ERIGEERELELSEERR
TNBBHEESRD N — 205 TRET %

AXAANERERADOPAHEBLEFIZH TS
RFLPs & PKU KRB T 5 BETFEBNT

wA E, BRER', IE M, BXEx"

B (1) BAAERER 10 o PAHBEF 3135 RFLPHE (Mspl, EcoRl, Bglll, Puul,
EcoRV, Hindl, Xmnl)ix, BREAEBELML B, Q) 3SEOFIEEER (Bgll, EcoRV,
Hindl) @ X 5 BAAPKUDHAFTZEATAERIL66% ThHoteo (3 HAAPKU 3F%R (134))1cds
W, BRAPKUIRES %\ haplotype 2 X038 ED LAY, Bk AL E it haplotype 2388

HERIT,

RHLE:

[. i
AAAE®EELR 1063 L0 PKU3FER 13 6]
DPAHBEZEFERIFTHRFLP (restriction
fragment length polymorphism ) f##i %
fTv, BOROBHEE KB L7z,

I. & &
() BRAEEEN ; FAARKCPKUZ RDio
HiS oD Bfe B Bat 10 #l
(2 PKUFR , FH 1, BRE1CL), BEPKU,
BR2K), BEES7 -=A77=VIE, &
B, fenskeE, FR2, B8R, WHPPKU,
W, FHBEYE, nEKEL. %3, BIE,

7 = =% b VIREE (PKU), PAHM&ILZF, RFLP (s), HiART2HT

HHEPKU, 2 AT RENIER, MEREE
Ll (1),

. 7% &

FHEIM 10 nl 25 AUMER %5 B, DNAZBHL
7o DNASug% 15 BN OEIBEER (Msp ],
EcoRl, Bgll, Pvul, EcoRV, Hendl,
Xmn | ) CHEE, 32PT5~A L7 full-length
human PAH ¢DNA %#7=-7& LT Southern
fRIf 24T o 72

V. g &
() BAANEREE, TEOHIREBEF X D8

TBEHERAEERZE /R,

*H 45F44% (Departments of Pediatrics and Molecular

Biology, School of Medicine, Keio University )
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BORFLPs s hic (K2, Poul, Bgll
DRFLPs), ##HIREERDORFLPM@ITOR K
¥, BAEEER 20 Fl0oWoo bORMKD & ik
T5%&, Mspl, EcoRI, Hindl, Xmnl TiX
RALEETFHRE AL REr R bR (FL),
Woo & DT LA BARAPKURROIEFEETF
DRFLPHED (2, BADHAEFETH o7,

(2 PKUKR ; RR1DOPAHBETFDORFLP
haplotype %, Woo 6035 v~—2 APKUZFR
AR SEE LT 12 B0 haplotype 4L 00
BEEORRIT L DBt -5F43 @D haplotype?
LHEFTDE, KROBEREFLEE Fithaplotype
1z, BOIEESIEZF Zhaplotype 41T, &
DO IEHERIEET 12 minor haplotype @ 2312 4
Hli, RR2TR, BOEENIEREBTIX
haplotype 4, ROZERFILERIAT & LRDIEF
WIrEfEFitidentical T, haplotype 28248
L, FR3I TR, BERMDERTOBHCE
R RFLPIIHHINT, KFFKRD haplotype
4RIV 28EHRIS NI (K2),

V. & &%

SEOFFRIC LD, DNAZRMZ ESLARA
PKURRDOH LTI 2, REZZHAREL
ofc(~T e HEEROB-3BOFIRER Bgl I,
EcoRV, HindI %F\V7=BAAPKUDHAF
ZHREER IR E 65 % TH D), LoLEAak
LU Woo b0 BARAPKURFRD PAH #ETO
RFLP haplotype S##ricis\~C, BKKAPKU
T b SWERILELRT D haplotype 238 L O
3BFD LR hote s &, WoobDHAAPKU
12FRROFFOMER, HAATREENDERET,

EESLERET & i haplotype 4 2AEFIT
BT & (BRINGRETFO 13%, EESE
ZEFD78% )26, HAAPKUKEBRETER
DEBEMIS RS, FED haplotype #F
THEBCH LWPKUERL4E L, founder
effect I Ehiotc & ShadbBk AL £,

AAEA PKUZRILKERS A haplotype 4 TH S
B—REDOHBD L @R OB EI L TAET
bDEEZ LR D,
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K1 Japanese PKU families

Family 1
,%
Family 2 mild PKU PHP
GD:%
Family 3 classical PKU

410
e

classical PKU

O

— 200 —



X2 '
RFLPs at PAH gene in the Japanese population

346566789 10 123 46 67891

=5, —

1 RFLP allele frequencies in the

Japanese population %2 PKU FKZ5ROPAH ;RT3 SRFLP haplotype
Restriction Fragment  Allele (Woo) PAH gene RFLP haplotype(¥oo)
enzyme size (kb) frequency igf"‘ 1 > mutant 1
Msp 1 23.0 18/20=0.90 (0.38) (0-870) normal 23
19.0 2/20=0.10 (0.62) (0.130 ) #  outant 1
Eco RI 17.0 4/20=0.20 (0.59) (0.053 ) normal 4
1.0 16/20=0.80 (0.41)(0.%47) F%2 X mutant 28
Bg! I 3.6 14/20=0.70 (0.59) (0.800) normal 28
1.7 6/20=0.30 (0.41)(0.200) &  nmutant 4
Pvu lla 19.0 6/20==0.30 (0.44)(0.200) normal 28
6.0 14/20=0.70 (0.56) (0. 300) K% 3 4,28
Pwu Tb 1.5 18/20=0.90 (0.69)(0.957)
9.1 2/20=0.10 (0.31)(0.143)
Eco RV 30.0 7/20=0.35 (0.47)(0.158 )
25.0 13/20=0.65 (0.53)(0.892)
Hin dII 4.2 6/20=0.30 (0.61)(0.231)
4.0 14/20=0.70 (0.39)(0.769)
Xmn 1 9.4 2/20=0.10 {0.67)(0.095)
6.5 18/20=0.90 (0.33)(0.905)

v ¥

( Caucasians) (Japanese )
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BEHTFX A b OCRGEEZMXTERYIMER ﬂ
BXO—8BTIH. BREOBRATEENEThIRANBYET

(D 10 PAH RFLP (Mspl ,EcoRl, Bgl ,PL U
,ECOR ,Hind Xmn ) , (2)3 (Bat ,ECOR
,Hind ) PKU 65% ©)) PKU3 (13
) , PKU haplotype2 3

haplotype



