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ject, HGP) MYREARSE, HAETHF EY) F M 5r it ff 2 O 4 i A0 Il 8% 12 97 M5
G, AT A 3 R0 PR KT RS G0 DR B A LR B e R 22 ). JF FR R IR R
SRR

TE A B0 st (G BRAE AR SEBR e 2 st 4% 5 A5 2 AL AH BAEH 7 ).
N0 AR A A, A B 5 56 R CH e g i 28 1 B A5 B AR B A OC . AR H i)
WHRRMC IR (RFRSOH) 1o Fastfe s,

— DL R G R 2R

H AT I AL Ge st fL 27 03 2, A O MRS 19 43 HIL T 1) B B, ke mT R ARG 43 ¥
L PR KA 902

BRI ORI, BV BRI . IR . e R . SR K 20 i st 1%
W o BRI IS AL e T2 B S MR A ez Ah, AR TS 5.0 A e A K.

NG PILHIRL 7000 4350, 78 McKusick &1 “ Mendelian Inheritance In Man”
B RS BT SR Y B R B A L LR R BT R s A B, AR A
300 AFh YL R A S 70001 BN BAE R, RS egTE, HETREAE 4r B L
H, 5010 ML A R, St M EN, FEMAEE, C S 1R ME
o A ] R G R PR 5 SRR

PETE 200 RAERT (1745) FKF Lancisi BEAEBESWIE . oo TR EHIN, 0 JERG AT
HI R AL 28 25 1o, O JIE BRI T 7E 5% Wk )l o 5 REST B IR R 10 4% ENJF AL 4 — 407, 4
FKEWIE TR Wr, 1978 4 Nora IR T A X EFE “ Genetic and Counseling In Car-
diovascular Disease” ; 1984 4EFE AN MR T EH —AF KNEF L HE — WKL (O
1L R G ALR)

(—) # & FH R

BV fl R A, AR ek B Mg (AD), WO IREEBE (AR, X i#
B AE R Ba RS (XD, XR) . Y #EAEE . HE DD (R S AE LA 100 Fil (19 3 32 3
B AN 120 R EAEPUR AR O A RGEERG . PSR AR B T o Ttk
R 1) B DR O B SRR 9 A8 L il 5 AE A AD WA . B4R A 4iE. Noonan £
A HFE . Holt-Oram ZE51F . LQT ZEEHE CORNPEE- £ ) Romano-Ward 455 HF) 1 £ 3h ik
MM (SVAS) %5; AR M X A . Ellis-Van &M, fFH ZTEHN LOQT 4 & 1F



N L JHE A 2 i

(Jervell and Lange-Nielsen ZEAEAE) %, XR A . Duchenne IEFRAREE,

2002 4 9 A 12 HAE OMIM 1) A OC A Jk RS AL PR AR R L PR 2 H 3L 13 870 4>,
Horp L T gk BF N 12 993 A (2 LR AR BN J0% 9692 1), X I 776
A (EHfE SR SR RH 528 ), Y BB 40 A4 (2 #fE B i R A R 38
AN, kiR L 61 4> (2 R s R A S 37 1),

(=) & 6 KR

Yo (o A B Hy e 0 PRI AR I B0, B AR B L Qe R S R AR 0.7600, SR
AP RIS SR A, AN A h AT 50 Bl AT O M SR, A D
S H EEA 21 ZRZEAIE (Down Z5A1E) . 18 ZAREEAME (Edward Z551E) . 13 =
REZEEIE (Patau ZEA1F) F 45, XO ZEE1E (Turner ZE5HE) 25, HAEH O MERK
WA RFI A LD — 1,

Fx1-1 #FONERENREER
Yoo IRIE (SR BAE) LB RG2S

LIRS GiES

10% ECD

21 ={& (Down) 20%
00 M VP

VSD. PDA. ASD

18 =1k (Edward) ~99 % N
F 3l PRl il B kSR, COA

13 = (Patau) >80 % PDA. VSD. ASD.
PS. AS. COA

45, XO (Tumer) ~10% F 3 FKARE B3k COA

22 34y =K Ccateye) 40% it e Bk S o2 [ 3

5p (eri-du-chat) 20% VSD. PDA

4p~ (wolfe) 10% ASD. VSD. PDA

13q ~25% VSD. PDA. ASO

18q <50% VSD

q =& (fEiE 3N . RXR o 5] 4 3h ik T

3p~ (qter~p25) (% 3 H . PMCAZ) ASD. VSD. ECD

(=) ZHEREL

Z AP R R AR SR BN R AR AR, MR Z W T, BaF AL
flt FiEdie o B A . B A AR LU AETE Cheritability) 3o, it A4 2 Fs (& 1k
UK, HATE M 23N 150 fh, AP LG S0kt A0 ik L &



B—m SRV HE G Y 23 T 1 1k

— S Se R 2 B R . th T TR BR TR RS0 B 22 TR A S AR
b EL 4R R

(M) % A KW

M 1988 AE B LW TEKAR DNA (mtDNA) KA S A2 miDNA 5 LIk, 3
EAH 50 ZF miDNA 228 H1 100 AR miDNA FHES AJOBR B, X Rpm E %
BRMARG . A NARGEMA LU, FEFFSA B REME, BENEN T
FLAT AR 5 0 2 06 I M DA BAT R0 1 AT 8 AR

