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2 ) B [5Rf T) C PA R s P B A 20, b P 2= () L, A B 22 [R) B 0 S o TR = 2R 3R
RS T R R Y, SRR Z B R B S B T B bR 2 = S A
SR Z N WA L RS BB A B o 5 1) B AT AT S (6 X ] i A I, T i 25 ) i ke, L
IR T 0 st e 5 DL o

VFZ SR DERERR S DR BRI FEA X, ARALOEREARBLETER
HRTE, MHAS =0 ] DI B A T, TR e A B B2 s ah EJE e . T a0 s
(1) K B #8322 I B 12 AR50 , FLOZ S0l LG 2F O 5 1) D R W T 40 v DA s ek R MR &
AR A NG Z A, A T 5420 R B A RABRIR RS,

VAR, R I AP bBHLH AH5C KL K . dHAND 1 eHAND , 0] DAZEC A5 RE S O IERE b iE4T 38
ik, N G IR T, 5 A ) dHAND ZEAZ 1 8 °] LA | dHAND F1 eHAND {9 3%3K, AT
L ERIE R L, dHAND FER A ERE A DB R B AR, 1 eHAND PR AL A2 % 1Y
RESFREPREE/EM, Bk NKx2. 5 JEE /N eHAND SERZE O IR Rk B fs, ml i B30
FHPEE MY, £ W] eHAND 32 NKx2. 5 HH P HES S EOENRKT . DA a—10
%, HA—A~ HAND JEPR Bk B0, HAND JiE R 58 48 ) 5 35000 R A 0 25 B A o0 JUL 0 e 34 5
A+ (MEF2C) J& T MADS-BOX %% 5% K+, & &V 2.0 LA I 5L A 4 : MLC-2VB-MHC (1) 1E %
RIRTREF 05 OEE R REZE/ER . /NRA MEF2C 58 RS W 2247 0 %
EEAR, TR HIRRET . EIROE R BRI TR G A RER G LERE
AR

AR KB HEEE R D s 50 % R 55 5k 48 S, COUP-TFIL {LAE G b7
RE PRI ALOEMAERKPARRE . EXGIRIG.OIERFFE b A& B : B RALDH-2 (HE 8RB
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AE-2) IR, AL XA I R IR 5 0 B A B A Ko

BARNATC IR T V25 B L A (T JIE B9 A [ 7 BEAE DR 22 3k i W 8 A 0 S 4
HZ D i Notch {5538 38 i U] 1ag 30 ) ™ R AT X I 3205 . bHLH 5 1%
HH AT RLER M Noteh £i5 538 %, 70 O MEIR I 979 Bk & vhil2 B 2445 . bHLH 5% HRT
HE S OIERFEN FX T2 0A 58, HRTL 5.0 5 B9 AP A 56, HRT2 5 DU 9.0 % 40 i
AT K. di T HRT EFH Y Notch 5538 #% , HRT1 Al HRT2 15 5 %2 5 A X (9 235 H AT W]
BB, ENTTRES LD M/ Bof 5. Ebstein BTE B H ZRIW TR ELHOE, H0 4
DECDELT, R RALE SR HRT B2 1E Ebstein WP Aol /F I AT o

B S EF

P DTS , D2 LS A 55 2 00 S P AL AR, 0 S X K, LK
WUNEIGI. VF 2300 53T SEUNRO R SRR R B . RXRo SR 560 T S500
WURF AR BRI 5 A, 3280 5 JLREEAR R IS HEAR I, -0 3 LA AR 56 45 T S SR AL
395 T35 R M 53 W P B4R 205 9384 % o /DB Nemye | TEF-1 NF-1 S %48
LT R R F

e P 5 LIV 0 35 BB L B A K AV, M2 T A TR 1 ik S LN
5 B e o W AR R K TR T BH 2 1 erbB2 , erbB (/N B, ATl 2 ph T P A 5
FH, FECLENUNERREIR . LA K TN BUO M Bk, 250 Z T L
R FF MR, FEThf cloche FEIA HZE AR M SFELL I SE 2 B2k, E LM R & I , DL
SN L 0 P9 e AT CL A (EL TG P 6K, 53] cloche 1A 7T Al 5.0 A BN 241 41
K95 LA X

