FNEMLEFERR Vol. 11 ( 1982)

M7 7 F—=—2AMELERD 1 FEMITONT

TR e KFE TR BE-MA BFYCBER KLY

I BC&®IC

MpH57 +~2DWNTEEREDS B, BER -
A7) ==V 7OBBORTY 3RRERBREED
—D, A77 b—AMEHBD 3,

H T 7 b —RMER, BWFE T Galactose— 1 —pho-
sphate uridyltransferase deficiency ( LI F + 5 v &
7= V—AXIBE LW ), Galactokinase deficiency
(UFH77 b h4 5 —ZARBEE® ), Uridine de-
phosphate—galactose 4—epimerase deficiency { £
Tzexb—ZRREEEE ) OZFIKKMESh TN 3B,

INODEER, H77F—ARh b7 va—2~0RK
HBRICEEBHD, 57— M, H30RE
BicER LB« DERERY 3,

ZEDRE, #7577 b—RIFEEKRICHEINT 3,

A FxBERUARBREE~R X7 ) —=v s
RERMBFERBE LD, 757 b~ 2BHEBELRL
BEBRL, —RI77 b —2MELEDE 2EMEE
BUIOTHRET 3,

I % 1
B R WNSEE9B2E4N, BR
E R AEHRR L, RERE, FEA
REE  OEST, ME0Y, MEHSEL, 6

EPNER3 T A TERME, FOoMEETRETESL,
& FERRALE, BTBUKL, SBREITHTH
BIRIEDH O, FEWBIK T, £THAARE 3,050 g,
RERE RURE HAERRSICRE LS, BEXR
BTHECON, B 1 IAETTRINVIEZHKALRE, 1
BT 2 ~ 3 [Egi: 3% & ke, MALTRIBIFTH - 7208
BEOHMHES, BROETELA20B(E®RLT7A) DD
2R23B( &% 57 B ) FTERFTFREICAL LT,
Z O, FFEXBH0, FEEEEEEH LN, AR
BAREIWC BN TGOT 146 Bify, GP T 115 Bifir, FRep
BIENAYI v EE, FRF-7H01%, RV =
F A M=)y Alphd4l.3 Bfr (King-ArmstrongBfr )

2A10A~168 GO T86HAL, G P T44HAr &IFH8ER
HEEAECOEL, 8K, RUBHMRZLELEL
S5TARBZbHENSRONT, WRISTEIABHY

POEEFEREZR L, 17 B oskBEk, 478288
(B T7rB )PS5 88BETRFARLESAL —&

FsEEZT 2,

BFISTES A3 B L0 EMBHBEL, 5 A28RICIIEM
FOMLBDBRABRONI D, BRFTFFEREIA
Bil, SEN#E2HEN5, COBOBREIREOTL
GouT175 Bifir, GPT132 Bify, Alph30.6 #4I (king-
Armstrong BIfr ), REEBITE~X T MVEM, TF
YT H 5 T2,

Pk o2 & 0 S RIERH R EEBEEbL N, WALETE
5B21R (&% 87 A ) BEi~MBEFED L DR
HEEREEOTR « R ) == VI ORBEKEDLD 72

AoY - v SBORBRURERR BRO
WHELBAS 2 FEAFIS64E 9 A 230, 3B &iT 1 ES0mlE
LU, £0% 1 Ric10ml-S-D88E, WRIRE R BRIF TR
FUERHBERERBESO - HOROELEHLSAEDIA
26BITHT IV, MPNIC9 B29R, MR MBS oSk A
INTHkI,

MEETRBEMDOH -7cX¥A, Tzz—NT 52V, £
FAY, a4 vV, eXFVDOHER Bacterial
Inhibition Assay( IFBT A&Ws) 3, #7727 +—2
% Paigen —& W, Gal—1—P Uridyl transferase
2L P -BRICTRIELI, X, TSHIZ9 HA30H &
D77 FNRe FIA4REy FFREANIAECTSE
Thotte MEMRBEIOITNGEET, BFfF v 2%8
LS BBEHADONIE - /ckedd, 108 9 RERMERE
BB IER S RERM Ui,

BETE2H 3 A, mlF+FEREL O EB—-ERRG
RBREESORBEAZY T 2 3RS HE 58
BONLBRMOEOTHEEREEBCNE -TELVE
DOBFEEE AR T 12,

TR, OB THERMKIESTSdic, £EAR,
K&, #A, RERRERRAL, ABECRE LTV
EFIS65F 9 B 26 B IR M OB M P ik & BE 6 HE D

*y BRFTERE ok, BRAR

—100—



CREAEW LA, Tx=—LT IV,
AFIVROENG 2mg/dl DIF, A5 4= 1m/dl
PIT, #77 b= 2mg/d1lLlF, TS H 5uUmlbood
PIF, Gal—1—P Uridyl transferase & &4 + J —
BAC TR E B - 72 B & 117,