B NIy 51: D S il e o o) oA

40 ARk, St B2 BT ANA T BOR HE D AR e, AR P T T e AL A B4 AR
RIEJUAFEATHG . i KRB AT AT 9T A, e PR 38 A% J7 2R e i A A AR /N
e, MERZESEOH (9000) JREZREFE L, A, B IOERA A H A, B
EERUI T e N A A e R 0L LA K SRR A A S AR 5, 4R TR IR,
A AL A R B BT B Je D B o 22 0L, IF HLUR B T 51 Je Ok 19— BB R[], gk i
HE A B R R IR T EUR DN

e 5 0 JUE K TR O B4k PR S R S v SRR S e R AR AT O, LRI 2
N, KK, AR AIA S 2, BEA B Y Sl B e i, SO O VEAE B
AT — L0 A WY B 2R G AR, I S0 0 TI0 BB X S8 O 1 701 384 27 A o3 1 A W 2 0t
T I R K R HE

(—) Pk 22q11.2 $k k45 4T

22 SROMRE SN T 2FFIIE, 22q11. 2 SRR WBURNRZ —, HAEHE
BLP i A A 154000, 2800 (Y B2k Ok I T L 1O WK, 22q11. 2 SRR ZHORH
K, FELIZEEIERM,

1. CATCH22

CATCH22 28 G (ufk 22q11 R LEEIE, HIE 7 AR —ERMRE (Wilson et
al. 1993), C Oy EGEFE (cardiac defects); A WA R % (abnormal face); T——
JR % B AN K (thymic hypoplasia); C——fF 24 (cleft palate) Hl H——K 85 Ifi JiE
(hypocalcemia), SR b CATCH & =145 4F, B Di George syndrome (DGS), &~
DT 4EEHE  (velo-cardio-facial syndrome, VCFS) MBS IR T ERELZEESME (cono-
truncal abnormal face syndrome, CTAFS), [ iRZE & AEM R BAS BB K, BLHT 22q11
BRI PR 1 52 2k . ZH0W NI IR RIS 4, A AR IARTR B > RIME, T 25
S FIORE Al S S R AR B LR AN ok, 2L Z /s, X =fhgi s
ERY R A ] A SR A B, )8 AT JE LR G 4E, b 8001 VCFS & IFKE #h &




N L JHE A 2 i

W, MRI RGN 5 o] A AR AR T IE % L3,

CATCH ZE iR 22q11 B K 1 R AR 3R 4% XA B Y 25 BEER K, 88 DigiLio 55 i 18UG
22q11 ) CATCH W FR2N CATCH-non-22,

22q11.2 SRR ZRG AR S5 R 28 2 th T IR IG5 R 2 Ak B R, iR IXAR
K (273 Mb), P R PR e g o A 5 R A 1 AR, H RTLE Bk B B Yyt
33 30 A LALAYEEDT, AR R BE 58 4 TR WK SE R N X 2R SRR PE AT

2. 22q11 BREMIERFT R

22q11 SRR MFRIAL O EIE R il R 4RO IR iR R B ok B b Al MRS L A AR
PR S T8, HE A S B PR s A (] 108 66 PR BB P S BOARS Tl 1) 6 Y, ] — A 19 0 O M
JE T p AN [R) BG E R S BT B0, DA L [ AF 5 e ) OB T AL 22911 2% BAT BRI
IREIGE (R 1~ 2), Hp e RO MG & A i, I Ah 22q11 S LB
NZ 7%, A ANNFEI AL 22 580K 1.1 Mb X, &I dosage-sensitive (F)ig
B ) R SAMIRZE SRR K,

F1-2 2qIEKHNRABRELZER

FH R %

LR e B
Se KM O B 75 (n=7545)
% — i BE A BB 66 (n=218)
T AR P B [ 14 (n=218)
R4S 1l i 60 (n=2340)
T 25 5 “ZH
KERG% 68 (n=2338)

RN ORI
B . AT <<E5 50 T 4y A 83 (n=158)
iz 54 9 (n=1496)
L&A R 32 (n=496)
PONCE R 18 (n=61)
5 JUE e 36 (n=136)
A i B B 17 (n=548)
W J3 6 33 (n=159)

3. 22q11 Sk EEFHE O I E A

ANWAT 652 FIESLORY 22911 BREFH, fed WSO R 28 5 R R EE e 0 R
BA PR R, R 13,



B—m SRV HE G Y 23 T 1 1k

Fz1-3 22q11 BrREABREE A O A

A JUE Bk B 22q11 B BH S0/ % A BRI DA ER H/ %
B B =3 k= B 17.2 <1
3t 5] 3h bk + 10.4 2~4
2% 9% 0 B A 25.5 8
2 1) g dpke 4% 17.0 20
Jifi 2y Jik 4] 8 14.4 3

M1 -3 A, 1E 2211 BRASE LR HE b B B 3 kS Bk, LESh KT, ik
I8 VUBCAE | =5 18] B BleAit K i 3 Bk PR A 29 5 85 %0, Hu A B A b Al ik B0 S0 s R b &k
R R BLANE B AU Rl kS B, 1V St Ik PB4 3 7 OB RE AN A A 3 koA
B B 3 U BORE . 22q 11 SRR ) R AR F A RIS 15/30 (50%), 14/33 (42%) M7/
11 (64%),

