
YHMZE B AARANG ) b 16g-ADCA JRE AR O
HEMST HAABBERESE 54 BKkE HE
2009 4£ 9 A

EE b }\E{ﬁlriﬁ/%\@ﬁ[ﬁ]iz\fﬁ]”’f:ﬁ:\fﬁ%ﬁjﬁﬁ
WY vl o AT AR NAFA T
T A 7 AWPIEE L EFMRE O W (T
2009 4= 11 A

BE: b HEBRTY ) AZRICITZ S —kit
Ro—ro—nHrlcbleblicbo—~ fFER#E
JETS ) AERR L= O TEROED ] B 2010
H£2 4

EERP=

The American Society of Human Genetics, 59" Annual
Meeting

Honolulu, Hawaii, October 20-27, 2009

1106/W: The difference of HPV (human papillomavirus)
DNA genotypes may influence the speed of
caricinogenesis in cervical squamous intraepithelial
lesions among Japanese patients. Yakamaski K, Miura K,
Miura S, Shimada T, Fujishita A, Samashima T,
Murakami M, Yoshiura K, Masuzaki H.

1292/W: Intracystic papillary carcinoma of breast
harbors significant genomic alteration compared with
intracystic papilloma: Genome-wide copy number and
LOH analysis using high-density single-nucleotide
polymorphism arrays. Oikawa M, Nagayasu T, Yano H,
Hayashi T, Abe N, Yoshiura K, Niikawa N.

1377/W: DNA array-based copy number analysis in
chorionic cillus samples (CVS) of spontaneous abortions
with normal karyotypes. Yamada T, Ohra T, Hosoki K,
Shimada S, Morikawa M, Yamada T, Yoshiura K,
Minakami H, Niikawa N.
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1619/T: Microarray-based analysis using cell-free
mRNA inpregnant women has a potential to estimate a
placental status. Miura K, Miura S, Yamasaki K,
Shimada T, Higashijima A, Abe S, Yoshiura K, Niikawa
N, Masuzaki H.

1985/T: Brain arteriovenous malformation maps to
5pi3-ql4, 15q11-q13 and 18pl11: Linkage analysis with
clipped fingernail DNA on SNP array. Kuniba H,
Oikawa M, Kondoh T, Kinoshita A, Moriuchi H,
Nagayasu T, Niitkawa N, Yoshiura K.

2892/F: Resequencing of the whole candidate region
for 16g22-linked spinocerebellar ataxia in Japanese
individuals using next-generation sequencing. Kaname T,
Tsukahara M, Yanagi K, Fujimori K, Kikuzato [, Teruya
M, Tmada Y, Nezuo M, Yabo S, Sato Y, Miwa Y, Hirano
T, Hirano R, Takashima H, Yoshiura K, Niikawa N,
Naritomi K.

Kanmae T, Tsukahara M, Yanagi K, et al. (14 others),
Resequencing of the whole candidate region for
16q22-linked  spinocerebellar ataxia in Japanese
individuals using next-generation sequencing. 59™ the
American Society of Human Genetics Annual meeting
Hawaii, USA, 2009.October.
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PKC 130> D TRBHEE E L2 MIEN T2 ENHVET D, BEDBEIATIIEDIODRIETIHVET D,
A Db

B 72\

15 B2, BISOWThnT A EE x-S E I BEELET,
HRE G TR OIS OBE T 245 %R L COET, BRI LA T eI W =7200 95,
A WIITED
ST NI B R PRI B 3 5 IEERR L e-mail DEHLLREALVWTT )
1 &
2 e-mail

