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AFVIE[

K##F KIER

(HEB-2B LS YL 2R AT, £#§ 200031)

2 g pl vk

4

(LEEERKrHERRESER. L 200025

WE HaREfw Fu RABEELAA P - EXZMHMBEF, b TEEARKRTSIEMN A B ARK
R — A LB v VBN, EILAER, T FWER K E O BT A RIE, AT E R 2EHE AR
BIRBUBRATTZHRIF. XEM X T ERANTAEREIARBOHERETRLETHNTR, XR
ESREERRERRETRIREAN. BEEH - TEHA.

XA BOE T, ARmAR, EERE

ARMARR —FHE LK X HESRE
HE MR, ERMTRERNELE 7|
(RHFI) HRBRAEXTRERENE, £5
PR R R 1/5 00082, M AR+ 85% K
AR 13% R BARL WA X HES A,
FREEMLF X BRZFFEG 2% HIA R, st i
AGH _EBEIAR, AFREEAT2EHE
1%,

FU@ASRERENFERENL &S5 P,
e Ca’t BB ET, UHBHER2S
FIXa X FX %, EM¥X +, FEL von

A 150 P RO | 7.y I B E Al 2 H 4P B
Yviueoprana ]_| JTAVYWE )y 2 o . TRIDE

Flm AR RN B R LXK P F VIS m &
HKF, " A B AR5 W ER (FW. C<
1%), & (FVE: C 1—5%) R&2A (FW, C
>5%)3F. T AFVEH, R B %4 b7 B
il FVEGL IR K ERB, 4 AL 5 A RN AR
F FLEE S HRK FEFIT TR, BEA0%E
# FVE 5 YRR S0 50K F IE 3. 19844F, & H
2R /DAF B S BEFHFRE T AFWE &,
AT AR K M HE B T X F VIS #) I BB Ok R Y BF
55, HEEHFE GFVID) BTGB N A fE.
M 1985 SR, Xt FMEEERHBIR 2R
T, BEEATH L, B 7SR i B 3L it
EHREIEFERA . FHI/3BELKIE

¢ EE R FHFERE G & Mo

I OAONNY A WY H LA LL AL T

B, B AR AR B RN B SN R A B R A —
AR AFRIREAY. A SOREX 5 H B R DL —
.

1 FVIgYEEEH. FH5%IhEE

FVIZH 4 186kb, /1 26 M+ B T K& 25 1
HNE&FHM. H mRNA 4 9kb, 4Hig—5k 2351
BAEMAATEEZRIK. EEBE N %W 19 M EER
515 RKE, BN M 2332 AER (Ala'—
Tyr®?) AR A LB FVE. EEBRMIG T TR
BH, FVlieg 3 > A 4548 (&% %% 330—370 3%
), — 1 B (80 M24HCH
3, (B &2 150 BRAL) ARk, HEFUBF R A, -
A:-B-A;-C,-C,. FUEKARUBRENIERE
WH, ZEBRREERN S TR’ZK 330kD. @I
o K b B AH A B S SR r AR AL B oF VE T
B2 REMRY. FUMERDZRKE N KR
A-A-BEA-A, BT, BEHZKECK
W A-C,-C, SR, 2 SRR BRSO i
Ca®*TiiEHe. BUE/EH FV, f1T B ZHEe)
¥k, FEZ 163kD.

BEIMASE FUMBE R KiESBPREER
£ H. BEeh, % 008§ 7E Arg™"—Ser™ K
Arg'®—Ser' Qb MK, BRH B S8,
FEA 5 A, 254 B 7] Arg® — Ser®™ ik 5 X 7]

e 20 1 M0 1Tan0 N 10 Mrr=t 148 1A00_NAD_1C
N TH M W LYTL-UIi-IVy B EI AW 1IFLVI10
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H— KR, Tk BENBYT TR A 50
000 J 43 000 BB RK Bt BEBFREH,
Arg’*—Ser™' (i SRR FV I BSEEA
FAELES. HmBRELER C K& FUEl
OF A4 FIL T Arg®®—Ala®™ & Arg®™*—Met®*
F R .

