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PCR-SSCP Analysis and Its Application to DNA Diagnosis
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1. #%

4H, DNA B iRREDE T, RER ZOEEMR 2 L 00b 5. BEREH B 5 ERERLR T
FDEREARDOKRE, BIZB T 3 EEETPRNFEGT DEREE 2 SUEBEE L ORY, BtxEs
B SREEMORE, ¥Th5. DNA ZHOBRAMERERG SHERETH - 7288, ThIZiZ, B
#12 DNA Effik &tk V BE S EMZNERFEMBLETH Y, FZ EERREDF TCINETIO
JIEEE RERETh o 72, 1980 FHICHIL 72 PCR 1Z, Z DR E—ZE X &7, BEOEEHRE
Oz, FIA4~—E LTI TV ITX 2 V4 F P L, MAEBEEDNA K X5 —¥, Zhic s
HiSEERHNE, B THEBEIC, BMIBMEDS A DNA » & RBEES OS2 BN BiE L, Y
MY BENTREE Botz, 8518, RYTZZIYNT S FAVEKKEEZHRAL T, PCREWHOZERER
OFEfEE, o THBICH T 2 EB¥E PCR-SSCP 8:ThH 3.

RV 7 Z7INT 3 PP NVERKEEIL, B THBREOBVWAERNTH S, %, EHEATOEE
REE, TR, DIrVRIEBREEDEL SR IBEEORIE D L UoBMTEE LTREL, FIH
SNTRS:, BBHEIFTIE, FRSTFOKREE BBRIRETEEEIY—LREERITEDOTED
ER)OBREBFERE LT, AohTEl, ZOEMOESAL BE S NEH 0, DNA X 7 v i F FEF]
WEETH 2., ZOBKIKEIETIE, 223X 74 FEER 1000 & 1001 23713 2 2 L 5HEET
HB, ZIZTHhB SSCP TR, —AR$EME, B2 DNA OFERESEDOEL2FAL T, DNA X714t
F REFIDE, HIHERERL DNA ZHERHT 3 (2,6), ‘

II. PCR-SSCP ZDRIE

AETIE, BTHRICT /5 DNA B 5013 cDNA hoxtsR &3 355 % PCR 12 & - THIES (7).
I ORBEEER SN T T4 R — 5B X 7V A F P 2RV 2 L& - THEIE L RARFCZ DEY 2
PSR 2 (4), BBEYMEZ RNV AT S FERCEYSIZAERL, MBUZ X > T DNA S B ¥
#, RV779N7 I VFVERKKEC &> CHBET 2, KEER, YVEERECERSY, -5
X757 4 —E > TDNA DNy R et d 5, BIIORL 3 HEDNA IBRBENLELR 0T, 2R
ZHEEEDO DNA 1, IEH DNA L RELZBZMEONY N LTHREENS,

FEEMEMT T, B DNA BOTFHRMEEERORDI, IVBENEER L oTWwa, ZOHEAE
TEREERTIC L > TRER S, o TEER 25 25D DNA WH (Fl2 IXIEEES & 2RER 2R
S &, BlOEREESL & 280212, BEIEINES,

STFRMEEER X, SFREESER, HEMAS v IS8R ES, BAED LIS, I DA
VERDSESE DNA O 3 RTTHE R YD LS WREL TV A h 2 ERIETFET 2 2 L X TER W, 6> TH
DEBEENIHEEDNA OF VEKKEC B 2 BEE 2 EROICTFHIT 2 2 L ITABETH D, BEYIZL
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DI S5TBEEDOL(LD £/, FRHEKRW,

1. 48\ DNA Wi K TR HBE

PCR-SSCP ¥ TRBREER2 FORERE T2 Z LKk 200 %, BRICHEST 5 2 L i3, FEEo®E
HroNEETHE, —FH, BAORRERLZBEEDEL LTHRETAERE LT, KEORE & REIZ
HET LI LEAEETHS. ZOHECHRERSD 2, BBD X 512, PCR-SSCP T, EEX 7V 7
FEH, FFROMOX 7 vAF FEwrRHEEER%T 20, BPBEETH S, o> TEREDORERE R,
FL 3 925 DNA DOEFIc X - TER B Z L FHEEN, RADEFN 72> U TR Y RRHRE 2 #
ET 3121, £ OEFTORBBEZEFLZTNER SR, R 1 IKEROWFRED, Fx ORSIh
D> D OBFMIZEREE N LT PCR-SSCP 4347 21T - 7o iR OBRHIBRE 0L 2T, H2EED
oo h5H00, BBULEHEE TEALTERRHL TW3 I L8RARNS, BHReLT, flz
13300 |MELIN ORI THNIE, REOBREIZIZIZ I BET2O0ZYTH S >(3). PCR-SSCP #ED &
Elx, EVLDNAWE TIHMET T2, > TELDNAME HOEREERMET LI, Zhinl-o
DO/NTR IS 5 E R, BRI, 4£—N—F v 7T 30 L DO 0OEBICH T TEL ICHEET 3.
RIRROEE L UCHEIEL 718, SRR & > TEW DNA KR L33, S0, SSCP M4 24T
5. L LAadrs, HWABMOT 7 Y id—Biiz 300 X 7 v 4 F FUTTH 205, 1Y e ryHOT
U VICBHET 2B O R TSI 4w —E LT (A v hur T4 ~v—), PCR-SSCP i 2 EEATS
ZEWCED, BEALOEEBTFOEAE - FEROERERER Y / ADNA ZHWTRET 2 Z L2310
BETH B, '