B B T&ELRN



BAEIRES N OB IBE SAICET D EREZRRALLZEN

PRI HAE DM PKC DI SEAF- FEF T DA
5% 73 %

5% 74 73

5% i 54

B 4 53

5% 74 [

5% 4 54

5%k % 74

BN 8 73

_10.“




JBAEF BRI R MBI (HHAER BT RIS 2E)
W - S HERmREE

PKCOEFET v /r— bREROCRREEM 7 7 28T 565
MreefEE BE O EAA

MrERE

RAEMEES RSN T T b—F¥ (PKC) LITEBBIAIFICRARZ Y 77 P—EARME
EENER AR TR ARMRBERTH D, T, EERBZERONT &L " TADA DB
THTAWNAIE (W EBE V) 1L 2EYRIETIERSMAbND, £LT, 30KE
AT HDLEHRBEEND EWIRERAOKRBTH D, RIEMHEBSFHREEET 7 b
—¥ (PKC) DA E 2o TWAEETF L EMER (16p11.2-q12.2) »HLRFEL, A MR
ATOEE A O — B NBIED A D = X LD Z L1z L - T, HRREEORFER
IS LN E RV BIEOT TANAKE (WL AEEY) WKLY b, FOBREGHERIC
H_o&x . LR OBIIEENAREL 725, TRNFAREE R bIX, BFEH
HH DB WIIFRORIEMBEE RIEER T 7 h—¥ (PKC) & W I REBROARL &I
DERWTWL,  ETEBIC EONMOBEREERENZE L QB0 8 W o T [EFRITEO

ECBET 2 EET — 2 2L, SBOERIZENL TN,

A. HFEED

FYEMEEB A RMER T b—F¥ (PKC) |3EE)
BRLAEFIZ 2RI - v, 77 b—EBAREEEER %
B TR R TY, F. EEBORBE - A
RKEBARFETHD, PRCOFRRBRFHHBAL, ¥
BAGED R ZH SN LB A I, BED
FiCADAIE (DL FPEY) IBELY bENLE
Y OBIRNAREL IR DA LB-oTEBY £9,
AWFFEIE, PRCOFBEZCFRBAR T-RNT 2> O FEAE A
= XL w IR CAIREREEBETH o,
L4 5,

B. #rEFE

FAEMERE MR T T h—¥ (PKC) D
SRR EE TR0 S FIE A = X A E R LA
RIBEFER BRI 2 L2 AN E LTEEOMRE
R (46504) B L OVNEMER (10024) %H L
EnBEAS Grses24) iy v — e D
KHE L7, TORER, BIEZELNEOIL24844
(2484/5652) T, &K D439% ThH -7, Fi=. =
O TR A RIS F 13234 (323/5652) T, 5.7%T
botz, TNENOWNFRIT, HRNFEEME 16554
(1655/4650) T355% . /NRMFHME4814
(482/1002) T48%TH D, Tz, T OEFHET
YA, Y ~A F =t bithbE ToEFRRT
H Y WIEIRE (11238358, 11730680 « s EL M
39734  /NRAPEEREFAEE 100245 . 1 /108263, 12/14

Frb) - MR EEFR6424 . §1561740) TRIZIIWIE
BF14334 (25.51%) . U ~A & — (HEEOHET
ZEETe) (12173358, 1221558 : 37894, 12/18
FEEFE. V/1SKEYD « MiRNEL Y5014 . 51429044)
10514 (24.5%) Th-oi,

(R ERTE ~DBCLE)

T — NEIEREICER L, HERICEE 2T
5, Fi0. 5%, BT L ABEETFHRICH T
5 EREE LEEFERECS LIk d v 74— A
Farvty hORHETHREIZT 72X LK EZ R
LDNAZ M3 2 TETH 2,

