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Case (YOB) Case 1 (1998) Case 2 (1998) Case 3 (2000)
111 H/XIX 11
39 31149 41 31509 38 25309

NBS

2 9 3

7 9 4

25 5cm 5 3cm
YOB, Year of Birth; NBS,
I, c.851delGTAT,; Il, ¢.1018+1G>A, XI1X, g.IVS16ins3kb
Case (age) Casel(7M) | Case2(9M) | Case3 (4M)
T. Bil (mg/dI) 5.9 6.45 10.6
D. Bil (mg/dl) 32 4.39 4.8
AST (1U/) 191 227 94
ALT (1U/l) 78 69 20
[1-GTP (IU/1) 292 78 129
TP (g/dl) 6.0 7.9 5.4
TBA (nmol/ml) 88.3 156 370
FBS (mg/dl) 21 32
PT (%) 28.6 24 29
APTT (sec) 68.5 54.1 71
AFP (ng/ml) 207,000 65880 49097
U-PHPLA ++ ++ ++
U-SA ND
CMV (+)

U-PHPLA,
U-SA, ; CMV,




mg/dl

Case (age) Case 1 (TM) Case 2 (OM) Case 3 (4M) Ref
Threonine 3.5 4.17 11.3 0.78~1.82
Serine 1.47 5.71 1.14~2.18
Citrulline 1.52 8.09 19.0 0.09~0.65
Methionine 3.67 14.9 2.60 0.20~0.48
Tyrosine 3.31 9.78 6.70 0.62~1.70
Phenylalanine 0.93 4.08 1.69 0.69~1.85
Lysine 2.85 10.1 1.49~2.97
Arginine 2.06 5.99 7.79 0.49~1.72
Case 1 Case 2 Case 3
Phe/Tyr Phe/Tyr FFP, Ganciclovir
MCT GI PE, IVH
FFP 12M Phe/Tyr
ED"
10M 6M
MCT, FFP, GI,
PE, IVH,
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3.87+0.64 2.07x1.75 p<0.01
(ng/dL) 245,590 125.74133.2 P<0.01
(nmol/mL) 639.34+513.9 454,34325.8 NS
Fischer 2.63+1.68 2.28+0.58 NS







