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Wb\,

9, &

LT L AER AN n,ﬁmwawmmmﬁm@
MWTéécmAm&mﬁmuémt:% N ik
WEEEIIEHY 2L O, kmﬁﬁmuﬁﬂm_iwkﬁ
#1719 o U'F AP P EEER L TTIRR L R D A I
EALOTHEENLETHL, H 7 FLEIZEL
— W —FEEEITFI N, BT I TIE L . HL R
TR OB G FNFR OISR LB E T 5, K
AT T R AR O B L T B B
Y, IR AWl R A R A A BRI
AR S o RIS EE A U A M IS AT
TR N S X AR



F1 NFIDOELEREESH X TOUMHER.

BHE

&3

T & MREEE SHE E & MEEE ShHzE
AT a o F - LB ATFRE 100% R ] endl] o 70%
AN AR 2 95% HLAbFE IS E 1%
axillary freckling | 70% R e i 1%
BB (B i3 1) 20% i i 45 19 LN
B O g i MR 95% (BRI, fhft B LA @)

TR ) PSS T 20% T 5%

{(nodular plexiform neurofibroma) M7 Wi 48 o SR 50%
U F ANEAER AT 10% HifERE () 30%

{diffusc plexiform neurofibroma) 553 1 () 3%
VAR PEL B S 4% R /S 1%
TR 14 Sy 10% Bk B AW 70%
e - AN O 94H PR 5% {0 A 2E i (0%
G4 o 280 - )i FLIEHI 3% fe £l e 19 LF

R2 WEEMEET (NFLLy 2D INTER) BHOF5IE
Ol gl el f’l[‘fl KENG I A HER AR ZE T SRR 7 AR AR GE )
L S R < LB ARG A L HEN a4 HUHBERR {0 BE, A7 BHEW (I, il

TR, R, Ni s, FolarfL i tiksy CERE, w0 PR oA M 2 &

B AT PR T @ 0 R S R Sl i s 5 WP e & ORI fT?‘fl‘Flfi RE ORISR AN

BT H B,

FEEER A7 - LR RAPETHED Aol
WHETHD, BV Iy - {0 Sk
MV b ETEFEET, F HmiL@mmu
Ao, WTEMNBECLDFE {, kT
7 m%ﬁ*%&% LTV A,

FATARMERE | L O RIARARAENT L AR T & ) e gyl

BT o ZOEMRRHFRNOAFEAIT (nodular

plexiform ncurofibromaj, UVE AMEOMESHEHETE (diffuse
plexiform ncurofibroma} A6 L Z & L b,
% DOIERR ©
VPINEE L APRE - WK ARE . I D &0, Wi
i AR O KR B
w5 WIRZANEY I (Lisch nodule)  BLAGEERIENG %

THEREAT .

it D Y

P

BETEORA b

7o A LR S
Wi T b
1.5cmbBllondh 7 o
WEREDR IV, FIRMEE DO & 2% 0 L T
Go TZPZLMHE LITTEH DI L b 4w,
Eh 7 -4 - LHEHMHIZ
T AR & B B

FNRR G 2
VASEN JMIII’ A

FRAEE AR & LA

o /B (pretumorous stage) T

W
O 1

F - L HEAS 6 L& AL AN

W

B AT
GNP N AR
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#£3 NFIBEGEFEEOHEH

NFIBETERD A

AJUREN i3
HfE A i
Sy R
SRR K
PN RN
AN A
Fud s AL
IR AL
Ly hayER

3’ UTRZE ST

18
38
55

27
43
29
25

&t

246

I : AR 2

1. BU®IC

TRHHENERE 2 (NF2) i3, BRI ERAMENEE 1 (NFI)
LIRS, BRI o THRMERE &
WA @O RO BEEL SN TV, LA L,
A A0 T AT (7 0 7 LB & 12 S L
NF2iNFL & (343 < e o i o i ic £ iy
LA Thb Il e LMo/, 20, B
MBI TORE rﬁé’ﬂr'&% 2iZk T, NF1 &
NF2ERBTE DTG 22 LA ERT 5,

Nmmfwkmbﬂémﬁwlmdu< 18224F42
Wishart 25, B8 NI LSS PEREIUN & JEphRe IR 45 & O
ZE LAk os 2 i L Tv b, L L, 18824 von
Recklilnghausen 274z & O R 1242 U 72 % 38 M o flifi &
W FEHE A Ok ) Bl b L ORI (BlET
) EIADONFL) FREL. BT AEREEZ LD
Edb LIFLIEFI e RFE &R, NF2IINFIO—#
HEZLENDLES IR ol 1AEFFHFA - AL T
EEFE-A S O Riccardi 1 # O 15 70 & MURSHUE R i %
BODIMIPET DL I & # 4R LA, BELL U
ERRSEIN 2 WA 5. EIINFLENF2D 2 20 ¥
ATPIHENE LI ICh o, FOB, 4T H{ESR
0GR D RGNS A A L fR o W BTG IRE A Z W