4. REXEE

i I P SRR P A ) o0 A, AESRR X B E A 18 D JER . I T - 1 nl X
RS (5. BRI B LA E L DRe. 78 18 MR 6 A~ e 5L K Ji )
A putative F SR, B EE R K —SAIELEOM I ANIEER, W Holt-Oram £ & 1k
(TBX5), Waardenburg%%?ﬁ (Pax3) (HEB BRIEW HKLZEEM) .. X &80 NI
(Z1C3), HIRA J& 22ql1 SR A5 — B UEB YL R, 76 B XS IR 9T HIRA 3k}

KB, HIRA X ONEATREE/EH, RIPAZRE (GSCL) 7& FA Ik J # 5E
HE 4 LA A 3 (19 Th A

HH R

DGCRé Homologous to Drosophila gonadal, unknown function

IDD/DGCR2 Putative transmembrane protein ADU

TSK/DGS-G Testes-specific threonine-serine kinase

ES2/DGS-I Highly conserved nuclear protein, unknown function

G
GSCL Goosecoid-like homeobox gene
CTP Putative citrate transporter protein

. . o id
CLTCL Putative clathrin heavy chain-like polypeptide GMO00980

HIRA WD-40-containing, putative transcription regulator

TMVCF Putative transmembrane protein GM05878

UFD1L Putative ubiquitination fusion degradation protein

CDCrel-1 Putative member of septin gene family

GP IbB Platelet glycoprotein, B subunit GM05401
TBX1 T-box-containing putative transcription factor

T10 Unknown function

COMT Catechol-O-methyltransferase

ARVCF Armadillo repeat-containing gene, unknown function

LZTR-1 Putative transcription factor

ZNF74 Zinc finger-containing gene

L= 1 deffk 22411 B KRG 18 43
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e X A R TBXT RAZ B 2211 SRR A RELE R (CH AR R W AR
TBX5 A5 Holt-Oram ZE5 i ; ES2/DGS ~ 1 A5 RPN D E H G M AT AE
JUETE B IE DX BEAT BE DN M5 | i AL 00 A RO 2 D A48 5 AW s 20 B SR T
L A A A DR O Y, I A% XN A AR 2 R IR AR RE D AR Al
Jol R 2211 SRR B S BUMER AR, 22q1 1 Bk nT RE R A AR RN ZE AR, AN HE BRI
FHEEIN (eritical genes) fEBRKIX ZAMFIEREE SR, HATHITE 22q11 B2 i R fif P 1 5%
WREAT . B SR R — B AR 7 SRR X R S [ 5 R A 5 22411 BRI
KBEWNEEREA A RSP 27 EHKIX R B0 ML T AR R R b
RN AT RSB, 38 i Sl Wy a6 R DR 20 5 1 B R B I RS 28 2 M e i 46 5 2 1

(=) BAMEOMRE 22q11 Sk

WHGATAR, CATCH ZRBAERIA 2211 28 (CATCH22), i DGS 1 80% Lk 47
fE 22q11 SR . FEIZBRR X IR FH Y 22 09 FRATPE 6.0 0% . 40 Bonne % NI LA PCR 4
AR Ay e Bl B T Bl T R Y i PR 43 AR ARG s [ st Jok T A R e i b 9500 DL A 22411
Bk, FREAE Lo S0 HM T ERREARIC (D22S427, D22S944, D22S264, D22S311)
XF 60 9% POIAE (TOF) SR JUK M Y (iR Bl 2k B9 KNI BL, 25 R R A B R 10
Bl (16.6%), H 15 il TOF £l sh ik A8 F A 5 B 22q11 L (33%), i 45 fi
TOF i sh ke A= 5405 11% (5/45), Bbsh, 78 9 B Bk gL b 7 Fik A+ 5%
2 Bk B ACE . WEBHEG 0 R/ 50 IERS 0 KBS AR IR TE ¢, RE il (1L,
2000) X 23 il JC I 2% O R A TOF B JLFEGR K X ik DNA FRid (D22S420, D22S944 |
D228941, D22S311 5 D22S306), FIX} TOF LK HAC L B M, H 5 4Nl
TR AR B L B FLAC R i SR S B R BEK B KB H S R e IR i, 7E 23 fi)R
JL 6 B e, o 2 i F D22S941 F1 D22S311 {7 A5 R BE VR MRSk, 3 7
D22S941 AR WEMEB I, 1 Fl4E D22S941 M ARpEFE 4, A REAY Lu 558 —5L,
BN A TOF FARIGEFH 22q11 SR p &AER (LN Ml Tu-PLE %4, FISH
AR R 1/18 (5.6%0), AT FHZNEA 2428 (FISH) AN 10 Fl ek, 45
5 BIEMA B, Hoh 1o E 2R . 1 G Ihsh BoR A (PEA THZEmIE ) . 3 fil
o TOF o 2 GlPEA 25 5 8 > i), 42 FLSH HR MR s 2 0, Pk
TR . R, AT DU D DUTT 40 35 12 27 RN 43 5t A% 27 IS v TG T TE S Y [R)
A 0 LN 53 T8 AT 2 2 R — AR R, R4 FISH B AR 2K 2211 B2k 1 4 b
e, HHEITA X 2211 BRI R £, R XA A 2~3 Mb K, 22T &5z A
KPR I, B B 18 R AL, I SEIL P 2 rp ifE— A5 A I DG A L R Y R AR

(=) AT EN T

SRR AT A B, O R R I 50 A B9 R B A K, Srivastava & H S50 R 2
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HH 0 I o VR 2 B0 Ul 280 e B SR s, SESRIE] dHAND 1 eHAND J2& — 5 2211
IR SRR NE (HLH) DNA 45 & RARSLJoHE St 1, L al 8 00 JIE Bl 28 0 Ry o0 %5
L E R IE . CATCH 25 A AE B R B ATE B3] b 20 76 28 0o & 24 v i 7E .
S 6 V) B B A 28 R R AR 5 AR RNER 3~ 6 = A LRy, shW W kAR Sk AR R, E
kS H . TOF Ffy =00 (4, [ S 4L BRE RN HOX1. 5 nl i /N 1 B3
21 Di George ZEETE .

