JEA TR AN R B & CERR PR BRI EH )

Sy HRbF R

il EVEREALAE ORAEIR . "2 PR FHEIEEEIZ B9~ 2058

Ui war it

KB HEUORTE RFEFEETSROPER HHER

DHEEFERREERETFE 7 — LSS ERH HE

WEEE

|
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A. WFEBRR

FEEIMER{LAE (tuberous sclerosis complex, LA
T TSC) OA&MTZIIML TR, BEDKRELE
IR AINCET D, TSC DI ER M Sl
b, BEIZEIVZHETH Y, Tk
3252 &, < ORFITHEES HAED H
5D &1, RAIBIT IV L/NERZERD B A

IR OEFHI AR 2R TH D, TD—T7,

2010 12 mTOR FHEIE Z FH e 20 FAEERY S
ENs D TSC ZRIZEASHh, L7, Zh
HHREIZ TSC R— K72 &, TSC IV AT LM
KELSEHE R L TE 7z, TSC Ok N DGR
FRIECHATIZE D D3R b, W< 2 T
=7,

ZOXIREFERE 2. SFEE O TIE,
TSC OAEJREICOTE 2N RBEON EIZET
572, TSC O N ORI T KT OT —
X AR L TR LT,

B. WFELHEE

W 20 EMDOTSC DA HIELE.
(2TSC Dk ANHNZE T D EIERORE, (3)TSC
DRENABATIZEE T 5 WfiE, (4)TSC Of%ib#lLs -
EHICET D HELEIC OV T OENS O STk &
PubMed, [EZEHRMEFECTHRIZR L, 5 DAL= 30k
% review L7,

(PR ~DBCLRE)

SCERBORRGET D72 B O REIX /Do 72,

C/D. WREKERLELE
1 AN B~ D I8 & 2

AN B0 LR LT VWRAEORFE
%, ooV Xk # fESE  (lymphangioleio
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-myomatosis, LA~ LAM) & Bl if 4 i s A iE

(angiomyolipoma) T® %, ifi LAM OA& %X
LZMENBIEL 0 EFEIRICE V. B AML XS b
HICERICAEDT 20N ZOHETLMETLY A
\ (Rakowski SK, et al: Kidney Int 70:
1777-1782, 2006), &5 & b Lot DO UTLHR AR 72 4
BB W THREEREN R, ORI TITE,
R U720 | BEER EO B TRV E R
HEnmu3sE, BEORENIELTLE D,
2. EmTH% BED)
TSC DIELCHFI ORI D72\, 22T (1991
) OKREOWHIE TIIFEROE —ALIXEIERE (£
D% <1 AML) |, 5 AR OIEE CTh - 72,
HEMAEERE TIL, CTADLAERRESCKE
K4 23 EBL R FEIK 72 - 72 (Shepherd CW, et al:
Mayo Clin Proc 66: 792-796, 1991), IT4EDRK
DOHFFETIE, B L LITRE BRI X 253D L
TWb, TO—F, PUTADARDLHNEE %=
T TV B D 22985 (sudden unexpected
death in epilepsy, UL T SUDEP) 3% < #ft45 41
BHE 917 o7 (Amin S, et al: Dev Med Child
Neurol 59: 612-617, 2017; Parthasarathy S et
al: Epilepsy Behav 121(Pt A): 108032, 2021), =
D 30 FMIzI 1T 5 TSC DI DZEALIE.TSC I
£ 9 IEF OB O & SUDEP OBEE D & D
M HEMBL TS EBEZ LD,
3. TAMA

TSC 129 TAMADIIEIT/ RN Z NN,
AT S 7o EIZH D, NRINIRIE L7 TANA
FEN—AFE B H 2V, FERAM £ TITH
TEWMET D01H 30D 113 EH D, HAMHED
TAPAZEAT DRNEE T, MEEOED
N ZOXIEbE L 72 5 (Vignoli A, et al:
Acta Neurol Scand 144: 29-40, 2021).



4. TSC B #E - ¥ E (TSC-associated
neuropsychiatric disorder, L TAND)

TSC BEDRRAMNCAD & | 1% (% < ITER)
HHREL, BEOXEEZT N2 2D, K
P 5 78 HEBEE T B I T A S AR TR O E AL SRR~ D R
SR Z LT, HREENEE R BE T,
1TE) FORME (W, RRE. 85, MEREEZR L)
RN 72 E (K22, 927 L) BRAERVL
LT, 29 LEERE Z BB OIRESR
PERIED T AT MMZDRTFH Z EA, EEIZLT
N2 CTH D (Peron A, et al: Am J Med
Genet 178C: 355-364, 2018 ),
5. IMHEES

pesk, BT EARE M 2 i E(subependymal
giant cell astrocytoma, LA F SEGA)7 25 % % i
TTHTRAET D Z L3N L, 72720 25 %
F TIZBEIZRA LT SEGA M AW A - THE
KTHZEITHVED EEINTE T, THFEITHON
72 SEGA OEEEMRHFAEIZL S L. s AHIZ
SEGA AT HHE ., DRV NEHDH, £D
EFEAET TSC2 ZRERLTVIEEWD
(Jansen AC, et al: Front Neurol 10: 821, 2019 ),
7212 UG BRI 720 O T, ERRD 25 1l
ETHET, 1~3F MR CEHAICEEE MRI 2
e+ 5] L9 SEGA 27 U —=1 7 DO
(Northrup H, et al: Pediatr Neurol 123: 50-66,
2021 )DOZAEEITIEL, HEIEE S22,
6. S JE 5

