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1 7 2 BRSO
BEMNRETIRDE 7 2= b RIE
(Phenylketonuria : PKU), A—71 v a v 7R
SE (Maple syrup urine disease : MSUD) 35k
OARE Y AF VRIE (Homocystinuria : HCU)
D 3HERBETHD. ThbDRBUTT I/ BED
RBGARRIZIST OMEFE E L ITHBEROKREIC
£V, PKUTIZ7 ==NVTF =", MSUD T
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HCU Tl AFA=r OmMPERENENLENE
fEEe2Ehnh, RETIEIZERAEANT
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Bacterial inhibition assay (BIA %) # B\ T
5. Bl b £ h £ R 2-thienyl-alanin,
4-aza-DL-leucine 35 J& Y L-methionine
sulfoximine #BH 75l & LT A7 Demain {&
EHEH 2, RO, BRI R L OEXRE
R | TRLUICHIKE T EZ Y, B 3
mm FRAMMKT + A7 2 B EL, £ 1
IR L& TH &%, MEROREHOK
EIRFEARKMAK & e LHIE L7,
FERERE, KRAE L LTITER 11 EhD
B 3mm EHRAMNET « 27 26Ot
Bz MV HPLC IETERL TV,

# 1 Demain & 1IL55# (BIA) FEHfA R I L EEd &u:

K& Rt oM oA K .
EHA T . s e 1- — 5%
s Demainfi% 1IE.5% Rk LIN B A
7 x =N h s REE] CKRBHE Y 15mL | ATCC6633 2% 10%/mL 0.30mL | oxoid 1.2g | 2.5mM B-2TA 0.20mL | 37C
A—T N oy T RE] FIHEFE 15ml. | ATCC6051 2X%10%/mL 0.25mL | oxoid 1.2¢ 10mM 4-AL 0.25ml. 37C
B E L R F R E] KHHEF 15mL | ATCC6633 2X10°/mL 0.18mL | oxoid 1.2g 0.2mM MSO 0.32mL 37C

tE1 B-2TA : B-2thienyl-alanine, 4-Al. : 4-aza-lcucine, MSO : L-methionine-DL=sulfoximine

TE2  HE ORI ]K 135mLd - DO B ki



2 H77 b—ARME

HZ 0 b—RAMAEITREBEROERICLD
3 BN IS, ABFETIE, Galactose-
1 -phosphate  uridyltransferase K8AE (1 %) °
DORHEARE LTUTO 2 k2 FEML TV
5.
@ Beutler £ “i% Gal- 1 -P uridyltransferase 43K
HLTWB ERIERIIMA T G-1-P BEHRYE
THREMIZEXRZRLZVWIEEFIALES
ETHER 3mm ERABMNKT « X 7 ICHRE
% 37°CT4EREKER, 365nm THXD
BELHE L.
@ Paigen-FHIE ¥ XMEFDOHF 7 b—RH
mEE D 3BALT (IR, TH.
Galactokinase X # JE , M %A : Uridine
diphosphate galactose-4-epimerase K{RJE) DO
HEBHBE LIEREET, #7727 b—X FE
FTTIR77— C21 12k BKIBHE Q396 #kD
BEBBZLRVWI LE2FALTWVS. BIA
EE Rk, ER 3mm BREABMET + R
FRELE L, 37 C 18 ERMER%, KBHEO
REHORE I LZEEARMKRLEL, HE
L.
3 ERMRIFGERIE

R2 EREARBHRTRERBIRELE

AIEL, XEEBEROBEREICEL VY EEORE
BEONATND ° REETRIZIIALNI S
BEbEHEICRH IS 21-hydroxylase K1H
FEEXIRE L, ABEORBETLPRENS
B & 72 % 17a-hydroxyprogesterone (17-OHP)
ZEREL L THRELZIT>TWS. 17-OHP O
BIEX, B 3mm @RABMKT 1 227 18
ZRELE L, B4 ELISA IR TiTo7z. ¥R
164 ALY, EHxyY b 3NMHERER
Mo, 7T MNAERMERICEEL, FRICHEV
EEELEE L.

4 FERMEFIRBEEIR T E

AJEIL, FRBEEETICE Y b0 T
ERTED bW S 5 FIR RS VT

(Thyroidstimulating hormone : TSH) 723 & fif &
RHZEND, AEETIITSH 2415 LT
REZFEBL TS Y, BIEIZXER 3mm &
AEMIET 4 27 | ERBE L, A
v F ELISA I& " TiTo 7=
5 YIEHEHE

IREZ L7ofikix, PIESERSEE LT—K
BEXERL, # 2 IRLEEREFICLVY
E L. EEEEZ EE - ZREIC OO TR

RREZITVY, BERROBRBFONTY

Frk 1664 A 1 HERAE

HIERNE

VIEHEEURAD—ARZE (BIA) 12X W PhenylalanineBE Aimg/dLLA EORA
ICDEHEMRER LU TIRIRE HPLO) 21TV, FEdmg/dL Toh T I5aHRIR
BREZFETSH. TOHE, dng/dLLLEESRERSMELHIET 5.

