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S57F Rastelli (FERE F X 3h bk 80 | i 3h ko b 81 . K 3l ik
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FHZ5% ] AT JE 800 P B k348, X SO BB T 28R = T
A LD I BT TR YT R TR IS S

A, B 9/ A (interventional ) 47 ELfd /N L
ST B I PR T H — 3B, 14 25 WA mT A F i ) O ik 19
FNLF, 1964 4, Dotter Fil Judkin B Joifi &9 T 5 % i) JA
Pl IfIL 4% 51966 4F, % 31k JL 22 % Bt Rashkind fil BBk 2 55 7£
B PR s 18] I , (1 58 4 1 K 3 ik 0 i R B s I A2
LB ML AS e, 8 SRR DL FE K AR i vE 5 FARVAST , H—A 2
330 L L AR 8 1 SR I £ LA LA A7 1T 4K LA T
ARERBC, MhFF BT T 5 B 3 kT8 0 55 (8] R SR A At L 2%
MAE G PRI | J5 2RI AR YT M %% 35 & FNSE T, Rashkind 4
NI AIRIT Z L, 1967 4, fi [ Porstmann B ¢ LL &
PEATIE A Bk 348 , 1984 4F  Kan 1 White Z57E 78 ¥4 1 K
20 IR I S Y T Ml sh Bk 22, L2 28R T A%
B FARIEST, 1983 4E, Lock [ I SEY 3k EEh k4R 7%, 761X
—4s, H R H T A R, IF 2 LR LR BRINEFFE R W
T

IBAMEIR T FEAREH Z NI G, A BILREE T
St EML SR . James Jackson 7EAE FRECEG = HP i S
) ) EL ) (O IEE B B0 5 LAJR Gott 1 Weirich FH £ i
1 N TR 5E 2 B 2= A% S BT, PR e s AR O
Lillehei FH I3 R J5 (1) 58 & ML & OB R, HE
H—AEEA B F 4 AR Bt Fael Baken 7E— 7K ZE 0] J5 T T /N
PN B Tt S — R R L A R R

X TF O AL B A —E R SE 1 BUSE R 10 5 T
DAkE 428 b VPR O R B B &, 1987 4F, Huang %5 1 564k
T8 8 5 AR R s B B R B R R E L TE R
HLERR, BRI R FARYIW 0 52 A F TR
X7 E R, RE 2N LLEIRIT TR
BB RURAS AW

X T U MERY #AH , Shumway 7E Lilihai #9532 560 4551 £
EVEMT RERR., Y4tE —ndEE A4 Bamard 755 —
SEBG 2 PR ST I AERE , A — K Ath 3 3 Shumway ()55 560 = H
FEERT, Xof Al 4 00 I S 4B R SR 24 8R ; Barnard #2313 Shumway




& ..

MNLDBERFERR R T & AR

RISCIREE R, PR AR T 1967 4F 1 K AE A B4 0 I A%
oy, —AFEEsh Bk, (E3E D1 IR 3 4 208 45 O AE RS A HEAT
B SEI A BRIV A ) Shumway , 1] Barnard 354 [ 8 FF 42
SEMHAZ E.

X JLCs 1M A BT B9 F 15, 1991 4F Maxwell 45 7 4 75
WERL T XS 8 A9 3 3h Bk B 5 B L AT T ER B R B9k
A FRIEEE )L 220 A FEsh ik, % i =30 bk R 2
FY A IR . B —BI S5 922 K e 3 3 Bk
M5, 55— B 5K 5 253 S s o /R 220K, — RS
A EEAZEDIRERER T —1MHER T, BILMOBRERE
DI = AL BN R E R BT E AT IRIT, R &
WA O3, AT EERR S IR YT . BR LI e RS T 12 W %
R IO 95 2 SO L — 47 32, St AE R B R EE
YER.

