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! i frameshift West iU #E8:
5 G5 2 P cA58delT HonAiiads. SAF RN ON/R, REABRAIA (L. -
! frameshift CLohEr. RRISHIARE, B4R U TRiE
6 G176l CH84G>A SRR, TR AR AN SEUCHIM BER, i
! m splice mutation
17°2 G191t m  whole gene deletion (165 kb)  FHHEHL. WHOMIE. £HH0 . KA. Wisizk, AT > M ARAL, S
HEFAE. WUMBISE. 20 iR
18" G2 13 { whole genc deletion (165 kby  FHMESH b, KU HEFRRWR. BUBIHALS —
T o ¢.3361_3363 del AT SRYTEER, MR, ABEL LIGENIER JEUTANG BB
’ frameshift
B G % i €2721_2795 insT bl LT TR -
- = - frameshift S, WM. o EHE IR
A € W i ¢550C>T PREAN KINEERIRAE, MR HB%4 «pilocytic astrocytomal. M #E
= ' - nonsense Mutation -
R R c246C>T RPN CAWSSEIORIL, SO aTSRZEM. WEAi, —
“ nonsense mutasion HE f] i e
2% @R 0 m cA79_482 del AGAC RN KRREROORME. ot AuE MgRuiw. —
b =t frarmeshift R bl
24 G2 6 m cIB7+1G>C AERN KREORIE, AU HEFAER. MMM, —
UL, PV AG
250G 2 m ¢3325_3328dupGGCG FATSERL ONNRIME RWeERIIL b 1 —
UI3E% sprengel EH: b 4 TEATHAUS RN
% G311 16 { C1472delT e 3R 3 BN A RN Y AN < Lif ALl )
27 - G32 3 m 32577 .-G ip.LI08ARY SOTPRERY. BB MR KwuE TP RSE
% CH 6 " ¢ 1665G Alp. N353k SENCHIRAN I KRR RS Wk [hfl b U
! missense nivtasion a4
TR BESEATCQELERERITRO L,
2B L2 SR RET I8 R E AR
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3) R

Gorlin fEE#f & BRR W S L7 256 K5 28
i, PTCHI BEEFERIT2KFA 256 (88 %)
THE S (1) BRNEOHTRL LD
S DIFAIBEFT TOWMA/ REERETHY 11

KRG (44 %) Bl 1B
EBIAREYAETRIIIRAIH (12%) 1272
W6, o386 & 4 Sterol-sensing domain
(SSD) DEE#@EMICHFAETAERTH -7
FoF b ABER2RR2H 8%), A7
TARAERIRKFZIE (12%), PTCHI Hs~F
OERELTVDEHONIRR4H (12%) T
Hole TOHRTATOEREIIMLPAETE
IV ChIVESERLTEY, EEES
NVIX 7 VLAFF7LATGS Gl0, Gl19Fh
Z41L 11.0Mb, 53Mb. 165kb b/ AT OFES
PEICRELTWBZEDPHB L, AT aekE
LSt 1920 PTCHL ¥ > /8 7 NERRLIE MM
S — 710 B1(53 %), MMV — 75 51(26 %),
BEBEEEAF 21 %) ThHort, A—FKARLU
NTCDOR—ZERILL {, PTCHI EEDOWES ik
hot spot 1% 4 DIRET TIZFRD L h o 72,

INLDMEF TIH2FRBB (88%) T
PTCH] BIZFERZFETHIENTEL, &
E%ﬂt%ﬁﬁuowfm%u&wtéﬂfwé

L BADERTORBES o7 (B2, RO
PTCH] BETFERORIZERIIS % LT ESh
THho e ORFTIEIENS LRBLTL
WEETH-71,

COBHE L TQRO=ZOVFELZLND, B—IC
Bk & DO ANERHLEDE 2 S b, fERMEITE
KHABRLTHY, TXTAHETOTE T o738
HFHiZL v, PTCHI BREHENBARATLY
BENE ) MIZOVTY, 4B E SR BENRD
EBPEIND, $TIIEEMWHEELL T
PCR direct sequence £ fHLET VDY
=PI AR ORI ETHE, COHETHE
BOFEESNRVEAIZIE MLPA B X USH
BEA) TR 7L F FT7 LA HAEDEL S
ETEIHIZ3RAE4H (12%) @ PTCHI ~F
OEREFIEHET LI EATEL, BRI

HABREE #$£28% #%2% 2000

HEINTWAETIAY— %GB LTATIA L
TEHNAEECLEEICEHERELLABLATH
AT THUIEWERORFLLWHAL, A7
TAV TR ECER2HERFEET LI LM
TE/,

k4 DEE L7 PTCHI Z R 38131 # 3R
HEAIZRIFOHE TR SN, 53 % HEED
WA/ REERTHH-T:, TRHIETL—LT 7
FERIL BHRELTRESRY V230 BELT
Gorlin FEEBEZRE L ELZONL, F/—15
EEBICEIDIALVATRLFDOONA, 2
D5 G509 DEEIZLFIHE SN Twpes,
ZOERIZISSD O—FCTH L 4 FEE @B
fFHEL7. SSDIZa L A5 0 — LN/
DWHRIZEELZE%LL, PTCHOA R &
w(o#@%ﬁxn7fmﬂ@#%5éhfw
' PTCHI T(X G509 LItz 4 SSD, #2484
JEEBAEEIZ I At AERMBE VT LAHE S
T2 ZOEEIMD Gorlin EEH O
EWCEG L2 ERER NS,

