L2 EEEERLFEERR
B EHEED b — 277 — BT A%

AR A OHARTZE
1. RFLP % f U1 ERE oI AR A HAERTRZ2 B

B BA P B, FEANAL, RAEET, W R

Ty MR ARREOEEREOREREMERMC, £7. YREFRFR T 0 —7 (DY21) 1 TH
BB 2T AR 2 O WA Fil T RFLP, Bel I/intron 18 & Xba I/intron 22% KA L
T OFOMA TR AN Z B 2T 5720 9Bl 6 Flid R CHIRZREFE L 120 55 8 FIARAE . 36
PERRE Th 10 3HEBERT, 5 b 2BIHBE TALIEIRAES fifT U120 1HlIRFFMAIRA TIRIER
g U 72 o AR RITIZ TR OFIKI 255 5 6 OO RO RIHT, >0+ (F IR HAERBETVAIRETD 70

B A0 A IR TEETA RELP HARRHT, CVS

1. Bk
AR A 12 RS R ER T & % 5T, RA

i & & h 2O MBEORIE, KiEsHEICIIE & ORE
IR R D o i - T BEHER L . RREZE.
AR AEOAFER 20 LB TE
BTHbo

TEEL MARR A O HARTZENR iR CIEDR
19-2138) W BRI 2RI L ZDHMRTE
BECFUI: €)% & O IR FHUR (VI : Ag ) R BITES
BHEBTONT & 120 TAE HFEMEOEST
P, IEIREEA (IEIR 9 — 1138 ) W AR ESR D IR
REME2ELELL (chorionic villus sampling ©
CVS ), DNARFIFS B Lk h#IfEFL SNT

DRIRBHET DS ETREICIE > 7o
VIR TS T3 XEUARIE o 28ICFFEL 260D

exon X D7eh, £5 186kb, Z (D cDNA 3 9kbiTH
BIRbDTHD. MRRARFIEICILEEALS
NABEETFEEZOLOREED & A, 10%E
ELpBS»IREINTE ST, fREER L AR
LEHT intronPUIZEFET A RFLPE BN TN 5 D
PHEIRTH 5.

SR TFEETFNICEIETS RFLPE 5 -6 B
HEINTVS D, BAIERO T ELSBREDH
) 2 FEME O RFLP, Bel I/intron 18 & Xba I/int -
ron 22 2 FIVTHRZEI 21T > T %0

Bel I /intron 18 RFLP {3, probe F8 A T,

ZREYERAZ/NEF (Dept. of Pediatrics, Nara Medical University)

* KR TV AT & v 2 —ERAFR
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F.WGENE 18 18
14 15\'..r21 22 2225 2%
§m - — H - — = + ¥
+ T Xba I \1‘
[Hlnd I Msp 1
Bel T Bgt I
§ Exon 17 Exon 13 3 §  Exea 22 ¥
- Ipat
g1l t 1wt Xl 1 tx 1
o 2550 48kb L4k 34k
8idtp 4 Prode Tntron2? Fr.B
[ oo Fsr ] PRSI ey R

% :polysorphic site {(Gitschier et al, 1385)

RFLP  Ko. of X chromosome Alleles Prequency(%) Heterozygosity(%)

Intronld 125 0.3 kb 86 25
1.2 u
Intron2?2 125 1.4 83 82
8.2 37
Fig.1

L2kb & 0.9 kb DB BE I N2 o ZHF OB
FOMBURER, 8% 14%ThHb. BAALEED
NT O ESEHBERILB%TH 5170

Xbal/intron22 RFLPIZ. probe—intron 22 fr.
BT, 14kb& 62kb DA VEEINS., FhF
TOWTH O HIRBEIL, 63%E37%THY, AEA
KHEDNT oG RIRE 2 62%TH 120 SER 4
i3 HEBIITE D7iC YUt (ks R probe DYZ1 ( [
INRIRE N RERR 22—, il 2, AHA
FEELLOME) & L eBEOEMIRFEET
P RFLP 2 FIF L T, EIRFIEIO M ELR RN
B8R ROBID MAFR A RRF RO IEIIC T 1
RN 21T > 70