A N LR A A — R R, B A 2T 2%
2, i IR R % ik | /i S o R, 20 4 70 AR
ZITFREE M R O 3h B R B — 2P SR B BT 2 45 Y
[ A AE DGR b s ok, SE N SR B ARk b — LG
FRPTZE S R 5% 8, O B 45 RS 10 BV BE I BT 4 O
Jos AR Y P AR S 28 BE A SR FE S5 RE N — A 1 11 " AL,
FHAT X0 2 D REMC A, 80 AEAR 12 BT R B — 4R s
ZE AN LACAS RO, AT DL R S — 5 L B, X RERT i &2
T D RAE O il B B i ) 254 , I T 45 G Bk b 22 B o T
FIBR A ZE A8 9 AR FHOT RERT 2 T8 12 . AR AW T8
LRSS IR0 B R, Al i 8 43 B BURE A5 A0 1M 3 77
o %90 A =4l (] it , B A TS 4T =2 B E )
BER , f— e 5T 2% B8 XE A BT A5 B SE A ekt A 12 L
ET—1MHEN . B RN ERNBESE TR, BT
AR B R ATRIT SRR H R

Bl 30 ZAEK IR T /N LG BERR 2 1 — 18T
o, HAJLRBHE )1 0% & /E ( Tomisaku Kawasaki) F 1961
FE—WARNERIE, BB 4 5 BEERT K, Bk E 55
K,BEBN IBESBREN, S 5A K2, Emmahh, /5
A48 b Rz, BRI e 25 B L S GRS TR At 54 VR
AR ERRS AR, 1967 4EbIRIE T 50 #il& R &k
POMEHR 11 5 B2k B i S B 2 B AE , PR BRSPSt R TR
PEWREL R B, G B AL L 2y RE , #IA L R
— ST, 1970 4 H AEA R AT R MBI &, H
FERGAE N M H , LA/INSH Ik T 5 1 et bR 3 ok £ 9 A8 BR3¢
LW, XA —ENHT-F, TR IEILBHGERAN ) ZX
. HHAREE RS L2 i6E , B &R EN LA A&
Jfh . TE L H X, )1 B Ak LRI IR 1 )& R
PO ISR IO BV o

Frth e © B R B BT, O I i R o] L B AL
3%, BOREATECo Il A8 9 T (1) 12 W G 97 4 4k ( centraliza-
tion) , A F| FHE = B &, FFHRA0HT, M4 BEE R _EAR AT
BRBAERIT R, B REFR R IE AT FE DL ATE
mREHITFR, £ BRI T R

ZR ERTIR /N JLO BESR 24 & A FE KT, T A K IE Ak
FRASFEMIRTA , ARFTJE A1, 3o L AE 3 50 20 A KIS O
7 AR HAT A SR B K R RERAIK, 1T B X ¥ 1t 4 B BR B 1 70 By
B i R 5T B B B RSB, M ok A T RE il XU A 4
W XERMELERMAEEEZ TR C ST RE,
i ok AT REFE PR G 5 B X R LAY SO 18 H He 7, 3% e 3
JEEEIEA 2R I IR, 30 B RO AR A R BT A,
BT, XK, B AP A e 22 1 AR &,
Xt S A TIRE IEH Z B M mEZEE 7TIHEA R
8, 0K A BT 4 S PRURD TS REAEL B . E AT, Se bR O i
5 1 T B .40 LB , I 1 B A B 2% 1) B A 38 B 2 4 1
) E B, & R R, AT RE (LI HR . 1948 4 Parkin-
son R Xt Taussig 1 : “ BMR T /N JLoCo ISR #3308 2k, th
AFNRAERR A A 2 H8 K " Taussig 7E 1981 4 Engle firéi{ /)
JLoMEER) — B P ENRIEFRE. “RECLFR L
JE K SEIK /N LSS T O BIE 955 1 19T B £ 28 i BR . fh % 22
F¥l—H , B R4 B R Fok A B4 LR fd 3¢ o ik
H/NRAE B3 AR RAB Z AR 28R BUAR AT 5609 14 2%
Ja HRTMEZWAMFARE ARG AR, HiX—H 1
FK AR R E ARAEAR B 2R X —F KA,