C. WERER

EEOMERNE (4650 4) B L OVNEMEE (1002
4) #HEM L INBEM GFSs6s524) IR L R
G T o — MFE S OB (1 ~f5) 2
HYENEFNORIZEREBIZOWTIROEY TH 5,
T3, B 1 REMEE SRR T 7 b —8 (PKC)
DRHFEIZDNTTH B, MWD LidRnEEE
L7z AR T 232 4 (232/5652) . 4.1%TH Y |
Z 0D HLIRENEEEMEIL 156 4 (156/4650) .3.35%,
AN E L 37 4 (37/1002) . 3.69%. EFL4
#3394 (39/5652). 0.69% CTholz, MW= &
15 2 DER 2 ERE LWREBIZ DWW T b v ke
B L7z AR T 1161 4 (1161/5652) . 20.5%
ThHY., TOH LHHRANBIEMEL 802 4
(802/4650) . 17.2%, /NRAMEHEMEIT 200 4
(200/1002) , 19.9% ., EZLAF 1T 159 44 (159/5652) .
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281% Thol-, FELVREIZOWTHLHI> TV 5
EEIE LT AR TIL 1011 4 (1011/5652) . 17.8%
T Y ARRNEIEMEIL 660 4 (660/4650) . 14.1%.
ANEARREF RN 231 4 (231/1002), 23.0%. HERE
£F 3 1204 (120/5652) . 2.12% TH -7z,

F 7o, MEIBIETSER TS5 4 (55/5652), 0.97% CTH
D FRENEEMEL 374 (37/4650), 0.79%. /b
IRHREMEIL 134 (13/1002) . 1.29%. 4 H
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F1 1 REEEEEREERT 7 F—F (PKO)
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£k (56524) BENSENE [ NHREME | 814%
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HOBERLE 2.81%
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DONTHELT 2.12%
wa
2EE 554 1 0.97% 314 :.19% | 134 : 1.29% 54
0.08%

Bl R REEER GRS T 7 b —1F (PKC)
DOFBFE (21K : 565288 F DHDOFER%100% & LT
L)

2%

=A B D S

a0 (i o &b AR
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L%/
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FoTND

=R
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5 EEE LT AR T 893 4 (893/5652) . 15.7%
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(584/4650) . 12.5% . /NAEMFREMIEIT 211 4
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(264/1002) | 26.3% ., fEFCA E 1% 223 44 (223/5652) .
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F o, ERIZIEIEKR T2 4 (26/5652), 0.46% Th
. F0) LHRNEIEMEL 18 4 (18/4650)
0.38%. /NEHBEEMEIR 64 (6/1002). 0.59%.
WAL EIL 24 (2/5652), 0.035% Thol-,
(F2, M2)

F£2 NECIAERODNHE

BEIZPRC
£33 BENEEM | NRBREEM | BR4F
LRl
(5652 &) BE(4650 &) E(1002 &) (5652 4)
L OHE
893 % : 98 4
AdHD 584 £:12.5% | 211 £:21.0%
15.7% 1.73%
1540 %+ 223 %
By 1053 4%:22.6% | 264 £:26.3%
27.2% 3.94%
24:
EEE 26 £:046% | 18 %:0.38% 6 £:0.59%
0.035%

K2 HhETIEKEBOZHAE (24K : 56524
ROBORERS 100% & LTHE)

® MR T e T R
TFh-EEBHLEIENDD

® DR B L S S
T BB LI E Rl

i 3 ARIRBOIREZ B I N TV AT DWW T THL,
BELTWD LHEZLEADRLSE T 273 4
(273/5652) . 4.83% TH Y, D H LIHENEIELY
EiX 1594 (159/4650) . 3.41%. /NEARRERHE T
95 44 (95/1002) ,9.48% ., M4 F# 1L 19 4 (19/5652) |
033%ThH oz,
BRELTWARWERIZ Lz ARSETIE 2065 4
(2065/5652) . 36.5%TH Y, TDH HLRNEH
PHEEIL 1409 44 (1409/4650) . 30.3%. /NEHRERS
EiX 3634 (363/1002). 36.2%. M4 E 1L 293 4
(293/5652), 5.18% Tdh -7,
F7m, EEZISART 1214 (121/5652) . 2.14% T
HY . DD HLIPRAREMEIL 87 4 (87/4650) .
1.87%., /NRMHREMEIL 23 4 (23/1002) . 2.22%.
MEEAFT 114 (11/5652) . 0.19% Th o1,
(3., K3)

_.12_.