PIOHEEUAZE - & U Leucine J8RE A Mg/ dLEL ORI -V TPKU & B C Y

YIRS T X UMethionineJ4EEA  mg/dLLA EODRALZ-DV YTPKU & R

YIHEURERZ X 0 80 (=) ORIKICHOWTRHERREZITV, BEHECE (-)
THoOIIFEERREL TR TS, TORREN (—) 2REGELHET

CHURELZ & D Galactose A 8mg/dLEL_ EORRAL Z-OV YTPKU & R ZHR

VITHREBRE (BHRE) 12X Y 17-OHPIYED'3. dng/mLLA EFE 7= 3R—IER I
fifSpercentile DRIV THEERES LU TWRRE Gtk 217, 2K
A Cong/uL Ll ESH - B EEIRRE 2 30035, FERIRREORRA
3ng/mLEL LA AR &5, oL, HIEEER CRREORER A 10ng/mLLL |
OEAYIRIGMEE 5.

HINEIURARIT & 0 TSHIEEA 1 U/mL LA b F - 13 RI—RIE% ii3percentile?
WAIZOUWTHEBRERITV, B0 wU/mLUA Eds o 735 S TR 4 A2k

BB EEYEa L
; ==AT b % Phenylalanine (Phe)
A= v/ .
R = Leucine (Leu) ey
R E Y AF U ..
R . Methionine (Met) DI,
Beutleri :
- Galactose—1-P-
ﬂji 77 k= ;_uridyltransferasefﬁ% 3.
Paigeni : T
Galactose(Gal) DS,
17a-
E Xﬁé i ﬁ}? ! E hydroxyprogesterone
7 (17-0HP)
% K HE IR IR Thyroid sutimulating
# fig /X T fE[hormone (TSH)

5. FERBHERREORRDN0 p U/mLLL LEREBMEE 95, 72720, PI0HRIR

eI DRERAS0 1 U/mLLL EOSA YIRS & 5.




AIIEREMEZEEL, —hexBRIREE L
THERE2ER L. BREIREOERENE
¥EE LE- 72854813, EMEICLIIBEER
E+#ZP 2L 78 MEFKEZEL T
THEEEE o7, EL, ®BELoTH
HZ0FNTNRLHLICBEETIERERATHD
b, FIEREBBREICBVWTEHEEZTRL
B ST & HE SN EEIE, OIEIBHE
ELTHONIEEBRESZZITONAA L 5
Bal ot

HRRUER

1 WA

YRR 16 FEEICINSZ L - W E R EUR AU,
TR 1743 A 16 B+ ¥TT 19,196 4T,
FrE 15 FEOR B =MoL, 433 45
T22 %W L. FEEEOR/LVE29 %Il
BL, b RBLROETHALNT.
HAERFAE 2,000g LA T ORRAEEIT 354 4T
2D 1.8 %E EH TV, & HICHAERE
H 1,500 LT RI3 138 AL EHAKEIRD
EI1T 40 % THY, Tk 15 EELEHRL, R
BRoORRETH-T-.

6% 8 8 IHE OMEREUS 3, MHRREM

#®3 ERUABHAEEREORHIKI

¥, BEIREGOKRIIX 147641 B THo
7.
2 ERERBETE
1) Zxz=AN U RIE
MFT72=AVTF=" dmg/dl #H v A
TEE LTHE L. IRBEAIIE -,
FERRAEL 374 4 1.9 %FERE LA, 2TE
HEHIE SN, REMEFITRD - T2(FK 3).
2) A—Friay FIRE
Mmfassy amgdl #h v hATEE L
THIE L. PIEIBHEAITIE -, HERR
EiT 602 4 3.1 %ERLZ. BEIEZLEL
L7ZSBEmIE 1 Bl o728, BREBRET
EELHESh, BEREZLELTIH
Heixi2 ot (3 3).
3) HREVRF VR
M AFF=" ImgdL 2hy A THEE
LCHE L. FIEBGHEGITE) >, MR
BREIT1,63214:85%FEKL, BRREZLEL
L7-@BFi 1| flcho7-. BEREBRED
HRBMHELHESNTR, BEREORKE,
BAFA=VMIEEZHEN, FEVATFV
REE LB S NT-BliZed -7 (F4).