XU BIESG 45 S R 0 ISR — EL AT AR , 7N Lot
e 2 oMl f T A K 50 2 T8 B e AR 3 Bk R Ak R e I FE 4 i
i, REDHZFEGRRIER, T KRARAEBRE, FTLEY
Fr RA 30 24, iR sh Bk EE AL A& IR RGeS AR
EW, THFERMEE N RATE R E, Y X ——5 8%
il ,80 AR FHArE 15 70 £ ,90 FRE M kg, KRE
AN FBBE RIHETE i T A 20 1l PR R G
M RSB T-FE AL R BN , IR & N D SR TR ] A+ Rl 2
PLO AR A , XAEARTREAMTMER. w050 &
I E RS EFE LW . BHREERE A, “KE=R,
#ilE—H2Z %" EEF MERE L AWERS . A
i,55 5 4B, BIAH — K 7E 60 % LU R 3 bk b it
OHER, LB TAEZE S AT RN Z . 4%t/ LA
BV = 19 5 e 09 R 85 ML P 2 R 2 26, 73X 7 T K ok — 5
A ABAS KM . JREME K, 5.0 9 A s I H K A 41 4F
AR FR , AR FaA KIRENER ., RATHH /D
I HER A AEHT 2006 8 35 B 8 K A A, ks o 4 A
HKifER!

MiFg: MLOERFEREERER

A A 1t ok B4 38 7

AR IR oft YR P 1T AR 4 ) R B
fode 0] 51 it sh fok e A 1 = gkt
KWWTi 4

figk e e B /N3 AR

=T Z4FHT Wi NE
1628 William Harvey
1742 ~ 1814 Sandiford
1780 Stoll
1818 Laennec

1879 Roger




MUDERENER 25 AEfhxE | 5 @

23R
VOB AE S ik R 1888 Fallot
IR A B FUL 1 XL /MR 1904 Aschoff
oS 1929 Forssmann
SR g e 3R AT R g o 1931 Coburn
S R P 1936 Abbott
EAEi RS} SR 1938 Gross F1 Hubbard
PO S48 W I AR S A A 1 37 2 o 1941 Cournand F1 Richard
FEhkaaAE BeYI b 1944 Crafood 1 Nylin
KR FAGZ W Jones FrifE 1944 Jones
BT Sh bk sh bk A AR 1945 Blalock il Taussig
F Bh ik 5 0t sh bk o R 1946 Potts , Smith 1 Gibson
CHRMOERTIE ) H I 1947 Taussig
TR DI FFAR 1949 Bailey
PRI W4 1949 Hench
¢ 4P R Bl Bk A3 5 18] B Y1) T 1950 Blalock #1 Hanlon
R T 2 P41 55 (1] bt 1952 Lewis #il Taufie
i sf ok A o LAk /D 22 1) A5 433 1952 Miiller il Dammann
PRAMIEER T S A B 18] R k45t 1953 Gibbon
FHIEH NS LAGIME RO 45 1954 ~ 1955 Lillehei
FHARSMEFME #b 5fe KO I SR 1955 Kirklin
NIl B 27) H AR 1957 Nadas 1 Fyler
PR KR A il S BTG T R A e e 1958 Glenn
P A it ok i 45 1 LA A BRMEIA T S8 4R3Ik S O (P B BE B3 ) 1959 Senning
AGIR FERIR 2 LSO 60 4EAY, Brrian, Barratt-Boyes Mori
% PR | I#5555 ( Kawasaki Disease) 1961 )1 065 5 A
VIR SE B9 7= i 1 4 4 38 60 4FAX, Rudolph #l Heymann 4§
FH MK 58 55 P 48 1) 92 7 K 3h Bk e 42 1964 Mustard
BRI B bR 1966 Rashkind
— 20045 B HE I B ok 1971 Fontan
FE MR B Bk S IEAR 1975 Jatene
FOEEBEARGEMET B EAR 1980 Norwood
21 TE M K3 ik e A3 XU 1 1997 Imei %