LAUETEERIT AR AT B LI h O
iR, 19874, THBNFLENF2O LS T-25, £
NETLLTH L22F O R fb bICFET L HEPB S0k
i,

b &9 e ERITHTE | 1988 ENIHIZZ LG 2
DOEEF X S BMEE R gk L Ao, A H T,
199 1A T AU U] & il & 7B IR A — A L2
WHERTV D, IOBEIEAE LU, NFUITHRE 2
RIS s IRE R T R ST Zovon Recklinghausen
HEMEN L BEERO I L TH Y, KHHERC
T A MERMEIE (newrofibrema) R4S Z &0
B A AT & RN T AT *.ﬁn
=<7« NF2 (30 {0 ek ot A8 R %P 26 S AR SEAE 7
ER RGOS Bl E T 5REERT. Tﬂf/{é
HUE MR HERE S (central  neurofibromatosis) & 4 v
T APEEE H RO HEREAE  (bilateral acoustic neurofibr-
omatosis : BANF) &N T W fHED 2 E 48T,
NF2 OB E T2 IR LB T i 2o g
FpE LT, NF2ORRIREIR. NF2EHRT & £ il
fEFOffk & fhE, BT LML Forkib, Mkl
DR, WS TRA D A LTI RSO
FEALHIIOWTHBT S,



2. NF2MDERERAELR

NE21E 115 4:35.000~ 40,000 A 12 1 ADEIGTHR S
B BN REOBETH ) | FOIEIIR
Wi v, FPREROEBFE, MBI L
GHAINE O B B DB U e B I D ET S
{de novo mutation &IF8), ZOEE ORI, 9 8 IH
HAF O FIHEMERTR -0 S F8 4T 5 M A sRIR (i
AL, T EE AR vestibular schwannnoma & 11350178
SD LT A LK DR RIIE AN B)
D THE (#195%) . FOM, FPEE (45%),
Wil (26% @ % EPEEHIE) ., 0 —= (4%).
LACNE (2.5%) 7 oA RIE LA S AR (2 LA
bl %% T 2 Z L 2 e T4, FNIIMANF2T
1. NFUCHUM L72E N O EEE (40%) KT R0
NI AR R D HIREHINE (68%) R 05, ol
R ELUE, R OB S WEI10E T Th S,
N WOR TIBEEEORET BN b #$40% 0 BFLC
A LINL I EFPEE IR TV EAY, FEGEVZ LR
WTHFORAEIHTH A,

NF2ZIZBWTOHREMNIZIEAET A IIHEE E A LD
BAENSTH DA, ZREMEEHYES ZEhe—
T3 B CH L, NF2DJEE L AN IL B
BEEM ORF RN 2 & 2, B LTI oAl
BELZZD, MR CEE LTt boT
WiTEHHA, MBI IRED 5 TEREIZ 7 D g, [
AR O RANESEEL, T A LI E b ike R
SRR R S, — RN IR, o F o, T
(RN O £l e e SO 1] R0 N SR el AT ({ EE RN
ATOC~20fCIZ LIRS | R4 2T+ 4, NFLIZIE
R BND &) L ERVR R G A, BT RO A
WM ISHE EThhCuva, B LY 2afs
FIMARLRAZ G, NF2E22DH 7547
WOPHIT A 8B, 1ol BENISEM L Gy
2520 LAy . 2z AT Loy T e A R L
R CTHFENES) % 4 % Wishart 1ype (TR TH 0,
oD 1 o 2] S8 TR 2 R #88 % & 5 Gardner
type (BEAEHY) T b, MiHOBITHL L LGN,
FOECEIGET- R 08y — v b TS oo
MV WM S WS LT T A (TNF2 -4
LR IEER) .
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3. NF2EBEFHELUNF2ERDIBE &8k

NF2 D P AT ATz ) SRR % TV 72 LOH  (loss
of heterozygosity) FEHr, BMUEFRMIIZL 6, 229%
deffhfeldl (22q11.1~13.1) Bz 5 2 X AR S,
19934, 2 DO — 72 L B v FNF2EE T
[FlsE S A7z, S OMEIETE, Felnfh2q 288120
KbiZil— THAL L, 17O 27 7 > (CAMDNE A
TIAALT e EDL) PORLIENh ol
TEATT A AL OB (8L 2HEOT7 A
T — LR T LR ME N TS, BRI
1785 DI HA b5, 595l T I /LY 2ty
FRAHTIOEHBET - FLTwa,