Ao A B4 A

PR 4538 A S T RE X JE Lo JHE 1) 23 B B Pt ML 7 1o AR B2 P 3 0 e B R U
T3 A A O PRI ot O [ SO ROy 2 BE . I R T T A I B A O IR AR
(10 S N AT ) DA R o O © B S RIS . O o o I ST ey
DT A7 D0 5 Sl K T ke A DO ISR . B s e 2L U Bk D LY, 2 20 o A T 4 72
FAZEER L, IR . B AR R FL S WLER O 2 BE 230 5 T HE Al

152 5 Sl Pk T B, A M I A TR A i A P 2, o A A AN T B R A L 2
T I — 2 AT R AL R, AR 1S S Sk 11 B o 0 sl Bk T 7e A BE Y N R ) 52 , 5 3 Bk
Falf R 25 A A 3l Jiomet K 22 s kol nt, #7500 3h ik T+ B 2 57 i 32 3 ik
TETE AT, L B Sl K PR 2 5 T B Sl BRI

O PR DI 0 I 50 RS TRI 5 5 R GEET o0 th TCF-B RN ZGRIE , I (8 P9 B 40 e
AR R AN , B AT RE AL R ER AN AR 5 o 1B ST 0 A AR A 2T 4R AR 5 JE [ B =
Mo b A AN ZE MR D 2 e 1 o N6 21- = IR AR o & 0 b BRI AN 58 4200 B, 21 5 ¢
@R L RFEANT R M R A B T AR o RTAE 21- = AAZR SRR/ R 16 = AR A T
LD, Al k20 B O E IR I AR K 7 0 B O LB
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/NERE BRIE BB B AR 8 7% T NF-ATe fil smad6 5 4k PR 7 78 O JIE I 6 3R TR ¢ H 1) £
J1T,NF-ATe H b P50 B U A] S BOR I B0 o smad6 al (e TCF-B 55 /R HT T #E , 5
AR S 4 2 B AT AT 5, smad6 S U S 20/ ORI TS BRI AR T . (HAE A S50
o P R 2 28 T Ay A P B e A SO IR P 7 OGP 4o AN TR ORI 25 %
THREASANARIRD , (E A3 AR e A 75 18 MU RRA 5  ANT AE

+ B4k TREHKTGLE
BV BT K2 E SRS W , (04 e TP 3 L LG SIS Sk S TS i st
T, K2 5 A S i 1 20% ~30% o EIX IS0 E R IA % 75 43 52 2 36t JL % A 5ot 7 R L

AR TS 3 B o 0 58 I HH T8 o WL I8 5 B HE 3R s kT 4l , S AR HE SR T, % A
JEAR AT

(—) B 4 3Bk F 8 4

JEURR RO I S e — MR AP B GE T ARG A T 50 5 TRl 2l kg o ALt B 15
SE K k0, AT, AR 2 B T A E] RS T e 28 73 S I SR A I . AR ORI A
A1, T 158 S PR Y B 00 B e R0 (58 S 085, ) P Sl kT A RE B b B e T sk
G o AR R AR, AT O[5 OB AT e G e 2 7 RN, 7 A0 I e 2 2 A N i
Gt [ e e , o i 10 A U R 253 R o 120 [ o (52 B B BT /000 2 i phy A0 58] s
Sk RSO TR AMIN, S A A B TSR R TR A, S A O =
KB A B R SE T e, B Sk T 15 HE > o IR, RSSO
FROETC LA, Tt Sl DR 55 = SR 2 (TS A L (B S 2 4

ik 19 73 B e s bk RS K B s bk S i Jik i i 2 75 58 0. 3 Sl bk -5 At sk e B e
TE 4 555 6 X LBk T 2 18] 3 kA LS B 428 i sl KT o3 B S O 32 3l bk K 3 il s
fko FERBEFE AT, T+ Bk L Bl 11 R AT, =Rl k-5 i s kol 1 RIZEZE M. i 3
SR 5 o7 T 9 B Sl K I B e S, T 0 o 1 17 260 D Je e, M st Bk e 1 1 A i 5 i
e, IBOT LIk RS FRMP-17 5 R AL IR B I & o FESIBKT AR B i [ i, L3
1T H LA A A A, S Bl k-5 T2 B kg 400