O NER L IEXTOIEE B FEAERES S £k S . WS RIS IE s ; 8@
I AT S SR NE R R E . Xl k. sk Bk R R R T R = (]
W SR E AR, A, IO IR LIS 2211 BB UIAI G, RIIR AR 1) p 22 s
Ui 1 B D) B Bk B T A 22q11 BRG, A ELAE Bk Ok B 3 B R Qe IR R GE . M
J L I R CER B A Sk B AR R R A G XV SR TR IR W A 1 25 0 A B AT i
I3 VIO A 205 T RGO IE SRR, 2 2211 LSRR Sh AR R SE e, K BE 1 B R A
Zo U A T 2211 RS ZRG AR B WA

() Fofm g — i

Jo e RE I BB S AT R AN AR SRR . O MR 7 2R S5 5 3R R R
L PR AR B 22 R TR S L B e (00 AR W A B T 3 O LA WRTTES . S0 ) 20 18 A 2 T
RN Z | {RZ, FUnmEammit, JeomBnl 8ok, X RgEE 1k
R, FEESFEWOOAEL L, BRATHITRTE 22q11 SR M 18 A JEE Z 50, w4075 1§
QWKL DR LA Ktk 2 DX A i DR e Bl 880 e PR o M B 5K, R T 4 LA 5 e i R
P EE B R

1. BEEERERER (CX43)

HEHHEM (connexin, CX) TELNEMAG AT MR EZMEH. CX43 R 7E #2085 40 i
FAVE RN, HERR AT ML IGA A GE 0] 56 0B TR, S A 2 I A i ki
BAT A E AR S . CX RN SR AR A BUL M S 2 AR AN B, CX32 RABA]
FlE— L B AR ; CX26 ) CX31 SHZEA XK ANESLERIES CX43. CX46
FCX50 RABF K, AANBBE/NER CX43 B, R EALERGERE, AN HGE
CX43 272 0] 5| ALt 3 bk A By ERS 67, FRE C A T /N BB BIF 98 & IR CX43 JE
PRI S TS B 3 JDkope A8 KA 2 A T A S R IR

2. Hit 5L HREXNEE

(1) HOXI.5, HaaX3. PaX3 J@f% 5t FREEERN, HRERHTHME
U 20 LR B8 B AR S . 5 22q1 1 X I SRR B B A 06, R nT | ke [k sl Bk T A e R
PEO L5 W

(2) aHAND Fl eHAND  J& P HH B OCHK Y SR TE PR 12 E DN A 45 & Rk B
SRR, HEESE, GOLEMETAX, WAL AT Z=ERbES =
ks £k, DMRSEEER dHAND R SHALEMEDRKS LERAR.
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(3) GATA RBH MR FE RN, T 8p™ %, RO W st 2 vh & 21
sk, ANABIHRGE R LPAS b /2 18] B dledid i, b — A1l 23 B H A GA-
TA S X R (G2968) Gk, 5 —FKEA GATA BB KA (E359del) . 45 L5 A
(G2968) Al 55 GATA 5 DNA 45 & W= Jj R W GATA 5 TBXS i A1 B A/E M,
E359del A fdi GAT A %% SEIGPEFEAR,

() T-box B HETCH T-box FENZ/DAT 18 4>, Hrft T-box 1 Fl T-box 5 50>
MEEELEERKX, LEIEH ., T-box LR FEM G MG AT £ =5 5.0 0E %5, &
I T-box I F1 T-box 5 5¥7F 5 Di George/velocardiofacial Ml Holt-Oram ZE&1EA X%,

() UM S0 R By T 3% 1% 745 A

1. FEREHIR (ASD)

LAY e IR 7 5 AR ¥ 0] S 80 ASD, BV E 7 T 3p. 8p23.1, 12p2, 4pl6,
P RIIEA 9p DURAI 11q =4k, ASD Z/AH =R S A%, HsEr—1 N8
AR, Wil AD,

FWRME ASD (kKAL) 12 Holt-Oram 255 1E Y4 R4 . 323226 0y [ Bl foke
P EE N ASD, VSD CE[RIFRELSHD MU, O RS S 55 RS R, PR e
KR 60 4 e &, IEW] H % Jr X AD, JEHGE (VL 7E 1292 (Basson et al,
1994), LS UFSIAEIZIX A, K HOS — 1 K H 4t s 56 N T BTBXS 78 H X, X
BEILEA AR 0] WL F ZOE YE s BUA B9 Holt-Oram 28 £ 4iE, It4h, Ellis-Van Creveld syn-
drome ZRECH KB A REBMERG, Je0m ik ER SEHLE, Hp ASD AR &1
KA, BTN AR, AIES 4pl6 EHL,