#F3 AREBOIBFREBLESN T D)

F4 BEIRBEEREE LB L LR K

ARAOEE | | 26 (56522) | WENHENE | MEREENE | 854% BECREEEE | |26 (6524) |HENHERE | NEREEHE | 814%
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EE
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.......
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¥/ WEEEIT T 1590 4 (1590/5652) . 28.1%
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4.05% ThoT-, (F4., X4)

M4 @ECHEHEEELS L b oFE (&
K 56524 P DHDOFERE100% & U THE)
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LML RS
%
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TL D EHRBIEND &0V KIERHOKER T,
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WhEEZ D, o, EEHERE AT, FHEL I
AN K E | PKC DR NRFEEBRFEDOIZ DD
A J = X LORBIZ OV T OO R E VO TR
VLWhEEZLND,

E. &

PKC (IAFRENA B E, /NEARER s T2l
ST, B % DEFRENDSET L BELEIN L
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Blc, ZHIERIRD 43.9%IZFHN T2, £ DO HFT2172
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G HRREK

1. FICFER

Nishihara K, Kinoshita H, Kurotaki N, Ozawa H,
Imamura A.: Could subclinical hypothyroidism cause
periodic catatonia with misidentification

syndrome? Psychiatry Clin. Neuwrosci., In Press, 2010

delusional
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JBAGHBR R e B (ERAER BT RIS 36)
FE - s E

PRCOGANE T ORI SRS [PRE M VR 7/ SZIZ B3 D HF5E
EHiH o FRR

MREE

BB RN ERL T b—F¥ (PKC [Paroxysmal Kinesigenic Choreocathetosis])
WFHRBRBEBEZONDN, EEORBRE - FHELLICAHATH D, EHRZEN
ST E YL “TANA OB TCHL AL ZRATIUTIERITEE 5, 305
BHBAZTL B LBREBEL SNAKERHOKBATH D, APFHICE 2B, PKC
DFRE 720 TV D BB T H#BEMERNSHEL, A b L RAARCERBARFO—IF
IR NBIED A =X L ERAD Z & ThH B, Foxld, TIVE TIZEIEMEPKCOHEHART
ATV, AR A 16p11. 2—q12. 2I24FE L, FOMEBMANDITEAELETO “\bwd
BT SR EBRERSNRIE L, REOREE TICE > TV, REBIZEHR
L CHHT L T B D 7 NV — 7 BT OWEIIIT - TE 6T, ZivE OB
TV R UTZPCR-IEEERSIE T, JRIRY /) AL FEE T E IRV RIHEME R
5D, FRIBTEAT 722 TO T N~ b 16pll. 2-ql2. 203 BRI & L CHRESh
TEY, ZOEEISEEHOERN NG D Z L iEEWRY, Bica—F 4 7oxy
LT, STCoOREREIT 21T-o TRk Y, BiaEEESIERIC LS T7 I/
BAELRE-1E, BAHE L LTI INWR EORMAEIL v e THER, A
v ha LS B VIR AR — Y — IS FIE T DniRNADE (L, RN DK
k- EBE, HOVTERLBIFERZEOBHERLEZEZOND, Thbb, ZhETH
BN TWDEEF & 138 e o 128 LR BIIEBFF ORI >R N5 AlfetEn S 5, B
1B, &5 ) A= ANTRAHRRE > TEY, 16BLAHROHEIERYITRE 1T
VR ) AREERE L ED TIRIT LT, BEEREZHOMNCT D, EisTHVHH
L7SATid, OMRESS Ml 2 - T 7 20137 6 %, BEHSRiPSHIIa): &
FE LA R o R Ry U — 7 ORI EIT 5, FRRARED B E R DS
Bk 720, BIIEDTegretol T & 0 SN OB FIRE & 72 5 WTHEMN H Y,
BEHEHDVIFEOARZ L BINCI Y RS Z L RAREL 25,

