31.Ono C, Yu Z, Tanabe Y, Ishii N, Tomita H.

FACS-microarray study of Th1/Th2 helper T cells

from patients with schizophrenia. 14th International

Congress of Immunology (ICI 2010), Kobe, Japan.

August 22-27, 2010

32. Yu Z, Ono C, Tanabe Y, Sora I, Tomita H.

Effect of chronic lithium treatment on gene

expression profiles in mouse monocyte, microglia and

brain dendritic cells. 14th International Congress of

Immunology (ICI 2010), Kobe, Japan.

27,2010

33. EHER. BHRHSEEORDEF. Rt

Ko P ApRE A M H ARt S E IR
- REHEUHES. (I [2010/7/10]

34, Tanabe Y, YuZ, Ono C, Hato A, Sora I,

August 22-

Matsuoka H, Tomita H. Mechanism of mood
stabilizing action of Lamotrigené - comprehensive
gene expression analysis of neuronal cells-. Rk 22
FE [@FEMRy b T—2) EOTU—U 3y
7. kLR [2010/7/28]

35. Tomita H, “Remaining tasks and new strategies
in postmortem brain studies of psychiatric disorders”,
Symposium “New trends in the postmortem brain
studies of neuropssychietric diseases”  Neuro2010,
2010, Kobe [2010/9/3]

36. & Al NEF T HEZ B HE
—ER, EH B PEEEEREEOT A O
HA MIBT LB THELLOTFERIRE.

H AR 224 Neuro2010. #7 [2010/9/3]
37. W& BB—BB. & A0, NEF & P
. A R, B R SK-N-SHHlZIZH
T2 IE R FUORGROAENERTHRER
Hr. BARFRERISESNeuro2010. #F [2010/9/3]
38. fRaGAET. ANEFT A, HEBEE R M,
MR, B RE—E, EHBK. SR EED
T A haYA MBI SHERFEY 2N
DFE. F200E 0 ARG R RS - 55
40[F] H A RAE SRl 2. (i [2010/9/15]
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AR A

39. HZH—AR. INBF TR IR,
WiAFER, ER—E. EHBK. SERUF>
BEIZTED e b= a—0 2 H3kESK-N-SHif 12
P B EFENBEGETRERORS. 20 0 AR
PRAB R SR 2« B840[E] H AR MRS fhdk 1
F ﬂﬂ%ﬁ [2010/9/15]

40. AT, RERT. HERB R, MMRNE,
AREER, BR—, GHEA. EHEK. #
BRFMEBEZOTHNBIUTRMiEO< T 7 O
TUVABBEFRATOT 74U 5. 20EH
A FRAG TR R R - 554008 H AR 1
EHES B [2010/9/17]

41. EHERK. FHEEBOERIBFFEIZ AT 7
Rer /L7 7O—FORE. FE200E HAREKRE
TR R - BE40[0 H AMRRB HEES S
fili [2010/9/17]

42. fRAEFT. NEFT&E. BB AR, MR,
MPEFR, ER—E, EHEK. UFULOH
Wi 2 L 7= BB FRI OO D 5 2 A
V)T N LW, $18E ARBMITEIRGE
¥ flif [2010/9/18]

43, EHEK, N5, RER, SELBA,

FaAT R, BEEEGL, RERET, MAME, RAE
W,V M AEBEREREE ) DONFEROTI /0
7 LA #RHF ~NSD10D Tt CHREME 2217 % il
BEFHOBR~. HEANBEERFRESSE RS
KE [2010/10/30]

44. BEBA. MAGE., RE@EA]. AR
H, HERfH. ERE. TR%. EHiERk
KFRIZBT BV N AREREEOBZW OEERE.
HAENEEBRPERESSEIRE. KE
[2010/10/30]

45. &R NEFT & HEB R, NMRE.
WMEER. BE—. BH Efk MURHEREE
BEEOT A N OYA MBI BRETOT 7
AN~ DFE. H9[EBipolar Disorderfff 554
[2010/11/20]

