PRk 8 R EA R LS EENRE
[FBOB< AR Y- TOBRICET 205

RR ARG —:/7"5‘_%.&2‘1’17‘:%7I:}b75;7EHﬁ£E%0)iﬁfi?ﬁ¥*ﬁ

(SMERIE : TRARL Y — =V THKREE—RRIU—Z Y TPOEZRRAIV—=
VIEDOHYFICHETIMR)

SERRRES

5 oEXD, B REY, AHEEE. MEFD. REHRS

<EHN>

ZEMmMERBVAET T=NT7S = (Phe) T BED—KRRAHI Y-V I TR
et HEROPICE I oNT P REPKU), 7z 2A7 520
$F£(HPA), FESNA EOEFTFYV(BHARBREAEL L, BREPT
BOREBZEENESENTVNS, ChOHICHTEIZRAIY -2V TED—
SELTPhekBILBEBGTOREERETIHEE®RIFILAE. 1) PKU
CELTIE. AP CRUOXDERZUVISIOBHOERICKYBRAZND
CEHD, COERERARICRETEB TV IIRENPCREBIBEZEIULL.
2) HPAICB L CTRZERENKRER I THVWEHERKRREZITL., #LL
S2EVRERERELE. COTEREPKUZER(R252W)2EDEIHDER
FBH4D AEHREICRISLMTPhe BENETTIEMTH Y. BH4RBR
WELEMNAEEZ IS FTHEEN, COZRRBMBORRICOBRAEEZN. TO
SMELBHARSHEZHRERELTWS,

<RHLUEE
BT NATSZUNE. F RSN RAEFTFU RIS, 722IVT
S5 = kBB REGTFER, 7 UVIVSENAPCRIZE

T AR ESEEEENRSY (Department of Bichemical Genetics, Tohoku University
School of Medicine), Bl/MNEFI?(Department of Pediatrics)
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—RIAHZ Y=z

l NPT xZ AT S BiE

x| 2

7 1=V T S = kBB R (PAH)BREFOERREN

BMOPKUBRGFERDEEE T LI ENEIRECTRR

|

TRREY—2 Y
. | R PAHMRNAZ nested PCRi% (< THE1E
1) 7207 FYRE (PKU) PAHIERET - l
2) B7T AT S vIE (HPA)  PAHREET By - 7T A
3) BHARZ & GPTCH®ET S |
PTPSEET . EROAE
DHPR:&ET

+ o
T« PKUBEGEFZER(Q8 7 Lb)

1.R413P  13.3%
2. R111X  10.2%
3.R243Q 7.1%
4. R252W 6.1%
5.IVS-4  6.1%

93

== TSRS

1. R242W
2.R413P
3.1VSs-4

4.R111X
5.7278!