2. ZBMEKEE (TOF)

SEECHE WL AR PRS0 B AR BLI R % 1/3000, Vaughan %5 4i2iH NKX2.5
Bk PR ARG AD K IEME ASD fEUEAT0E B = AL S B . B e kW &
HAE 13q, B4R, BaitkIEL AR TOF & CATCH 28 1E A — & HFln 22411
Bede, AR H 23 AR B L 558 B8 A FISH B i TR 24580 3] 22411
Bede, Hh 17%4 TOF, 14%45 VSD, 10% AFkE VSD i filish Bk A8, 9% A K77 3h ik
T, R 22q11 B F B AU/N S SE 0 KR TCA EME (Chess et al. 1998), FKMEE TOF
BT Jagged]l FEH A G|,

3. BRI EXEE (SVAS)

JE4E Valsalva [REKF UL LT RS PRREAL B8, 4> —Fh 2880, FKE 1 AD ()54l
P SVAS, # & SVAS L K AE N Williams £8 & fF 09 4 3 40, SVAS W &4 R H
1/25 000, FKjfEME SVAS 5 Williams 284 AF B90 55 6 B R BUEE Bl . SVAS B BB 5
R Celastin) , SRFGIEH E AT 7ql1. 23,

Williams Z5 G fiF & — A~ 1 22 Ab A0 L P 51 0 A 4R 56 RS . R BIBR SVAS Z4h
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i A S PRI 2l ok e 7 L e ARl BRAE R, TR A S B IR A
4. FEEERE (AVCD)

ZWLTF Down ZEAAEZ M, #ai AVCD Al AVCD & H AL B BB A71E, XA
R I8 1L S M . Down ZEG MR H EEAER AVCD (60%), WAMH A TOF Fify %M
WEAE, 21 =(REEAME R 9500 =R AL, (L 5% 5 iR Gl R R Gaik 21 K 14),
ST SR IN AR X AL TE 21q22.17~22.3, X 7E 21922 3 D21S55 &b, /)
W 16q 5 A2 21q #HIR], ¥ LU E Down ZE S IERERAL (G AVCD), 456 A, W
RIBFFEGERE, AR AIIEZ9A 30 ANFER, i AUCA — 2 BL R AE R L O BE R, HEI)
AR AR 21 ZREEEEGIFSE0M e v Rl T %, Barlow %
M FISH R & Southern (Z23ZEIIE) A Hrt5E 19 1 Down ZEGIERMA, 45 RIE
W] DSCAM (Down ZEGEAM MRS B 73+ AT AE R A A M S 1A

5. EbABEARESE (HLHS)

HLHS A48 2200 W 1 & & AS B A BEL G A8 L G oo ™ o 1) 2 Q9 PA) 40 f = 3
k= kB R, ARZ R ERG S, K& A8 AD 5t AR, #1525 & 7
1123, T EEXE R 14% 2L, HLHS % &4 ik 3% (45, X0, 13 1 14
SRZERAE) BHABLEAAE, 4 Jacobsen LEAIE (HA S, LK EFREME KT
%), Jacobsen ZEGAE LI AE K O MLAE BRFE . HLHS & 4= Jacobsen % & fiE 1 471 % J& H
KK 625 5, Jacobsen £ S fE 5 Y A fk 11q #4062k 4 &, FIT Elliott 5 W 5% UE
NKX2~ 5 JEHN AR R HUA 4k % FL ASD (B3 lal bRty A1 HLHS A4 £ Wk A,

6. Noonan £ & i F0 Bifi 3 ik %k 5=

Noonan £ 45 fiF KW Z 208 1/1000~2000, I K FBLEE ML Turner Z5G1F, T ERHE
R GRIEAN . AR SE . BRI RE RS, OIERDE Sk 7000 LA B, RUN 3k
AT W, WEEAIEM L I8 AD, 20 FAEY# 5 IA o 5 0T M . A 2 i 171)
Al AR, FEPUENLT 122, AZE deltex K, TEIT 12q24 DX Ab w8 A SE (19 4 1%
B, Noonan ZEa fE AT A 7L S 8L, QUARAG . MU W | S E e LA K4 BUREIG JL
&, Wilson ¥R T Noonan ZE &L Di George i & 1E A Velocardiofacial (FE—0>—TH) %5
BIE, MHEBA 22911 Bk,

7. BHEEEE (MFS) 5EFEKT 3K

MFS (B 2B k) J& 4 5 8545 8Lt %k, R 1/10 000, 38t f% 7=
J9AD, FATELEAGE T E 98 DR 564 ] MFS, 5 JE R 22 800 55 5, B ok
& (BE) fA83.9%; RN A7 59.4 % 24N, I F R 38.5%, Hi 80.1% K
F PRI K

Marfan 2 E N T 15 SR A KK E, Z 5 & Fibrillin Jy MFS (9 46 3£ 58 £,
Fibrillin 43 %%, B[l Fibrillin — 1 1 Fibrillin — 2, Fibrillin — 1 %78 5[# MFS, i Fibrillin —
2 AR A WkTE (CCA),

11
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Weill-Marchesani ZE&fE (WMS) 2 — NS4 HSU0%, I E BN EG M, LT
fEE, BSH (BRSO, I, FCR) RERE, RES NP, HHEM5RER
Bitk, AR Ay WMS FEPRE M7 FE 19p13.2~ql3.2, 1 AD XA WMS K& BT
15q21.1, %I Fibrillin = 1 W% (4F BF 41, 5074~5097del) #FFEIEH] MFS F1 AD =t
WM S & Fibrillin = 1 £ 85 F A& AARZS, Fibrillin — 1 8945 B 5 60 11 R 5 ¢