EFRERESEE 2 NP X,
SrAE A, —A, X B—A: 8], & 36 & 414
HERAR. HFPHE AKX Val' " —Glu"™
Rk By Tyr & FIE vWF 56 #9361
FVEB(ERL, Arg'**—Ser'* ALk 2R, Wi
F_RXEY, BEZ FU5 vWF 4 5.

2 FVIERZET fY b

HF FUEEK, INBFX, BRI H
FEAR B R BT, W T B E R R A
BE. BIHATAHIE, ©&3 80 BHIERE, 64
WA, 7 Fl/NERE R 60 Fl B &, HXER
REEE 2L, HFHRELEMELLA. H
BRI A FWIEE ] AR B KHF LT IL
ﬁ’:

2.1 RZET (point mutations)

XEFEHR/PMHESKEWPHER. AR
YRS, B DNA F5 4, —fpE R
75— R E r .

Gitschier % 1985 B X 18 F R #¥E W
V18§ Taq I #17 RFLP RHEERBEKELZ S
) Rl A Bl ACHK FVERYZEE 2248, 92 Fl
Bt 4 BIESRE, AR Taq I K2 5 R
FRAEH. Xl TF Taq 1 51674 TC-
GA 1y CpG “HHFREEHNRTHHE. H
RICREM SREMER 1R, Kb 38%EH
CpG “BRHMMIF . HRE FWEF KGR
il =, RAEGMEE ST CpG 9 & 43 JR F 7]
RERH TRAMFTERESKRRME CpG &
DNA JF3IFr3. B2 Har, Kil2 6 K3 A
RAENM TSR T 8, 11, 14, 18, 23, 24 1 26.

IR A 80 B2, 27 f HE
B, 29 By Al, 18 B hERRL. 7R 1 FEFS
HENEAR A EEE R, HEAZEEGEHA

A BIH R ——5d. —RiTS, T XREE
(BiPEEKIEFE) ZAER. MHEXRE (5
BAEREE) W E A REEHL BT, Higuchi
M NI A YRR B BRI FE Uk (DGGE) —— —
i 0 R R B e AT R T 47 6
A BV AR R R BG , Hodr 30 FiAER, 17
Bl AP RER. HRNEEaHE FUiRE 99%
wISIX, 94V HITEEELT. B FRE MK 3
AR A WA, RE 30 HFEHEG UL
;16 il (53%) FEREFRE, 17 # bR AR 6
116 B (94%) HEERH. HREUAN, H
95 1) K 1 4R I A S IR T 6 2 el T AE RS T
FE S — 25 DNA Fr B o018 228 5 1 B 9 25 DIt
FRERE; SN FWEREAEEBEEA
B — S B MR8 ELT T RS B — R
AR RE REMSFWHERRETZE R
by, FBFHEMRETER. THEFH -HIRA
B3

fERPELRR, AAMHR S RENEE,
HEKEZRIFARTE . #li Pattinson 3§
WEE B — 40 fE & B 1689 ) C—T & 2E A5 555
'R, FHE A SR AN R
FR. EZREREE, R1FIEHRERES
J2 B X i AR L. R AR R 2 R A R A
AHERE, RFRFUMREERZ B E L
HENEW,; SNFEXEEEN FUREFAPIE
FEARE_ANRRAUFIMNBERR,; S&EH2
SHTREE. YROUAHBRAFELRESN
PRAER 2 5.

MRPEERAAE 5% BEH FUHFEK
¥ 5 FV{EHEAFE, B FVBLJR7K ¥ 1E # i F
& IR SR Z . 2 19 B 38 SR Y ) BH Y
(CRM™). XKBEMERREEELWM F
HIBE RS vWF f945 &, Blan, 78 2 A B0E
HEARBAE (Arg”, Arg'™) FRyBEHE
16, BE LES FL B FVIE L. i 2 i Hh 2 1] %
A AR FE AR SE X SR 45 1. X 1680 L #F i3 R
THIHFF RS, Y%A A8 Tyr #7286 Phe
B, W RN ML AE A o FVILEE B R A RR 8 k. KX
i A9 Tyr RHEILH, R FIS vWF HEEH
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MR, RRBRERYE, FLFEFEN
I 47 3 1 BR AR ™.
rbprk, X FMEBRQREHRYEE

YEFE T AU G F 7K L B 5o Y 4 1
BRI ATHEZH, BABTTHRFUASHS
HRERI X &.