P I I BRAERE  (facial angiofibromas, LA T
FA), % 7 U oy JIERHEEZ: & ORI
BEEMICE LRI TH DD, ABIZA>THiE
< FAXEFHE CIIMEIZ & 2, IR Sl
MAMETEH DA, Fln 33 & ARG R Gk
AL, < EREEAICELS 78d, BIEE T
1% 50 LARE, Ma/hToBlbH b VD (BHIE
PG R VEAE L E O 22 W & IR R IR AT, 2016,
pp.110-117), FA DIREIE. TERIEE oo B i,
BRI T L= —T 7L — 3 Y]
b, RN FEThH o, BUEIL FARRED S 5
mTOR [HEHKS o U A 2DSAZBELET 25 0
NEHE—HEIRTH D, RACBTRITNRIZE
T, BHETIERVDS, ZENnTHL o Th D, El
TERITREICE EF D,
7. Bl

fiti LAM 13 2R BE O BUTHm A L, iR AT
HEAEHR 208 U CHETT 72\ LI %, TSC DRk A
TR U CIIERE, =X b o 7 B oo A
RMEIRIZ X D HE ORI, 8545, %
JEATAZ UV —= 7 & L TRBREDOE CT % 5
~7 MR T, PR E TIT 5., LAM %% 9 prin
HEL L CTE 726, mofifee CT OMfitrei 217
9 (Northrup H, et al: Pediatr Neurol 123:

Iz
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50-66, 2021 ), RAFER & BE OFEHH NS TIEE
NHHERBEICH &E SN TIREZBMET 5, 18ED
F151% mTOR fREHK T v U AZDONRTH 5,
BN BYIZ KB XALBRHE 72 & O SR IE SO R
ErEHW5s, [WOTER, BRE T (S
W =1 2 THii7e &) BIEFNZ L - T L7
% (FEEPZE— O« FEEVERLIE OZWT & 1Pl
%R, 2016, pp.79-85).

TSC Ofiti Tl LAM & 135112 . MMPH (multiple
micronodular pneumocyte hyperplasia) 73 % &
EHAEULHED, BIIRRES2Y, IR AE S
720N, FERIAERZE, M SCESRS MRS & ORI
MEE 25,

8. B 5

B AML (% TSC & D 60~80%I2 % Ed 5,
W OBIBIZZ T 5, < O%GA, /NEHEICH
AL, BEREITHERPIE, fRAFIZA-TEH
ICHART 5, PEEIIRE IF7e0As, SHEN M
TRORE Y, AR AITEI R DIE L0,

EGRA (EE MRI £ 7213850 k5%
AML ®=% U v 7 Z/NEH~p AH], 1~3 4/
fRTITH, B AML OFENHB L7256, ZDM
ez L0 < 32 (Northrup H, et al: Pediatr
Neurol 123: 50-66, 2021 ; 28 « FEEPER
{LIEDZWT & 16 R AT#E, 2016, pp.90-96)

BN 3~4dcem LLEERZ W H 25 WITEINREE Z
5 AML OfFENRE Sz b, 1BEOBG %
BT D, 1BEOHE—E#RUL mTOR fHEHK-
7 U AANRRIZ L 2{LFEIETH D, IR 8
B RAD ZE42 7 (transarterial embolization, LA T
TAE)IZ A DHE (AMERIC 3L & RE 18 M
IXEHEEEIR T) N2 Wiz, T RIROBETH
%o 07 B AML 2 X % 22880 K i Tr,
A TAE N R L 72 D,
9.TSC R—F

TSC TIIHRE « RN EH OB KON
BEO—HRICDIZVERT D, ¥ — L L RRZK
2%, B OZIER, OB KT 22
F— LD EEDIRE|TH 5, TSC AR — KO 2
DEFTLLTH D,

2022 FHUE, BEICENI CERE ST — L
NILH B b, BEE T OFREICEEEET
T3, MESLE LT, F—2DFE;MHT 52
FEREN S, R — RO A3 D A
REWV, Fb AP0 BlhC1R Tk C MR % 5 2
&L LIRLIETF— 2037 #e L1S72 < 725 (Peron A,
et al: Am J Med Genet 178C: 355-364, 2018 ;
Fujimoto A, et al: Sci Rep 8:16747, 2018),

E. %5

TSC D g NN VLB gk & fifi o IS 23 HEL 72
LEER LT, FRCAMEREO 7+ —7 v
EEB I RO ARV v O (fE



BOREZNETLZ L) 2BETILERD D,

TSC O AMICIL TAND 23 FmE b7 U
Lod W, (TE EORECHE M 2 RE LA 2 7
BH BN RO RE S A7 MBI 5
ZENHETH D,

TSC D AMIBATIE, 2 OBFERN G252
T —2L (TSC A— K72 E) THEDH S, TSC K
— REIENTZV AT ATHYREEZRITTND
2N, EE SRR AT REMEICRIEE A L 2 TV D,

F. WF5sE
L. GWSCHER
Kashii H, Kasai S, Sato A, Hagino Y, Nishito Y,
Kobayashi T, Hino O, Mizuguchi M, Ikeda K.
Tsc2 mutation rather than Tscl mutation
dominantly causes a social deficit in a mouse
model of tuberous sclerosis complex. Hum
Genomics. 2023;17(1): 4. doi: 10.1186/s40246
-023-00450-2.
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