A. WIZREHB

SR BB RN T 7 F—€  (paroxysmal
kinesigenic choreoathetosis: PKC) 3 B&EH F N 4T
T HAPRIR R CL FHEMRIAE PKC & %M PKC
BB TND, RIEEOBEITIL. EICERE
FEEEEOERE LD BRI TV, 4
BET 1999 FI2 2 OFEAfEEE 16p11.2-q12.2 I
FE L7, WEEERHEEFIIAHTH D, K
MO BHMIE (1) Z0RRERTORE & RiE
ABOfRE, (2)RRBAERIZ IS\ B - e iR
BLOWRERZRHIZETHD,

B. WFFExt£R - AR5k

(1) B8
MBETH, T TICHARERSF L OO DR
DARIFALAIL, DNA 25T LCW5, 17FK% 78
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£ ORENT T ICiFgEREl & LTRIFTx 5, #F
Ze iz, £2EOMBEARE L O E -~ 7
v 4r— N &4TV PKC OREM R BE R, AR
BHETORR L, BAGOIELEFT L5, K
B PKC & B384 PKC & bITIRT & &5,
FAEIC L > THENZ R 2 T2 BEFE D72 D LIS
OBANELNIHA IR, WERED S DNA
T 5 & & B ICARSE{bMIL (lymphoblastoid
cell line: LCL) ZHINT 5, ZH6OFHIER
BEb W& &35,

(2) FEHEIRNDOY ) 2ELORER

W BOEMBEILTH D 16p11.2—ql2.2 ZFEH
LAEE LTk, RfEskichda—T 17 -
TRV AT L TITBRIC B R AR T L, BE
R R RITRE o T, bbb,
WU L 7o it & 16 By ta kRl I,



A TV A ERMERD O B b A < AR s
Eza—F 4T X U OBEBRIRNT E ke L
7o BRMENTIX, PCR-EH L — 7 LV AEICE ST
1T-7,

A ISR 5 7 X BRE RN RA T
WHREME BB X b, 2 B —HE LI ERZEN
) ABEREEBRMHT S, BHIZIE

Affymetrix 0> Genome-Wide Human SNP 6.0 array.

B O Agilent £ array CGH & v, 7' k =2—)1
WiIn-> TEREZITY, MA T, AEIZT Tllumina
£t HumanExon5108-Duo BeadChip #1795, 7 —
& fi##H7 1 Genotyping Console, Partek Genomics
Suite. Genomic Workbench Z W5, F7-. 556
7= —4# % Roche t£® LightCycler480 % VT
TagMan ¥EZCER PCR ZITWIRIET 5, E&E
PCR FED USTRAVER R R b Lot
B (Qiagen 4@ Qiagility) 2R+ 5= LIt ko
T, BELET—FNZA6NHT ENDLNRY,
Qiagility Z {13 %,

(3) BEHANBMERETRHDOLZDD BAC

library {ERR
Yutafk 16 Fl v bu A TELE, 2 v — 2R

NIEE L TR W IEERIRE & 2 KDk
H7Z T CRIRE RN R RIE T2 2 LB
AIRE/RATREME B D, £ C, BED LCL 1 HHE
FH M BAC (Bacterial Artificial Chromosome)
library Z{ERk L CHREERSIIRESTHZ LI K Y,
RHSCHEBEHEED b BRE RN RE AL 2
57 EERAT,