8. EFGEE

BEAE B A LB K B R 255 2/10 000, Hi#y 1/3 S Turner Z8G51E (45, X0 ZH
fE) BIAFS, HAVEQ @RS, 1 46X.Yp A Turner BEEI) & I3F 30 Ik
HhE L (18%), wife )izl AD Ml AR,

TE Alagille ZE 5 1E (AGS) g £ 4G J& i 3 ik pe 72, Hoasi A% 7 Xk AD, %l@
AGS MBI E Jaggedl 5EH, TR KL Jaggedl %IT?JUHE& GIER Y K= S
ke EsK) . BANLRBEDSHE AGS fHIE ENKkAGAEE S Jaggedl TR HLIK

& £ X B

WK, HIZCES . e R0 R A2 2 T s s R R P AR S s AR A4k, 1998.6(5) .57
AT DR . RHE KRR R A, 2001367~ 39

FIRTR L Weow AR O L BB AT S B B L AL A AR T AR I R, 20022907292

REE, B oS T AEY . LR R ERIC A AL, 1999359379

Derisi Jh,Iyer VR Brown po. Exploring the metabolic and genetic control of gene expression on genomic scale. Science,
1997.278(5338):680~686

Dunham I, Ghimin N.Roe BA et al.the DN A sequense of human chromosome 22. Natuere, 1999.402(6761) ;489 ~495

Elizabeth A Lindsay, Antonio Baldini. Congenital heart defect and 22q11 deletion: which genes count? Molecular Medicine
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S TR JE IR MO U 1y AR AR B

AR, © 2N B8 A% S DR il B A S8 RO I (RRTRR S0 ) A& o 72 P m] fig
A T aERENME, WESTEDFHEOR . BREREARN LR, B2 5 5%k.0
I AR G I L RNEZE B AT TN, AR EE G CSUHRIRIE . A 28 .00 5 JE R 1Y) G
F., HEABEE CATCH22 ZR-AAE LA KO I I HH T8 B T A5 5055 10 A OG5 PR Ay A 8 0

— SRR R 5 2 TR R

Je O IR LG A & B 5 S BN R ERIE . RE.O SNk kK E L
FERLE N AT, B 5.0 088 U1 PR A & A HIL TR 30 IR EE BT T A R 0T g
FEHORH, AR KIRATR A . KR, i AU TSR AR, RIS
W R S U] CFR . Nora S5 42 M 138t 4% R 3R toE 55 38 156 A OC 19 S0 o
9520~98% , [IWIHEH 9024 Ry SL st AL, B & A& Z e A s I R L REH
7T P05y e A W 78 I P DR BB 3 A1 S8 O Ay 800 28 A . Hl TR — W AR A
ifp RS BRG], H 268 R 22 B S B s 9 v S, PR AR )
Z . ABWA A F N, Se0 e iy & AR IR i TR B IR R 5 20 R e 1Y a8t 1% B M AR B
VEFHFTEC, T2 N0 IR 7 A Ao A v B 2 2 ) sty o JUEE 1749 s % PR B P N 26 6 T
rh, B PR S T 1 | R A o A 0 U ) EE

F 20 el 90 AEARHI AR, Bl 7§ 8458 4 1 R e AT RHOR F-Bey ik b, AT
U IG5 17K TR 5 5 0o 1 38 A% 27 TR il o 2 R R | 56 R R 5 4 1 T o 1 4% 3
PoRiAy, WAL T — RN GO NER A R R ;18 1T B R A0 G4 e 1R 2 T E R A
0 — 2 5 5800 A O R % R B Bk 2 RS A7 5 AR Rl ok 5 R BFSE R DNA 741 43
Br, CEMBESE T ILRN S S0 A I B D B G, 45 S B R Y 32 Bk Bk
ZE M Williams Zi5 1E A S8 PE AR R K BRI, 5 Holt-Oram £ G 1iEA KR TBXS K572
S, R BEAIT I R BIA Y LB SO e T IH A T 50 IE R B A DG R R BB, B R A
BB, ) I PR A s A B, BRSSO i T BOR IR, 1 2 R R WD e AT
IR . SRR ) W] 3% 22, AT D ol st % 50 o6 A 510 A el R v i) R
YER . BRETHEGAN , DIER E e — W MRS i nad 72, .0 IR BERIE R, O
E R, OERE. BERR . BBERIE R KN R E — R E
o, W ARIE K R AR OB R FE R [ ) . AN [a) 25 8] 9 sh 2 R FAR AR . Horb AT AT 2R
R 25, HR T B O MERTIE . O L, DR R B RO I IR 22 () RE SR Ol B R
PRI R OCF&, RI—F BE [R] 5k i T S 35 22 b ] Sl S [] 790 JUE RGOS T (] AR 11400 U W JEZ 2 W]
PET AT A B PR R B L 3K 26 50 IE 22 B A G A L DR T B I B, % T e ] S R
O WIER 14995 PR 3 - L T B A H 0
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— . CATCH22 4 &4F

CATCH22 ZE 5 fF 2 —H B FE .0 PESE S (cardiac defects, C). HH M % (abnormal
faces, A), MIRAZ B AR (thymic hypoplasia, T)., FE%¢ (cleft palate, C) LB KES Ifi
it Chypocalcemia, H) RYBEVEIGIRIEMERE, A2 22 S @A 1T IX 17 (22q11) bk
I | Sk Bl PRAE IR 1) 32 28 AL 2 Bl AR 22q11 BB R 2 im PRIZ W CATCH22 1Y
HEAER,