(FEABTRIBF LR, BRE—RD)
(BBIR)
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~rs
A
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—. BT

YA A P 1 G €244 ( chromosome ) 2 38t 1% 4 o —— S [
EAK . — N IEH A A M () P i & A 2T g
AR R — Yy AR AL, R R B K (haploid) | DA n 7R 5
ELA WA YL e A4 1 4a i B A5 4 (diploid) |, DL 2n 3
o 1EH ABUEAA AN LA 46 KQeafk(2n=46) 7]
e—E BIPRAEHE S AL 23 X, Hovh 22 X S F Bt A 44 (auto-
some) 4 A 1 ~22 5 1 X A4 f6,{4 ( sex chromosome ) ,
B XY, et XX, 3k B A UEFTER IR (1 B8O Y AT
SFIHR AL, FR A 18] P 42 6,44 ( homologous chromosome ) |
AS X A ) FR A S TR 3 8 A ( heterogenous chromosome )
LA A% 200 1 ik TR 7 Y A b o R s 7 8 PR A3 (lo-
cus ) , 7 [F] U5y (0 (A4 4H [7) & A I %) 35k 5 e s o (] — st &
AR BRI SFEALBE ] (allele) o AR KL R i 7 L84 R 1 1
i, Al 43 A% ( dominant ) FlBg 4 ( recessive ) |, B &5 —
X S5 A7 o PR oy IR B — A i R R Rk s s e PR AR gt
&2 F LA KRG YESCFRE RN ; T ot 8 400 7 55 6 3k A A
XUFIRI A 22 @R HAER, LU/NE SRR . 24
FEHE BB FEER ], FR R 404 F (homozygote) |, il AA 5§
aa; A A FUFR K 245 F (heteozygote ) , 1 Aa, {RZH L H 19
SR YL AR LRI T AR HES i 44 B i R st
FROAZ B (karyotype ) o 5 75 T 240 A (%) 42 U 34F 47 e €6 AR 4K
H ESRHEM AT, e HER S EHZETE L 3K
HAZEL ST (Karyotyping)

FE R 19 B b2 A7 2 M U OB A% TR ( deoxyribonucle-
ic acid, DNA) , ‘B 4 KIS FAAE T AU Rtk |
DNA ZrF (4 BUR A7 R AZ H R, © B B AR | 0 SO0 A ps
B AL, B AL AT DU el RPAR I 9% (adenine, A) | £ G4
(guanine, G) | il % BE ( cytosine, C ) Fl g i ¥ BE ( thymine,
T) . BREEHETE B A AL B 1L, DR AR B AR 6 B Bl Y 57
o, SRR 1 3" (LS R k. 1953 4F, iR £k (Watson) FlI5E
B 52 (Crick ) HRYE X LR A7 5 B0k}, $2 1 7 35 44 19 DNA BUR
TEESHRERY B SN R : D —1> DNA 2 FH MRS HH
FREELA N . X P9 2R AL AR BE (1) B R 1A R 5 0L L b
T R R T AR, B S AR A B EA Y 4R
TR £ 7 1) 5% A DR TELS Y . Bk B R
— Uit A M AL 5O B BT L 5y — v M S A 37 62

DY EDE

(WA (E3%)

¥R (E R 2R 1) T AH I s QW 2% 20 1 H AR A Bt 7™
RGBS BRCEE B AR I, B A-T . G-C ficXf. (A+T)/(G+
C) M HEERFMAEYARKMNZES,7EAJE DNA X
ANHE N 1~ 1. 4; OXURSE DNA &AW K4 F, ESR DNA
43 F B BRIE A DU Fofr | (B BRI HEZ R (%) 414 T S T RR 11,
FH I FE DNA 43 F /9 A T G .C PUFhiRIE A HES 7 51 H Bk
HE AT ERMBIEFEL .