(4) WA —F oY — %AV EERS O
FHRAT
PCR-EHE— 7 VAEIL Lo TINETHKRT
LIzt a—5 4 7 - =% YV o OB EE
FIREXBEITH> L & L, Refalky—7 4
7'%2 BAC library {ERRIZ & 2 BREFRRAOYLAIK 16
ZBORANC, =% Y ¥y IFyr—llidzF
VRO DNA ZiRfE L, R —o 9
— I K AHERE UREEEMIRIC L D) %#1T-
o Wi, TTRXFYET Y ——F b —it &
DHEFISIREZ KT LTRY, BT — ¥ O
RL R DAHREMEN BV, WERE S — b o —
DOIFRAFRH 2B E L TBLBERH Y | AF
BT =8t oT,

kY —5 4 I LD 16 FYARSy
Bt - SRS ER AR ERERE LY —F —I
TYAR T & DB EATV, 16 TG a k% W3
B, V—H—IEEOBWREERSEEE B L.
Ty b T —ROEEY — ¥ —EHERT
5, &S DNA i, kit —or o 9—
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WX D 16 JFYetalRY) o— b v AT 24T 5, ikt
R —2r o — NI A A FTRT 24TV, 1
HWIEEHOM, R TRAOKRIEE L&D TT
9. BEOM, v bo— GEREE) Mk
DWTHIFEREIZITV, BVWIZ Y —4 v R & Hilig4
HZ LT, AEREROKBRNZITY, ThETO
2T O PKC HEHMHT OMEN G| EHmELIT 16
FTgpetafhlz ba ATHECMET D2 13—
LTWAR, FLENBA—R"—F LTS
LoD, ZOFMBIZERALND, TALETD
AR Z R LI RN T, D oRkRETH S
BT OEREN 1T,

(5) EBEMIEH OO iPS RS SIS L O
U EIT X D8 T RT
BEMRA~ELELE (vf 7k —vay
B FRIEUANARYT Z—iEE V., OCT3/4,
KLF4, SOX2. cMYC, NANOG Z¥Hlr= b
PEAL, 74— & —Hla(~ 7 A EF) L TR,
R HEpaAE R LRI RE & FE i & L C iPS flifa
HEEA1TH, Thbik, RIFRCTAD Y 74 A7
7 4 —BiER P RGb~— I —DOFBLE R L.
iPS Ml & RIET D, ML L7~ iPS fifidd L
A VBRIZ L Y I~ b S, BE CRIE S
NIz Bl R T ORI TOREBE I 5,

C. WFeER

(1) IR U7 BRI O RAFT

PLHT, Fxid16BE gk ha A Tl
PKCEMifENR % [RlE L TR Y (Tomita et al., 1999),
FOBEBANOBETEEE — 7 A LTERER
DA & 7 228 BITRE 3k 72 9> 5 7= (Kikuchi et
al.,, 2007), ZZ C, iz hETcoREL RE
Uitk a e KicBE L, #EnToa— s
XY U ERPCR-ERE —F L RAEIC L > TER
AT Uiz, 6 BEODNAZERMBITICHER L.,
~C OPKCHEHRYT O % BFE U - (sl N
DORKRECTH HEET. T2EIEE T OV TE AR
MEiTolcfiR, BEFRICEE LT I BE
bty BEERITA SN o T, —BEICE
BRI oXE 224 13D b2y
PKCHRZ R O FHEM N B D ILE N 2 [HFEE
LTwWa,