152 3l Jk 3 B e e A 56 4 P S BULARR e KAk O I , 2 160 5 2l Bk 20 B A 58 4 el 3
BURAF K s Zhlhk oy b 5 2B HERE BRehs , al T M58 2 RSl IR e 07 5 8 70 (EAS 58 e % ml it
JAT BB 1 B3 3% PUIAE

(Z) B HAH

WRRG K F 56 4 J eI O A TR U, S ke 55 1 X s ki £, 323l ko 5 i i
P i) 5 DU A, R IG5 T v P A T 1) R EA T, IR AE AR AT [ & 5 TRl g ik . 3230
FkE Syt B8 FE S KA TR NRR A HEAN 3= Bl ik , S Rl i 25 o B ol Bk S, B AT T AT
AT TSR AR5 1 X SRS ST TSk Z [BIAILE LA 2 ~ 55 6 X EBhkS . 2B
Uk £k S Z 5 EGEhhk, 5 2 X £k S 2 51 R sk &3 X EskE5E
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LR BNk S SN S KR s o 55 4 % S Sl bk 7 A 00T v AR 2 32 B BT TS 44 Sk,
Mo T8 AT B T SRR 53 s 2256 4 E Sk = T8 A SR s Ik 5 3h ik 548 = [a] =
kS B %55 X Rk HBUSENE R . A MES 6 =Bl ik 5 i v i 20 2K 10T g v 03 B
TS A il 2l ik G sy , A 003 i #50 3 E FSC 2 i s Jok e i , G i+ 0 SCA Sh VK S48 . A B R ki
R oA U A T S BRI SRS 7 1 e Sk MR B 5 A0 BE AR T, T 3l Bk S R R
Wi K2 555 3 X E k= LT 5w A%, FEIK S il Sk g A 8iE T sk 556 4 % 3
KD LT R R AR SIS AR T s KT 55 6 XF E kS KB AL, 5
5 XF FEBK S IRAFE I S5 5 5 A RA K.

FERWIST : Mth1 ( Forkhead Transcription Factor) 5/NEUES 4 S E 3k S A B A K, FLHE
SR SEECE S kS MR, R S AR S bl B RIS Bz 4 RS2 AR s R R &
FE pax3 BY/INER, AT R IS [ B B 5 E B Kk 5 RTE o B8 E £ gridlock JE R 28748 7] &
|MESPKAEAS X FPRIEAE NS AR W o Sk T35 A I FE S0 0o Hh EL w0, HESS =167,
PERGE 6 Xt F Bk 5 1Y & KA A AE G 37 . TFAP2B 58748 W] S B 5K 5 M PDA, $27R
TFAP2B 75 50 jk 48 1) ¢ P BT b g B 2R

A& B AP 42 6 1R A

MRS AETS HESH IR IR T DU AR 620 2 R TR # T AE A, SMIRJZ A9 L B J5E i
JRAREEAR, 5 3 JE A AR I DN AL T FSU M 2, i 8 = TR B TR B g M 2, B2 4 T
Mk 28R BRI R, USRS . TR AR SN AN 2208 Z [ e A — RO AR
PRAHZRIE o Y0 A TR S, ot 2005 DAY ) 40 RV S 1) e TR R I o A 208 DAy S < s
TR R [ 57 5 PR KF B2 R, R J R 22757, B A Tl B A 22 1) Schwann 4
MR SCHEA A B L RS RO E R A o IR AR 22085 [ 5 S AT i b ZE AN 4 R, BRAE T
e 5T R A A5 &1, ELRE RS A H 1] et 290 22 K BRI T 4 21, S b 4 R B ANIRJZ B A
PRZ A SR T 0 S o 222 05255 ol A 0 TR 8 14 8 4 — IR 5 HE R 8 4 3 22
FEAE BT, B A B S LD DR AA S o VR I [ 4 0 4 S i, B JUL IR 0 R A 14 4 4
HA

