T2 EERAE L EEWR
PEBHERBD b — 24 7 — T 354

AARAE®EEMFBIFPKUIRRZOPAHEETF

(ZH T AHREFLPMENT

" "R E R

7t R
T M &K Ea

B ARAIERER 10 $1ORFLPSHE X, Byl (3.6kb ; 0.70, 1.7kb ; 0.30), EcoRV(30kb ;
0.35, 25kb 5 0.65), HindH (4.2kb; 0.30, 4.0kb; 0.70)TH e LLEDEES S, bt
BAAPKUFRD HAERTZEIC, LIE3BHBEREORFLP & M\ 2 BEsRiT /1 B R & R L 655 1L

7o (HAERT2HTRIAEER 65%)

RHLE:

I. xt»ic

BREECRTS7 - =7 b VIRE (PKU) OH
AERTZETE, WERERLIh TR,

bhbhul, BARAERER S IO HAA PKU
#FD PAH (phenylalanine hydroxylase ) 3&
fEFw¥:IF%RFLP ( restriction fragment
length polymorphism ) f# %47\, PKUD
HAEBTZHNC O W THRE L,

I. ¥RFIVFHE
IEESER10 #ids X PKU 455% 16 B, ML
10ml2+& DNA %584, DNA 51g % 15 Bz HIER

B (Bgll, Pvul, EcoRIl, Mspl, Xmnl,

7 == b YIREE(PKU), PAHEfETF, RFLP, HZgjz#r

Hindl, EcoRV)THIEHE, 2P To<nAL%
full-length human PAH ¢cDNA% 7 w»r—7 %
LT SouthernfE#H 1775 - 72,

I B &

OEFEH;, TEOHBREZ LY SED
RFLP# it I hte, &RFLP #7815 FHEE
FEAERER 20 1 (Woo) P it KL B 520 ic B
T DI BXNLBETFO~T = HERIL,
ETRMETH -7 (F1),

®PKU4 %% ; Woo &d4548 @ haplotype
4B IV 28D, [EFIRET, BRMOEGF
CHE LEMIC@S bhi (45 44%, 28

Itotc,

BEZRBAREEFEWRE, *FH 5 F44% (Departments of Pediatrics and Molecular
Biology, School of Medicine, Keio University)
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38%) (%2),

V. ##&

HAA PKUZFFROPAHEEFDRFLP haplo-
type AT I s T, (DERK TR D &\ haplo-
type 235 XUV 3 DXAN, (QFK THEM Thig
haplotype 4 3L U 28 D BALIELIFRD H AT,
L LRk, AAPKU & HAAPKUDREM
TR THDTHD, JERAD PKUR, haplo-
type2 B XU 3% A THERMIREDERIEL,
founder effect ik v Ebiotch D L#ERZND
2%, AARAPKU, A¥54 haplotype 4 B
W& FTHEMICat random 7eEEPE LR D
LEzZbRA,

B DBFSEE @ X 5 PKU DRI FHATO MR,
PKU®genetic heterogeneity 235032 S
T3 L (VERBEENSELFCE L5 (1207
DEEIREINTD), Q@QR—RECHNT
EROEBEENEDLNE, Q)FEDhaplo-
type & EEBEGEFORICATL b EHTBEIF
FELI (383D, Lictto T, BRI\ TREE
iR b ERE Y BEEFE TS HES, haplo-
type FEEFIET 5L, osED PKUDH
ARTZHIE L LTL#ET Tiey . RERFAPKU
DHETNZHEL LTRVEREO&VITER,
FEHERCSCTHERE 7 HEREr T
RFLP & A\ BT #1770 5 2 &L ThH B, bh
R OBRHOBE, Bgll, EcoRV, HindI D3
EORFLP % A\ % gl X, #iw k65
% THHZ EBHLIEIN TS, £, (1) PCR
Bk BE LV RFLP DRk XU 2O RE b,
(2 RFLP A% informative T W R FRIDWTIE,

RS e teERE & AV o cDNA O ZE RO,
COWTHET 2 TFETH 5.

V. xR

1) Lidsky. A. S. et al. : Am. J. Hum.
Genet. 37, 619, 1985.

2)Woo. S. L. C.et al.? Am. J. Hum.
Genet. 43, 781, 1989.
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# 1 RFLP allele frequencies in the Japanese population

Allele frequency

Restriction  Fragment (Araki et al) (Woo)
enzyme size(kb) Japanese (Caucacians) (Japanese)
Mspl 23.0 18/20=0. 90 (0. 38) (0. 870)

19.0 2/20=0.10 (0.62) (0.130)

EcoR! 17.0 4/20=0. 20 (0.59) (0.053)
11.0 16/20=0. 80 (0.41) (0.947)

Bgll 3.6 14/20=0. 70 (0.59) (0.800)
1.7 6/20=0. 30 (0.41) (0. 200)

Pvula 19.0 6/20=0. 30 (0.44) (0. 200)
6.0 14/20=0.70 (0.586) (0.800)

Pvulb 11.5 18/20=0. 90 (0.69) (0, 857)
9.1 2/20=0.10 (0.31) (0.143)

EcoRY 30.0 7/20=0. 35 (0.47) (0.158)
25.0 13/20=0. 65 (0.53) (0.842)

Hindl 4.2 6/20=0. 30 (0.61) (0.231)
4.0 14/20=0.70 (0.39) (0.769)

Xmni 9.4 2/20=0.10 (0.67) (0. 095)
6.5 18/20=0. 90 (0.33) (0. 905)

# 2 PKUR%OPAHR(EF ORFLP haplotype

PAH gene  RFLP haplotype(Woo)

KHR1 2 nutant 1
normal 23
pS3 mutant 1
normal 4
FHk2 b mutant 28
normal 28
mutant 4
) normal 28
53 b’ mutant 4 or 28
normal 28 or 4
8 nutant 28 or 4
normal 4 or 28
KR4 'S mutant 4
normal 28
& mutant 4
normal 4

#*3 PKIORIEHMSEN

(1) F—haplotype¥ ;RT PAHERRIEF o, HEOEREFAD LB,

(2) HEFTTIL, WUAEDOPKIZEANFEEHh T3,

@) FA—RECS0T, HEROZTENEHSL B,
(FEA  BRELTLHE)

(O BPOHEBOERER2FAHL, PRUZZ 7Y~y LT, BERRIE L,
S.Lyonnet : Am.J.Hum.Genet. 1990
HBPBREEEOPKUB RIS (202FBBETF) %, I—gy Nicdn
LEINZBHEOEREAVWAZ)— v LELEZA, 2T%PFEEEHE
L3 EL N,

(5) HRAPKIOZERBHFTE+H TRV, BEE TrefzH A Exon 8ORELZHE
LTwnd (AREXRAHBETES 1990) A, #EEKICE S HAAPKUA #
DEFTR, Exon 8OREZED LA TR W (BXAEXKRHBEE¥S 1990),
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BEHTFIRA b OCRGEEMXTER YIMER ﬁ
BXO—BTIH. BREOMACERENETNIRENHYET

- 10 RFLP ,Bgl  (3.6kb;0.70,1.7kb;0.30),
ECORV(30kb;0.35,25Kb;0.65) ,Hind  (4.2kKb;0.30,4.0kb;0.70)
PKU , 3 RFLP

( 65%)



