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Impression:-Elevated levels of 3-Hydroxybutyric acid, Acetoacetic acid suggestive of mild Ketosis.
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Organic acids are intermediate metabolites of all major groups of organic cellular components: aminoacids,
lipids carbohydrates, purines and pyramidines. Organic acidurias are biochemically heterogeneous group of
inborn errors of metabolism biochemically characterized by accumulation of either pathological amounts of
normal metabolites or metabolites which are normally not present in physiological conditions but are formed
as result of activation of alternate pathways. The incidence of individual organic acid metabolism varies from
1:10,000 to 1:1,000,000 live births. All possible disease entities included, the incidence of conditions in which
informative organic acid profiles could be detected in urine is likely to approach to 1:1000 live birth. Important
organic acidurias include Propionic aciduria, Methylmalonic aciduria, Isovaleric aciduria, Maple syrup urine
disease (MSUD), Glutaric aciduria type 1 and Multiple carboxylase deficiency.
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S.No. Compound Name Results Cut off(%)
1 Lactic acid 129 6.70
2 2-Hydroxyisobutyric acid 011 0.50
3 Caproic acid 027 0.50
4 Glycolic acid 126 3.99
S Oxalic acid 110 1.00
6 2-Hydroxybutyric acid 0.00 0.50
7 Glyoxylic acid-oxime 038 15.17
8 3-Hydroxypropionic acid 0.90 1.95
9 Pyruvic acid-oxime 737 32.61

10 Valproic acid 3.25 0.50
11 3-Hydroxybutyric acid 13.52 5.28
12 3-Hydroxyisobutyric acid 0.00 13.02
13 2-Hydroxyisovaleric acid 0.00 0.50
14 2-Methyl-3-hydroxybutyric acid 138 7.65
15 Malonic acid 0.00 0.50
16 3-Hydroxyisovaleric acid 715 6.10
17 2-Keto-isovaleric acid-oxime 0.00 0.50
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S.No. Compound Name Results Cut off(%)
18 Methylmalonic acid 0.00 5.34
19 Ethylhydracrylic acid 403 6.22
20 Urea 0.00 968.40
21 4-Hydroxybutyric acid 0.00 0.50
22 2-Hydroxyisocaproic acid 0.00 0.50
23 3-Hydroxyvaleric acid 0.00 0.50
24 Acetoacetic acid 0.00 0.10
25 2-Hydroxy-3-Methylvaleric acid 0.77 0.50
26 Benzoic acid 0.00 29.13
27 Acetoacetic Acid 0.85 0.10
28 Octanoic acid 0.00 0.59
29 2-Propylhydroxyglutaric acid 0.00 0.50
30 2-Methyl-3-hydroxyvaleric acid 0.00 0.50
31 Glycerol 0.00 272
32 Phosphoric acid 85.20 72.70
33 2-Methyl-3-hydroxyvaleric acid 0.42 0.50
34 Ethylmalonic acid 0.00 7.45

Page 3 of 12




S.No. Compound Name Results Cut off(%)
35 2-Ketoisocaproic acid 0.00 0.73
36 Acetylglycine 0.21 0.50
37 Phenylacetic acid 0.00 0.62
38 Maleic acid 1.16 0.55
39 Succinic acid 207 129.90
40 Methylsuccinic acid 137 8.62
41 Glyceric acid 231 2.93
42 Uracil 084 19.65
43 Fumaric acid 0.00 10.36
44 Propionylglycine 0.00 0.50
45 Acetylglycine 0.00 0.50
46 Mevalonolactone 0.00 0.50
47 Mevalonic lactone 0.00 0.50
48 Isobutyrylglycine 0.00 0.50
49 2-propyl-3-hydroxy-pentanoic acid 0.54 0.50
50 Mesaconic acid 0.95 11.36
51 Glutaric acid 0.90 8.44
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S.No. Compound Name Results Cut off(%)
52 3-Methylglutaconic acid 0.00 0.50
53 3-Methylglutaric acid 0.54 10.48
54 2-Propyl-3-ketopentanoic acid 0.00 0.50
55 Propionylglycine1 0.00 0.50
56 Isobutyrylglycine 0.00 0.50
57 2-Deoxytetronic acid 0.00 12.88
58 Butyrylglycine 0.00 0.50
59 3-Methylglutaconic acid(E) 492 5.12
60 Glutaconic acid 0.95 0.50
61 Succinylacetone 0.00 0.50
62 Trimethylsily(TMS) decanoate 0.00 0.50
63 2-Propyl-5-OH-pentanoic 0.00 0.50
64 2-Pentenedioic acid 3-methyl bis(TMS) ester 492 14.15
65 Isovaleroglycine TMS ester 0.00 0.69
66 Butyrylglycine 0.00 0.50
67 Malic acid 0.00 1.20
68 Adipic acid 15.15 13.00
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S.No. Compound Name Results Cut off(%)
69 Isovalerylglycine 0.00 0.50
70 2-Hexenedioic acid 0.00 19.55
71 5-Oxoproline 112 10.48
72 3-Methyladipic acid 107 31.21
73 Thiodiglycolic acid 1.43 0.10
74 2-Propyl-glutaric acid 1.35 0.10
75 7-Hydroxoctanoic acid 0.00 0.06
76 5-Hydroxy-2-furoic acid 355 9.02
77 Tiglylglycine- 2TMS 0.00 0.50
78 3-Methylcrotonoylglycine 0.00 1.05
79 Tiglylglycine-1TMS 0.00 0.53
80 3-Methylcrotonoylglycine 0.00 0.52
81 2-Hydroxyglutaric acid 3.04 9.49
82 3-Hydroxyglutaric acid 032 0.50
83 Phenyllactic acid 0.00 5.79
84 Pimelic acid 0.90 15.16
85 3-Hydroxy-3-methylglutaric acid 10.58 30.52
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S.No. Compound Name Results Cut off(%)
86 3-Hydroxyphenylacetic acid 056 1.94
87 2-Ketoglutaric acid-oxime 0.00 169.10
88 4-Hydroxybenzoic acid 291 22.38
89 4-Hydroxyphenylacetic acid 056 139.99
0 2-Ketoglutaric acid-oxime 0.00 28.54
91 Hexanoylglycine 0.00 0.50
92 Phenylpyruvic acid-oxime 0.00 0.50
93 N-Acetylaspartic acid 0.26 7.84
94 2-Hydroxyadipic acid 058 3.34
95 Octenedioic acid 151 8.37
96 3-Hydroxyadipic acid 163 16.35
97 Suberic acid 6.60 11.51
98 3-Methylglutaconic acid 0.00 0.50
99 2-Keto-adipic 0.22 11.43