NF2 & 52, 7 3 /7 Rl olEiro ) >,
FFELAEFL Y, BELL R EVDHD®)WAERM (ezrin,
radixin, meesin) 7 7 3V — &4 & bR PEE R T
FHENZENT (Fig. 1)y 2O EDLERELI
NF2&[:1 % 7 — 1) > (merlin: moesion-ezrin-radixin like
protein} & Z T, (b aAlZMoME s v — 7
NF2& % > 2%/ 3 ¥ {schwannomin} &ITA T
%) ERMIEINIZF =) 0%, FOL 74 A 775
—+4 (PTPHI, PTPMEG) % & &6 7 3 /R M B
WTHIEATE . S SHIEEHL TS Fat A —
=T I IR TS, — s, NS F
4 LRA=23=7 7 3 —HAGHRIES BT E RN C
E N 1R SN o (e s g 1 el | O gt Y e
AT AR ET T nAEEZSRTEY, v
CHBW LM ELREED I E M STV B,

=) R EOERAPI I RV e -~ gy AR
AA v SHIZANFFLRIZEAME N A4 > &5
5, TOMSIIERMEEIIGHET S (Fig 1. X.
LA rRTTF AR R, =) Yk e N
VHARAL EDNEFRLHRBEOUAER AL 20
M2 70 1) GEAT I 5 WU (proline-rich region) %
Feoh, ERMO A N KF DARICR ST 7 F ik
HNAL AEFT ERMER 3R L - 2FHAT O
ik AT o ez b5,

NF2 il {zid, & b o3 Re M2 T 4
L, A%y b (72 /8L XL TH8%, 27
Lot F L TH90% ORI 38 5 A ADT k|
awlanrzThEHFRETY (Dmerlin | 55% @
HIFME 2 79) AAFE ST v A, b FEIT BT 2
o P OIERBINETH Y L B BT, EL IR,
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. BHES EICmRNADRBIA B LR E, v =)
PAIEE SR T NG AR T, RIS, RO
a7 AL WEA ORI E N TS,
RN IZ BN TR, MR T O R ST E &
DFREIZH 7 — 1) ODMHHER SN T D,

W7 LV DNF2EILT 2 AEIL L o R T ERES T
A (Nf2-j-w 0 A) EERE6SH NS T HIZHTT
1ot A EHbH Y, NF2HET- MR oRL -
I A BT ML Th B Z LMLk -
7o BRI AR R L B v TR IS B
KRNI LEA R TH D I EDIREN TV S,

4. NF2BEFRBLICL2EEREAHZA A

T ) O A e R R SR T A D, FD
T-AAZALZIEEA B Tomvyy, 7277, il
HI B e v { DD DEFFRE A 5K & 9 L fEfEA
HHES N T, MBI Lol & 54 5
BE, &5 WILARAHEILY~ b U 2 A EHEE T D
FOHEGFERICHROME L2130 TRR C,
Mek %2 7 F V2 MBS SR 4 AS LT w
Do ARG LT CE R [T AR R U 7o B %R i ]
Pl EsE A XL, oF DEMEL (contact
inhibition) & W BEREDTH L, F 4o, MRS 7T
MHosE (7R M- R) R ESRETAI L HID
NTHED, I SHIEEEL RO 7L
FHITH L, =) AL r - & M A
HURHIAZ LI TINSD Y XV EEET S
fEEi o Twa s dhid, FORFEIL > T7 R
b— 2 A REMBIEZRIHS 2 2 Ve dEsh
4, AR AT A S Ll R A, v R
BB R A T B L o TRMBIRAS TR L
FHl oI AR s R A Ik, FANFRZOT Y Fh
PATWIL 720 . ARAINF T 2 MBS 2
ZE Lo T, Mo AT LRGSR S
AHEEENL I LAY BRI — ) YA
BT A L BT A HEN L EN TV S,
T, w—d) o ddh EL S MOmE LAIRANTS
HTLIEMNEMERTESY, ZoMEIE~—1 >
DT 3OS AT TH L Lo
Twh, Biht2 k20, NFBEEFERDEZ (ET
I RN R L, TR L o CTHIFRASRT T
L7THEAREL: SN D & TSI, FAsDEREN
50D A E EMBNTHGHR T M5 Z & A7k