46. EHIERK. V) N AEBEBEAEN SDOMM T2



ZEHRENS L U D ERBEDE. #
)11 [2011/2/11]

47. % 9 EIRALH A RTESEH IS (1A30 A Al
7)) - RAREE REER PO

48. An International Workshop on Translational
Science: Clinical Use, Efficacy and Translation of
Basic Discoveries (Feb 1 at Yokohama) Naomichi
Matsumoto “Whole Genome Approach to the
Epilepsy-Related Gene” (invited lecture)

49. BRI BB TR2EMES QH23A AR
BRY, B0 - AAEE TERBKEETAD
AERGRE DESE DFEE ] (RepI#R)

50. FRR2 1R A S BRI AT ST R A R B
TR R EM TR FE RS B H 12 A A1
Wy — B RAEE - FEEETA
0 AAERRIE D53 T2 & B R 1 DR

51 SE1BEIHA/NERES#HES GH23H
RAFREB®RRE > —, BH) - >R
PUL REREEREICBT 2REOMES « ik
FREAD SBARTBWIN] - AAREE TRARE
WO DERBELTRE | 2RIV AR)

52. European Human Genetic Conference 2010 -

Naomichi Matsumoto, Akira Nishimura, Yoko Hiraki.

De novo deletion of 1q24.3-g31.2 in a patient with
severe growth retardation. (Poster presentation) (June
12-15, 2010 at Gothenburg, Sweden)

53. ABEAK K Pediatric Ground Rounds + ¥AZH
W EERKAEETANAEREOH M (8
frafE)  (AEDRRZEZEE. 7TH16H)

54. BioJapan2010 Y AT I v 7 o — XHES -
RAREE [TV 2 4-0-FilkEE B mE-113
FLNWIATDI—=5X « ¥ 0 XEfER %25
EEIT) N7 IMRE, 9A30H)

55. Joint Egyptian-Japanese Scientific Workshop, “A
new era of genetic diseases” (organized by Ghada
M.H. Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,

2010) Naomichi Matsumoto “Microarray
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technologies: Hightways to genomic aberrations”
(invited lecture)
56. Joint Egyptian-Japanese Scientific Workshop, “A
new era of genetic diseases” (organized by Ghada
M.H. Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto “Isolation of the gene
responsible for a new type of Ehlers-Danlos
syndrome” (invited lecture)
57. Joint Egyptian-Japanese Scientific Workshop, “A
new era of genetic diseases” (organized by Ghada
M.H. Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto “Haploinsufficienty of
STXBP1 causes Ohtahara syndrome” (invited lecture)
58. The 4th Asian Chromosome Colloquium (Beijing,
China, Oct 11-14) Naomichi Matsumoto
“Identification of two epilepsy-related genes from a
2.25—M5 deletion in one patient.” (invited lecture)
59. HRNEBERFERESSERS (KB, 108
30H) RAEE RET J NN BiEEER
DI =L CRERS—5 0 —% A
Wizt b GREB) 7/ LETOEREY >3 >
CURPA S - EE)
60. 5522[AINIH<ME% (National Institute of Health,
Bethesda, MD 11 H5H) Naomichi Matsumoto
lNdentification of two genes responsible for age-
dependent epileptic encephalopathy] (invited

lecture)
61. Kurosawa K, Enomoto K, Furuya N, Ishikawa A,
Tominaga M, Wada T, Masuno M, Kuroki Y. Estimation

~of prevalence of malformation syndrome by population-

based birth defects monitoring system in Japan. European
Human Genetics Conference 2011. Amsterdam RAI,
Netherlands [2011/5/28-31]

62. RIFMEF. FAOERSNERREGR A
SRV L - RRFEERS THBRERBOERIC T
TJ . HEF[2011/7/10]

63. BIEZEMT]. Clinical Dysmorphology —E#IZ 5
v} % Dysmorphology D EEM: —. BRI KRS K%
BeE¥E I —. HR[2011/7/1]



64. BIEMETE. YU IEBRBEOBRKEDOSHE. B
SIE HAZREE ¥R, HE[2011/7/29]

65. BEMRT]. BELIF— REEKREFEORRK
FE2E H AZREERF=. HA[2011/9/9]

66. HEMT]. EEROHOFEDEHFHCostellofEMRERE -
CFCIEMREEENBE S >R P A, HE[2011/9/19]

67. RIEMET, &S, fIE§Hc, AR
Multiplex ligation-dependent probe amplification
(MLPA)DEGEIRIS M. 53 HA/NRHRSES.
1E[2011/5/26-27]