1 AYOEKRFRERPHARSE

#wH HEF/SHETF WAt AER i B ®E HNIT/SETF WA H AR I PR
A% Bk Bk #E g B B i g
-5 /1 CGA—+TGA Arg—Term  HH 704 /14  GCC—~ACC Ala—=Thr M8
11 /1 GAA-+GTA Glu-—Val L] 795 /14  CGA-=TGA Arg—Term  E&
— 2/ CGA—~TGA - j i 1038 /14 GAG—~AAG Glu—=Lys £/#18
89 /3 AAG—ACG Lys—Thr 2R 1680 /14 TAT—TTT Tyr—Phe B2
91 /3 ATG—+GTG Met—Val -3} 1680 /14 TAT—=TGT Tyr—Cys g
162 /4 GTG—~ATG Val—Met g 1686 /14 CAG—TAG GIn—=Term h:gil
166 /4 AAA-—+ACA Lys—=Thr L i) 1689 /14 CGC—TGC Arg—~Cys ki
170 /4 TCA—=TTA Ser—lLeu s ok 1689 /14 CGC—~CAC  Arg—~His 28
- 4/ CGA—CAA - L] 1696 /14 CGA—TGA Arg—Term i
205 /5 GGG—~TGG Gly—Trp Y 1709 /14 TAT—=TGT Tyr—Cys R
- 5/ ag/—+gg/ - A 1772 /15 ATG—ACG Met—+Thr X
- 6/ ag/—=ac/ - o 1781 /16 CGT—CAT Arg—His 5/$H
255 /7 TGG—TGA Trp—~+Term h: g 1784 /16 TCC—TAC  Ser—+Tyr ) Q]
266 /7 GTG—~GGG Val—=Gly E 734 1825 /16 CCC—TCC  Pro—Ser hRY
272 /7 GAA—+GGA Glu—=Gly Gk 1826 /16 ACT--CCT Thr—=Pro 7
282 /7 CGC—~CAC  Arg—His J: §iv ] 1843 /16 CTG—~CAG leu—lLeu Gkl
293 /7 TTC—TCC  Phe—Ser L% 1848 /17 CAC—~CGC His—Arg #/%1
295 /7 ACT—~GCT Thr—~Ala gy 1922 /18 AAT—GAT Asn—~Asp igiv)
326 /8 GTA--CTA Val—=Leu "R 1922 /18 AAT—AGT Asn—Ser s A
326 /8 TGT—+CGT Cys—Arg iy 1941 /18 CGA-+TGA Arg—=Term |;R
336 /8 CGA—-TGA Arg—+Term i i 1941 /18 CGA—-CAA Arg—Gln %/
372 /8 CGC—~TGC Arg—Cys  Hy 1941 /18 CGA—-CTA Arg—~LlLeu Ry
372 /8 CGC—CAC Arg—His 2 1966 /18 CGA—+TGA Arg—~Term oY
412 /9 TTG—=TTT Leu—Phe L3 1997 /19 CGG—=TGG Arg—~Trp /58
425 /9 AAA—+AGA Lys—+Arg gy ] 2101 /22 TTT—TTG Phe—Leu == 1)
427 /9 CGA—=TGA Arg—~Term &R 2105 /22 TAT—+TGT Tyr—=Cys =i
473 /10 TAT-+CAT Tyr—His 2R 2116 /22 CGA—=TGA Arg—Term  HE
473 /10 TAT—+TGT Tyr—Cys g 2116 /22 CGA—~CCA Arg—~Pro HE
479 /10 GGA—AGA Gly—=Arg LY 2119 /22 TCC—TAC  Ser—Tyr /%M
527 /11 CGG—+TGG Arg—~Trp 24 2147 /23 CGA—TGA Arg—+Term A
531 /11 CGC—+TGC  Arg—Cys thE 2150 /23 CGT--CAT Arg—His RB/PR
531 /11 CGC—GGC  Arg—Gly 17 2159 /23 CGC—+TGC Arg—Cys 28
535 /11 AGT—+GGT  Ser—Gly ? 2163 /23 CGC—~CAC  Arg—His Gk
542 /11 GAT—GGT Asp—Gly HA 2166 /23 GTT—=GCT Leu—=Ser HAE
563 /11 CAG—+AAG Gln—Lys Ky 2209 /24 CGA—CTA Arg—Lleu kv
566 /12 ATA—ACA  lle—~Thr g} 2209 /24 CGA—=TGA Arg—~Term i i
577 /12 TCT-=CCT  Ser—»Pro ? 2209 /24 CGA—CAA Arg—Gin H/ER
583 /12 CGA—TGA Arg—~Term HA 2229 /25 TGG—~TGT Trp—~Cys R/ER
584 /12 AGC—ATC  Ser—Ile ? - 25/ CAA—-CGA — HA
593 /12 CGC—+TGC Arg—+Cys 21 2300 /26 CCG—CTG Pro—~leu L 23|
612 /12 AAC—~AGC Asn—=Ser ? 2304 /26 CGC—TGC  Arg—Cys L2
o 12/ /gtgagt—~ - =31 2307 /26 CGA—TGA Arg—Term h: i
gtgaat 2307 /26 CGA—~CTA Arg—~Leu L2304
644 /13 GCA-+GTA Ala—=Val ®/% 2307 /26 CGA—~CAA Arg—+Gln Gk
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3B APRSS, HAHIER. 3FHRBG, 2
Bl ks BF 22 FEKR 52 P EER, FERW
FWFEC, XiEik. S5—HIW2%E 23 K& 24 48
FiREk. X3 BB RRANREERS RS
.