I LG A2EY, v ) i L EHES
B REEENR B BT b . F OBk AR
i ERITIEME 2 LT EEFEZONRS,

5. NF2BIGFDER

NF2 BE T, HRO T & 0o NF2IE{ET- O Rk,
BREATE Y TR S5 (Fig. 2)e IH2ENNET
3 RN I (ERM A1 & ORIIFS L =
V8 FTINIS%OAN) EC, LAabEF0REA
¥ 90% L) A EAOEKE ETTTNT LY A
TOER (FrbrAia—F—rardHiulivb
—LL 7 MIEoTA Ny 7RI TS) &8
B, NF2IBLFIZHEA U bt Wi, I % & DR
BT, % OB ENF2RHZFOIRE W T L L 28R4
L, EHANT L AaRHHEAE LT b &) ir A
$BAND, 2F DL ORMBEREDTIRENIZES
ha [2ey FAGEL] A%, NF2REILF I B LT
WEEEZLILA,

WO E LTS S ADNADBL R Vo %
PCRIZ & - THA L T SSCPIERT 247 2 S ihidvis <
ViHRTWAED, ERSEHOEHEEWEFLSE5
¥ A FDGLDOHE T LA protein truncation  test
(PTT) $Eb EH TH b WA, ROEMHM S5
mRNA % 778 L . RT-PCRJEIZTNF2eDNA % -
Ay TODNADTI A FREEL Tin vitro
transcription-translation & 17V, AW S HITE DT A
AOEAI & o TERERINT 2 PTTET S
L, OFEIE ANF2LEE BT S NFLELT-HE
OREHEIEHT0% o TE L 0w, 7/ LADNAD
BHTHRTTERWAT I A ANEIILLbL Y >
RYFER AL BT EB I EMRERTOVD,

HNF2BE DM T S . NF2IET ORI A5 A
M ST b FRCE RO MR (50%HIL)
B, S b L R T 3RSV R T NF2 i (5 A
B LT b, FUE. EEEROSE (30%), TR
IE (40%) ., KBHRGOMEIZBVCH HIBEEE <
WA, NF2GHL -0 A ST b,

BeaE e DB 334 B NF2l TR0 OB 134y
30%FEHE & T AHIEAL Vo LA LT, 60%DF
B THET AR SR L IIRE S, 2@
WA T I NFLET-EROFEGHEATN L RS S
Z ¥ {meningothelial ;: 20%, libroblastic; 70% transitional;

83%) 2, s BIRAISRE (709% ) AV LRI (75%)



VTS NPt ARSI b s 2 &
MIRENT WD, —#ilmeningothelial ¥ 4 7 il
FETIINF2RHET- ORNEILN T b | FOugd:
RO REE T AT S L T2 O Tl v B i s
NTwi,

6. BIEFERLRE

NE2 Rk L7: T8 CERM 7 7 31 — 12
7] “wl7v/mi?®mMr%WLTwéo
WAL, mEEESE TR T A 28 e (Ckui £
wﬁéﬁxn\aix%yx&ﬂ%%iﬂnnsammu,
TL— L7 MR A A ER B Y BE
Moz s 5 2 LA S NTE Y . NF2
E¥%ﬁmﬂﬁmyamw B[R0 0 L AR

THASNB L) I - TEL, IS OYERFRE
EHAT D T LD L o THET 40 0 & 5HE & o [l A3
BiG Az e duld, AR EdTo T his Xk, ERR
Fem a4 s 2 LA felI A b &‘%‘X_ HiLh,

7. BETHEIOBER

NF2IZ B W T332 mﬁMM@@m&%muuﬂ
HTHLH, £RTLHILEEGIRESRERNL, F04
ﬁfa‘?"f&ii%ﬁiw’f?ﬁﬂ’@% 0, FOERMWESOTIE G
WERZE SR T & 5 Bl 2 TONF2O R T
Fr D% AT %08 < . NF2 I {LT- O 40 5 1
RPN, M OF# DI & B DR 12 A4 o et
FEHMNE L TWDAT, s o3y @ mT-ehrirgs
TS A EN BT M0 & NF2 OB - 1 - 5
HOBIESE AT hRARETH L, NF2ELED#
OFENEO AT L, SN B TR A e e &
BHOT, WMEHY ) L I OBOTEE L LT
ATFHERET A L E2 SR AP, NE2ITE 2 R
PEA RN - R o IR BT (Y A T A
L EDHITI ML TER LB LETH L EER b,