68. BAKT. BAKM, H)IHE, HAEE T
i, BEMEE. 2975 0ATMLPAIRIZL S
LT WAEMER (MCAMR) QLRI —=
>7. B4R HA/NER RS ER[2011/8/12-14]
69. BiEMRT], BEAKM, HAEE A& B
AP RS, AR, BREM. EXREY
TS THEBL BRI RZZHICL HEK
AIERBEFE A EOHEE. F14EHANER 2
£, HH[2011/8/12-14]

70. HEAREM, FAMT. AlIEE HAEE 5
s, FEOLKE, REET., BEARRM. REE
R OB TAREREMOELR. H114E HAN
BRSPS, HE[2011/8/12-14]

71. EAEM, BEART. GA)IEE, HAEE &

EEY. KEFME. FHECHE. TEGERS. REERET].

It

YT T VERBHOBREERER. B
114ETHA/NREIFE 2. HE[2011/8/12-14]

72. BEH, BAKH, HAEE. BERR. TN
FRTT. BEEE. SERABIEFEEZHS ML, B
FRRMARIE 24 0 IR U 7= R A8 G 25 O 141,
FE114E HA/NER PR, HH[2011/8/12-14]

73. HIEEw. B|URESXR, Rz ER. kHE— B

BRmE, EAKM, BT, WAEE. THEOLE,

SUEIRFE AN, del(1)(p22.3p22.1)17 & U Diamond-
BlackfanfE B S PP EREAD & 2 Lz 1261, 5856
B H A NEBIRPS. TE[2011/11/9-12]

74, BT, HREE, EARAEHM, BEET. 5
A, WA, BAVEE, REEE. KR
Mowat-WilsonE/EEE D 2 fEF]. FE56[E H A NFEER
24 TEE[2011/11/9-12]

75. A)IlEE, HPERE,. EEEF. T BE
fgw. BEFE PRS2 2 L 7ERaAE P H
RGO ZIBE. FEseml HANEERES., TE
[2011/11/9-12]

76. AR, BEFh2, BT, HAEE K

EEL. KEWEL IINET. THELHE, TRRERR,

THAEZES KARER, RERER. 3q235F0%
BARER ) REICEE R T 2 BPESD R R &, %56[EH
ANEEBERFR. TH[2011/11/9-12]

77. BIEEE., BAKT. dAEE. f@ESC. D
Wi, BERE. HT L WREREHIREE R -
15q24 RFEMRBED 1B IR H. FE313EHA/NER 2
SPEZEIE A2, FIE[2011/11/19]
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78. AR, G)IHEE. HAEE. BE#TF £
750 A VFISHIZ X 2B REEF DA 7 1) —
—2T BIBEIHEA/NERES 201023-25. B
i

79. G)IEE, BEgEE. LFMIE MECP2,
LICAM % & O Xq28fHI D B % R /- EERE 12
HWOBEE ES2mEHANBHREFS 2010.520—
22. &

80. MEAT. IWWTHEIE, HEiEEe., ==2iF. 1
AEE HHBECERERED IRRDEBRMTE
=P SBSSEIHAANFEER TS 2010.10.27-30
InizEm

81. Kurosawa K, Enomoto K, Furuya N, Masuno M,
Kuroki K. Trends of the incidence of twin births in Japan.
60th American Society of Human Genetics.11.2-6. -
Washington DC. USA, 2010.