TRV F Yy TFr— - RIERB S — S Y
— DT, BEHRHRAENETh CH DS, B
TR B RNERIIFEE STV,

(2) HIREHMNE—DNA F v FEHIZHOWT
FORRNL I HEBEPRBORRE L 725
RN H D E W ORGRASI T, BERECco



V— T 21T o o, REOMERNER LU
Flge Tl L7ePKCAEFE R OFEEIZ LY | B
HUZ1FKR 24 EFRNBEREF 28 FIE LT,
FIH 42OV T, AffymetrixfE D Genome-Wide
Human SNP 6.0 array % f >, Partek Genomics Suite
Tab—¥oRiITEiTo7-, £z, BICERKFE
THRELTHILBEDNADD 6 ZREZ BV, Th
FN 1A 64 LMRH 24 % HbET-F84IC
2UNT, Tumina#t @ HumanExon510S-Duo Bead
ChipZ #MEIZ TITV, Partek Genomics Suite ¢ =2 E°
— BT R T o7, EORE., o B
DIRVREK - HEEIIHRHH 722 )25 72, Human
Exon510S-Duo BeadChip®D & H > & I3 EHfRlE T
HAH16FEREEE b AT ECEL T, T
NTCOBRERETRE L B 2 @8B57D 61
77 (1), LrLZns, Z offElkidDatabase of
Genomic VariantstiZ ZRI DB EEN 72 STV 58
BThy, £z, TOEBNOT o —T7 % i
TaqMan ¥ 12 & 5 & B PCR % Roche fk: LightCycler
480 TITo Tz & A, BEM., HEERTRE I
LOERALN, BEOARLTHFEETHLIL
— R —TETRVERCHEZ NN, ZD
fEIER O = B — O PKC & FEAE < 5 Al REM:
HEWEE X Gz,

F 72, LARTH 2 1320074E O E T, SCNNIG &
ITGALBGF C—RRDRZHLND T I J BE
{bEfE > BEERZRIE LN, SEETZD2
AT O T Hi2kb % & A ZHEBIZ W TR E A
RYe, BENRODAgilentth D 2 Z AT LA %
X Larray CGHZ 1TV, Genomic Workbench Cfif
Frife (®2), M@t & bEBFERNLRKRE,
HEHEESIRD o T,

D. #£

BRBRO PKC {EHfHBICFET 2B TOE
FLRHT % SERITHET Lz, PKC DOJRK D BREM: A
HHWEERBRN 2ABESN TS, 2D 2{HD
ERIT, o< OB BHICHFELTEBY, &
BOBRFICHBETHILEREBTITHFELRY, £
D2EDERBETHRERTHD ETEZSHN
2. BIEZ NG OBETIZ OV T2 R 2372
Wk MOBE THERP TH S, EMERICE
ETDHa—F 7 « %) T~ TCOMHT 2
TLCkY, BQREERIC L AERANERET
HIUET TIBRBLR TR RON->TNDB EEZ
LD, ZIUTEFEMBERO TS TOELE T2
WE RN 21T > CHOREBEE TR R 6
VW E9AUE, PCR-EE L — 7 v ATETIIERNF
ETERNES7 DNA OB THAH, Bz H
ALDFREME S LCL D EEOBEBICSH 28T (15
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BETLED) BHV, BH PCR-EHEL— R
ECIERMHTE RV 2) BEESOMICH
> TIEFAHBHEN T2 RN HFET 58,
BECIIBIEREE TR LTS DBELETE
BUZ LV IBREREE T RER 2 L 2 508, (B
FDIFEI Lo TENRREIE TE R2WEORBN
Ezbhb,

R 21 FEEEICIE, TEBHRY O PCR-ERE Y —
U AEI L AEEBIIIRNTEART L, FEEAR
BEToav—H¥i2&T Lz, 2hboBEFED
FHETHE. PKC OFRERTREETE 2N &
LN THD, TN L E2EEL, BEF
BAEER T RO O BAC library {ERLOY
ARy —F 4 7 X BB 16 FY ARy BE- 21
HEFIRE 2 FHE L7z, LayL. BAC library {E%
RYLAR Y —F 4 I L DE 16 Bkt
PHRBLSETL TR LT, Al 22 FEOHET
Hob,

E. #&#

PKC DK & 70 B4 ) AOERL, W 0 PCR-
B — 7 v AR L AR RENT CIIRETX 72
WHERFOERTHHAREENREV, =% Y ¥y
TF v — — RIS — 5 oY — i L BT
FARE O R RY, Ex b s ittt o
E— RN OB HE R B GBI T E#-ohE
BIETOXREK - BEE) CHHAREENETETH
GREELBEOBEN LA LI RAK 16 FE
Vb A THEROD BAC V—7 AT, HBHW
AR 16 BFY —T 4 T HRORBRE L — 4
v ARMTIC IR 5,

G HrERE
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