MR TIREROKFERED 1 ERBEERICEEL
T3,

M, CZOBEEGOHREE, 47AEBBL T,
ABT I/ B, H57 M—2S0BR BEENMEDL L
ERL, BRETREL TV EEESERNKF &R
TS6E 2R L 0D DERMICKRE U, BRI 4T
TI/E, RUHZ7 b —REZHLITHICRDBTD S
NWARET, WEFEEBYEOREICED -,

ooz ey, 47 ARE LT RMKFET
by bed T B4 VR, X ZhEULOBES
ENTOIOTHENE AT /B, #77 +— A EH
Wb 2ng/dl AT OBECETETT5L3EALON
¥, HAIS6E 9 A20F OREMATOMBFKEP D 45
TI/8, RUT 2 F—ABPEREBEETH-2bDE
EZ o,

—, FA4 I —EROOTIE, WEEBBE -7
B, T OIMIEFRE, ABEICRELAIZAARALT
WeDT, BEBEEOBRTRISERbE-cbDLEER 1,

X, #77 b—RiIPaigen —HFHHET 7 m/dlLLE,
RO 6mg/dl T K4 b T —HETEERIE DO
DNTREFEMEREZ BT -TEY, BRELIEL
feb D& KM L, 28 %00 BRIMKIES MEF KO %
MWD B EDTTITL T,

D%, 47 BAEREBL, S5ATR(&HBEY B ) K
20B IR Lo F st S ek ( £% 2 BB DR
I —= VTR ), HEDKERBAHAERESD<
RCRIT) ==V T EBLIE T,

MEFERRZ, #5727 b— XHPaigen—phage HT20
m/dl Pk, ®4 I -HERBERIEE G & DR,
HEIsa= b5 74 —ETREAIZ b—203880L,
W77 b—2R1—-—POWINMBEDLONT, 57 FhA
A — A RIBHE A B O BRI AR MBS~ S 3 B & LI R
R AT, (4, WMM574£ 481 A XY paigen —
EHECRE B ) R RIIFESE, miEmEs
KktzU, ARBERED ORI -2, PI YR T 2V
— ARABRERRAER & 2 U T,

MEHCR, TOXIBFAIMHTLEOT, BMETED
B31H, KR RERE S ~MEIFE O T % K L
Too AHTRERITE 1 ICRT,

DM, 5A3HLOYBINIMETI PLRIN
TWEZ T, RbH 57 b —RBETFT Uk, kD

oA vV, b

HERRD ONULD - T,

®1 MAFEIFER
($RIMA S57.5.25)

= BIERE KBR T BR R
Cit. 0.37 mg/d1
Glu. 2.93
Gly. 2.44
Ala, 4.48
Val. 2.14
Met . 0.30
I leu. 0.73
Leu. 0.80
Tyr. 1.07
Phe. 1.35
Gal. 346 (TLCA#+7-)
Gal +Gal—1-P 28 ( paigen #)
Beutler#: EH (Atd )

SFERPSRAF 7 + - AMERTEN KRS, BE
KENERABELKEL, SHEONERRED LR
-7

BEBBRUD WIFIST4E6 B 228 Ak, FRMER
D Gal—1—P Uridyl transferase, Galactokinase,
UDP—Gal—4—epimerase D& B % DO TR ZIEET,
P e 3% s EM ( EF0 ) TR 2 037EEH
HEoHoh, EXKEFIF I P -RMERTENEED, G
OT, GPT#»100~200 B LR BED S, X,
Liver biopsy THEHROMBHARLE LIcT &5,
BT (FEEHR ) S 2RBEDEF 77 P - R
MiE L nt,

Z0HIF, AT P -ZBLLIEARETHEBEL,
Db, EHEEIKS ELTHARTHHFA S 7 -2 REE
BHEEEEET LSO RBEEDRTH 5,

n % &=

MpH 77 F—ROEEERTEMTSETICS D
DOEERREREIN TV B0, AEMZ, BERSBE
BIMOMBEFE»SRAFF 7 b—-2BREBINT, 20
%, PR, WmeEkEE, Romp, RbPhF77 +- 2
B LSRRI 7 7 b — R UE SBRE X hic,

MEFR»LDRETIE, K1 P 7K TR-30H
NI 4A78%, Paigen—Phage HEMETH T 7 b —
Zp520mg /A1l L&, BEE I/ o5 74 —
BETRAT T b —2A0HML, Gal—1-P OEMIZH
BOENHED 5T,

—101—



BAERME FR—RBA 57 b A4 4 — ARBESEDN
tohs, BERERDP OB LA MF VAT 2 V—ARBE
BEEZ, KMk D Gal—1—P Uridy! transferase,
Galactokinase , UDP—Gal —4 — epimerase D& B 5kl
EOKREHMEL T, BEORKRE, SBERIEETHD,
RN T 7 b —MEREEIh, FEFCESC2
WREDEA S 7 - AMELZH SN, L L,
REEBICOVTRFEELY TEENMNDL LRED
ng, BRATREBHI LB,

Friz, #, BB, 738, RoEORBICEELH
MNEED, TORDERBDOT 2 VvFE -2 4ELFIRT 5,

X, EHECEETBREEET B7cH, ROAFELDL
EANTNEbYTRIEL, UULAKKEATFNE KR
nNTEY, SHBOT SCNAEHRBERICEDECHBEZ,

V& B

HHMREBRELE, FEECXZ2ES 77 +—2M
ERRO LESEHRE L,

BaERADICHID, WIBHRN, KETRERR
s, HARBEELICER N LET,

—102—