82. BE /s BA, BEFNZE, BENTE. v URY
TA2  ARIIBITSNBRIARERY V7R 4
FURBBIEER OB REG. 58530 HA/NEMHREER
£, HEIE[2011/5/26-28]

83. BT, WHNE., Rl A, BE=ETF.
fsRES « ARBF. PILEE, Ak, BH
HEE, HETAMB. WestEBERBOHIBTANA
IR T 2 2R BT DN R, 5853[E H A /NE R
FRE. HHIR[2011/5/26-28] '

84. WREL/z BA. FKEAMNEL., BIHER. EBRET.
FEE, MMRAT. WiRES. BHEEE 2ER.
Smith-MagenisEEREIC A HF L 72D T A MEGRRR
DEEE T A A — BGRBERT I ORGE —. 5845081 H
ARTANAFEHES. FIE[2011/10/6-7]

85. HILIENL, RAME, SFAFEL IRT. =ik
G, R PA,. ERE., BEX NERRI X
BN T 2B ARRE ~/NERITBITS
BEN R OME~. 2120 H AN =T
AL, B[2011/11/12]

86. fRil/x B A, FIEFIFE, HWEIE., KBS,
TR, BE—5. UNEHIRERT 7R 4
PRI BE O RE) H113E 3 A/NERZEER
2 (4H23H~25H. &)

87. HMEUE, R BA. EHEETF. BEEN
=T, e, BEBR . BRRETET. &
B, BREK LBE. [SRFREHE B
EREICBIT AT TTFOA T REDML P AREICL
LR Ip36RIIEMRBED 1) 58520 H A /NEF
BHEEHRE (SH20H~22H. &)

88. fREL/2BA. BRI, FRENERA, FEIAE.
T E¥%. UNKmMEZEEZ S L3 p —EREED
1) SES2EHA/NRMEERRES (SH20H~22
H. f&f)

89. WAL E. fREl/zp A, AILEENE, EHA BE,
INKBRT. FREEA. BREFRFtR. LEBRE. T
PEREALIE IZ & 0F L 7 WestEMREEIZH 3 2 ENA N K
J>OR7TONa—)V] BMEIHATAUNAES



GIN AN
S

2 (10A14H~15H, ML)

90. wREzBA, REEE, = RO, kM. &
BRNR, MihE, TR TERLE
dysembryoplastic neuroepithelial tumor(DNET)IZ K O
B FAENEE LB IRO1H]) F44EH AT M
rERRE (10H14B~15H. ki)

Ol WBil/aBH, MAFE, BEMEE. IAHEHE,
REARG, EINE, TR SRE%k TR
B DY SRR OZEOERHE] HANEE
fRFRHBSSERE (KE, 10H430H)

92. Imamura A, Ono S, Hashida A, Kurotaki N, Ozawa H,
Yoshiura KI, Okazaki Y: Copy number analysis in
monozygotic twins discordant for autistic disorder. 10th
World congress of biological Psychiatry, Prague, Czech
Republic[2011/5/29]

93. Ono S, Kikuchi T, Kurotaki N, Imamura A, Kinoshita
A, Ozawa H, Yoshiura KI: Mutation and copy number
analysis in paroxysmal kinesigenic dyskinesia families.
10th World congress of biological Psychiatry, Prague,
Czech Republic[2011/5/29]

94. Kurotak N, Tasaki S,Mishima H,Ono S, Imamura

A Kikuchi T,Nishida N, Tokunaga K,Y oshira K, Ozawa
H: Identification of novel schizophrenia loci by
homozygosity mapping using DNA microarray analysis.
The 61st Annual Meeting of the American Society of
Human Genetics, Montreal,Canada{2011/10/11-15]

95. BB{EEAA, /INEER Rare variant KIIICED
W RSB ERIRI D72 OB, HEIEHA &
FRERFFT S, BEA[2011/2/5]

96. BWEEGL, TWME 2, BhM@E, mEREEE, h
BER. TO0F b)) A0 0EBEZTHRERL
TR A HRFRE3 . B833[E] H A AW WS R R 2
HE#HR[2011/5/21-22]

97. APRER, EXE L, NEER, EWEEL
mECT T ORRBRICY 7 > 2)La ) Y51k 0
T3 UFHFEMLEREHCPVTIZ R Uiz —fl.
S33[E H ALY F AR HIES . HEH[2011/5/21-
22]

