BME3FEELEE L FEETE
MMERPOTCREREERICMTIHE]

AAAEFEERAO PAHBREFICET 5
RFLPs & HARAPKURRDEEFHH

(A BEEREORETHICET 28%)

* *

v MRS R,
THE . WKIES

EZIL Y

B (R AATEEF1060 PAHBETICE U 5 RFLP S (Msp I, BeoR 1, Bol I, Poull, BoRV)
i, BKAICH UEA S b 7532 2338 &M 7ce (2)Bat IL Pwl, B RVD 3 BOHIREZEE I B AAP
KURRICBY 2 BAERZE O informative L RWRIIEEHB TH o720 IIBEAAPKUZERITEBINT,

RKDOFREICITED SN PAHELZF DO RFLP haplotype 1R &7z,
PlEkv, BEAA PKU BFEEOEREEBRE S NI,

BHELE: 7= b VRE (PKU) ,

I. 3l
BARALEEEFI, RUTHRHPKU IRRO
PAH #E{zFiCE 1 3 RFLP (restriction frag-—
ment length polymorphism) 2 OREZHE T
%,
o xt %
(a)lBAAIEEEH | ZRAIK PKU ZFDH L,
B DR 5 BEH 106,
(b)Y PKU K% + 0358k, 31, MEHE
IS Lo i 4% REHEE, BERIERIPAX
$o

P AHMEETF, RFLP

Utzo DNAS pg % ISEGI DX EHIFREER Mo L,
EcoR 1, Bolll, Poull, EcoRV, Sph I, BamH I, Hind

IO, Pst I, TaqI) THEL %R,
U7z full length human PAH ¢ DNA %7 o-—

p sy

7'& UT Southern B 21T » 72,
V. #ER, EE
(A BRAEHER  AAEEEM2040OWoo 5
oBED R, 5O0HIREE (M,
EcoRI, Bgll, Pwull, EcoRV) XD 6FED
RFLP, p#aiti&hr: (1) o Lrl, Wood
O ERIY, Mep L, BRI TR, HIBE

m 5 &® FOHECEHOorRESED N (R1)
AAM10ne 5 & HMERESBEL, DNA Z#  BAAPKUOERZRAICHEL TR, AEBOR
*BEEBRKERZL/NERR, RS FEY (Departments of Pediatrics and

Molecular Biologys

School of Medicine, Keio University. )
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FLPOHBEHFEEOEZEEZREL, Woo 5EIEEN
BHBBROMAADEEANS L EMBBETH
%o

LIk b BOHIRBERD > 5, RFLP O HBRHE
OEVHIPREESR 37 (Bgl II, Poull, BcoRV) %
RV THA®D PKU FROMERZH ZEA 55
4, RFLP BEBEEZFLEMHLTVEHEHEDOD
& T, WK (informative ) (3R 14965%
Tdh b,

(b)HT 849 PKU K%
AEAVI0BOHIRE R TIL, REEZH,
A cEecERRETERNS~T o, RN
R EARTRFLP Rl I Nigd - 72, H— RF
LP MR SN EcoRITZ, X316 kb Dk %,
&, f#if, BEH16Kkb /9kb O~F 0T, KRR
DiEFRRAELZHTHCEBTETH -7« (E
2) . AFEHRD PAH EzFiCHW % RFLP
haplotype %, Woo 52557 ¥ =— 27 A® PKU %
FAERRIC T > OHIREERE AV L 7 1280
haplotype ™ & I#T 5 &, BOERMLBIET
2 haplotype 4 ICHIMT 5%, RO BMNIEIE
F, REBOEFESIEMETIT identical T Woo
SOMETRADONBVHDTH - (EF2) o
VEEEOHLBETHRE L, RHMEE PKU, &
BEEHE 7 = =0T 7 = YIEORRS ® RF
LP haplotype i3, X BOEBRNILEMLT
haplotype 11, @ IEFXILBELF i3 haplotype

4ITHEYT B, KOEEWNIEEFREIWoo 5D -

HEWCRAD LN NEA T THo T,
AROWFEICED, DNA SRWCETE, BE

A PRU %0 RRAEZH, HERSHZTL

EMHEEEEE s, L L, BAALHBEADP

AH#{%F haplotype Dz, EIH PAH EETE
Bp NEEBABRIND, SBREMO PKU
RROERFICE D, BARA PKU KBEED
RFLP haplotype SP¥AREY L, X DEEOK%R
Kxt UCERA L S 5 LR, REABERZHO
strategy ZMENT ATFETH 5,
V. X B
1) Lidski. A. S. etal
Genet. 37, 619, 1985
2) Chakraborty. R. et al ; Hum. Genet.
76, 40, 1987
3D WA B M EBEEHLEBEME MR
BoXiEEEERICET 2P %RE HN
REEFREREE p345—347,

; Am. J. Hum.
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HARAAEXBRBOPAHEEBEFICBITS

RFLP (Pvull) PKUKXH®R, EcoRITRsOLZRFLPY
12345 6 7 8 9 10 12 3 4

19.0 »

11.5 »

9.1 »

6.0 »

EcoR)
FoH O R,B 3.8 4. B®

K2
kb
Pvu 11
PKU KRR D PAH BIGFO RFLP haplotype (kb)
X1
Bgl 1| Pvulla Poullb EcoRi Mspi Ecor\V Sph|
Nowmal ¢| 3.6 6.0 115 16.0 23.0. 25.0 7.0
Mutant e | 3.6 6.0 1.5 160 230 250 7.0
E!?;AIE#;E PAHREFIC g MNemalw| 36 60 M5 0 20 20 70
#173 RFLPs & £ DR Motant v | 3.6 6.0 1.5 9.0 2.0 25.0 7.0
. fragment aliele Normal ¢ | 3.6 6.0 115 160 23.0 25.0 7.0
IBEE frequency Vo) Mutantw| 3.6 6.0 115 9.0 2.0 2.0 7.0
Mutant ¢ 3.6 6.0 1.5 16.0 23.0 2590 7.0
1 23.0 18,720 = 0.90 (0.38 !
Msp 4 ©:38) BR tantw| 3.6 60 115 90 280 250 1.0
19.0 2,/20=0.10 (0.62)
Eco R1I 16.0 4,20 =020 (0.59)
9.0 16720 = 0.80 (0.41)
Bgl 1 36 14,/20 = 0.70 (0.59) *x2
17 6./20=0.30 (0.41)
P Ta 19.0 6,20 =0.30 (0.44)
6.0 14,20 = 0.70 (0.56)
Pu Ob 15 18,720 = 0.90 (0.69)
8.1 2,/20=0.10 (0.31)
Eco RV 300 /20 =035 (0.47)
25.0 13,20 =0.65 (0.53)
F1
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BEHTFIRA b OCRGEEMXTER YIMER ﬁ
BXO—BTIH. BREOMACERENETNIRENHYET

:(1) 10 PAH RFLP (Mapl ,EcoRl,Bgl
,PvulL,ECORV) , (2)BglIL,PvulL,EcoRV 3
PKU informative 65%
3) PKU2 , PAH RFLP
haplotype

PKU



