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2595 HAF AL JE (tuberous sclerosis complex, TSC)
E—MLUL2EZHFEMmMEFEINIEWHE
(angiomyolipomas , AML) %5 2% A ¢4 1 8 B B 44 (i
HEBIE R, TSC LU AR AR AERNSE
ARG, BH WA R Bk i R A o ik iy B
Jh9eg , B FIE % LR SRR A S BT B, &
BN A B SRR A IIIRERERS . TSC 34 JLKR
%k 1/6 000 ~ 1/10 0001 | 1880 4E HE 2% 5
Bourneville i 38 1 {5 77 7E B . i FE FIUKE # 57 1K)
15 B 4% PR EE R, 1 KR B2 2 i 45 55 A Al
A RSBURR ZERRE, 3 LI & 8 - i Bl 45
FHEREAL” , B2 AR A Bourneville 551",

1908 £ Berg B K i i T TSC H A& 1& 45
$£1 1935 4E Gutherh 1 Penrose # # TSC 2% e fh,
RS e R . 1987 4, Fryer %07 5@ 53 %t
19 MREABEM 26 NS ETFERES 2
By, B2 T TSC W56 1 AEURER TSCL, & o F %
Bk 9¢34.3, 5K 23 MINEF, B KEHR 50 kb, 47
AR R E A 130 000 1 1 164 M HLEL 20 B
B AMLEH, ME 28X RZTEREY, o
TSC BB 5ok 9q34. 3 KB IF RAHESL, R
TSC BUREE L SAFFEE Rk, 1992 4F Kandt 21
BAHE T TSC M5 2 MBURERE TSC2, E L F
16p13. 3, &4 41 MR F, BKEFE 45 kb, FISAEXT
S BiE R 190 000,/ 1 784 MEERA MM SHE
EREH.

TSC1 T TSC2 ERRAFEE T ALz E
"% R £ H B ( mammalian target of rapamycin,
mTOR) {55 B, IE % 4+ mTOR & B 7l 7415 2=
R R RS R RS LY SR,
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A SEFE Sk AT B GES . ER
g b, # A 7E mTOR & BRAYTE AL, mTOR HyIE 1L
LB KT R, AT S BRI R 4.
TSC2 HHREX S 5 8™ E 1§ L& 18 HLAs i
¥% (renal angiomyolipomas, RAML) | "B & fit 3 1% fi &
FE LA , T TSC2 BK R AR &Y b TSC1 52748
R PR IR = 0
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RS BUSWIARAE" , R4 XE 1998 458 | R E
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HI,
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FEIMIE] TSC1 B TSC2 % B BOR 4 2 A 1] LU #
28 TSC, BUREZRAE A PIRE FE TSCL 5 TSC2
BEHEINAERE R (IERREH T XL EE) |
BEHEMZHEMRD (MR BREERE) BE W
B T 2 BB R 48 BB (Tl B Ak« http ./ www.
LOVD. nl/TSC1, http://www. LOVD. nl/TSC2), H
fli25 A fY TSC1 B TSC2 FERE R AR, H T HHXT & 1
RO aE R N AN BEHE 12 TSC, ERERENE, M
RS ERGN T XA 10% ~25% B TSC BH
T A R 2 A, R b, 2 R A ) B P R BB HEBR
TSC,

() IERL K

TSC BIfE RAFE Sy FERHAE (B 1) FIRE R
E(E2), BFEEA 2 ANFERES 1 NEERE
+2 NP ERERETT #1228 TSC, {UA RAML i
T U K (lymphangiomyomatosis , LAM ) B4~ 32
BHE , T HAWFEARBERR2 7 TSC, BERAF 1 A
FBERHAEER 2 MR ERHE A FT SE12 1T,
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2. FFRBECRMBE (>3 4L)

3. OB (=2 1)

4. PR e R BT
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LR AN R IS 2 J@ E PR TSC $HR &1
B WTARUE , X T 5 {8112 W 9] 5 R R 27 1F 5 5K ml
ot 8 3 HEAT R RS I , X T LAl R 1299 181 T AR 488 1
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= . TSC #i5& RAML 12 W

