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% 2 Free Amino Acid Levels in Serum (mg/100ml)

normal
Case 1 Case 2 Case 3 Case 4
mean range
Ornithine 8.48 12.95 | 6.92 13.22 | 0.96 0.36~1.56
Lysine 1.06 1.49 | 2.15 1.70 2.23 1.49~2.97
Histidine 1.61 1.74 1.73 2.01 1.38 1.04~1.72
Arginine 1.03 2.06 { 1.26 2.06 1.25 0.49~1.72
Threonine 0.96 1.48 | 2.20 2.65 1.30 0.78~1.82
Serine 1,94 1.76 : 2.48 2.64 1.66 1.14~2.18
Glu.+Glutamine | 6.51 8.25 © 9.22 10.34
Glycine 1.71 2.01 2.67 3.43 2.03 1.23~2.83
Alanine 3.16 3.27 2.93 4.78 3.28 1.70~4.86
Citrulline 0.27 0.48 0.37 0.09~0.65
Valine 2.27 2.71 3.19 2.92 2.62 1.50~3.74
Cystine 0.88 1.26 0.49 0.35
Methionine 0.54 0.41 0.44 0.57 0.34 0.20~0.48
Isoleucine 0.88 0.83 0.98 0.90 0.86 0.32~1.44
Leucine 1.76 1.78 2,22 2.19 1.64 0.66~2.60
Tyrosine 1.12 1.38 1.10 1.36 1.16 0.62~1.70
Phenylalanine 1.12 1.04 1.38 1.58 1.27 0.69~1.85
Proline 1.30 0.95 2.87 2.78 1.66 0.82~2.50
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NH3+COp+ATP

Carbamyl phosphate

Citrulline
Glutamate -Kg. (3)
o Y3 Arginino-
Glutamic acid succinate
y-semiaidehyde (1
Arginin
4 -Pirroline
S-carboxylate
l, T Putrescine
Proline Polyamine

M3 An=7F v OREEER

%3 Ornithine-Ketoacid Aminotransferase Activity

Enzyme Activity
PHA-transformed | Cultured Skin
L Lymphocytes (a) Fibroblasts(b)

Family 1

Patient (Case 1) 0. 045 not detectable

Father 1.075

Mother 1.538
Family 2

Patient (Case 2) 0.011 not detectable

Father 0.535

Mother 0.945

Sister 1.028
Family 3

Patient (Case 3) not detectable
Family 4

Patient (Case 4) i not detectable
Controls

Mean=+S.D. 2.02+0.29 148+26

(a) n moles/mg protein/hr
(b) n moles/mg protein/30 min
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E5 Ornithine-Ketoacid Aminotransferase Activity
in the Cultured Skin Fibroblasts
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