2.2 4% (deletions)

2 2 Fr5 9 O ARE ) F VI R R K A
R FR. BREFEEM 1bp £ 200kb K /M A
F. RS, AREHRABAEY. b T
R, TSBOCTILARE. 3428 60 6
ARHERE EFERBRKE 2 PIgASIE) . B

F2 ARMKR FIERPHERL

A. K%
£ /kb RETF/4 8 F Ihi ¥ & {1 /kb HNEF/HBTF It b 72 Y
>210 /1—26 i 6l 2 /14—22 Y
>55 /1—6 g 50 /14—21 L g
>35 /1—5 ] 12—16 /14 ER
>2 /1 i 6 /14 i g
>1 /1 i 44 2.3-3.0 /14 HA
? /1 g 2.5 /14 HA
? 1% Ry ? /1521 j: |
9—12 ;23 i 1 L3 /15—18 A
60 /313 R 2 /15 LG
1.7 13—z i !a 2 /17--19 A
1.7—2.0 /3 i 5 ; /18, 19 TR
133—145 /4—25 [ 8! | 7 /19—21 X
57 /5—13 ift I35 /22 R
? /5. 6 E A 22/ EE 4l
2.5—10 /5, 6 i 'l ? /23—-26 oY
2 /5 it >16 /23—25 R
2 /58K 6 o 5l 39 /23—25 Y
10 /6 LY 2 /23—24 o 5l
7 /6 iRy >3.4 /24—25 L&)
3—8 /6 F 22 /26 HE
110 /1—22 i % >18 /26 f£H
40—56 /7—14 T fl 14 /26 L]
15—20 JT—9 i 8.7 /26 HA
60 /11—22 g >2 /26 A
>36 /14—22 o
B. /B
K& (bp) 2T IORA iha 1k LY W

23 104—111 ofi i BLHG 1VS3 {R{K 974 AR (L

4 (AATG) 340—341 o] MAE T8 thiEREE

2 (GA) 341 Kl MAB-F 8 HERRE

1 (C) 1212 Rl WHSF 14 HIERRE

1 (A) 14390 1 AB—=AT., MIrBT 14 HIERNE

2 (GA) 1535- 1536 ) Mo 14 BRIERBRB

2 (AA) 2136 A A4—=A2, WI+BF 23 HIERNE

3 (CTC) 2204—2205 R i 2k 2205 {7 XA
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Miller % A FR il ¥ I VIRG KL RFLP 77k
%t 1386 81 A Bl R {7 B ad R BA 34
KGRI (2.5%)0. SRR bk R MR A& K]
RBREETXMFE. HiATHRBREANFE
FERRATFFERF 21T DNA BB 23, M
/2 HA o B B DNA #i JF A4 6B &
B SHRRTARARNE, £45HIH Dk
WIRPAGREE R K. HEF FREBEHEH ST
BRRM BRI LI, BTEERNTETEY
BRRREN S 1E.
2.3 #EA (insertions)

RIFIHPHRECWMIER 6 AR,
HAPHE 4 65— BE A T R EER K
BB, BHE LR Kozazian Z"7EXT 240
Bl I AR B T 2 SR T BT A B A 2 B2
ARREEER L RF (&3 85 BMAES 14
BHBFH. LIHFRARFEAORKIGFESR
FHRIE, %4 6. 1kb, #I¥CH 10°, BA T
BAERAS. BEFHTHRERHE, FEALXE
REFH L, aREEREET.

