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Hig_h-r"isk patients in the screening for or‘gahib acidemia
B! Syrsztbrh or Biochemical abnormality

<1M 7 (13.2/)) Acidosis*

—3M 5 (9.4 ) Hypotonia

—6M 6 (113 ) Epilepsy

—-1Y 7 (13.2 ) Convulsion

—2Y 6 (113 ) Mental retardationn
)

>3Y 92 (41 5 Developmental delay

9 (17 0%) Hyperammonemia 4 (7 5%)
8 {151 ) Hypoglycemia 3(57 )
8 (15 1 ) Vomiting ' 3(57 )
7 (13 2 ) Reye like syndrome 2{(38)
7 (13 2 ) Weak suction 1(19 )
5 (9.4 ) Others 851 )}
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. % increase of lactic and pyruvic acids were indicated for 3 patients
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Table 2 Results of selective screening for organic
acidemia (Screened : 53, Period | Mar. 90— Aug.'91)

Primary 6(11°3%)
Lactic - acidemia s 2 :
Glutaric acidemia . 2
Fructose diphosphatase deficiency 1
Nonketoic dicarboxylic acidemia 1

Secondary or Transient 11 20 8%)

Lactic’ acidemia : 2
Ketosis . 1
- Ketoic dicarboxylic acidemia 2
Others ' 6

Drags or Unknowns 10 (18.9%)
Drugs . . . 4
unknown. -peak : 6

*sibling case
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Fig. 1 Chromatogram of organic acids extracted from the urine of a patient (A. |, 1 day) with lactic
: " acideria ' e L : R S e Lo

1: lactate, 2: 2-OH-butyrate, 3- pyruvate
3HM, HP 3-OH-myristate, heptadecanoate as internal standards {the same as in the other figures)

R

20 o 0

il

Retention time {min)

ov-17

Retention time {min}

Fig 2 Chomatogram of organic acids extracted from the urine of a patiént (A.E; 8 mbﬁths) with glutaric
acidemia type I _ ’ )
1- glutarate, 2 ghutacohate, 3- agipate, 4 3-OH-glutarate, 5 pimelate,
6: suberate, 7- agelate, 8 sebacate, 9 3-OH-sebacate
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Fig. 3 Chomatogram of organic a(:|ds extracted from the urine of a patlent (Y.0,4 years) with fructose
diphosphatase deficiency

1: lactate, 2- 2-OH-butyrate, 3: 3-OH-butyrate, 4 pyruvate; 5: glycerol, 67 acetoacetate
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. Fig, 4 . Chomatogram of organic acids extracted from the urine of a patient (M. A, 8 months) with
nonketoic dicarboxylic acidemia

1- fumarate, 2- glutarate, 3: adipate, 4; suberate, & sebacate, 6: 3-OH-sebacate
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Résul'_cs of Selec_tive Screening for Organic Acidemia

(1)

Aklhlro Yamaguchi, Atushi Mikami, Yosh1k1yo Mizushima,
Masaru Fukushl Yoshio Shlmlzu Yuko kikuchi
and Tomo1ch1 Kusunoki*

ABSTRACT
We described the results of selective screening for organic acidemia by the measure-
ment of abnormal metabolites in urine using a 2-column capillary gas chromatography.
Two patients with congenital lactic acidemia, a sibling case with' glutaric acidemia type
I, one with fructose diphosphatase deficiency and one with nonketoic dicarboxylic
acidemia (the total of six patients) were detectd from 53 high-risk infants suspecting the
organic acidemia with hypotonia, convulsion or vomiting etc. -

* Departiient. of Pediatrics, Asahikawa Medical Coliege.-
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