N BT A e e (A 2 o BT A 7 1 A R R O B PR A
(genome) , 4 2 3x10° PSRRI XT (base pair,bp) , £l &
T 3TN EEMBEHE . A, NS0 B b ) Sobn A &
A DNA 4+, Frék ki {& DNA ( mitochondrial DNA, mtDNA) |
H—HAR IR GES T, 2K 16. 6 T-HEFEXT (kb) , 3545 37 4~
FEH ., mtDNA BESERR S S ) S FBH i, (Bl TAZ L
H gafih K B4R PR LS DI REMI Ry FR AV A K ZE
BOAACBERR (LB %) B 3 BT B2, 5 mtDNA ()3 §E 32 3]
#% DNA {5z, i & —Fp 3 EE 6.

7 K E BN YN A P I 254 3 PR A R TP AR
HELER , 8 2 ol /D b B4 AT 5 AT 43, GRS Y 5 RO
(exon) , LGt (46 AT FIFRA & F (intron ) , B — N & F
B 5 S HIRIL TS MR GT, 3 M BIL 51 8 2 AG, &A1
BRI B B I - 1 AR R <F , #K 8 3 A 5 41 ( consensus se-
quence ) , NTTA#IE mRNA B4 BT 42 F1h0 T 0 AR FIZCR .

DNA % 53253 BY 2 0 i T 5 {5 {8 RNA ( messager
RNA,mRNA) , Bk IEH A T.G.CAEA A . U.G.C 3k
A7 %405 B, DNA o 43 F i 4 2 7 mRNA % 42 5]
—ig ., FHLRHY =B B — S =B E AL F (codon) , B —
AN ZBRE RS T U — A R R 2 REE ) — N LR
24y, 0 AUG 4ah% B B & AR, [ B 3 o K% A Bl 0 R 0 2%
i3, UAA UGA F1 UAG R IE %151,

ANZERE B B RN B e & & F 8 E AR A 22
RA . A, AEIER A 4 R4 A% RR T 51 2 E 4
SRS, B BRI Fob, AE G S r 5 iR e 45 2 P 51 Ak
BB T 5145, G JE R B 57 51 37 3 5 8 #R A — Bt
A DNA FF51, BRI 32 7531 ( flanking sequence) , Xf
FHFEFRFEREEH.

L AL
FHAEP FEDRERIBEFEARME R, HEKBEE



S\ DNA % B AL 50 I U 5% 75 31 mRNA | X — i PR AR
¥ 5 (transcription) |, 1 1% {75 B B . mRNA #4 % 2| ik , 1%
mRNA [ 5L - 51) i 4 U2 19 o 28 K o+ L 1) S B R T 1)
FR A 8013 (translation) o 5% S 7E 40 M A% R 2647, 1M B3R ZE 40
MmN R LT, FEREKOE, BEFRERN
mRNA F Z4E P4~ J7 1 5 DNA KRR : ORNA B0 A =2
J A B @ B mRNA 23t BT EERIN TJ5 , N & FE
BBk, AN TR 28R —i ; @RNA 20 F3l % LA
BEIE A AE ; @RNA BB I 57 PR BE (U) |, 101 AS 335 i AR v
BE(T) , BN B EE H T & s R R
FrNiPUR