Woods-Zamhels 2 7F 3 — I A % B &
FIRFMTRAE, 4 KAFHEHE L L L,
MWFEM 3 W) MAZEIOESHNEF
(Ivs10) . HTFEBEMIMIL FUREFEREA
ZEPIREA, BHELAREE, BRXR

et [ 0]
‘Fﬁ’“r' Ly H‘Jﬁ/\#’l‘m“""ﬁﬂm sy 2N T

¥ ARMOAER FRERPHEARE

hET EABE 3973
E4i

11  1bp (G E®HM 513 i) L i
14  3.8kb L, Mi/F b
14 2.1kb L, WF g 4
14 1bp (TCA—TCAA HT&EM 1395 {ii) =

14 1bp (AEEW 1439 udEEstARESP) EY
17 1bp (ATEER 1888 firiEdE 4 M ARED)) HA

2.4 IE¥ (duplications)

HEHAMMERA 2 HAERTRRE, 1 2
Gitschier ¥ AT R Bl. KiEHEHF — KB %
(39kb), BIESE 23—25 BB F. AMmHEEE

RHEESHARGERER, H 23kb g4—

AAAALTT TIPS RAITEE S BN E Y s Laony

NETEEHEITHE 2% 24 S4B TZ
8. BFEEANR, AEFBFREERER, 5
B FARED. BAMH—HFFRAREX
100 #1 A B AR B RS & B 1 Bl E ST
1I3MES. AT 13 S4B F& 210bp, HH
HRASKFEEERE. ZEE MR MR,
REA 102/ FVEME 7. REBUFILHE, T
EHT 135/ B FHEE, ff RNA fiik5y#
e, BSREBHERKTRK, BisERH
FTXFH aRNA B IFMEOD YRR AR

~={17]

rE
2.5 %W mRNA BUEERYZED (mutations af-
fecting mRNA splicing)

R FVEEFE A B a4 R AR
F){& N mRNA #ERBIHE, "PRRHEBIED 3
T AL : a. FEGLIARIZEBY S &8 GT M
AG “HEBRRERE. MRI1HR, EHS T
HWETHE 6 SHE FRZEBMAN AG &
B2, 45k GG M1 AC 9B E & e, 2 B H
ERV M A b BEARFNSE IR BTG G AR A S 1
RTFRFINEERE H 4 60 HARE

- RBARE TR AL S B R R IF

c. B T ZEALTH 7= A= i H i it 1Ak 232 4k BY 12 £ir
MR RBLNTF 26, ~FERST4G"
B ERERA A, H-FI7ESR 11 5548 FH
504 ffkZ (RRAEMEL, _FIHHEA.

3 Bt FBEERTFANERSZ

H il 5 5w B 17 4 F oK Ry Rl
BHLZF. FUERHRETMHOFTET 1985 F,
BRVIFHEN SR ERBRER (FEE-BKH
HRR) R %A DNA BLE 2B A, Bl
— B ERAIRR WYE M YIRS, F FVIAY) cDNA %
¥ 4T RFLP g9, fiF CpG ZHFRBIA
B REFRETHME, MR ENVIEE Taq !
5 iR B E B TCGA. 7E FVI cDNA J§ifF+
H 74 Taq 1iRFINIE, HF 5 4H~EFFC>T
MBS, KAARIEEBR". XRREMEX
Fl Taq I B9IRE. &R EALRT BRI H A Y)

BINERENORESRE ke, T

B IPANJIIPATY T JHI WA 3 N LA = e e
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Xt PN DT B R BT S 588 B /M R 2K ) K
BN FCEEHR .