(CERE164F BEUL 3 4 4819, 1964F)

#® # | B 8 B 1 4 % Bt 1 B B T 14 %
Tx=nAb b rRIEE 0 0 0
A=A uyTRE 1(0. 005) 0 0
FERAFURIE 1 (0. 005) 1(0. 005) 0
HZ 7 b—RAMIE (XA 5 k) 3(0.016) 0 0
HF o b—AMmfE (K4 b7 —ik) 4(0,021) 2(0. 010) 0
He Rt 1 i S A E 155(0. 807) 19(0. 099) 2(1/9, 598)
e X 1k HP AR R B BB K T BE 175(0.912) 13(0. 068) 2(1/9, 598)

1 RBESIUCHBESER O AR+ 2 -t 7 —J%RT.

2 HEEEEN O NEIREHELRT.

F£4 FEVAFUREARAZ YV —=2 2B 5BMEAORERBEE L UOBEERE

g AR | mERL | PRREBEme/dL) | FEn B Efifl (mg/dL) e
No. e hEi(g) | #£AH8 BIA HPLC #AH BIA HPLC MEREHR
1 & 2,776 |H16.5.17 2 1. 89 H16. 5. 25 4 2.64 EBAFA = ME

4) #H77 h—AMAE
Paigen-& ME X & Gal Smg/dL &4 v b
ZEELTHEL., BBEREDX 622 #

32 %EML, BRIREZLEE USRS
3HlHoT-H, BREOKERIIEE T, BE
RELE LT HBME o7 (F3).



Beutler {513 4 FEMIRIETE, HAXOHESE
350nm TR L, HXEBEFER, dCELY
P& L7-. e Arid 80 14 0.42 % #EHi L,
BERERELEL LT 4 BITH-o7-. #HiR
BRAEORER 2 FINER, 2 BNt TH-
720, BEREBEOKRE, 2 AL LERTHo
7= (X¥5).

3 SRR B E

AFEIT VR TFEENDL TR « A7 Y —=
TIRMRE SN TR BCRIBEERSNVE AR
FRICBEGTHOEORBETHD. REIR
QIR L EBICEDHEL TVEA, HIE
RAECIIAKET L 2D, FRERER%ZIC

BHERBEZWLY AR THRARICESIRE LR
EET-THInLilln &nd, YRR
& D 17-OHP MRHHIEIZ L 2RAT 10
ngmL 28 L7-bDIZ 20 CIIHEERRE Y
HFTICHERBEEHEL, EbICEERAEYL
B DG %E & o7z,

F7, HAFFKEN 2,000g LA T O A A
BIRORYE A AR ED L VHITIIIES
Bz 17-OHP @ LR F$T 204 <,
ZOBORKTHMELHEINTZ B OIS
TRHEYEICLIRBBREEKEHTIL LD
2, REENEOERIREZT 7.
AERE, wIEIEEX 17 6T, 1,000 LLF D

£5 HIFI7F—RMERI V—= 7B T3BHNORBEREL I VEERE
BAER | g, | RS ] PEREN (mg/dL) | .. FERAN (mg/dL.) e et
No. | M | i) | PERIE 0 T a1 Y [y [ v ae R LR
H16.5.16 4 L H16.6.4 2 HE
1 ) 3,225 i 1EH
H16.6. 13 2 A
2 W | 3,088 [H16.6.18| 2 e | Hie. 6. 26 2 A e T

#6 HERUEREBERERZ Y —=C 7B 2BHAORERSL LUOBERE

Bt |, | ke | gl | o170 o MR |WEE 170 o RS
&5 14 ifi (8) 0 |l | flikeg/el | E 0 | #gEe/al | b/
1 ¥l 2,170 | 116.4. 14 | 23.9 14. 5 ) el 442 it 5
2 Wl 2,2221H16.4.21| 25.8 17.6 P10l By E%
3 B 11,712 {H16.5.13 52.4 15.5 )] R M Ew®
1 k| 992 | Hi16.6.4 | 30.1 18.7 MBI R
5 AW | 3,660 | H16.7.22 | 10084k | 10084 | 1R EREBEBILIE (%)
6 % 844 H16. 7. 20 21.2 16.7 Yl BIRG E®
7 % 9641 H16.8. 2 46. 3 38.6 #1131 55 14
8 i« 756 H16.9.3 60.5 15.4 R i B 5
9 W 648 116.9.8 32.6 21.3 ) Il B 4% R R
10 4 | 1,816 [116.10.20] 100LA): | 36.2 )l 85 EH
11 Y | 2,676 |H16.10.20| 100LA E | 10084 |- 00171 R 1 e KM R B3 A A e
12 % | 2,611 [H16.10.23] 16.7 9.4 H16.11.4 [ 10.9 7.5 E#
13 % | 1,600 |H16.12. 15[ 21.0 14.0 B0 KBy E#
H16.11.29] 13.0 9.3 H16.12.6 8.2 6.0
u | B |2 888 7~ i E®
H16.12.21 10.7 5.2
15 Wl 734 | HI17.1.4 | 13.1 1.5 Bl B [
16 911,498 | H17.1.4 | 26.2 15.8 )10 g5 44 IR 1
17 U] 586 H7.1.5 21.0 12.8 Yllal M H17. 1. 255610 (™A 4)
18 4 | 938 [H17.1.26| 48.5 34,2 YIS
19 A1 2,980 | H17.3.5 10084 E | 10024 1 77 1i2] B4 e M B 58 1 i