PTCH] B FERINMIE PTCH] DIZIZEH
o AN T D GRVAL/ S 1 N E A 9 e A N oW % )]
f)ffﬁfzfi@ 85 %% 5¥ 7. Lindstrom it PTCH
BRF— 5 R— AT TV, BREBMITHE
ANV —T1267 % L BIZFLEUBLHBKLAE
EWERELTBN®, SRIOMITEETZN
EFBELRWL Doty PTCHI % ¥ 737 1%
Sonic Hedgehog DX BHRTH B L2b, #ilg
MMV — TOBIZFERIZE N ¥ o 37 EEFE
b§ 52 &ETEEARRESERT LEEREICHS
LTwhEEZ LN,
FLARLYOME T, SERALABIZB VT
MLPARLEREL ) IX LA FFT7 L1 %
Hwb I e AT oBEEERELTEHT LI L8
T&7e ZOPTGIYER TIIRETREFH
73 165kb £ /&<, PTCHI BZF DA REL
TV, Tz &k, Gorlin FEREEDRIERE
WPTCHIZERIZXABHEHEYRETIE L L
NTORBILEBEDTHLIEEZRLT WD,
Z? X9 2 PCR direct sequence = CHEEFER
SSEBCTE R WHBATL MLPA LW LB
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27 VLAF RTUAEIL o THREIZATF ORS
HRELCFEHTE S Z LR ENT,

nB, FAORE T PTCH] Bl FE R
METCERVEFNIFFEEL L. Zhbid
Gorlin JEERE DRI EELH/ - L TWDH 2 &5
PTCHI M x#HE 457 0E— 4% —fHEOR
B, ZOLRHOANY Uk ¥V VRERE
PIET AUREENH L, TNOHRELRIET S
HERBRAETI THECW WA, % TOE— 7 —
FHOFAT RNy Vhy 7Y 7 MEEIZEDL S
BIEFHICOWTOREZITILEN D 5,

SR04 ORI T, HAA Gorlin fEEEEE
HIIBITH PTCHI Bz FER L ZD 54 L
S o 72, Gorlin FEFEHI IS EETZEEDN
HHREER  BEHEHERIEZE L, HIEHO
Gorlin JEFEEE CIX R BB 2 BRERSZ 5
bhnwZl Eibhb sz, BENIZ PTCHI &z
FREF AT CTRYPZWIIED, ZORETEE
RWEEABIR L TRAERICALZEPEETH
B

II. Gorlin FERBHDSHDEL

T 4E cyclopamine &\ ) 7 v 1 4 Fipg A
Ny VR FREOBESF TH S SMO IZHEE
LTy YRy 7V TV MRERBEHET S 2
ENHBLTWED, Z0Z L IIREBENTSH
NIX T D cyclopamine IC&E Y~y Uk y o 7
TUVHHRESNTHEFEIEL 548, HRERK
PRTLI-BERTHIUE, FEEELLI LR
CCOBBITKFOLESEOMBYAECXS 2
EERBL TS,

Z @ cyclopamine % E 7NV 7 2K 545
ZETHFEMHEE LD, B HEEE)
A HBT A EFTTIHRESI ATV R,
LPLBAOY T AETIVICBWTHFEELHE
# HhAntag L WiEEL L 25, EHB OFEE
THolIZbPhbOTEORRIIEE S 72
ZEnH, PRANDRSIEMEROMILIZRHR
BRI RD & W12 FEBAEOMSE, RFEOH
BEE QS TC ) 2D~

Z @ cyclopamine X #ERICKEELEETE &
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WZ ENEERISAIZS 2o TORADHBELTH
o7 EMEERCIASZ ) - SV AT
L HYEE 3E & 1 eyclopamine ZH IO B 5 F1L&W
PRV TR S z2-80, FEIZIET TR
Genetech 1 O HEH] AN EAT ML 124 L
T phase 1 HERTEREZRL TV H20 Lkt
) L2 FOBKRICH?EAR, 295 L-EEH
FEIRMBE L 1A & L EEERICEH SRS H
R URYAT T IS

REAYFELOANY DRy 78 0 ODFR»
H2EMUEAERL T, & OBEFBEHEEIZCH
SNBHRER 0T SHRLERBOFTTF AN =
XL DA% ZT CHRICAPEA T EE 2
Lild,

AR O—4E, TR 21 EREA S B ET RS
WEh & EE AR B IR SE B % [ Gorlin 1 5 8 0
BERRHE & (A AERE T O 72 O BRI BRI ) (H21—88
H——#—058), B USER 21 4RI B
& (E\WE (C) BEES 21501313) OB &
KGR Y IWAN
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