MNEFTE B 40 MR & 25 B (B AT ] B4 — A~ 48
sl — N AN SRk P B R 1% 2245 . 4l USSR 4 X 5]
FAE AT & R A A, RS Fak AR R e, i,
HEMMERIM AR R A, mREERFEMER, 2
A Gt 1 A 40 AR A7 RN IE AR BETh RE A9BSR B I
A2 s Al mRNA | 1] FL A 3% 51 7™ k% (4 41 208 53 v Fn st
EREF MR . X RS R RNA 8 R
LR, LA B Y8 RNA % 5% i 25 Re e s oo . A
A F B 17 T 45 mRNA F5 5 s f o . — 28 <
HAEM IO (cis-acting element ) | 38 # AV F i 22 8 45 19 3
B s 55 — 26 2 ) X/E I B F7 (trans-acting factor) ,
TR 47 (AR RNA 4+F) , it 50
AE IG5 &, B &% I 14 58 B0l 55 75 5% o 8 31 T (pro-
moter ) & 5 B (4 2 AE I OCHF, F T35 SR i S ) i, &
HALE TATA HEok CCAAT %, Ja sh FIIIER 2 Kk shit
B, TATA G5 EASRAEAEFSRAIFEEEA
AEfE RNA R ABHABGE 30751 , I M IEBH 7 3 JF 0R 7%
5o H9RF (enhancer) J& 55 — Ff 3 22 A AR A oo, =
Vi FHRG5R 5 31 S s i s (R B 7, 458 ) i 53 1) B RN 2K
ST RTAL RGBT mIC K, 3R T AT LAFE R SRR
BR AV SR I 3kb Y B PN BOATATT 1 B R AR e 2 3
58 Tl A TR A .

S DR 2 1 A XA A0 B AR 22 8] () R A6 M B AR
i DNA FE (19455 B0 3 Ah i A 5 R P 51 072 BT -5 300 3k
PR F R AR R 2Z F 2 W8t % 181 ( epigenetic modification) ,
FEALHE DNA B L HIE OB (REHEAT L .2
e Ak BRI S5 T ) N L £ B EE A SR AE Y 8 K O B
ZEM RS S A AR b . X ARSI T DNA 7 51 (1) 2 A
A6 i Y a4 M 4 R 84 £ R AT A 58, SRS LA
MER KT &0 LI

—. HEREE

TEANKEE R 4L, P 22545 100 ~ 300 /- B2 A& 4
—~ DNA JF5H)AE 5, 3X Rl DNA J7 51 448 5 (14 AR 4
KT 1% , 5 A 2 75 (polymorphism ) , 41 % A 451 H /s T
1% ,FR2Z J %7 (mutation) . —BORUL, RAH & FEHEH
TIRERE R ISR , S A BT DI RE , BT W H U TRk
AN I AR TS B MG T A AR A . Rt 8
AR5 AT LLIA o & e T DNA JF 51 45 #4 f) 3 HE ( rearrange-
ment) 5 £ 5675 G BOULIA R DD AR 9 — A Bw

DNA 754540 59 B2 B B L R B AR 28, AR 2

— 3 R 9 AU LA A U R R B A, BT LA

RAEFEEFRS T, 5 R E E R K R st n] L&

HEFEANEFIFE R, v R BT A 1) R R EAR (4 L
AR ) s KEE A AR AT AR (TJC SCFRZE ) T 7= A T T RE Y
HENEAR; BT EEEAE TN, T3 mRNA §iiks]
RO (BT 3548 ) P DNA ol 45 i U fl
HEA mhnl op B — B ik fn A 3L B, 4RI M 2 2L 1)
HH A A SRR FH AR, B I B A s ARORE IR
32 B e o A X B SO B i B BB H R 22, FH B 1 I
PRAE AR AL B ™

M. &SRO ARE A TEAH
RHEH

(—) DiGeorge ZZ&4E#N TBX1 E[FE DiGeorge 54
fiEJE T e dk 22q11 AR5 | Y 5 i L 1 Yo (8 A Bk B
GEETE. 12 B REANRE O ERTE 32 .0 I 2%
5 W TR, A EE  E Sk W GKAESh KT (PTA) (3518
VUEKAE (TOF) A7 Z XU AR BIBKEE L . TBXI PR Rk
/INELFREE A 25 1L DiGeorge 475 ik 1Y M = A0 i W5 JE | 7
DiGeorge ZZ A ER B H PR R BT TBXI FH R, #F5E
ZBTBX] ZRFEXTFHHEENES HE, 2 500
IS YN LAY IE 3 8%, MDA SIS 4IRS 5 T & lish
kiSRRI AR , i R W] TBXT 31 5 6.0 AR SEHE