98. E{EE,, HIEEDH, =Rz, NBER, 5
MO, HMlT, mHEERR, fkBEL, SHE—,
NERRL RERETY U TICR A RRED
REZIEERTORE. $56HHANERBRES.
#12011/11/9-12]

99. ZUEH z, BMEL, KNTR%, @M, M
ShBH, EHWFE—BS. SNPYA /07 LA 2Rk
AT Ty B, HEs6lE BA NEEERS
£, F2E[R2011/11/9-12]

100. Naohiro Kurotaki. 2010 Sotos Syndrome

Support Association Conference (July 9-11, 2010 at
Dallas, U.S.A))

101. /NEFHESR, S8, BHHBY, BIEEGL,
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Ml Ed, NEER, HWE—- THRSkE
BXOE BRE— I W E R —F BNz BT 547
J LBIEZELORREE) $106[E H AR migs 4
Fiifes GH202HRLBEBES#HE - 72
T=INT I, JEE)

102. BHEESL [Tty o oADynifz
TTVE R IR Y L7z al) IR B A 22 1l
e GAHRE TN Z 2 —EiF, Ei)
103. JEHES, £z, MBIV, BEEEA,
INEER TR DRICHT 2L~ T &
HEEIEOEEMEREM) 552000 H 28 M S g
L - FE40[E] H AR S I 2 A A 4
= OHIS-17THMUBEEEE > —, IIH)

104. BYEESA, =EHEK, BELBH, WA
B, RIE@EE, BAREE, MNEERS VN E
BEEOBIERN T TIZDWT - BIEETN 5 4E
FEOYR—NATFTLDOHIET - | $32[HH
REYFRREIREE S (I0B7THRY — Ao
YIVERTIVNG, L)

105, EEWH, NET&, RGN, HBE—
i BA, FEMNE, REEL, RiBEE, W
AHE, MAER N UERBERSEED 2N
FEOTA 07 LAEH~NSD 1 OFHET
FEHRME 22T DB THOBR~] $H55EH
KNFBEFERE (10A2730HRAKREY =y
2T 4, INEE) ,

106. RIEELL, EHERK, MAME, BEET,
R BH, MAEBE, NEER [ b ZERE
BHHYR— N AT L OREIZ DN T OFRRE)
BO3E MBI FES (10H298R T IV A A
SASEBO, {£{H{#)

107. FFMEZ, EARR, BHEH KTHA,
PR, SFLI%E, RS, BWE, ANBEE
oty 2nNER L RERED 2 6E
Bil) EBe3EM IR E S (I0H29H R T IV
71 ZSASEBO, & 1H{%)

108, WHEU=, BEELL, INEER [EEAIEE
PEREFERICBI T 2B R 63 FLINKS s



¥4 (10H29A R 7 )L 71 ASASEBO, {5 {H{R)
109. /ML, B, TFO%, BHWEZ,
g, AR, BEELL, NEEM HRAELH
FEAR DLTIE Z DM —F v MEOD1H]] 4
O3[E S NAG FfRE 2 (10 H29H R 7 IV A
SASEBO, {£1H4#)

110. BP0, /NEFEWG, S48, HREH, =
FEE AL, HHFE—AL, INBEE THAKHAE—
IR —BBNC BT B ) LSRG DR EE
HOIEANFE IR FES (10H29B R T IV H A
SASEBO, {&{t{#)

111, ST, SEME, AR, FEEER,
FIEERL, NEEB TR FULFETESE
PRERJE Z KTz U 7= BARIEREZE D141 559
Bipolar Disorderfff 8% (11H20 H AR ERE 7
F—I N, EH)

112. BiEERL, /NEER [Rare variant{R 17 5
D < B RIFVE DB TR & 5 R Y185
A EIAE HAE REYNEEIISTIM S S (12830
RTFRIA THA T AR F—, Er)

113, EHER, Bz, MBI\, REEA,

INEER TRODHFITHT 22T &
HEEIEOB MG 55970 IS MR Rl E
#e (IRABHRERAZPEFTRIERE, E
i) '

