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AXEN—IFE PRU AW PAH REEARENT Mt RA T —#
FRPERERNF SHXEE: 1L HAEFH 399 HEF GTA (Va)»GTT(Val).
BRI POR e Ahy" 3 Ao M A H R A X B AR 100 ME¥ Afv 39 A PRKU @ # 47 2
#, RARNF 2 SRAEY R ¥ PAH ZFH P iy 44 HE L 5 4 0.005 £0.090,
FE-RWERE., WHRF ZETEI —R“BERIL RN — AT RFLP
EWRA WXL LB W PKU B4 BILHET T & w50,

XEMA. ERRARE, FRARRZ LN, PAH E¥SA4, =8is N

FRNEBZMAE (PAH, EC 1.14, 16.1) RAKFBGESEED B ES. SHL
FREBTAREZRONRIBRE. PAH N6hZ, 2K~ B AEEAEBRA R —
ERERIE (phenylketonuria, PKU), BILBAEREARBERITEHIENS H 2 & &
B/, R PAH BRI R, AE B TES TKF LI PKU RROILE, i B3 %
RS AE EE OB RLRE X,

PAH BEREFETARE 12 SHEMKE (12¢7>12¢*)Y, BEE BANBFRIEBE
RARKRZE 451 A EERP DNA 73], £k 90kb PAH ERBF G, R EE HE
HHRELIH PKU S, RRIA—EBEBESR AR R ER DR T o rhiRd, Hh—
B b 22 28 IR AE T JE AR PR U B ROIR BUIN R ok PR I B & /AL AW, MB—XBT AR
% B R B AP AR BB V) RF £ & fr A (sequence polymorphism sites)®”, &,
f1EXhE AR PAH ERKH R, R T —ANFRIEF £ &6 S rhdkds, T8 11 4
STFHE 399 L FEBFH GTA (Val) 2% GTT (Val), AXBERXR—HRERHTIEX

AL 198948 6 B 14 A F), 1989 4 11 H 16 H It B & e K.




628 LY B %2 (B #) 1990 ¢

—thik 2848 & PKU P=RISHTRagfEA.

—. HHAFE
1. 2MK o
; ERAmMFARE EETLEERR 100 ZBETHEAR., PKU MIRARE ZRES
BEFRRZDEFREDLERERSK 39 ZL2HE PKU WA, NEaRpRERER A
DNA,
2. TR HE

(1) PAH 2H#) RFLP 2% 5z %K% DNA 45| i IR i & Bgl 11, EcoR I,
EcoR V, Hind IIl Xmn I, Msp I 8% Pvu II & 10 My BT ML, 2BUEBER HEk, South-
ern BIBEH S “P iRiCAAZE PAH cDNA BRHURTRERHNEE B ®, HIEEHRNE
%ESI. ,

(2) XBAEHEF PAH XREBRFS#  M—4 PAH gy RFLP #H &R %
1V Bighi& FRgrhE PKU BERSMRM QAR N4 DNA, F EcoR I /L, % K
B EEREEE B, KB AN 9—20 kb By DNA B, @& T PAH RHEI—-135E
FHIFBRENG K BE™, F 4 charon 35 fERAMEB AR X ER", RFEHAAZ PAH £ cDNA
DLF 5 cDNA F1 3’ ¢cDNA B4t HEEMATE,BIEE PAH ER/IN B FHOHKRE, S
Hind 11 §44LJ5, /85 0.6 kb, 2.0 kb FI 5.4 kb gy PAH R B, B 5.4 kb gy DNA F B
fEA M13mpl8 ¥ Sanger FUMAANHE R ERERGL EENE PAH A BHW
B .

(3) ENPEAR PKU BEhiEREToER o947 200 MEHE PAH EH(HA
SEE 100 ZEH AR 78 Mrd PAH ERF(SHBIKE 394 PKU #3#E),H 0.5 g iy DNA
e ERI10—12]7% Taq REBBCTEIRESEER N (polymerase chain reaetion,PCR)
#4T DNA ##§, PCR N—XBEEEBRTI W % 5-CTGATCCTGATTTAACAGTG-3' #i
5'-AGTCCACTCTCCTGGAACCA-3" FDIB| 54 PAH BEHEE 11 /MNEF 3 BREI1KH
A5 ¥4k 266 bp ffy DNA JifF, Hdaih® 399 %15F, DNA T 95°C & ¥ 7 min,
s IEEA PCR fEFR: 55°C E¥: 30s, 65°C 4 {f lmin, 90°C 25 #: 30s, 3£ 30 4 & 3,
DNA ##4c1bF 65°C. B 10 pl F38™=W{E 2% HfgREEER Rk (40 mA 30 min), R/
LR RERIMTTURY A DNA . AR—NERTE 399 SN THNFEHER

st 5’-GGAGAAAGT% AGGTGAGGTG-3, Fl [7-%P] ATP {E 5 ¥44Rid, B 2.5l

DNA #REESL5 10 4l 0.4 N NaOH/25 mmol /L EDTA %R ARGE, HEAMT Zata probe
BAEE F,4E 5 X SSC/5 X Denhardt’s/0.1% SDS g rhiraT 42°C 432 30 min, R /G
ﬁaﬁﬁﬂ'{]g%:ﬁ:ﬁﬁﬁﬁﬂmﬁﬁ@ﬁﬁ*ﬂ%@?&@%ﬁ 2h TGN ERESET H6X
SSC WYL 2 ¥R, ARJG#E 60°C T/ 6 X SSC i EE ¥k 20 min, BB 5, HREE —20CF
TERHEE® (4 b),

=. &5 R
A4 %F RFLP B4kR% IV B FahE PKU ¥ PAH BRGHE (£




el HRIUE: pEA PAN KEGLMEWRIEREL R ERRMRESGTISHREM 629

#9—13 ANT TR TR, 45 Hind I JHALAERLAY 5.4 kb R Eeilivit, R ILE 1L INEF

R 399 (LB TI9AT 3 /‘M&#Hlim FEAME (PR, h CTA (Val)—>GTT \VLI)
{E D).