8. NF2O&HE

NF2ZAF 1B LN DG F- A A = X L5 5
ﬁw;ﬁirtwaMMHiﬁﬂi SRR A )
AETEHE LI A3 7 7 903 oo i HE PRI IS 1 4
ATHA T B DY, m;’ o TR ZT [ ZR s
TS, Tl EITI ¥4 2 2V OinEid &b
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THIETH D4 0T % Joe T 4 DIREBTLO
MM A EFPBETH Y . L THBOHELI L - T
T NI B 2 é:fJ“'/M’J';'- SEEIE O P (2 IR
Tdh b, A, ST RN L
LW iGE G flxéﬂ%’\éﬁj%q TV LB

A AHPNE NI A =+ A4 70 DERE AT
LEANE LR TWED, FOUPIZ 20 TIES
e 2 IR AL BT H 5,

V : {EEREEBEE (TU VT IUR) BEU
ZDREEEGEFICDONT

1. L&

I OFEHITERITEAE (Tuberous Sclerosis) DHREN @l
WOFEH IS 18624 Friedrich Daniel von Recklinghausen
EZhR S, &b O FRE . 188048 Desire-
Magloire Bourneville{Z X 91, TAMAEM) 3 FIOHK
GG O GC . IR IZII{E L Ao H 4 F sclerose
tuberose & # A2 EIZHBKET B, 1218904
Pringle (ZEHINIO AR 2 95 S0 S adenoma sebaceum
Ltz CIOHOE RS R TE{EIE L, Bourneville
3, Pringle #3. Bourneville-Pringle /% & & HMFENL 5,
TRAOAEEREE T2 2 83 (s s L Tw7z,

19O 10 Fe A2 #E TP A b g 0 BUALE A T 2 e {nfh 9
Fro g6 O R R I 5 2 LN Sl 8
A, FEEIEMVAEBS (Tuberous Sclerosis Complex) &
IFidd, HHOMIITSC L ENB &N E kol
19934 4 (0 {1 6% 1= &5 EIERE AL S o0 IR {577
Europian chromosome 16 tuberous sclerosis consortium
(Lo TG SN, SOREFHIE TSC2, FORLT 1Y
{3 Tuberin &ip ¥ 272, FA219974E12 Van Slegtnenhorst
BAZE o T S 2280 ik 9 Fr oo B ol 213
TSCI, FOR{ETEY  EHamartin & 454 S L7z,

ZOEINEIET-OREL, FAPIOMEERTIC & 5 %
ko s Ry vadrLro—z 2 7ok - TiTh
FoAHE T LA 1 19884 Manuel Gomer
SIS o T SR LV iBlisiic kL - T, ¢
DFRFTORMNE . FRINEOBW AL D fEHIz L s
NB LA ol b afid, Min Tk
el ddbed, BETHBHEIL—F 12
19 S EERZWIETH Y . BiEL DL H B0,
BUEF 20T & AT RE A b 0),,/|H\ FEIRICATH S5 %
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B, ZoReRMro. 1998 2 6 (Bl kikr
R s, B UEGEOE Utk EORFIROMAGH
BTk { SR o A H O ERE | UERE AAER.

RO OFEL L 9N E IR E LT, Zhbt
Al hE 2 LW Ic Rl s hA (1), ¥
7o, HiETEEEIERE & L COERPE R vEHS L —
/'\U\ F o ’EﬁiﬂﬁTt#m%ﬁof FA A FRAEBEN
A A LT d 2 EAEL PR . Thdm
PO LA M: T@fLJTo’)J‘? PB4

it F 703007 5 B TR M AT 2 72 (Germline
mosaicism) Z#F X 55 (F2),

2. ERERIER

e L IE O A A {2 S HARD IS AT 1
TAZLAT, AROKEGHRETBH S E
WA LA A D B R LA A S L IR T,
Al LA LHAL L AOfREELELLN, A
ARANERTL el b 1 H2TA~1HSTADEE
ﬁﬁﬁféb%i%ﬂfwéokmlﬁkulkaﬁ
AL, T AU HATORETLIZIMLIZE
Wk, FHERIREEE S ST S DL R
LA LT RENEA S B o AHESETE LA i AL
WTH LD, RIS S 226l EELT T, 60%
~T70% DT BE O L WIS T B BAY IS,
TAHA ($480%) . MBS (Ri60%) . FHTH A& #H
MEME (85% LA L) % =M E SN B A AREER0C
LRI A - WA RN T B Z & A
WMTHas