114. BIEERL, /NEER [Rare variant R HE
DN PR BRI D7z OB 57185
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BRFEMRE QUIE2ASHRERAF—
a>aA>T7 LA, B

H. AFEHEOBERRE (FEZSD. )

1) RriFEfG:

Australian Patent Application. 2005258161

Akil; Huda; Bunney, JR.; William E.; Choudary;
Prabhakara V.; Evans; Simon J.; Jones; Edward G.; Li;
Jun; Lopez; Juan F.; Thompson; Robert C.; Myers;
Richard; Tomita; Hiroaki; Vawter; Marquis P; Watson;
Stanley “Genes and pathways differentially expressed
in bipolar disorder and/or major depressive
disorder”(Date of Acceptance: May 6, 2011)

FEIEE . WMAEE. FLINAES £ OV MR f oo
Ak, BrEE2011-247457 (CEER234E11H11H)

FEEE, MAEE. CIEEKNEERRASEOR
A, FrEE2011-226488(ERR234E10H 14H)

MAE®, THE EREESEBEESH/ NN
EDIRETTE. FFEE 2011-136277(FER234E6 A 20
H)

FIFER, MAEE, FrHFURAYa—, YT F
—LESUR J5—LVa Ry -I)NTyv>
ERBEZHRA 70—, ROSEZTO—T2H 0
ATV —Z 2Tk KR 47061935 (ERR234E3
H25H)

Frl#2010-106974 « ¥AZASTEE - Waardenburg &R BRAE 5
FEOBHT I - BERTILRS - FRR245ATH

EHEEN DNETRE RERT. VN ZEREREOD
ZWNTE AR KR < — 1 — 2 DWW TR R
Hefi )

2) ERFERS: 2L

3) TOMh: 7z L






&1
VR TR REREREE ) O IR E B PCR 17k 5 R AR

NSD1 Microdeletion Analyses

The position relative to the first base of NSD1 js given for markers centromeric (cen) to
NSDI.The position relative to the last hase of NSD1 is given for markers telomeric (tel) to
NSD1. Marker positions are based on the UCSC Human Genome Project Warking Draft.
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#h 4
VAR CHE ORI TR SR ET B

cofortl Cofort2
Gene Sotes-  Contro:- Fold Sotes-  Control- Fald
- Gene Name p-value p-value
Symbal average avarage  change average average change

SFN Stratif_in 710 28 0.012 337 31 16.83¢  0.028
FLI22662 Hypothetical prozein FL122662 1632 247 6.61 0.011 86 ‘ 127 678 0.009
CLORF115 Chromosomsa 1 open reacing frama 115 91 509 0.18 2.003 57 231 024 0.014
DUSP23  Dual specificity phosphatase 23 121 708 0.17 0.003 71 469 015 0.000
PR5516 Serne proteasa 16 40 ) 287 0.14 0.000 31 240 013 0.000
CRORF57  Chromosome X open reacing frama 57 32 546 0.13 0.001 97 545 015  0.000
NMOSE MQCO sulphurase C-terminal domain o1 1 0.3 5,001 cq 430 013 0.009

containing 2
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#H5
Y b AERBREE Y NFHRITB W THERFEBHE 2327 S EmEE < —
H—EaT

&~ — D —BmFA &< — D —ELFB
DA o207 L11E5HE DYA0O7 L1 E58E
1500+ 1500-
000, ] 1000- .:

W TE
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EH 6

VN HEBEREEEE D DNFRICBWTHRAZ L L TWAEEFOHTIY

U
IR =
BEFHTIU EETH %%'{5_,%& % BIBE CNMENt pp
ORI BT
mrEA A 15 135 7.5 568 250  0.003
TOFEE 8 195 4.0 247 3.19 0.013
PHRREX-1> 3 173 1.5 5 57.78 0.001
HEE SR 195 2.0 44 8.97 0.010
RINGZ
Zinc Finger 9 173 4.5 296 2.93 0.012
TRbh—2 X 13 143 6.5 602 2.04 0.025
1PEF A 5 143 25 119 0.037