HFZHRFXFHARH PCR B A&
DNA KB BB FE. B CpG _HHER
HE SR RS, BT R ERT F
VIFEER IR PRVER , LR E ZHJ CpG ¥
H BR & %E 108§ 1E FH 67589 DNA | B fE R il
FEXTR. Hitn Higuchi % A% FVIER 5’ ¥HIX
IR DNA G, & 5 M 86 1F B A 5 Arg® 19
NGHNE A F Arg" 1% 14 SH 2T 3" /i
-8 DNA HER ] PCR Fihy 85 T B
WF, Kl 127 BB B BL 4 B4 558
2R S TS L R SRULE- ISR R &
BAS. W, BRMAEEFARGE. REE
A R 2 ] ke B A8 F T8/ B L. TR
FRFIXFERFZIE THRAKEN, |
BEUFHAZ LR

I 2R, —H LR EMAR A EESE
B EL Uk (DGGE) vE46 M 2R o5 22745, 2 B #e
4. #lm, Higuchi % A1t 45 X¥5(49, /1 PCR
P4 FWEE K B2 k1T DGGE &, H{EHEE
15 9ONFMRIGIX, 41 P8y A8, 7€ 29 I
Z-hAGRR R A B 25 1A SR E %
A PCR ¥ Ml DNA By 14, SRigitfr
DGGE, kTR L8 o B R &H AL E . @
EH DNA FBAHFMNES ER A AR, N
X% R R AT EENT, DY
WA, 1T DGGE ik 8] ¥ 75 VIR 5 2 BT Y
DNA J BBR & B 5 /MEE L, AT T E KEAN
B, RNERB—FEREESRTEHEELH
.

HHh, F F RNA B2 S R .
BULAEF A= BRI cDNA AR & MU RNA
#Er, 5 PCR ¥ H{ /) DNA HE %K. &
RNA By R 5 E47T 28 E I s ik FU 5T B B 7.
2K DNA FEPAHBMETSR, MEXH
RNA RZRY, EE T g RNA B2
BK/MARE B, WA 5 1E## DNA Jy
B, MAWEEENY DNA HB#HTF

Bl Hr.

RITHIEM 5 — AR —HREBAREE
¥ (SSCP) A 5 DGGE KA I 502 %
EEEH PCR ¥ s R 2 B, H#ETT
PCR B, 1 BCH FRICH 318 508 A — RS
YEFE LR, ¥4 B R B T R
EBERE BRIk, AFAYBEEE DNA Bl T
HBREHARAR, EAROHTERE. [-F
FIff] DNA Bt HBER — A RESCE, Ak
EREEME AR, mEERKERREER
RO, RS B BESTE, MIEREA
AR B BT BT AT. TR AR
W, RUES, CHTRERLEFXE
NE 2 FERNZ ST R SRR, R
FEF, A8 7E FEFE M B L 2.
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HREREYRFLERRIX

Es
CPEB RS DR EAT. Jtal 100101

WE HEFRIDARAHBRURIPEZERAREFREFNTEPIATHNER XEMGTX
—HRRAXMHATEAEN A EAERSRERRME S X HAR NG L ZH ALK ] B

x@i7 HEFRDY, LiITEOEHE. ARASHFRERE

H M Palmiter £ /PR ERBHER- |
HEARSKRERBEENBMEFADRE
WO . KB T “BR/AR, FFERE T
MERERPRBEMENEQRLIE, ¥
EENYPHHREERE. SHEXELEEAHW
A I . — i B sh A R e i 1R AR
mA:KER, AFERWN, BHITAHE, 5%
Ban M EMELA TR R, JJLI#ET R
)i R R 55— BiLEMNA
HERNPEFENED, HSEKEERSEMH
th, £EFMEQRFERSNEN. EAEYR
AR iR R A EN TR A aE
h. BT ERAMARERESREL
R, HREAEANBAFRRGETRZA TP, FHik
EEIBENFERFERSTEHAEANSEE, (6
T B R S FI AR E N A&, H
IR K& A 7™, Gordon F™ H IR KW AL
/BB 5y A A iE A 0 A BLR SR AT IR
F#ER GPA) AR, DIEEEILE, %
FEARARAEMITEEEE G+ ERHHE
RiEFAFRYEMEBFREARPREF KBS

WAk HIE - H B A FEE By =B e Ab kR B
TAJIRIE » JUFNAR 'R IATT [ ALAX O A 47 22 1

FUREHREERED . TAXEHRTLSA
R R T IR R AN RE NMER
TR RN S8 v T HE.