HBARIEA 8 ], 2,000g LATAS 4 5] & KA
KEEN 70 %2 507, BEREORE, 2
BINATE LB EN, | FINAIEREVEZ
I,

AREIIL 2 IR LEEX 91, fiRORIE
T B 5 /S—k L F A LD UVITEEEE
3.5 ng/mL LA EORKIZ OV THHEEITV,
RIEMEA 3ng/mL LA ETH-7=HDIZDNT
BERBEBELITILLTWDHID, MEBRE
it 1,368 1 7.1 % & 7 2/ BB RIES &
WAREETHD. REHMIT 155 /081 % TH
o, BHEEHEEREZOEF, # 6 (ZRTX
T, VIEIEMELED 19HTHo7-4%, BE
BREOHR, AELHEEZHINT-DIT2H,
ARV 1 ], T 1 F, FiREIE3 FH, E
106, FH2HTHT-.

4 FERMERURIREEGE K T AE

F2ITRLE-E IS, ABRERMERIORE
BEPEM 3 =k F A4 AHDVNE TSH &
uUmL LA ETH > 2 REIC OV THBRE

L, BE 10pU/mL UL ETH - =55 135K
HELTHREIREZ2TY. BREBREORE
F1ouU/m L AEZEBMHEHEL, BERE
BT DL EKKREE L T 2L,
PR BUR A DR R2% 30pU/m L L EDBE
IZEEIGE E L THERRREZET, #Eeh
ICEMEZSBTIL 8D,
AEEOMRRESIX 783 # 41 % T, =
D H HLEEHYED - BERRA K LR EI
175 T 091%TH 7=, s 6 il &,
ERBURA &M & &/ 761, § 134
DR L ORERRIZHOWTE 7SR L.
AJELWEZHW EINT-DIT 2 #l, REBEE 4
%, IEH 41, & TSH MAE | #, R 2 HlT
Hot-.
AIEOONEICE T HRAEREIX 6 KEF
Ebdm<, B 54 EORBERBLUKER 15
FEEETO 24 FMOBFRLEIZ 1/ 3,700 T
HDHH, KEEORNOREREIL 1/9,598 ThH

~7=.

£7 ERMEPRIBEEERTERZ Y —=0 BT 254G ORERE S L OMERE

- R 2] 5 o) R A i 4 i £ f
T e | e [ [T e e | wemeas
1 L2 3,030 | Hi6.3.26 13.9 H16.4.6 14.8 0% 308 18 7%

2 ) 3,050 | H16.7.5 16.5 H16.7. 14 23.3 7% 38 181 %%

3 5 1,862 | H16.7.20 | 80LL L 1 [51 B S RVER KRR R TE

1 'S 2,346 | H16.8.29 | 80LL k a5

5 % 3,674 | H16.9.1 | 80LLE #1855 14 e K AE R AR B RE IR T E

6 i« 2,886 |H16.10. 14| 80LL L 1151 &5 % E#

7 'y 3,294 | Hi6.10.2 1.4 |H16.10. 14 16.8 & TSHIfL 3

8 'S 3,128 | H16.12.2 10.7 |[H16.12.14 25.7 E#

9 B 1,332 [H16.12.21| 46.3 #1150 B RiEE R

10 i« 3,020 | H17.2.27 53.8 IR B EH#

11 &= 3,282 | H17.2.15 13. 7 H17.3.1 15.0 RARR

12 % 1,994 [ H17.2.16 8.5 H17.3.3 3.9 T

13 Ul 3,772 | H17.3.4 15.0 H17.3. 11 22, 8

F&H DiF 362 1 0.26 %, Btk & HIE I F=DIL 35

1 K 16 EEICIE L= glRERERR A
19,196 =T, 6 KB S HHO—KBREXKIZ

137333 (£ TH-7-. WHERRAERIT 9,946 14,

HRBREOR RS THERIRAZE L

#003%ToH-o7-.
2 EXRMREEEE

ARKEEITZ7z=NT B URIE, A—T L

2y PRIEBIZOW TSR X e o7, &
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