3.97
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#H4 7
Uk REGRRSBE ) 2 SHRC B D RET R D 5 BERT (LR
R

OCT1/POU2F1

(Octamer transcription factor 1/
POU domain class 2, transcription factor 1)

2 — p=0.0428
*E . p=0.0012
B 1 -

5E]
22 0.5

E

0 | . . i X
V- RERRE Vb RE(ERE v S REEET
EXBBTEED TEIMUTWS TEHA LTS

B|UVBLEFEED B TFED BT RO
iRl iRl AL
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&HE 8
Vb ZRERER ) > NFFERIC BT 2 RBEILE AT O & PCR 1T L DR

STH{ /f-actin)

ru22662( /B-actin}

1.0

0.C0

3.00

1.60

G.00

Sotos Control Setos Control
Cofort- Cofart-ll
kS
Sotos Cortrol Sotos Cantrel
Cofartd ~ Cofort-ll

SFN ( /GAPDH)

FU22662 ( /GAPDH)
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Sotos Contral
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Sotos Control
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¥ p<0.IS T-rest)



H¥9
VS ZHEREE U 2 NFFERIC BT S RBEEAD BT OFE = PCR ICK SR

DUSP23 { /B-actini

PRSS16 { /f-acting

3.00

2.00

Q.00

1.00

0.00

Sotos l Control

Cofort-l

S
¥
s B
Selus Cenliol Soos ‘ Control |
Cotort-l Cofartli
*

Control

Sotos

Cafortll

DUSP23{ /GAPDH)

PRSSL6 { /GAPDH)

28

2.00

.00

0.00

1.00

B

Sulos ’ Conlrol

Cofort-l

Sules

Control

Cofert-l

Sotos | Control

Cofortl

Sotos ‘ Control

Cofert.li
* p<0.05t-test)






2T BRI EHD e EHA R BRI FEESE)

A FRREE

YV N ASEEBDA ) —Z 2 -
VN ZIEBEREREVWEGNC BT B NFIX EROREMSE

SRR SRR

T AT LORFE L LML

SHEEE RAEE BRI ARFESAELRE R

MRES

Y b ZIERRE EF U < BRRIEREICE T M/ KB TH % Marshall-Smith FEBEE (MSS)

D EEBART NFIX 23872\ BB X 3177 (Am J Hum Genet, 2010). MSS 137 O MEN S ZENES Tl
72<Y) N ASEBRE E OBERENDEWR ERBIAL R HEZ N, AEEITY D VERBZRWETER
F NSDI DR HEREZRD I WER] 48 #] EEEIRAIIC MSS LB & 3172 1 fil 2w R IC NFIX Bin T
& RNF135 8{5F (Nat Genet, 2007: Sotos FEJEREE 6 JEM TERNRE) QDAY ) —Z 2T &2Fo7,
FDFEEY) b AERBER VOS] 2 Pl WT NFIX DI A AL REZRE L (4%). RNFI35 134
I CTEREEZRDEN D2, 2 DD NFIX DI A U AEREHIEERE 250 A TRDENENWERTH
S, FO2RZADEREREBEFHELY PAEBHEOEREEL TWAH I ENHBA L.

A. TEEN

Y N ZERBRE O R TIRERE I3/ RNFI35 4
B (FRAHEOBREERE) BLO NFIX £ R
(V) D AREBERED 5 W MSS) 1, gz
B S DT N DRCK TOREFI TH D AFIEEHI
IZBIT A EHENIHE T, BRI <Hsn
=) b AEBRBEEEVOEFIICHE T U TEAL
TWBHEBEED 2 WIEHERDY N ZEMFEEITH
NSDI LS DEBEGTFEENFEE X35 et d
%, ABIFEIE NSDI BE (RECRER) 24
U7z b ZIEBERESRVERNZ BT D NFIX BLD
RNFI35 BENBRNICHET 286 2H/ETS
ZEEEHMELZ,