TSC 2 F B ] KB RAML, £ & B 4 fith &
9%, RAML 7] LT 70% ~80% [ il 4F: TSC B4,
H R AU | 22 I A8, e Ig R /I B e B e 1 1 T
RGN, I B R A e R At B
R, B 2 R A M R RS R o, 7™ B T 36 AR
MR ET, DR E T I F e 42
FRAENE S A B , 4= TSC RlAE B 3 B i L i 3K
FEJE A . TSC-RAML (1 3 B4R s R DU E . 2K |
W FUE 2R O L W 5 S I R B T RE R S S
L % 1 RAML AR [ES

RAML (2 EEARGERARFR A, BAKGE

W BESH 1S, B 7R i R R B A 58 [l S G, PR
el £ 127 <o s IR (E R A PSR A L
Ak bR R B BB AR [R] 5 3 5 R B A IR [B1 7
TRFERBARSES, CTRERINKIAE £
Btk A 4B 0 5 IR RO (IR B AR T AT A AR R
R ELE, CT {H—fk —40 ~ -20 HU,CT {f <
- 10 HU [\ A JRMF AT HE, A i s Ak
WAy e EERE N, CT {6k 20 ~60 HU , #5547
AT A H AR Ak B = fg il RAML BLA 38461 5] il
P4 5 . MRI A2 RAML i fig Ui 23 T1 im
PG R EE S, T2 AU B R 1EE S, EiEF5I
BT 5 A% . & KA HER 1 MRI
HiL Wt K Bt TSC-RAML B8 AR A A

TSC-RAML Ilffi B 53 G- HE#7 R F i 22 S 43 8 50K
SpEEAE UL A SR AR ES  MRI B JE FR 3 3 CT A
2744 B # RAML 9K/ B0 H KB BB 2, TSC-
RAML Iff R4 MR Am 26 1 AT IEA
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TSC-RAML Y4 J7 4 5 Jer U] 2 5 A PR 2 st A PR
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48 Bk RAMLRMem) AT
0 EkiFME R T

1% <5 1.0~3.5 T

2% >5 1.0~3.5 E

3% <5 BEHIAEA23S  EHEWEE
4% >5 1~4NMEE=23.5 IR LR R R
5% >5  ELSAHES3S  MEEHHTHA
6% >5  ELIAHEES5.0  REGHREHA

1 :RAML ' 1 B - 18 WUAE 7988 s ° CT 5% MRI 445 0 1E A Bt
KREZ <1.0 em B RAML 554t

Hr |- ke AML BRAEERMATRE (B AR IR
BOETW , HAERTA B E & MR S 1, (X
WX FEMEDFREE , WEREFATULE—MEE
RIALE T, L HEMEER <3 cm  THBAEE
RERBERE

KK, Bk RAML THilc I MBEERZ =
4dem  HER.EMUEEMNEEER AT
RAML!"' | RAML H# =4 cm 5B 24 H 1 i AU
B2, (B & F A P RIE ST TR
RAML, Bi{# it B2 =4 om, i FA K EERIE,
WATRE S M a7 R . HXHF TSC-RAML
RRE R, AT 25 1) W ) ek 4 1 M S K BT M
WAE . SEUk RAML B M L, TSC-RAML &%
HEEKEERERTRAEE, ZIE RAML
7E TSC 3R E I B EMBENRESRAL A K EE
>0.5 em/4F , MIFTFEFRITER

FRILH . TSC-RAML 497 R 4% B M7 T2
BUA TR L SR, WERSEFHURMBER <
3 cm JUB BANE RE R W R BUAE BB B SRR O
o

2. ZGYIRYT 2012 EEH PR TSC ZH ST
mTOR 1 FIAE K787 TSC-RAML {4 —E£RIG 7
£, BElREEREENSME—FRBHER T
7 TSC-RAML # mTOR #1413,

EXIST-2 F—WiFEHL X & BT iR A B Br
Zrul I A s R X5, 49 A 118 ] TSC-RAML 5%
LAM-RAML &3, L 2: 1 5t )6 28 35 BE ML 2 A AR
HBFEEZH (79 #1,10 mg/d) FIZ BRI (39 #1) , LA
HAR RAML (K8 45/ >50% R FEHFRA S, &
B2 2011 67 A 30 HMBEES R, REEFHA
RER 42% , T RRFIHN 0, IKGEERIARIT 24 A
Bt,55% (39/71) B 3 RAML R 228 7K - 5k
/N >50% LRI R 04k 4E B w4 80% (57/71)