2. L
1) MERTESRSICBERZNEEE DN
MEMERL b genomic DNAZFHH U1z,

2) AEGIREZETUMLI,

3) THO—RESIKENE, Southern blott ing %
fintzs

4)  *PCIEF L7 TE probe LHybridizationfh,
autoradiography 2TV L1z,

3. fEE

FR1(Fig, 2) HER(I-2)13, H1FW-1) $s
MAZFRATH%EERAE ThBo M C88%, FU:
Agd8%. vWF [ Ag 105% CHRIM RIS R L &
P INTOBo FFR%EBel I/intron 18 RFLP THE
RUICELA, NI 1.2 kb E0.9 kb DT O AR
R BB 1 FOBEIL 0.9 kb 2R/UI0 & >TIOR
HTid REBMRTEETF L T 0.9 kbiciET
LHDEBA SN ARIZ S 1.2kb E0.9kbD A F 1
BARERUL.ZRTHEC &, BIOBRED 0.9kbD
BRI R T2 6 OTH B0, HRRETH
ZEBHTL foo HAEK VBB OMEE TP C105%,
FUl:Agll12%, vWF : Ag 90% & FEEHEEBLRTH
DLERRER LI,
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FHRe (Fig. 8) (ER (1-1) 3, MARBE %2 X
BT ORERRE THD. F1F(I-1)BEKRT
Hoto BT (W-2) BRIBILDWT AR 21T
slo YYfa ik R probe DYZ 1IXTHEREM
EcoRI 3.4 kbDRTFAsHBI L FRIRIGBIR E BT L
Too RIC KR % Xba I/intron 22 RFLP 2 W THR
RLizo fHRE. 6.2kbE LAKDDNT OERE 2 R
U MERABRETHBHRX(I-1) 14 kb DR %
RUtze £ » T LOFROREBEIRTFEET
. LAkbIZHET B DEBA SN, BRI
14 kDK H 2R L. MARABRRE ZH U ALLE
IRAIED T DNz ok, B 1 F (M-1)i3, FUL:
082%. FVI: Ag90%. vWF : Ag 105% & BRIMADEE
FHNCIERRE EE L SNz, RBED 1.4 kb
B OBHERDO L4bOFEEAEERL REE &
B Lo

FHS (Fig. 4) B (1-2) 13, MARABE
(I-1) % & DERAE THB. FU:C50 %
VWF : Ag 105% 4 b BB FEACRRAEZEL B &
NTW5o R (I-2) i, YREERE probe
DYZ LiIT CEERHEMN EcoRI 3.4 kb DM OHER
5, mMBEBIF UTo ITy FR%PXbal/intron
22 RFLP 2O THR L. ER(1-2) &, 6.2
kb & 1L4kbDNF 0 ESEERL . MARABET
HAHAE1ITF(I-1)iZ14kb DU 2R LIZe & -
Ty LORRIC BT 2 RHEBUAFEEEFE
L4 kbiTHRT 2 6 DEBA BN, R (T-2)
1362 kbD 7k EEEAEER L FRRE L L 28
Uizo ZIRZ AL T203, B IIFHRFRET> T

KR4 (Fig. 5) LEMM(T-5) . $TIRILTL
T RADR (-4 ) & MAFRADRE L (I-2)
2EOBERRECH S FUM: CIE50%LL T Ty
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B

B R & B ST B R (I-1)
3 Y P ARG probe DYZ LIT T HIR EBMF U 120
%% XbaI/intron 22 RFLP R TRET 2 & IF
fRIZ 62kbE LAKbD AT DIESHKERL. KR
ABE(I-2)i262kbDETF Z2RUTT. & 2Ty
CORRTREFBEWAFEETR. 62 kbiCHEK
TDHHDEEAL LN BBRIZ1L4kb DR EEEARK
ZRLLFEREZEHZREZH L. BIR®EPTH
%0

DM S ERICD T AROBBREIT -2, BAR
IFIFh LR el BR3F. IR 6B, REE 3
By FFRNE 36le FR 3P BRE 24, EER
LEITH =720

4. L
CVS % Fv 12 AR A D IENR BRI A= 22 i )
PHELI. COFEOEMRE LT, OIFRRE

H75 T & 5 IRIRR R BERANOEE D00,

(2)geno type DBWTTH 512 HBWFOSTIEE L KR T
DK HEE L HBRMEOND  EMBIT NG,
—75 AT E LT (VBMRATRE AR & LT RE 2 Ol
KhdH% (BEUEFBIZFHDORFLP 2FAL T
WA o, BRBBTREFETHH L, hoT
DESE TR b 0v. & bz, BEEIHA
FEETHEOH v ZosEB L T i dudie

B ) QBWICET ZEM, ko=
NORIEE.  (3) CVS DB ¥ BMTEIRE s B EIRY

FHOBD B, LEBHIF 5N,
SBOTRE LT, BEERRCLOBRIETER
O)E&E"J%ﬁ@%ﬁﬁs PCR@@AI;E%%;}LTCL\D

BEXM

1) Yoshioka A, ct al: Jpn. J. Human Genet.,
34 :135—141, 1989.

2) FENRE f. EREREIRAFFE. 11:1-9, 1989,
8) &M E fth : M & PRdo, 20 : 368—378,
1989.
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BEHTFIRA b OCRGEEMXTER YIMER ﬁ
BXO—BTIH. BREOMACERENETNIRENHYET

: A Y
(DYZ1) 2 RFLP,Bcl1/intronl8
Xbal/intron22 9 A 9 6
3 3 3 2