B. WFE A%
BREEEHRICEITOIRIEERETH 3
Marshall-Smith JEMEREDELERF NFIX 23#i72
I BB X 72 (Am J Hum Genet, 2010) %Y,
Marshall-Smith JEMEEEIZDOFADEN S BRINE
BT <. V N RAEBEHEELOMEBIZDONTHR
R CERRMERN D RETHL I NG, VA
SEMREE &2 BRVWE LB T NSDI O REDLHERE
D TR WEER] 48 il & I PRAYIZ Marshall-Smith fiE &
B 1 flZHRICNFX BrFE: V
NZARIEMRERE 6 EPITERENRESINTNS
RNF135 i&{xF (Nat Genet, 2007) DA 7 1) —=>
TETok. V NAEREREZRWELERT
NSDI DRI AR R Z RO T2 WER] 48 1] & ER IR
BJIZ MSS L /= 1 §il &2 R R NFIX BiRT
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& RNFI35 Bz TOY > /)N7EI1— REBOITY
VORI A b ERERSRIT PCR
FEW) % 100-300 bp 2R S L D IZEREN L High
Resolution Melt (HRM) #EZBWTAZ J—=
7 %&fFo 7. HRM [T TERNEZEHIS PCR EY)
IRERBY AL b — TV AETHRIELZ. B
B ZROZDOWTIImERR 21T WIBRERESZER
TEROTEEEEZBREL 2.

C. WFsEkEHR

Y s ZIEBEREEE W OER] 2 FIITHAWT NFIX @O 2
At AEREEZRELE (4%). RNF135 {ZDW
TEHEH TRE ZBDLN> T2 THENIT DN
THEBAZRE L 720 1 FNIERICED T
HERERTH-/7. HDI—FIOI A AL
BIIHEHABRTH - =03, BWERMIGERE %5
IMEND o7z, 2 DOERE HIEFHMA 250 4
TROLNIZWERTH oz, TD2RRDER
BEREZHRFEL Y PAEEBEOERZZELT
WBZENHR Lz, BEmXIBEEP TH 5,

D. &

MR ERSES TIEH 52, BRI &
ZIEERE & MSS DOAFREG] DE R4 #7n &
BEREWHI R NGO NS FRENNH 5, £z
ESNZI A AZRBINETHREDOD
% NFIX ERTHEE 7142 T ptorein truncation %Y



THEDZHEELMA EMEDTENS,

VN ZEREREAEREG 49 FlD S B . 2 FIZ AN
TNFIX DAV AEBREZFREEN (4%).
ZTOEKRBEREZHAEL TV b AEBEEED
JEREZZEL TWDZ EMBALEZ &1, 5%
DYV~ AFEER OZW ARSI ORIEOH D K%
RITRRETHo/2. ZOXILBBEFHEETFOL
RO ZHECIC—EDEREZESDHD
ERbNS, 58 KER -T2 Y-
DOEMEAICLD ., V D AEREEGREEDE
EEBEFOEENES, F/2, BEL )V TE
HORAT )= T00M70N5 T &T. 2n
BEIND2HDEEDONS, —hH, FNETD
M. BEHIOBIMICEINT, R IL < BWITHE
DD 2HHZHREL TWS T ENBETH
%,

E. &
Vb ZEMRRE & S WE LB T NSDI D /RS0 5
EEZRDIRVER] 48 F] L BRI MSS &2
TNz 1 Bl ERRIC NFIX EEF & RNFI135 38 1x
FOAT V=0T %270, 2 FlIZAWT NFIX
DIAV P AERZFEL (4%). TD2HZD
MRIKEHREZHFEL Y NAERBEOERZ S
LTNWDSZENHBALZ.. S A ATEDH
FHIIHEFICHDTTH D, RNFIZS 1IEHI TR
WZRDIEMM oI, G, U N AERER R
BOBETEBEERTOREZED., £/7, BELAN
wfzﬁmxﬁu—:yﬁﬁ THILE I & T,
PEPHEESTHEREEBEL T &N
BETH D,

F. {@FEEmiER
B iz/is Lo
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