L VERA (LIRS (RO S 12 & - TAEENR,
DA R ) S LA E RT 2 L dd b, IEH
OFETHNELERE 2 LI T —REET 5 & B LE0
% Lo LN & R T VWi b A, 1988IE DR
W T O AR AT S T e D 1 D Td » 7297,
199841 YIS W EHE Tl AIARD 1 DI B0 TWB (K L),
% DA FLRBO TARATESPNE Z LIS,
%%&@Wﬁ&#@bl%%%ﬂf&#&&r%t
FOEHIL 1 BT TICTADPATIEINT Ao FEEITHAE
i TR FLBBIC M T AP AT B I 9HEE <,
19884 DB WFIEHRIZIRNE LB I B IT o N TWzds,
HUHT AH A ESEPERE b LR T R < 19984F
OLWEED S IR S R,

FLEG R A S AT DR EEIRE LT A
O (Hypomelanotic macules) 2SI 54t Tw 5,

I EBEOBEEE N HTTIE95-100% DEF IR b AL,
3OLEFFET S LRSSV, TOROEIKEH
DR FA R AR AL A B W (Confeti K
B2 MR AR TH S (3-4%), #l
T MAEHLAEAE (Facial angiofibroma) &£ 5 5D & 145§
UM L PR OSBRI LIHBY L. ZOH
TR AU ARAETE & (7] U MR & /RS O 77— 7
(Forehead fibrous plaque) (4 FERE AL LB &
Bohs, MgkBEoY v 1) — 3 (Shagreen
patch) (FAEIADS0% I EL S 1B o TS I BHENT
(Ungual or periungual fibroma) {(Z/I5VE1EABRETE A%
Chdo WH AT HAMEER U2 M A 5

L s,

A CTMRIT, FLAIEMIA S A EIRT O
(Subependymal nodule) %A Z k258 {, CTTIX
T b Lt LTR oD Z &% v, KT
I LAl ® £ 9 #4510 (Cortical tubers) Tl d T &
Db TORIBTIOFEN & it & o o RN =
FIMRI (T2HAER) THRATIRIZDAD 2 8RR © 3L
#HhZEHAd D (Cerebral white matter radial migration
line) o KM T OFE & Z O T ORGSR LE.
BBl o TBIEEEIGN, Ly
WL HE Tl A BRI SRR B R ORI
AMERIZ AR SR TV DAY, BIRICA S HEE L
DOWMEEZZLIHBF R $72, #5-10% I IHER
BHONEE (Subependymal giant cell astrocytoma) AL
HRb, LRI RET DI L b & HD, 10REHIR
THOMEZ EHFE v, T ro—fLBHIIZEA L, il
oW MRS BT e S,

A > £ AR E B (Multiple retinal nodular
hamartomas) 77#750% 0),%"\%[-*”&’5 & ?h%)s ZOHRE
A TwiEgkib LT < a5 WAL, T
RN HER S EOBNE L 2 b H L, F 7.
flﬂﬂ”—@”hﬂﬁ’.?f‘ﬂ‘f FHOHLIE LS,

R TIE . MLAEE A BR NG AR T L 10mE U
T, MR0%OEEICEONRS, BembAliZh b &
PHEH MR HME B I LT kb, 045K
DYAFSRLALTV YA NPIRNE (D EHT
Ol EB I,

F 0B 0T 2SI o N R A AT s L
BIKOGHIE B IS H B FEMDEOLMICS
Vg BRI AT & o ’Cﬂii'\._f?f)“}%ﬂﬁ-‘f‘ ER %/ N
AU R, IRFIcB I Y, WL >~ b7
1 honeycomb B2 w78 L. ﬁi#l’ﬂf HARE L v,



FOMOINEL LT T AV EDEEE DAL,
A ﬂihﬁ_\ WogER., HEOBMEREERT -7,
BEo ML TEZ EIOEBIEL RET 2560 5,

3. BEMREEOEREET & T O

Bk 164 0 TSC 2025 12 16p13.300 1 20kb O FiK
WCHEL. 4127V 5l 55kb®DcDNA % o
— F L. 198kDa ¢ Tuberin & %A it &5 R - 8 H B %+ 1F
DAL, Hetnfh 9 %) #{t'q”za TSCIHR{ETId9q34 D
i3 b . FOMIETE1640D T

3/ A5 4 B Hamartin a:1’ v AR TR AL
TOMANE TR, FhFh o #nko | Rojkis
M\G) TSC1E 7243 TSC2M LA ER E LI RAEH AL

o HHSEOBIET, § 9 —-71&0)‘;]-"?;1;*0)%@{4\‘ k-
DISCIELI TSCHREF A LR T RETHE
LT, EhHhOELTENOSA0II AL
v BEROME RS ZEDT SR TV S, <D
Jl“'l..i"HI* PERASER T, SO AR S AT B,