(=) Holt-Oram £ &{EFN TBX5 EE Holt-Oram £3
AAE BRI AR AL BE BT, SOURR O O-F LR B 1E
HodC ik B IR 4 45 B (8] R R 451 ( ASD) \TOF 1 55 % 1% 5 L
WS, A5k TBXS 3 H %48 ] § 3 Holt-Oram £% &1k,
TBXS5 3 [H 28728 th 2 1 N 16 N 280 JIE 1] Bl 5 i IR T b 4% 3
FBAFL R 2E4F . Holt-Oram Z5 A& 1iF f4 Iifs R & B4 2= 7 1R
KAEFEHNORBEARETFERE, 8. TBXS k&
PR A4 4t SL 2728 5 B30 0 I A7 17 W TG 0 B e T L 28 A8 f 47
AL O R IZ A R R R TR R

(=) Char L& fEF TFAP2B BE Char Zi 5 1EH
B FHRUCME , 30 BRI T W T A 3h ik 58 >R A1 ( PDA)
PR TR MY, TFAP2B FE H 2878 T30 PY (R F1 451
W) 4RI, 2 5 DNA 454 0 5|2 Char Z5 & 1F.
TFAP2B 3£ R AF 0] 5| 2 PDA i By JF % 26, IR B vl
A - DTFAP2B SR 7R BHWT T 5 | b BUWrE i) 2 B3
2248, 4N TBX5 ; @3 Bk 58 e b X TFAP2B (36 YEAE 1
HHURD . MR TFAP2B JEH %A 52 PDA RELH S
5B FRIAT KN REFREAFREATR.

(P9) Noonan £ &4E#F1 PTPNII EFE Noonan £ &
TIE FE B0 3K T 2 i S B TS 0 il 3 Bk B A (PS) |, R R
% B RRAES Shp2 #9 PTPN1I 3 H R AF T3, 45 Noonan £5
A1 I R AR L ¥ Cardio-Facio-Cutaneous F1 Costello Z% & 1iE
WY& 4 PTPNI1I ¥ H 245, Shp2 A] fE7E RAS/MAPK &%
rh B EE A, H 5 B RAS/MAPK (59 5 (R - 22 R 5
WEAMEE) {5515 F 1458, R 6 & B NFI (RAS #9401
) I H A5 ) 58 # 5 Noonan ZE S ERIALIIF M ZE K
H M . PTPNII 3 524 /N R b B 40 A= K
iz ZhFEhs BT BUBLE , 0 B2 41 A K B F a1 2 RAS/
MAPK (55 @® 2P EERY ., £k &I Cardio-Facio-Cuta-



neous LEAIEfE MEKI /2 ( #2238 )57 1% 1 8 (1 4§ ) \K-RAS 1
B-RAF ( 4t 24 B/ 75 B R B i i 56 ] ) i BE R 98 748 H-
RAS FE[R 5878 W % BL T Costello ZE & fiEH, H i 7E Noonan
LZAATEh W R T K-RAS 3L %€7% | 13X $2/K Noonan Fll Car-
dio-Facio-Cutaneous Z5-&1iF (14 38t 4% 2# AL il 1] BE £7 75 Bt ge 3t
[i] 4y 35 PR 3

(F) Alagille £ &4E#0 NOTCH &% Alagille £ &
EFE B A T AE 5% PS (2K ) £ TOF, NOTCH K% Z ik
)85 B CAAR JAGT FER A5 1E K £ 5K Alagille L5 S AE 8K
B, [ RETE TG JAGT SE R 75 () Alagille £55 4 i A] & B
NOTCH2 {2878, HBTTE 75% ~95% 1) Alagille £5 &4
] % ¥ NOTCH 3 i %' .