2. U DNA WA TORE

B IVIPAE DB S S, $BI2 400-700 bp O DNA Wi T ORI & EBiSME, oW TREL 2.
MEE LT, Factor IX (X kb)) WZ22RERE %2 H > DNA A (Mayo Clinic @ S. Sommer 81+
X V18I, EEEFOEL OHEEOEFIELORHOTE %, L O SSCP £ETTHRET L., 2h s
EOFIZEL L BEIEMT R OR &, BIUERERE2E 20T,

#1 PCR-SSCP O HEE (FEv> DNA Ml O%&)

=% (BET) R&(b.p) BEBECCO %C %T® gly BH/MER BE (%)

Gaidano 101-200 r.t. 5.0 6 + 19/19 100
et al.c

(p53)

Michaud 101-200 4 3.0 5 - 4/4 100

et al.d 4 3.3 5 + 4/4 100

(OAT) r.t. 3.3 5 + 4/4 100

201-300 4 3.3 5 - 2/4 50

4 3.3 5 + 4/4 100

r.t. 3.3 5 + 4/4 100

201-300 4 5.0 6 - 6/6 100

4 5.0 6 + 5/6 83

r.t. 5.0 6 + 6/6 100

301-350 4 5.0 6 - 5/6 83

4 5.0 6 + 4/6 67

r.t. 5.0 6 + 5/6 83

Suzuki 101-200 4 2.0 5 — 10/10 100

et al.® r.t. 2.0 5 + 9/10 90
(ras)

N, N-XF LV ERTZYVNT I RBE77INANT I FFRIZEDEZN—EY M, P27 7VLTIFD
BE. ‘Gaidano, G. et al.,, Proc. Natl Acad. Sci. U. S. A. 88, 5413, 1991. <Michaud, J. et al., Genomics
13, 389, 1992. °Suzuki, Y. et al., Oncogene 5, 1037, 1990.
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3. PCR-SSCP 0k

PCR-SSCPH:DEETIRIVATA Y N —72FWTED, THETZ DM, 20D OFERIIRES
ncwi, 22T, W% L OBEHETO PCR-SSCP #BDIGH, 7zt 2 THFERESE~DIGH, 2B#EL
T, W OhOFEMETE PCR-SSCP ¥:535%a i, £ 0—2 REEER L7275 4 ~—T PCR %217
VW, BRKE NV FPOBEBICHEIDNA Y —2 2 —2H0w2 5D THB0B). ZOFER, FEBRER
PEBEIV Y2 —FICATENS, KEBHBEEE2—EHETS, AFENTIERAT v 7B 20w0DT,
SWRE 2 HOIBEDAEBR I AP RD, EOFESHZH, HEDNA v —7 2 0 F—29FE K
BHTH2OBRETHZ. —DDIEHEE PCR-SSCPHEE LT, /N FE2ELET 2 5ERH S
(1,8). ZOFETIE, RE—HEAOBREDEEL, NEWSVERAWLOT, REBEN L ORETDH
200, WO THRHNTIHENDZ LEDLNS, TTIIWL DOrOECKRERELRFDEREEOBRHIZ
BETHD I EBWEINTEY, BRREEDETERTH S Z L ZELTH B, RAIDRRERD
BOU3DCRBRABHLTHS D,

#®2 PCR-SSCP 2T OBHBE (R\ DNA ¥y D5HE)

PAA
5% 5% 7%
0%G 5%G 5%G 0%G 5%G

MDE

EXON SIZE No. Mutation

A 425bp g—a
a—g
G—A
T—-C
t—g
C—->T
G—A
T—-C
G—A
C—->T
G—A
G—-C
G— A
G—-C
t—a
a—g
del of T
G—A
C—->T
G—A
T—-C
G—A
T-G
T—-C
del of AC
C—->T
C—-A -
C—-A —
G—A —
G—-T —
C—->T —

I+ + + + |
I+ + + |+
L+ ++ 1+ |
I+ + + + |

B-C 629bp

|

E 339bp

F 388bp

L+ +++ 1+ +
[
l+++++++BBBBR++1 ++

L+ 4+ 1 +++ 1 +++ |
+

G 525bp

L+ +
I+ 4+ 4+ +++++++++++++

H 797bp

[+ + 1+ 1

Sy O B 0D U R WD O R WD) O R WD U R Q)R R U RN

+
e e

I+ +
+ o

oo
=
~
—
31
52}
-~
=)

% detection 42
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PCR-SSCP #:1i3, X DB L FORAREEROBRHICELNTERTEY, 2hoDERERET 2L, &
EOMHBE B TEWEEDNS, LrLiens, BL OwEIEG2RA T HRHEHER WERNE
ETBIEHFTETHZ., 3o, BREEERHLIEZSWEFILEES> D20 bANT Y, #oT
PCR-SSCP ¥ 3 Z2REESEEL R W I EDFEFICHED Z L IXTER Y, SERAEITS 5 W HBEY
SERRES, BEFEELVISHASEEINS D, FTRORES+4ZEET2 I NEEN 5,

X B
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