#EENY P RERRGHLIERERE
KB THSSFERERAERM G T RE LiF
WEX, mOMERE Q-2 (cardiac myosin
light-chain-2) % ) W3 43 i 3 1 (partid se-
Cal (1) collagen) EF“ fFaF4H 3% T H
AR ZE O L. AR P IR A A FF R R
K, FUtEaERE G FRRESREZEEADL
RIFRERE. REAWHFH=ZoHM: FITE
FENS WmEEdX, HOERE, €% PolyA
{HEEmAEN 3 MmATHX. HEfERAMATE
BAEN EH AR EESR U T ILA.

1 AABREQEEREXRERNG

HEREAR MHE S EHEARMRIEE
H, BiaAtPmEEHRS, MERE
SRR KM IHARR. PRAF
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ABSTRACTS

SHENGWUHUAXUE YU SHENGWUWULI JINZHAN
Prog. Biochem. Biophys. (China)

19%4; 21 (1) + 89

(China)., 1994: 21 (1): 27

As a family of multifunctional cell-proliferation
regulating factor, TGF-B has great potential in
clinical application. Both naturaly secreted and
recombinantly expressed TGF-3 are existed in
the inactive form of latent complex. Activation
of latent TGF-B complex is an important path-
way of modulating the biological function of
TGF-B. This review concerns on the molecular
structure of both natural and recombinant la-
tent TGF-B complexes. and their possible acti-
vation mechanisms under physiological condi-
tions.

Key words

transforming growth factor-8, la-

tent complex, activation mechanism

Lipid Containing Protein . Pan Huazhen. (In-

stitute of Basic Medical Sciences Chinese
Acadamy of Medical Sciences. Beijing
100005). Prog. Biochem. Biophys. (China).

1994: 21 (1: 31

Proteins anchored in membrane by fatty acids
or glycosylphosphatidylinsitol have been found
in a wide variety of cells. Recent evidence

shows that the function of these proteins wide-

duction. This review summarizes the progress
in the past few years concerning the structure,
biosynthesis and functions of these proteins.

Key words lipid containing protein. palmitic
acid myristic acid , glycosylphosphatidylino -

sitol. structure, biosynthesis, function

Progress in the Studies on Gene Mutations of
Factor Vll. Geng Jieping. Qi Zhengwu. Chen
Zhu . ( Shanghai Institute of Biochemistry ,
Academia Sinica. Shanghai 200031). Prog.
Biochem. Biophys. (China), 1994: 21 (1): 36
Human factor Vll is an important cofactor in

the intrinsic blood coagulation. Hemophilia A

is the most common severe inherited ble(?ding
disease due to the deficiency or abnormality of
factor VI. Factor VNI gene has been successfully
cloned and expressed in eukaryotic cells that
promotes the studies on the gene mutations of
factor VI widely and thoroughly. This article
introduces the recent progress about this field,
and new techniqués used in researches. The
study on gene abnormalities of factor VE can be
regarded as an excellent example both in depth
and width for researches of the congenital dis-
eases.

coagulation factor Vll. hemophilia

Key words

A. gene mutations

Gene Expression Specifically in Mammary
Chen Rui-
huan. (Unstitute of Biophysics. Academia Sini-
ca. Beijing 100101). Prog. Biochem. Biophys.
(China). 1994: 21 (1): 42

Heterogeneous genes express specifically in

Glands of Transgenic Animals.

mammary glands of transgenic animals is es-
tablished recently in gene engineering. The
milk protein genes and their fusion fashions
with heterogenous genes, the necessary ele-
ments and the possi
expression of the recombinant genes in trans-
genic animals are introduced.

Key words milk protein genes, transgenic an-
imals, mammary-gland-specific gene expres-

sion

Progression in p53 and Rb Gene Methylation.
Yang Heping. Zhou Airu, Tang Jian. (Depart-
ment of Cardiopulmonary Endocrine. Beijing
Medical University., Beijing 100083). Prog.
Biochem. Biophys. (China), 1994: 21 (1): 48
Progress in p53 and retinoblastoma (Rb) gene
methylation is introduced. CpG dinucleotides

are the hot spots of DNA methylation and mu-



