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3 HM HD

Retention time (imin)

Fig. 1 Chromatograms of orgamc acids extracted from the urme of the patlent (S O) wrth Iactlc amdemla
: at 3 days (A) and 15 days (B) after birth
: factate; 27 pyruvate, 3.: 2— hydroxybutyrate- 4- 34hy'dr-‘oxybutyrate 5,6 = dcetoacetate {oxime)
SHM HD: internal standards .
Oxime TMS derivertives of organic aads were analyzed oh both OV 1 (lower) and Ov- 17 (upper)
- columns with single injection.

— 87—



Table 1. Results of selective screening for
organic acidemia (Screened - 114,
Period : Mar. "80—Aug. '92)

Frimary 9(7.9%)
Lactic acidemia : ' 4
Methylmalonic acidemia ' 1
Glutaric acidemia : Dok
Fructose diphosphatase deficiency 1
Nonketoic dicarboxylic acidemia 1

Secondary or Transient 16(14 0%)
Lactic acidemia 4
Ketosis 1
Ketoic dicarboxylic acidemia 3
Others 9

Drugs or Unknowns 15(13.2%)
Druges ' ' ' 4
tnknown peak 11

*sibling case
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Fig. 2 Chromatogram of organic acids extracted from the urine of the bétient (A.G) wit'h' méthylmalonic
acidemia _ : :
1: lactate, 2 : pyruvate, 3: 3—hydroxypropionate, 4+ methylmalonate, 5 - methylcitrate
Other descriptions are the same as in Fig 1
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Fig. 4 Chromatogram of organic acids extracted from the urine of the patient (A.M) with ornithine

transcarbamylase deficiency

1: uracil, 2: orotate
Other descriptions are the same. a§ in Fig 1
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Results of Selective Scre_ening for Organic Acidemia (II)

Akihiro Yamaguchi, Masaru Fukushi, Yoshio Shimizu,
Yuko Kikuchi and Yuichi Kusunoki*

ABSTRACT

The successive result of select1ve screenmg for organic ac1demla was reported
Durlng the latest one year two patlents with congenital lactic acidemia and one with
methylmalomc acidemia were detected from newly screened 61 hlgh risk infants.
The progressive interest for the screening was necessary to detect the case of
methylmalonic acideémia because the clinical informations could riot strongly suspect
the patient as the organic acidemia. The medical treatments for all the three patlents
had to be finally ended by their death. These results showed ; the hlgher incidence of
organic ac1dem1as and also the screenmg could contrlbute to the detection or chagno-
sis of the patients, however there exists some dlfflcultres in the aspect of the treat
ment.
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