100 Aconitic acid 930 304.07

101 Orotic acid 0.00 2.50

102 3-Methoxy-4-hydroxybenzoic acid 0.00 5.79
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S.No. Compound Name Results Cut off(%)
103 Homovanillic acid 10.24 42.35
104 Azelaic acid 056 21.63
105 Hippuric acid- 2TMS 0.00 21.54
106 Isocitric acid 542 62.91
107 Citric acid 436 978.29
108 Homogentisic Acid 0.00 0.99
109 Hippuric acid-1TMS 85.35 336.99
110 Methylcitric acid(1) 0.00 1.81
111 3-(3-Hydroxyphenyl)-3-hydroxypropionic acid 0.00 4.99
112 Methylcitric acid(2) 0.00 1.49
113 3-Hydroxyoctenedioic acid 0.00 11.68
114 3-Hydroxysuberic acid 0.00 8.95
115 Vanillylmandelic acid 28.86 156.72
116 Sebacic acid 0.00 11.52
117 Decadienedioic acid 034 4.64
118 4-Hydroxyphenyllactic acid 46.93 12.51
119 4-Hydroxyphenylpyruvic acid-oxime 178 1.90
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S.No. Compound Name Results Cut off(%)
120 2-Hydroxyhippuric acid 178 20.66
121 3- Indoleacetic acid 133 149.51
122 Suberylglycine 000 0.50
123 Palmitic acid 31.07 23.34
124 2-Hydroxysebacic acid 076 10.34
125 3-Hydroxysebacic acid 5.79 15.60
126 2-Hydroxyhippuric acid 134 20.66
127 Dodecanedioic acid 0.00 0.50
128 N-Acetyltyrosine 0.00 0.10
129 Uric acid 0.00 21.49
130 3-6-Epoxydodecanedioic acid 0.52 8.58
131 3-hydroxydodecanedioic acid 6.40 225
132 3-6-Epoxytetradecanedioic acid 0.00 6.17

Disorders detected by estimating organic acid in Urine

Multiple Carboxylase
Deficiency

Propionic CoA Carboxylase

Holocarboxylase synthase

_________________________ S |

T
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Compound Name

MethyIlmalonic
Acidemia (MMA)

MethyImalonic
Acidemia (MMA)
MethyImalonic
Acidemia (MMA)

Isovaleric

Acidemia

3-Methylcrotonyl
glycinuria
3-MethyTgutaconic

aciduria

3-Hydroxy
-3-methylglutaric aciduria

2-Methy1-3-hydroxybutyric
aciduria

Beta Ketothiolase
deficiency

3-Hydroxyisobutyric
acidurias

Classical )
Phenylketonuria

Results

MethyTmalonylCoA mutase,

Mitochondrial Cobalamin reductase,

cob(i)alamin transferase

3-Hydroxy
-3-methylglutaryl CoA Lyase

2-MethyTbutyryl1-CoA
dehydrogenase

3-Hydroxyisobutyryl CoA
dehydrogenase or methylmalonic
semialdehyde dehydrgenase

Cut off(%)
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Compound Name

| 2-Ketoadipic aciduria

Results Cut off(%)

| 2-ketoadipic dehydrogenase

3-hydroxydicarboxylic
aciduria

Long chain acyl CoA dehydrogenase
deficiency

Electron transport flavoprotein (ETF)
ubiquinone reductase

Enzyme defect in beta oxidation of
6-10 carbon fatty acid

Long chain 3 hydroxy acyl CoA
dehydrogenase deficiency

Ethylmalonic
encephalopathy

Glycerloluria
(X-Tinked)
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S.No. Compound Name Results Cut off(%)

| 44 | 5-oxoprolinuria | Glutathione synthtase |
T T —— T '|
D T — | hydroxyalutarate dehydrogemase T '|
| | acidemia | |
I e — | Glycerate kimase T '|

End of report

R T. Maiskwawt

DR. Vaishnavi
MD, Biochemistry
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