A 0OPOPD S T SOMTPO0H0 W
¢ - GORCPPPO-FHONHNPA0-0-W -

Hindlll
—e & AKD —--—*!
13
5' — GGAGAAAGTAAGG TGAGGTG — 3° TE # A
5 — GGAGAAAGTTAGGTGAGGTG — 37 % 37 LR

Fll R EE TR R EAE PAH A 5.4kb fY Hind (1 BBy pO BB I
CIER UM F A S FE/REF M RF B S U AR FHE 05 E A0y i
TR, BT IHEI MEEH A->T)
H Vi —F TR NI 2 R AL AEmE AN PAH EEKSGEME, N PCR/
HEATEL RS B ST (allele-specific oligonucleotide, ASO) R4+ A B HEN IE®E A

“ad ¢ OOO
eee® | OOO
=% k@ OO0

E 2 H ASO 54| PAH 399 A—T 783§

(+RREHWF S AN ASO &5,
—RIEHBEEREFSIM ASO 2%,

1—6 AP MAIER A PAH DNA A,

7—12 Xy PKU By PAH DNA jR&k,
1,7,12 3% PAH 399 A>T REHREF>

9 %4 PAH 399 A>T RAsth&T)




630 : G I - (3 &) 1990 £

R PKU @#py PAH 2EETTERME 2), £ 2478 200 M E% PAH E2RGiHA 1
MRAE X —hiEdE (0.5%), TE 78 MRE PAH ZH, {4 7 M BEX—d i 2¢ 25

(9.0%).
=@ #

KRB —rhbEgeds, B PAH RN 11 /A F4 399 %M@ T i GTA (Val) —

GTT (Val), BR#&EX 14 RFLP BRIV

B 7 TOUATREE PKU SAfE PAH B

E 17/11 ﬂ-—-—“O SN EREN SRR, K — el HR

FHAEAT R SRS FBIGE, BT — MR

; $ S, RIEBRXHSHRN, 7 200 foih

E 17/11 BT RER PAH ERd, %UFE LR Y

0.005, 7£ 78 A thiE PKU HBEfy PAH &

Hch, SRR 0.090, BRX—IERFS

FEIERRSRE PAH ERE 28 BH —EH
%5, B EEERREHIR.

K—H RIS PKU gy

SR LR AR RILEE AAE. HAPKU

B3 DL PAH 399 A—T REIEN i 1E47 BRSNS — R M 5 2 (1) M TF

2, B ronA0 BRSNS PR pan mms FosamesnmgE, T

o _momms, sr e i BERNEEEREH LN L &

KB, /5% PKU 8L, R M BHHIL) B ()% FREX MR BB~ ER

B, % PAH ®R#7 RFLP £ & 1

i, WAk RFLP 4785 DNA pufRGIRiE 4T PKU RIBAMLES =il

. ATAEGMAHCEEHRGHHSE PKU gy PAH £RAT), B 12KE TS5

N T mRNA BEIA A GT>AT R 408 ZBF C-T, £hEAPKUAEHhSER

BRI, B IS ST XA T RE N F RIS R E AR PKU 2R S35

Rl ER—HE, RERMNMTEA PAH ERAMEIER S S &% MR, BATE

i RFLP ZZHHxr 80% EAMHE PRKU RESTRISES, (B{3H —#54> PKU K EE

BT RS SR ANREHRERRSE RFLP 58, A THABKONS. RIOFR

B X— 399 HHF AT PHREB(RIAFLEE)TEY PKU =TSk XRm 7T— 4

“SERIE", BRABRRKNT MEEX—IUFS SELAZEAR DNA I, AR SHS

i — 5 AIUS R BB B SHE S T AR 232 LR SUBE b AT 115 R B AT , AT S ) B

¥4 RFLP £, EHEAX—IF LS8R PKU KEHTR2E.

B Mt R X — R —BIE PKU KRR G R TR, wk
YA E—4 PKU BE, EX I 8 AMNZ LB T LEERER I ILET S
¥r. PAH Ry RFLP A RKH, ZKEER EcoR I AL s, KA S ARGEERS
B, stk Zia BULRIG LS % EcoR 1 11/17 kb F Sdear T, B ik, M JL FE2E 2 R




MM FHABIE: FEA PAH XRBRBHYAHRTFUREXNFERE-BEHEHR 631

A REME, LR IEH, BLE PKU B#, R4 RFLP SiTMERTEENKRILEHRSLSE. #t
AXNARTTER PCR BRFMEER RE PAH REF B, RERBNTH 399 BT
i REWF R —N S EREROFEBRER (ASO) HE59 K DNA REBHEARX
(A 3), SREVZEAMBILANYT ¥ DNA FNESERMhERERNLY ASO BHtRE, M
SURMEG LAY DNA REBSERR ASO BT H3Z, XRHABILM 14 PRU RASH
BT 399 A—T e RERBCGERD, XA PKU BRRERT. BREAHRILEEX—H
YRR, W LUHERR AR LY PKU 83,44 EcoRI fix RFLP {BtH, A=A Wik ILES
ER. MBLHEBERHERMTREEHIEST BRSNS R, KOS ER 30 2%
PKU R f—E B &R RIS W B TRy R 2.

£ X X R
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