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TSC DEHBIEZTTSCI. TSC2 DEFIE. THIZH

A

% mammalian target of rapamycin (mTOR) @ % € JT
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Ry A (N =91 ICH LT, HEEXRT LA
BHIZERZITo72, EEEORFIIHLLEBD,
social interaction test |2 BT 5 BEIIIEEN 2 WD
Ty SENIMEHFEZEIC DO W TIIRETE T, BETRE
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L720 BPAERI< Y 2D Al B &£ U rearing £, T/%<
12y OBEESHZOEENPLEALERE R D272,

D.Z&

WEAEFERS S L7z, Tsel” B LU Tse2" < A5H
FHERATEI 2 7R T & V) FEDOATIE, I3 %
FERIZLTELZDDPIIOVTERT A I2IEARAT
HCTHolze FEL ZOTEREDHAMLDO~ T A

IZB VT mTOR FHEH| CIEHILT 5 Z & A5 5 2
Erolze TSCETFTIVT Y ADHBERERITE O E
K7 mTOR ¥ 7 F VR DOERRITTEICHH Z &, &
72n SO ADERARZEMEDETVE LT
EHTHALIELRENTZ, TSCETFTILT T AD
ML) WEAHEESET 2 VCEHBED
FRREDHRB SN TW L Z DRSNS,
AT, BERICBWTEM D T /85~ 1 2~
5 M E BERRITEN 2 203 L 720 TSCIZE&HET 5
BEAEIZB WV TId, mTOR FHEHNC X A iRE T 455
HILIREICHIE LT, GERIRIE LN D RS
AL T3, %3, BRELZ &ML 72 TSC &
BT HEIRICH AR S G, T2 L VEE
BB TIELETHI A & OIEESER S ) 598,
FOREEEETFTNVIIATHFT LTV Z &b
BERDLIESD,

E. #&5%

Tsel™ 8B L O T2 < 20 B BEMATENE. 5K
BlicBWTI/83%v 4 2y CIEEIL L. TSCIZH
WTHEHETFREEVPENEOREICEEEbLL Z &,
INHAmIOR ¥ 7 FVADOTLHER T HZ L, B
WI3FEE 2 BECTHRETRTH S 2 L iR IR
4 %,

F. @RRERER
7:‘;[/0

G. HEER

1. RRCFER

(1) Takahashi K, Oka A, Mizuguchi M, Saitoh M,
Takita J, Sato A, Mimaki M, Kato M, Ogawa S, Ig-
arashi T. Inter- stitial deletion of 13q14.13-q32.3
presenting with Arima syndrome and bilateral reti-
noblastoma. Brain and Development 2011; 33(4):
353-356.

Mizuno Y, Takahashi K, Igarashi T, Saito M,
Mizuguchi M. Congenital infection-like syndrome

)

with intra- cranial calcification. Brain and Develop-
ment 2011; 33(6): 530-533.

KT B, A v ARSI & B BE. ES0 b
W 2011;239(6):693-697.

2. FRER

(1) ER#E. &EHEEEET V7 208 H
FERRATE. %8 33 B H AW 2R M E S a5
FHFIEE D720 ORHMERHEE | HE, 2011 48 5

(3)



(2)

H20H

Sato A, Kasai S, Takamatsu Y, Kobayashi T, Hino
0, Ikeda K, Mizuguchi M. Autism-like behaviors
in mouse models of tuberous sclerosis complex and
their recovery by rapamyecin. 2" AsCNP, Seoul,
2011/9/23-24.

H. MM EEOHE - B8R (FEEZST.)
1. FFRFES

2

2. EHF AR

Lo

3. Z DAl

Lo



BEZBR MRS (EntER BRI EER)
IR S E

FEEERR LR |2 B 1T A iRk

wtoeoEs REHK

B0

7N

A R AT

FHUR SR i e /N e Rt U

e E

IWOHHENZHE N TH 2 ez RET 5o

R LEME TN LT v YN EAT OEA RO RIBIZE D, Rheb &
ZOTFTHD mTOR ¥ 7 F VBT T 5. Lo T, mTOR ¥ 7 F IV EEHIT 5 Z & 2554
RE{CIEMAL OFE 4 ORBERE ISR R BT 5 L E X O b, AEEIT mTOR BEEE
DIAVV—LRBEICEI L. AV — ABEAERORRICHE LB 2170 720 k.
SAV—LEEEHET L7 O00F I mTOR DT 4V — ARFEEZHGI L, TSC2 KIE
KERL MR B EA 2 0] L 7ze T 72, RIBED I /3v A e nuF yOfFH T TSC2 KiE
MOz FE L /720 D LoiERIZ. mTOR DT AV V' — LA RTEMAEL mTOR ¥ 7 F