1999 4F, Dunham SF5CRE i T 2K M AL 22 SR AEKY LTI HE ., CATCH22 25
BAE Y OCHE XU 22q11 N —A K/ 3 Mb W5 ik B Be . fe/ ik 3 & O
500 kb 2| 250 kb ANAE, Bt R BBy /NG GE AR A 7 R R JCAE ek, A R R 22911
Blede iy B IR R BTG 22 5. Kl 22q11 B2 A0y s 2R, G pA % 5 3
2w GIEAL 2238 (fluorescence in situ hybridization, FISH) S Yu R A B T B9 R
HA20%, HETE R, BAE 2 H FISH (FO6 RN 28 88 R %4y F Y 4
AR, HBURMER, FRSrEsR, MRETE RO A, E 7 ERR, A ik WA, P 0,
FAMA] LA 22q1 1T B i R AL s BT AT PCR, LU & 2 5 A B R A7 A .

CATCH22 LB MERZ R B AT fEJE 22q11 PA [ JE B 9 2 728 BT | ke ) A ) 3R B Y
GEER. IR RY], DI/ NEBRITE BT AN 22q11 X/ 16 5 L
R 1.2 Mb KB AEAE 18 DEEH (4 Es2. Ufdll %) MR, XEENRAEAY
CATCH22 Z&-GMEARARLAY O WG 8 W8, i) B 3 A 5 BIBE T2, Ledel /)N BRUBEHY 7E 250
T A 2211 KB/ 16 S YL fafk 1.5 Mb IR AEAE 24 DI (4% Idd. Hira
) BYBG, WoR AR S AR T, O T IR TE R R OIR S5 R BB 7 T 2 XSy
GPIB, PNUTLI, TBXI M WDRI4 Z5FE Nk JERER 515 CATCH22 £ 5 fiEAH
—E O ML I L T H R B U, ORI SR AT RE 5 CATCH22 ZR A1k kA
K,

= U HE VR I R

A JUE VAL H I IR I R 22 51 R O 2 Mk L IR 1) o S R A0, T U IR
il sl ok PR R AE ST RSkt 7 FA 2 XU AR AE , BESERIT, FEIRNIG & F i AR
e, DA AR A A 2 T A 22 U T R B Ao 2 0 0 X R R I ) R OCH
B KA MR PR g B Ao 2 U A D SR e 22 00 R B A R LR AT S B
iR E R 0 T 2 Uk 2 O JUE O HE O R AR R R EEEE L AR, a0
i 22 s 200 i e B ) SRR TR BEAT TS, R BV 22 B IR B 3RS S 0 R R G K 7 REIE
EEPSH
1. Cx43

Cx43 BT il 43 kDa WA E BLER S H . BIPER (gap junction) JEAI/E
JRE b — AR X3, AR AR AN i AN E T (connexon) AH B HEE AL, B4
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N L JHE A 2 i

BT N ME R AR BT A, BRI B 3% H4K 1 (connexin) , [] B 3% 42 1 5
KILEAH 1.5 nm, RWFEAL/NT 1.5 nm, 2 FRE/NT 1 kDa B9 7RIS P
Fo— 865 A F @ L, AN S ANz A IR, EE B A BRI X T 4 4
HF MBS K AH BB, Kitby Ml Lo %5 Ry IR 2% 58 FE FERHER K Cxd3
FEH Tz R AN B NER 20 1A B A2 , JPUESE Cxd3 & X T IS 1Y & & FLO JIE
IEH G BUE AT ), Cx43 FER B BRA Cad3 e DA 2ok B2 38 15 5L P9/ BUHD S0
B AR RE il Sl bR A8 SRR A, i N A ) ) B 3 TROK P X T el 2 s 4 L S O
WHHIEN KT ZXEZ, BritzCunningham EXF 6 G 9 JE AL A7 G000 B E WF5EH &8
FAE Cxd3 R, RAZRERME—SAWRL—ZUF S X B, N 364Ser—>Pro HYHE L%
A5, P HO O R 5 B AR W ORI, Cxd3 PR BESZ 0 HOJE Bl pH . 4R Ca
WHE, cAMP, JEEED | SR SEN AR I 1 B DL R —Se 4R i AR K 2 R AR

2. dHAND 71 eHAND

dHAND Fl eHAND 2 7 4 ol 1 08 i~ 3 I8 e & 1 — K (bHLH) 2549 %% sk
F. bHLH & RS T HLH 4589 CHR5E A —4808), & [ s+ 19 HLH
MEAEHIE L, eHAND FRIk 7L BESM IR Z AN R R 2 IS T AE YN . dHAND 2 e-
HAND MAHSCHE R, FZRBAEGIE, O H A RE ML IETAY ., dHAND &
&AM bHLH X5 eHAND 1 bHLH KA KWFEIEME, 0K ST dHAND {74
GEMH, eHAND FAEAEMM S, FEMBAE oI dHAND SERATEO PEE HE, 4K
JaRIE TR EDNKEE, DG o mE =R BN S 403, sih F dHAND %
TN Z A%, /N RRH, SETON R, NER ET -1 8 HZ{k ETA B/
FH dHAND /KF T, dHAND 25 /NEH Neuropilin =1 K F 8, i Neuropilin — 1
KRG ET — 1 KK RHL, FIRHLE/R ET -1, dHAND Fl Neuropilin ~ 1 7£
X A 22 s R R YT R A A SR R AR