6. R241C

;7
/o7
/7
/7
/7
/ T278l

6. T278] 6.1%
7.R241C 5.1%

8.Y204C 4.1%
9.1VS-9  2.0%
10. V388M 1.0%

T4 |
BH4 & fa slER

104

fihPheiBE £20H
mg/di

F1E

24h
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<> B
ARRRERNRT LI ICTRAZ Y —
= S OYERG R ER O DICPAHEE
FRT ) AN S BT o 720 BIR
FEEMBAT I 2 IR TR TIT o 20
)V SIHEERMIBARR SIS S Lk WA ITI
£2x Yy OIS L-PCRT T 4
< =TIy VgL THAT
L7ze
1) 7V IVEERBPCRISIEIC & 5 BEANZE
RoOEFEOME  R413P, R111X, R243Q,
R252W, IVS-4, T2781, R241C, Y204C, IVS-
9, V38SM D10 D ERDFRIET 5 ¥
AF AL LT D HFEIEIPCRT S
Av— %2 EEREERAMLD 2HEEHE
LPCR%Z ATV, ZEOFMIZLY PCR
EMoHEFIcENERLZ E2FIHL
TWw5, DNAOHIH M A K % 3mmEE
DONYFHF3EE20.1mlD100ug/m1D
ProteinaseK 2 &L IC L DiHIiL L. &
DEZLAER IS 02 FHAL,
PCREMIX 2% 7 #u— A F VELIKE
iz & D @%ﬂ L f:o
2) PKURUHPARE . WHDA ¥
JHx—hF -avevbnELNER
OMmMWEAH L YDNAZHIH L, DOT L
WERRIPCRIZ X VT 24T - 726
3) PAHCDNAZEKRE | BRER FRE
Y URFEERP I EICTEE T A AN
PAHMRNAZFIH L 72. B, BEHFE
D) v 8IFERAMPE A & ployA+RNA % Hili
L., $EEEEIZ L V) cDNAZTSLL 720
Z 1% §F AT nested PCRIE X TPAHCDNA
DEHFRER T EIRR, BB -
¥ A CERUAL R FE L7,
4) BHABUT AR ¢ RE %72 D 10mgD 7 O
AL FREXFTTF YUY (B V) —#
ALt L Wit s) 2ROKS LH4ICH
HEBERTEML, M9 Phel Bz %
L7zo HlE 1 O HMEBWT 2E4T2 720

<(EER>
1) PRUERDEE

7 U VERPCRIEIRE 2 W THA
APKURH LB EZ < R 61 510888
DPAHBEFERZ BEICRIET SV A
FAEBHET LT TNEHWTHARA
PKUBHOANDERRFERIT %9 LR
RY &) IR CH0%DERT L IVD
FERTE TH om0 ZOMHIC10FELHD

BIETFERTOI%DERT L VARIET
ﬁgf@‘97:o
2) HPABZ TR

6 DHPAEREN LR 010D ER
2ETLhEIPERELS (M3) .
S5ZNBEIINVTIIOERE2—FD7
LIVIZELTWAERL ) —FDT Livi
ZQH}%'C'?)O f:o N i f:\ y%b 0) 1 %0)4%\
BEWMEO 7T VNVICEAMER 2F > Tw
720 3DEE1 DY VNESKMER %
By L. BT PAHCDNAZ HIE L, &
HEF2HELEZEZA, HTLWWIXE
VAERERFEL. COERIIEZA
HTID LNy TOEREFITIBHAIIZ W
LTRoMEE L b, #DOBH4 DAL
REEOFE R A4 T3 Lz 24 R
BH4 1% 5-81 12 X T D #25-40% 0 LA
P$%E®ﬁT%%bt(&$%ﬁnmg
dl) . _

<EE>
SEIREL-ICEEOBEFERE
PKUBEZE DA% 5F, HPABRFIZ L
GAHELTWEZEDNHELPE o7, A
EOMET L - BRI ERVE S T
BERArLEE LW ERL, 2RAZ
V= VW E LRV AT ATHE L
Zzbhls COEPICTHENVLOPOE
BeBBEL TAEWRELSFEXRLZYLE
TAHHEEIH LI 720 1Eo T, 4HEIF
BENLGD o 12840%DERT LV IVIEE
EHOERICIVEE IR TWEH DL
%‘i%ﬂf:o
BHARIGEDHPARZ ICEH L iz 3
Av v AERICEL CREAE. BHEER
PHEANBRF BT LHER EIToWT
BRBERITo TWwbh, TNbDEFOGTTE
LARIVT OMEBEIZBHAR ZIE L DRI D
EOLLEETHLEEZ LN

<3CHR>

Takahashi, K, Kure, S, Mastubara, Y, and
Narisawa, K. Novek phenylketonuria mutation
detected by analysis of ectopically transcribed
phenylalanine hydroxylase mRNA from
lymphoblasts. Lancet, 340:1473, 1992.
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BXO—HTTH. BREOBRCEENATAIRANHYET

J

HPA

Phe

(Phe)

(PKV) (HPA),

(BH4)
Phe
1) PKU 60% 10
PCR
PKU (R252\) BH4
BH4

BH4

2)