4N - 150 290 10 1 2 A 50k ) R T o 2 B, a0 7 4 M A % 22 e 8 U ) o 22
IR, W R] B0 MU WL R WM RIS O R R IR IR A R AR . et 2 DI BR n]
SEONFRIREE A3 3E X 3K 5 BHE , AN PUBAE A7 Sk T A 2 X0 1 E Sk S
T A E B BUE R Sk A ESIRK S Ao IR 2R IR AR R AT A A RS T RE -5 R
VEZ e RIEIA HE S K TR & LBk = BB A K

f, Splotch ZAZMAUE 1 S Y IR F K2 32bp 1) DNA 555k 11 pax3 RASPNEL, A 3
IKAFSIRKT S BB S WL o 4EA K A e 0K & A F 2R A 1, i B 3k i e A n]
M AR HE S KT o RER BCS 4RAE R A A S ZE RS R P, T S B o sl kT K 2 5l
BKS5 WHE o [RIRE , Hoxa3 KA 2227 4Ef B -1 (NF-1) 58728 n] S B0 R B

XN BOBFTERI, B Z A5 5 IR B2 381 B R G S A BERZ AR ETA i, w3
LB i o JUE e 22 U5 e B, 2 2R, DA R A 28 AL T N6 22T ARk Ok £ Ak 1Y 50 T R JE
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dHAND 71 eHAND S & A7 Bl PE SR - R -8 £ 11 — 2R A (bHLH) Z5Hg B e IR, IE #1200 T
TEAR ST AL R S T2 3h bk =5 23k, T 7E ET-1 K ETA BRia im0 B bR 4548 vh e ik i,
52 M — 20, dHAND ik (187N U RS & E Bk = B 3 (R P (b 4 iA1= . Neuropilin-1
J& semaphorin AL P B2 1ML 4 A2 4 N1 (VEGF) (932 14, 75 dHAND S48 {4 v 2 IR IR, T
Neuropilin-1 7€ 7L 0] H BR LT ET-1 RAZR R, FiAH RN ET-1, dHAND I
Neuropilin-1 FEX #2205 7 IR A7 46 T[] — il

o &Rl F ARG AT

DRI BN R A A © DIREM AR B 2 — 50 22 KoL HERUA #8394 IR 1
A Sl o LS A 5 A A A R D, o P e 1] 0 LA L A% S, 00 ) 25 A i
AEFNET 5K o RISCIEAR 2R 0, IR 1005 (BN O ME A fish 2 e

FERRATEIR D EME FHLUN BA R S IRE AR, £ OB AT IR T, S5 B0E
Z 0] B AR Dk S A0 B R O BRI 2 Z A A AR A8 2045 5 o DSk ) F& 00 73531 A5
DERLEIS LB D E RS0 B B, OIS S R ADEAT AL BB 15 X2 DI Y e
PEA—E

T dh MR R B RN 9 SR, S5 EGM E T B 1A SRR R B A T R
FEpidh

D ag 4k - A b 3057 BVRFIR AL SR BT AR R TR, FERR AR X A5 th e B R
AR U BT o AR A T B Y b G0 e 2 % W] FL Y G 4, IX — B R A 4R & R B U I
(4 D 2545 5 Ja b IR IR AU 8 s B FLI LR AR, 0 3 URL G 3 L 8] ) 1 252 P

P & P UL TR , 7247 RSO f DB b B IRHSUL TR

A RN FHL LTI 705 WA 05D A HF5E 78 Homoebox 2 ] 5.0
P RGEMIE WA TA K, A RIEN R AR, G R F RGA T S0, AL TRl

+ MG EF

i T R A R 5 3

(D) IRRGII (32 HG)EK 5 ) o e 208 R O i <aE . 7EMRAR 2955 26 K H B
I P PRS2 S s 19 26 O M0 B Ak PR TR AR 1 LA 2+ — T 48, MR I AT
— ZRONTE BRI AE TR, D R R PR R 5 I Q) S T IR , A i A s &7 i R T T —
s , B IO AR JH B R PR Z I B 58, LUS K B S5 4R 40 B0 I L A8 ik 2
R 4 D o TR A A TR 2 AN 2% H B — A 30, 1) AR O U A U, DR 5 R i
TV U6, WA PRl U BB R BB 23 B DR e U AR PR Y o A R
H R, RS0 A WIS W R ZE o Il 248 Bl R, e B A SO TERBR SR
5 JEIE, 25 A8 b BRI 2, 2200 2 A A0 3 A R A i 3 i, 2l 2 i