Tuberin & Hamartin {3434\ *@ Coiled-coil domain ¢2 &
STHIE L, HEREREE TS5 Ly Tuberin &MY
DF)SET I S BRITHE T A WUE A N 9 rapl-GTPase-
Activating Protein (GAP)} @RS iR REATEg v 2
EHTW A il T b HERI R0 BRI - A5 L
DZHFWITRTE GPZD EFEOTHEARE L & L, GDP

THia LR EGTPHiGrdid (GEH) #GTP%
’fuan_ﬂlﬂ‘%"t LY L, otk GEA

CERES L. MR SR RS
ft =L E R GRENT. GTPase {2 & = TGTP
HGDPITEIR I NS I & CHRTIMAL 2 D, Tuberin
2 GTPase =i TE{l3 5 GAPHERE, 5, kb h
T GHEHDATEALC SR LT & 1o Wi A S
7, 12 A P33 AR AGHER. Rab5 D GAP
E LT BN S HE STV Do Tuberin S GAPIT
Thaieh, ZOEREIIKIND S BEEE, WHHNT-
AR T & » TR S R G 2 AL T &
BOHERIA R R T ORIER (B 2 ik D,
it o T, TSCZBIR (ZMIGIEI 8 (5T o] fEME A
ViEEZHILT ATV S, Hamartin 13 ezrin-radixin-
moesin (ERM) L#5& L. RhoOififkfba 2L, 7o
F Al & A stress fiber M E focal adhesion (2184
5 EHZ 5N TV D, Hamartin @ 2 T focal adhesion

KRR B9 2 AN S ST A L F O #
EhHLH, WOMETL, oot ~— & —
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L, PHEBET R LM L T b D EAY
ety 341, Tuberin %° Hamartin & 73 CREsM a0 70k
BiiEkESrBILEEZLONL,

4, TSCERTFRE

BANTIE, 2N E TPCRSSCPIZLBEHRDA Y
U=z e RFRRS e T, 8B R A L 25%)
(66%) (ZERA WL, TSC20ZERA 168 (64%),
TSCIOERATH (28%) T. PCR-SSCPIZ L - TL
77 PR 3B ERIIe0% IR TH -2, Dabora
HO2001) (. BREMRET2Ui% 3 oA HY
H I T, 24P ORI LB A 5186 (83%)
OERTEMLTwE, 209 6 TSCIHEETOER
28 (17%) T, DNELKRE, FrberAERTL
I AERTH » 120 TSCHE{ET- T 1385 (62%)
HUNE s A R WAT/SE I A A
T, ZOHALNPIEH -7, BTN & Lk
flﬁk@}rff???@f‘&b long-range PCR & %24t/ PCR % il &
Bhw s L2081 E L m%&ruﬂﬁﬁﬁMéﬂ
INBRETISC2EIRTFORETH - o LG
Wi, e DR EAAGHES uafuﬁm“rﬁﬁi{bﬂi,ﬂ.]\ﬁ
DEI3BITEMETETH I EMER, FD85%4
TSC2iififT, 15%7ﬁfrscriﬁﬁ:-‘ﬁ’€3)oto v
BROA ) =2 Fil o TREROE LRI
LAY, 60% ~85% DB E TH %M’ \TELEEZL
A, WG O T TSCHEET I 8 %
FFofld10% ~30% s bhnwkEL LN L 104
THTHE

TSCHIEW EFFDI0E L TSCHZEN 22 F D
BRSO DT B 2 223 S ST vk vy,
ML, TSCHIZZER %f’T’J*'JHG’))M* paifd e
HREC, TADAREIEOHME LR O REE ER
fioBhid e < 85 B O AT,
THNNUE FRAENE e FH O RN 775 — & DY R TAEIE S
LR E o (I IR

5. HBEME{ELEDEHET L

99SEEAEEF & id . MR 7 v b & LT, 19544
R SN Eker 7 o N OBINMHET- A TSC2T H 5
AIERSER LA, 8612, 209y ol Tid2
RDRAARD 2 2D TSC2HHET D 1 DR B L
T, HEOIHFRE TR, b9 1 2O EOS
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Rk 1D TSC2HH LK Y2 (Loss of Heterozygosity)
HBIh, EETSC2AETXT v b OEREANE O 4
fLZ 2 T B ESPRBZT Th LTRSS
CERe TOTSC2AEREFFOT v M, Tl
Bz h . TEVE SR T AMIE L R A 2k
AHEID er\ I N5 DA TS Loss of Heterozygosity 2
BIloTwahIdHoMisnhTwbd, 207y b
uﬁm s TSC2AHET A0 A L7z IR IAISE s
L WA S G 2 & s, EREIZTSC2
DERNZOT v hORKTH L Z EAREIE L Tw
5
C@HﬂﬁvFTﬁ\MWﬁ%ﬂﬁﬁﬁ%%§ﬂt
M OfEREe B, b PO bR E £
@&ﬁﬁ#_a 2B B D E R TSC2A{ET- D HERE
2ERAHLTRERIEIIEY 2255,

FHTSCID/ w777 b2y AHig 3 hizat,
FORERIRAELT T L.