KB E RAML {RFRELEZR KB/ >30% , LR
KR 3% (1/33) %1, 2016 4, EXIST-2 HF5S/NVHTE
WEFIRRFFREIBEE 201345 A1 B, 42 8R
RAEBE R A TE V3 O ARZ5Y) 28.9 A Y ,54% H9 8
# RAML {&F45/ > 50% ; J677 96 J& A, RAML {&
FREE/N > 30% F1 > 50% 9 B & H 5] 5351y 81. 6%
F164.5% U EXIST-2 BF30/NH & B I % o 1 4
M E 4 K B F D (vascular endothelial growth factor
D,VEGF-D) f1 IV #BU i J& ( collagen type IV, COL-IV)
X5 TSC-RAML 875 £ 4k RAML R FRAHE, £ 7]
DR R W 4 4E 3L TP B HE AR

RAEZE R IR T TSC-RAML #1186 7 3= 2 s i /&
W BB A RR I L LR RN B T BE, BRI 6 ~ 8 A
W1 R, BB BRELTHEARARRN, R583 ~4
A Y1 R, AEHFARER, RET1 R ILE
J7,RIE | ASEEIRIT. TSC BERIFE MER &
TETE 1k ¥ 1 B PR 5% SR RS RAS kIS, M H
mTOR #1135 77) B 388 015 ) 0 6 7 3R e AL B 410 il 571
( angiotensin converting enzyme inhibitors , ACEI) 2824
Y. BINEFLE EXIST-2 5 G 7 et Al ik 3
S BARZE S BIRYT M B AR A AR B R 2
#E—BHR

LR ILH X TSC-RAML JRYTHERE O IR 4E =
H 10 mg,1 R/d, EHA M B 25 B, 59 3 ~6
A~ H ##47 MRI 5% CT 25, AR kL K /N AR 1K
TEBL o

3. P B Bk i 2E . TSC-RAML & KM B
2 <3 cm FMIEBKBEE, —REFDLETMA
ke ZEE A QIMEIRYT :50% ~60% WA E AR >3
em F A B A E S M, EE R ARG K mS
e gk T Sk 2R B AT K RAML
T B Y R B R A A I i B R T F B
Ewalt 2% 158 2 S B #2477 16 £ TSC-RAML
BIEAT R, 34T 18 AR ZEWRYT 27 I , R R
REFIERE, KRG 11 Gl ERESEEIE, MY
3 ~9 4,16 FIE KR E RRBES /N, KR
R A 3 e, AR XY T UK £ RAML B 2, TSC-
RAML B &7 BN T Sk EIBT R E X FH
R, BXT SRR A —E it

RAML /N 35 A A2 P 1 ofin XL e g e — X
R EFEEMBEONESEREBSE. MEN
WEBAEER >5 mm PHU/N KOS 2B
EREE, W TFETSERZMLEEERISN
RAML, ¥: £ J5 09 b 98 45 /N OR IF A B R AR
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2012 4EEBR TSC 2 R £ 75 v B4 0 3h ki 24
% TSC-RAML B84 i Il 9 & a7 oy L, e
SE 5 (i S FE RS 2, DR T BB A 6 4T IS D IR AR
HEF WA URARER R F B FAR,

LRI M R B Bk i 38 4 TSC-RAML
BB I B B TR R

4. FARBHEMIEIT : 3T mTOR 3 HIFIE T I
REk i B By TSC-RAML, HL& B VB 6B A 1 F2 #F
AML LA 3843 84 K f) TSC-RAML 3%, F AR
IR — R R . A TR R i KU L85
#9 TSC-RAML fy 2, JB BB 5 491 J% (ol 988 B 7
AT SR A, (B R0 T 7R S L 8 5 A T BB TR B iR B0 5K
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S IR BB G EVBRAR S SR TS LRRE
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AR RIS B 2 Be ft R R FF E Bt (&) , AR K57
HERBEIMRIBH (AR IWRERER GARE) , LiE
SO R A B M R A Y B B i SR AP RY (3t ) , RIRER
RS e B e 0 PR B (B, AN RAFICE B R B
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BHCFLESE) , h B ERE B b st A B B d IR SR (2RI
BUKER)  RIURFA MRS — BB R (FRERR) , H
LA B TR e B e 2 PR DB (R LR 55 IR ), P LK 22 8
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