(2) BURMATE Y (5 ~ 17 JH) o SIE st S GE . BRI Z A RUIR 1A, ZH 410 A
(R, FLAE BE R MR A0 M 2 0o 38 3 U 73 307 2, I 28— PR SO A S0 U HEE -
70% 53 G T 55 10 ~ 14 Jil o 216 ~ 17 Ji, Jirf 48 SR8 53 AR i 2 i e e
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I ARG

(3)/NETE A (13 ~25 J&]) o AT PE AN SO I A5 S U Ak KL B
AV BN 7 b BN, SOTUE AR SO AR IR R I A T R R AL,
TR M RN A5 B bR, LB BE S T B E . AR 24 JAIRE, A LR SV AR
P RL PP IR S A o X — BB, b B AR A ) o A G, FUE S KR iR
PE, LU A ML A, (B 5Tt BRI LA, T 2 0 ) BV, T RS RS
Berpfiio

(4) LRI (24 T ~ A o S UARSSH ALY R . IR IR R U B W 58 3%
LRI ET A 3 Rl 4 G AN ST B — R AR S A 0T 9, A0 11 3 i 4
0, IR A o H ] BB TR) J5 ) 6 40 i 4 T I, 2 o DR AR el I o i e PAY A 45 4 2
LR HVFZ BRI b R ey 1 R al I RV . SR 24 ~ 26 JA{UA /D a4,
Fi L AR I RE Ty S S PR AR > o RIS 26 ~ 26 32 J, 1 7Y | 11 0 40 Jfa e Al 3
Z Wi At PR TR ATS A A, (EU Y6 S PS8, 8] B 2L 00, B A A 3 A . 5534 ~
55 35 JAII, T PR TR A BEI LT

(5) L (B LIS B BE ~ A2J5 8 %) o SR TR K o 2R P 10 L B i) .
JZ P LB, i B 0 A AR, R LR T At . AR, I R USSR Eh R (AT
FEOPRE LML G REBEA TR o ERIE T AR T I , A SIS U AR TR W B P 25
RBEWHE , R AN A LSV A AN EOR B o T, BT UM A o AR R, FE P R S U
YR EE b R R BRI o AR A A SIRA RS K . I A T A
ARG, A 20 JEUR T 2 000 54>, HARZY 150 wm, ARJS%6 1 AN IR AR A, 3 o
BISCTE EA D ROR I AE AR TR 560 2 A A K, Jil [ P IR B A7t 58 R A T o8O M
AR AL AT SR o A A S A IR, T 52 g Co P, 4Rl 72 s e TR it A AR P
VRSO I AR L3224 JR 50 8 4F o AESE LML BN i 7 B3 R ol i e 3
Z ARG R BTE I D RE R H R 5635 o MR AR 3 0AE , Bl A (R RR 20 i 28 A%, ~CE % H
2910 475, Jirf o 2y 12 4% , Jiiel ELARA AR IR0 R 2 2 47, RS g N2y 27 1

TERGILAY R T R, AR B o = A s, BRIV, D i 2 o T o A 9 70 77 £ )
TP AT, TR S AR IR AR I 5 64 1, Al 2 T4 5k, B 1A )5 A
EBHIERTAN K

CHD Wy &A% & IFA I A & 54, AU B UE KB A R8s, IR i I 1
IV L5 DR Y S T 5P A el B 25 o SR B0, A i O M D) RE AN TE Zh BB S DI AR 5%, T 26
HRXT A5 CHD %% A R L RAGYY Pt HAER R . INBEA A I VDRI, AR A 28 1
CT \MRI, £ 2= Bk A U BRI WY, 11 HLAS iy £ 3 54 B0 0 21 U8 B 78 ml REX A rp Rk B4
FRFIA G WP A5 ), o X T REAT R T AR BTG

+—ARHBeRBOALNSEF

Fo I A LIS 10 U % 7 5 S SO S R PRI, LA U0 DR B B 2% 1) K HE ML 1
AT o & TEY MR BRI AR, AITE E%R T —25 0w i g GRS AL,
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AR 22 B A SCRE P AR AT AR (R 1-1) 6
F11 REGRERERRESBMOLOR

LI RGN N VAT e
ASD 534 Nkx2. 5
ASD/VSD 12q24 TBX5
PS/TOF 20p12 JAGGED-1
PDA 6pl2 TFAP2B
SVAS 7ql1 Elastin
Aorticaneurysm 15q21 Fibrillin
TOF/PTA/IAA 22411 ?