BLIZTSCI, TSC2iZ R Feoa v rawnz
A S A, TS HETREE AT UAZIR TR,
THI!]‘W))\L“HL FfERTEI P Ml b DA s

ZEPHILEN TV A,

6. KB NEHIR

SR ML T BT B ih o T, Pl
&L ET-A TSC L & TSC2D 2 M(rETAH 2 &
TSCZMfEF AR EVEETTHH I L, BERATED
TEHRTHLIL, HLrOhEt#AashETIER
PR TELDERUBRETHL I L. BROFEL
Eo THHEHENTLIERTELRVIER Y, %<
DML NS LZEFREBTARETHE,

7. & &

EM BT O HE L, TADAOEDHGL, 108
TilT {4 00 B B % 0 4 B SR RF O mﬁﬁm%mmﬁ
BRI L EOMREEF RIS

éﬁﬁﬁovlu?{ﬁ$%lﬁﬁc:#¢d'%>1a-25«ﬁhydroxyvnanﬂn
D3 (Onealfa) FELRIT LAF—H] (FF=F AN @
AL E SN T 5,

o [T I IR 12 1058 F CLIRI80% OB
HEE L., 8embl o 5 2 80-90% AN % 45 24 0]
REEATH &, RS0 % Angiographic  Embolization
WLETH D,

Wi 1) 27 SAE S EHIAE Lo 2 % <L SRRl
LOERELRD, CAPBI G TERARLE RS
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F1. BB CEOSHEE (1098FE%ET)

KIER
I, BHIELSE MAENE  (facial angiofibroma) £ 72 iX#IOEHEYEDE (forehead plaque)
2. JESMEPE E BHAR MM (Nontraumatic ungual or periungual fibroma)
3. 3oL oA IR (Hypomelanotic macules)
4. FERCHORER: [R5 S MAREHED {Shagreen patch | connective tissue nevus| )
5. "ﬂ_]ﬂ%@% |ﬂ'5{ﬁ’ﬁﬁv{f AT (Multiple retinal nodular hamartomas)
6. MR E#E (Cortical tuber)
7. MEEE _L:k [‘fﬁﬁﬁ (Subependymal nodule}
8. WA - AF B RN SLIRATE AL (Subependymal giant cell astrocytoma)
9, LJERERCMIE (Cardiac rhabdomyoma, single or multiple)

10. Hli) > 79 ESE  (Lymphangiomyomatosis)

1. BIE M E (Renal angiomyolipoma)

JNEEAR

1. |+ A VEOLEMAFE (Multiple, randomly distributed pits in dental enamel)

2. HRARE MM ) — 7 (Hamartomatous rectal polyp)

3. A b (Bone cyst)

4, FeBEIRKEG 3 E mh AL B 88 (Cerebral white matter radial migration lines)

5. HRHHENE (Gingival fibromas)

6. WL #EUE (Nonrenal hamartoma)

7. MEMAEIE (Retinal achromic patch)

8. ROBLREI O MZEATT A 1A (Confetti skin lesions)

9. LM A M (Multiple renal cysts)

E

1. Definite Tuberous Sclerosis Comlpex
KAEWR 2 2, EXBARAFINT 2 LAMEIR 2 2

2. Probable Tuberous Sclerosis Comlpex
AR T 2 LAtk 1o

3. Possible Tuberous Sclerosis Comlpex

KUK 1L oA, Fiid/dEIR 2 2k

Roach ES, Gomez MR, Northrup H. Tuberous sclerosis xomplex consensus conference:
Revised clinical diagnostic criterta. J Child Neurol. [998;13:624-628.

#2. Germline Mosaicism (£ EY {1 7) OZHE#E

RO ZIHE DAY B Y E

2

AR EOT Y AE R A SR LT A S
WO &5 o & s E M b o KIS ANER S g

Roach ES, Gomez MR, Northrup H. Tuberous sclerosis xomplex consensus conference:
Revised clinical diagnostic criteria. J Child Neurol. 1998:13:624-628.
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Hl

SR SRR PR B T B R
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