3. RXR/RAR

e R A ZARRFCR AR 15 sk I F—— S BB Z R B R i 2 — . 4iE
A ZIREEE 2 S WRE RXR A RAR, AW RKIE S & 3 FOEAL o, BALY, 405
S RARa, RARBAI RARY ¥ /R JC B B0 MU I . SR 170 M 9 51 Bk RAR B D) & 2 3=
SlbKAE RN TE B, PR ZARIE N Kk L EE, IEE LA E RS, AR RX Ra AT
UL LB FE Kot BRI 6 . 4 7 RXRa HIRFRIA B 240 MWK, 35O
PN P bt | K I A UGS R . AT S WU L R s ke R R AE sk T, AT
RXRa HIBRF AN EGEE . LR UBBE . 5 [0 B0 . 2l Bk b il 450 R0 il 3 ik e 4 45
$&/8 RXRa J24E4: R A 20K & G 2l . Bf RARa 5 RXRa Z R4 G 52748 L
VB8]~ W JE RARAE B KT 425 P b S2 AR A O IE & R AR AE R RIAE D

4. Pax3

/NN Pax BENZ 0GR T DNA 25 5 e 11, 4ih% 8 FEi G HE H (Pax] ~
8), Pax3 TEMZE G HI KL, W& PIZ b BT &8 DT i 4E i 21 )5 #il2 £L A T 2



SETE SRRk SR Y R R kB

AN Pax3 W FEIKTEM LIS EM N . Splotch (Sp™™) B&A Pax3 i 32 B LR} Bl 2
1) A8 /N BB Y, R B Al B B L 0 DR I3 1 B R B S TS AR A & kK B S H . Simon
LR 60% 4l AT Sp IR 13.5~14.5 d L TE N, AT IRIAEA OIER B AR
AL 45 it 3 B o P R 8 A VR T BB A, R = 0 O R S, O e o
BRFET IR, BeAh, DIERIE SR AL B A RAAER R —80E, XS R: 0 Ik
S R 0 T 15 26 0 200 B F) S A S DIAR O, Ak 40 %6 B Sp” i T IE H L, B
WIAE 3% S A 10 Sp " Al T 0 R 2R ISR IR TR G X R R T AR AR AE—
iR = o N = N 1K= s s DTN 8 R 7 e R S S L 2 ey
B S BUKAF BN T, #B5r SURIW > S 806 3 00 F S X6 Ao 28 U5 240 i 1E A
WIEE T, G Zn i A I o 2 11 S LAz A . ARG B o> 745, WIRESZ B Pax3 MR,
IR P28 A0 LR B 43 F (N - CAM) 22 F] Pax3 M, N - CAM MRE T
Pax3 KL, #HAIEAMMTR AT V- CAM ML h @K F£E, N~ CAM BT
PP 2 05 N i =, T S SAE AN () A o 28 U A AT A 4 v B

5. ET-1 REELEE

WEE-1 (ET- D HWBESIK, ET -1 KHZEK ETA EMHLsEE, M=t
RS G 0 JUE #2005 R BB, BB A0 2 . R A FLO R I R E G, B E L
— M ET ¥4t ECE ~ 1 1 ECE ~ 2 StFEIR ] 2 BOKI A . O DEW N B . AR
ET - 1/ECE ~ 1/ETA # ET ~ 1/ECE ~ 2/ETA J&4# 10385155 nl e 720 ME R ol & & b
HEEEH, A ET - 1 AR Y TG — B Ht= fr /= A .o mE miE S
ECE -1, ECE ~ 2 4if TIRIAZEML, WTRER ET — 1 mRNA FiEMY4S

6. HIRA

HIRA DAL 6] 0 BEOR <1, 4 A% 00 5 S I 42 58 1 B T I DN A 25 5 45 44
HiZEAATFLZOAR REAER (WD) EEINGEX, BRIRERESN, 258
EAMEAE . XTE ARG A EEE W SAEA He 1 H B B, 5
0, 5 (9 S5 A0 T JR S e 5. HIRA 8 AE 22 S Y tafki g "X, J& Di George £i A fiE Y
iR HEIR . HIR A K& [RIAE XS R BV (9 it 22065 40 i b OGB4 b ik, JH HIRA
B SCRZH R A BRI B8 BT A O JUE A 22085, S BLIVRJIG v o0 JE K A7 Sl kT B e A SR 8 096 g
LW HIRA X T 0 22U ) 16 W 10 8% B T8 W 0 B 7> 2, SO X — 4 SRR TEA 748
o7 | 0 I W D 55 0 JU s R PR 805 Th HIRA 080T RILA AL, A SOX — 4 RKibAE
o DAY JEEURE DAY T AN A A 2 0, 7 N ISR 5 i PR ) 22 0 240 6 1] 375 5 2K 91 2 = 300
HIE A R

AL R B 2 50 IR T P B sk 8 K P R LR A A R AR A
YW E AT Z 18] AT BEAF AL HE Al AR EAE LA . F A i A BE A S X MR B9 35 19 77 30U B %
B Bl 2 i A R IR A B MR I R R A . B RGO T AR B R B R
JRE Xk SE TA o IS £ s AL R ] A5 LB 1

(X E %)
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