14 : ASD, B [H] B 45 s VSD - 5 6] B i 43t 5 PS : Bl Sl KBS s TOF : 338 DU HRAE ; PDA : Bl ik T 45 A< A s SVAS : Bl ke b g7
Aorticaneurysm ; =3 kI8 ; PTA . 5K AEBh ik T TAA . T3k S Hh i

(—)CATCH 2z A-4E

22 SR T X1 A7 (22q11) B AR B S ECOIERF 205 7, )2 UK T 21- =R S50 0%
M o 22q11 BRRAFAET 50% B TSk T B B .30% BYKAT Sk T 15 % B35 3% PHIBOAE o
22q11 TR AR B85 A 220 S A LA I RES , 0 5  TT 45 ( Abnormal Faces, A) iR & &
/AR (Thymic Hypoplasia,T) 224 ( Cleft Palate, C) , DL KK 45 Ifi 5iE ( Hypocalcemia, H) &%, 5.0
[ ( Cardiac Defects,C) ,—fE2#RZ i CATCH Zi 51k, CATCH ZES1EH N Di George
LEGAE SO LA AE (Shprintzen ZEGAE, FIREEGMER G I 22q11 fllk 2R, #2752 085 1 &
BH,ARES 22 S AR 1 X 1A EAREADEEAEE A G,

HAT 22q11 B X3 30 A3 R (B335 43R 7 50 B, A LA 35 R A it 220 248 i 1) T
B . TG A MBS 1 5 e v ARMER o 12 DI G B IR ZE2R LT 26 22411
DI /INERU) 16 Sk 11 15 AJERE R BE 2 G sk, nl 3B o R B 5 4 X £ 8 ik =5
&, Bean FE 3k b W S E R B T Sk, X% DU A i g — 2D BIF SO A AT RER E Di
George ZEA LRI o

BT Nkx2. 5 K TBXS #% s A7 138t A& 2 F 5E 2 B B BLSh W O I 58 A B T 1 A A2
FoIR I AR BIL o TE P 8] R A5 SO IEAL 3 R W B R R, K K H 1 Nkx2. 5
ZALRGEAE . A TOF N = 2R 78 8 & b & BUBUR 1) Nkx2. 5 B5 S PR 79848 . X B 5¢
SRR 200 LA R GEMRTE i ANVEAE , (ELRR A 1Y D R Bk 2 Y 9 78 5 5 5 1 L A6 W T 2 (1] £
HEAR 7R Nkx2. 5 A RIS M TR TR O I & B i B AR DI RE

(=) Holt-Oram %z 4-4E

MFRFLEREAE, T — P QR kAL, 2 23R BN O ERHE K b IR T | o U
TE R BEERBL N s 18] B Rt | = 18] B il ot SR 45 OR DA L2k 3% DUIBRAE K Bl Bk e (7. 2% , b o 22
RPN HTE G T B sl . %ot 12 S0 @R TBXS JEHN BRI R, A



F—F ARMOILRND 3 AIEER LRI 13

R R , T O B IBCREIEC 14 2R A2 (0 T 8 S AN [ X, B/ TBXS 7 2821 2L A AN
AR RN Bl I 1o DT LA E S AR G AL [R5 IO R S B ISR | $2 7 3 SR I T
SMIRZ RS AT R T PR LR E R e, BE S i dHAND Ji [R5 28 R] S 3000 Jis il 4 | 8 ey
JEA TBXS Fikkht, #8735 dHAND &5 TBXS A gL a4 J 0 JEAN BB r R F i g b . )
B AEXS 55/ R G W 5% o & B, dHAND 5 i 4% i) shh 3% P 320k g 4% B AP IR A& 5 o
dHAND 75Uy BT A A1 B s B DR Sl vl 5 Bl A AN [ B A3 458 B o

