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Abstract

Usefulness of Bedside Screening for
Hyperammonemia by Our Method

Keiya Tada and Toshihiro Ohura
Department of Pediatrics, Tohoku University School of Medicine
Sendai

Bedside screening for hyperammonemia was performed for
newborns and infants who showed symptoms such as irritability,
poor feeding, vomiting, convulsions,unconsciousness or muscu-
lar hypotonia by our method (Amitest®). Eighteen cases of in-
born errors of metabolism were found during 1983 - 1988 in our
University Hospital including some assoclated hospitals. These
includes 7 cases of ornithine transcarbamylase deficiency, 4
cases of propionic acidemia, 3 cases of methylmalonic acid-
emia, a case of argininosuccinic aciduria, a case of carbamyl
phosphate synthase deficiency, and 2 cases of biotin dependent
multiple carboxylase deficiency. The present study indicates
that the bedside screening for hyperammonemia is useful for
early diagnosis of urea cycle disorders and organic acidemias
which are not available for mass-screening method using blood
filter paper.

ﬁl . Inborn errors of metabolism found by the screening
of hyperammonemia (1983 - 1988)

Ornithine transcarbamylase deficiency 7 cases (3)
Propionic acidemia 4 cases (4)
MethyImalenic acidemia 3 cases (1)
Argininosuccinic aciduria 1 case (1)
Carbamyl phosphate synthase deficiency 1 case (1)

Biotin dependent multiple
carboxylase deficiency

N

cases (2}

18 cases (12)

Note: 1977 - 1982: 6 cases

;2, Ornithine transcarbamylase deficiency

*

Case Onset Blood NH, Outcome
(ug/dl)

MH ¢ 2y8m 340 1Q 87 (3y5m)
HM ¢ 1y2m high DQ 64 (1y7m)
Ms ¢ 3y6m 289 1Q 100 (6y%m)
AS ¢ 0ySm 326 Death (2y7m}
KH ¢ Neonatal 379-901 Death {3y5m) Blood NH, 1,705
o7 « Neonatal 950 DQ 88 (iy2m)
TS o Neonatal 1,200 Death ({10 days)

o

Ys Neonatal > 400 1Q 50 {5y9m)

CPS deficiency
A Sug ¢ Neonatal > 400 Death (8 days)

* Before 1983
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%3, M7V EZ7REDBE

OWERM: 7ve=7? 500usXilb. &E
Peritoneal dialysis or hemodialysis
Sodium benzoate (3X) infusion
250 mg/kg/2h
Z DOtk 250 wg/kg/day

o] 3-3 33
EEOA
PRFZY (MK, M7 V¥ =2 MgEL )
4 ~ 2 mmol/kg/day '
Sodium benzoate, ¥ O 5
250 ~ 350 mg/kg/day BN

Propionic acidemia

Case Onset Blood NH, Outcome

(ug/d1)
AO ¢ Neonatai > 400 DQ 63 (4yi0m)
HN 2 Neonatal > 400 DQ 87 (tyim)
NS o Neonatal 305 DQ 100 (3y)
NM ¢ Neonatal > 500 DQ 78 (1y}
CA*¢ Neonatal 320 1Q 62 (6y)
YN* o Neonata) 1,180 Death (18 days)

Multiple carboxylase deficiency {biotin-responsive)

KT ¢ Neonatal high DQ 88 {2y8m)
YU ¢ Neonatal high DQ normal (6m}
MT*2 Neanatal high 1Q 56 (7y9m)

* Before 1983

—224—

12-‘) 1' OTC deficiercy O.T. &

[penzoste i«] " Benzoate per o5 zstmaskard ] s
Calarie intake 110~120 keat/kg/d 130 53
1 g€
1. 200 e wTE] T
PP P
oo 34
2 aon—w
X .
I 800
4no-1
200+
055 768 10101213141681820
Age(days)
A
Methylmalonic acidemia
Case Onset Blood NH, Qutcome
(ug/dl)
AK ¢ Neonata! > 400 DQ 100 (10m)
YT ¢ 2m high DQ 62 (1yim)
MT ¢ 9m high DQ 76 {1y2m)
HA*¢ 3m high DQ 82 (3y9m)
SH*¢ Neonatal high OQ 80 (1y)
Argininosuccinic aciduria
YA ¢ Neonatal 532 DQ normal (7m)
* Before 1983
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