A.FEZBEH

FEETVERE AL E R R & (2 FTSC1, TSC2 D #E(& T
MTdHhsrATVF Ly VA TEER
#J% % L~ Rheb-mTOR ¥ 7" F )V & #IH L Tw A,
L oT, TSCl1 T2ETSCQ2 DRABIZL D FIE# S
X5 mTOR ¥ 7 FIVDITHED Z DEBED 5T
BBLEZZ 5NTWw5b, mTOR ¥ 7 F VO EIfIL T
N AT R GRS e AN R L L
THEDENT WS, —F. mTOR HEKDIHEMEAL
WWITEAEHBERAED A VvV — A ERENEEED
HENINTVD, #2C, KR TIZTA YV —
LR EEBHEAI O mTOR RAEIIRT§ AR RIZOWT
MEz=1T1-72,

B.IRF5 &

1) MREEEE L EEFEA

B3 HeLa ¥ 7213 HEK293 MIAZ~ D cDNA FH X
27 % — & siRNA D3 A (T Lipofectamine2000 33 %
AW R T 273 a FELNITo 7z, Milg~D s
ook, UIS666A. T/3v A L vofxbid, &
TE A OMIEC 18 FEHMEH S 87, REHGH
1%, PLmTOR. #HlLapm-2 ¥ 72 (IPILC3 Huikx H
Wiz HSREEOBUSIZRE N L — W — BRI &
NfTo7e A4V = LEBREBIEZTIA VY PT Y

H—gemic k), F/294 V=4 pHOHIEIET
AV r—%HWilllE L7

2) #HRIEEA. FHBIFEDEEAT

HRZ B O FRAT 1L BrdU T MFBSE D MEHT I35
W O LDH IEHHIEIC & 1T o 72,

C.#ER

HE R 4E T C. HeLa Mg ¥ 7213 HEK293 #
fiiz < 5%, TSC2 siRNA % 3E A L 72l Tl Rab7
F 72 1d Lamp-2 & E£HTE T 5 mTOR EH E 25 L5
LT, /2, TSC2 /v 7 ¥ YHliflaTld, 7
AV = LEEDPTTEL, 794V Y —ApHP £
AL TWie =, 94— L ER O
5, UIB666A X T /3% 4 ¥V CHEINL I — b
Ty IV =L ETAV Y= AOFREIEIHEE L2205
mTOR DT 4 V= ARIEEHEL 2P o720
L, 700F 2 E74 VY — AfE L mTOR O
BELDICHELS, &5, Z7ouFxr i I3w
A2 OB TSC2 RIBHIIEIZ B\ THETLE I D
Pl & MBSE DRFENE 2R L 72,

D.Z8
mTOR &1 1 (mTORCL) (ZHIfE D S EIRFE
L OEHIEL. EHEARIRERT - 77 —D



Pl 7 EFE 4 OMMBRERE O TET ICEE 28 X 2R
L. ZO0THERPEL P ENo0H 5, T3/
FRIZISZ L 72 mTORCI OFEMALIZIZ. mTORCI A%
Rag AR EHELIA VY —LBEERETAZ &
WEETH LI EDTDroTE, 2T, A%
DFERMO, 70X L) T4 V- LFEE
[HESTAZ LT, mTOR DT A V) — LABERE %
POHI L. TSC2 RIBMIFE OMEREICHIHIRD L 2 7R L 72,
SHBITMRMIBICBIT A mTOR & 5 1 v ) — A4k
RE & DBEMEIZ D WTHE 2179 2 & T, TSCH
FLD 53 FIRBED T HREEDIHIIZ D2 1P T { F5%E
TH b,

E. #5:®
F AV = LABERATL mTOR ¥ 7+ Vo3 L.

TSC Mg 2R R 2 2§ i e 2 Rk L 72

F.MIARR
1. I FE R
1. Ueda M, Sugiura C, Ohno K, Kakita A, Hori A,

Ohama E, Vinters HV, Miyata H.Immunohisto-
chemical expression of fibroblast growth factor-2
in developing human cerebrum and epilepsy-asso-
ciated malformations of cortical development. Neu-
ropathology. 2011, 31(6):589-598

2. FERHER

EEY 3P



ey
7

S EVERLEE O AR A T 8% A ¥ YAV HIBIE OB R

S SR SR R B A (R RE R I B 5 2 SR AT RS 56)
il ey

Brgeming  AL—#1 KRIRRFRERESRITFER SRR

rEEE

EFEEALEE (TSC) DREEEH TH % hamartin, tuberin [TEEEZ/ED . TH O mTOR
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