( =) Watson-Alagille 4z &-4E

SR IEAS & B AS RIS RO LA B T 25 B AR, 2 — Fh i Y (oI S M i3t 45 1) 2 I 48
KE S5, VBB A0 B SBE HE B SR EE REIR T2 RRAE , B3R 00 I 457 IR 32 28
Jili Bl KRB A T PUERAE o 2 Fi T Notch AZ &I ECIA JAGGED-1 JE [ 848 8k, 247X
LEAAEHR R BT 1L Fh AL e AR KR, H b BEBEIE TOF A 3¢ 1 28 78 A = Rl s L5248
(GLY274ASP .CYS234TYR . ARG184CYS) , — Rl A 575 ( 1-bpINS, 684G ) , — Fi e 2k 2 715 (1-
bp DEL,2066C) .

() Di George %% &-4E

B TAT S | FEBR 5 Ao XLAET W B2 1) A 7 R, TR A 2 B MR B 5, W dn £ 11, HRe
S, T AU IR ZEHIHNT 3 5 g i e HUBR 55 gt bl B8k AN RT3 BB K , S e ik s 1 J38
FIEGE U MUAE R G R KAT ST B E Bk 5 FPIBTIRE . 2001 4F Jerome 28R B/ R &
B TBX1 JC S RAL , ] S 0O ME HH T e R R0, 25 1 TBX1 K& A 58/ AR E N
FET, IR B LT A 59 CATCH22 ZREAERYRBL - AL AR IR R 55 IR B A 42 O IR H
IR | AL 45, $ 7 TBX1 JE [ Di George Z5 G Mk A AL b fe B B BN 22—
Lindasy 75/)N BT P& B0 TBXT FERRFIE R T3k 5 09 % 5 2 00 75 09, 52 B IR 8 5 o
AL, I TBXT FEA 1 AR D REAN /)N BRI 2> T DU A CATCH22 ZRG AR 1RO IE SR
o HATHAZE TBX1 BN A FABE A H, 75— L8858 R B TBXT JE 58 %8, $ 78 A
FeE/NEATR], ATBES A O ME A B I R A0 A1 1 A A E A 1A BRI A

( &) Williams 25 &-4iE

EERBUNRRIRIEA O MU R | B ILAE B T Reht A ,80% LA i 5 O L IR
B, EERB N LR _EP7E RSk 73 SO 7 o IRERE AR A0 0. 001% |, 7t —Fiftlh
UTFER R ZE AL, A RBEX Tql 1. 23 N2 20 AIEIIL BRI R HATA S 52510
S HILT ) DR T REAT - 5 f R R D (ELN JE[A) A~ C R H7 2 (RFC2) (LIM 45443
P 1 (LIMKT) (AR BRI 5~ 2 (CYLN2 ) il 4% 5 11 3 (GTF3) 45 T skl b kA /2
— T e (O A B AL P o U , T B PR Dy 3t e PR BRI PR 2R A L[] 41 S 2 ELN S 4
S H T
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( 75 ) Noonan %% A4~/

NFRMFERMARERREGEAAE, KIRFERATE 0. 1% , BEFRIA G MR/ HAAK
ST R RAAE R TE 25, 50% v A 30 ML WY, EZRIUON IS IKEAS 5 8] B Gt | = ] Bt
BRI RL U Sk & B AR R Sk AR E Sk S, B —Fh R Yk B
&, RIRAH LR 8 N AE 12q24. 2 ~ q24. 31, RS2 IR S R BRI 11 (PTPNIL) J& T &
PR W T VAT, G R A 2 MY B, 11 T 2 PR B IRV PTP2C, )iz b T A0 E R - #% LSS
ot BT & B PTPNIL 3t P %€ 45 2% 1 47 ALA72SER. ALA72GLY . ASN308ASP .
ASN308SER .SER502THR . TYR63CYS . TYR62ASP . ASP61GLY . THR73ILE .PHE285SER 4,

(%) Marfan %z 5-4E

SURRWMMRAEFE B G AE , Je—Ff R 4 By a5 4 AL U o e (R A SR PR , 2 &
HHE IR 0 A RS OIS RGERHE 2SR TS BIARER STt sl kAT 1 5k, ek
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