T FERVECIERT AR AU 2

(—) DERHEBEAEAXER O3 EEIE S
Z Wy — it 5 Bh bkom £k RS Ik, A b S R Ak
9q34-35 X I A 36, I & B NOTCHI 3 PH % 5% ¥ () $& Aif
Ik, S R B X T S O A5 AL R A
ML 20 IR AR SRtk 5 | A2 i 375 3 0 27 2 AL T BOR 51k,
18 H T 7E A RE 58 5 3 ko () F i 28 3 R RE 2R B0 R B
FEAL B Z0% 2 5 NOTCH 18 # i) J5 A& 5 R (b AT BB 5
SR AT MR Y A g AH S, HAHL T RT BB 2 NOTCHI1 2[R
i3 RS, HRT1 HRT2 454 40 il 1 -5 56 R 7 s R+
Runx2 {436 P 4 8 45 654k

(=) OAEERERRIEEER  FKiktk ASD MiEE L
SHBHA# (AVB) " NKX2. 5 3 [H 2 25 2 f W 0 9 1Y) S R PR 4
AR EAISLE Se IR B o [FIREFE UK S 09K B A R ml
KB NKX2. 5 SR 274 miqe ASD . % ] b 45 25 55 %
FRB AL AVB B SE 0, B &K L GATA-4 5%
R FHERAE . GATA-4 (AR AR EBUEN T
AT LA Gly295Ser AY4E X 248, X Pl L RAEHAE T
GATA-4 5 NKX2.5 fl TBXS 454 . 7F GATA4 FLH I RE
BB A b /I BRLC I b 0 % B A 2 X 1 S ) B A G
FAUNE OULE T A RSB . GATA4 J8# o F1 B AILER
HEEGESLRE OB AE FRE (NPPA) FIULESEH C
FEPR %G 53, 80% NPPA, [A] it GATA4 o] 5 HA.ORER B
S SRR TR A9 & #EAE AT, SEPLHI 7T B2 GATA4
B CRuAEE S cAMP N & A EAMNG EEA
( cAMP response element-binding protein-binding protein,
CBP) 454 N K #4745 5 FOG-2( friend of GATA-4) 54
BHEME  8R GATA4 i it CBP 5 H i B F & 4 8] #4E
. T GATA-4 NKX2. 5 F TBX5 3£ A (#8457 k.0 UL 40
M, A FHRGE TE ASD 8 # R E A LEREE (A (MHC6 ) £&

(=) hENEEKETFHEET  HER/DNRILEN
AP ( VEGF) 164 {v Z 3L fR 7] it DiGeorge £5 & 1iE
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BRSO ER K, KEZWEAR, ERMNTLE
BRI E R F F, BI7E 43 F /K F b i 47 36 K B ( geno-
type) LW, MBI I FISHOR — B RER.

A 1976 4, £ EINM K2 1H 2 1L A ABH2E K 1
e (Y. W. Kan) #{#2R FIWAH DNA 43 F 22 38 H AR TEHE A
B WRGERRL T X — ol 5 100 38 (oot P TR ML) )
B2 W LK , ZE RS T 7 #: B E i A DNA 431 432 il
AZAE PRI P U RS S BT | PR P B 2 S By
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Foh L B0 FhBR 1R 12 T sl s S W, 3 2 oAt I 7% B
FTEBRM, AR,  HbR EARKHEH T — R 5B &
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BN & & B BN . 25 MMELAXT AR A B
S RRHAT R MEE

VA SR IR B R, Bl an il e 8%, &% Ehnic, A4
A2 DA B oA 2 S R L 0 U 1fn A R B 2 B RO
IEo A IEH RS (NG A& T A A, o0 JE il 4 W T 1)
KA E AR AR08 . (BRI 58 4 I U260 0 45
BG4 B Rt B AL R K220

HR R % 75 B B R & LA 52 20 J5 ik 8] 267, g DA AR 75 4%
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AHFEFEY
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BATEL SIS AW 40 )R, BIEE R SR, — 2 2 ]
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