
Erratum

Ahrens MJ, Berry SA, Whitley CB, Markowitz DJ,
Plante RJ, Tuchman M (1996): Clinical and biochemi-
cal heterogeneity in females of a large pedigree with
ornithine transcarbamylase deficiency due to the
R141Q mutation. Am J Med Genet 66:311–315.

Table I in the article above was published incor-
rectly. Following is the correct Table I. The publisher
regrets this error.

TABLE I. Clinical, Biochemical, and Molecular Data in a Family With OTC Deficiency*

Patient Clinical symptoms

Plasma
ammonia
mmol/L
(<35)

Plasma
glutamine
mmol/dL
(41–86)

Plasma
citrulline
mmol/dL
(0–80)

Plasma
arginine
mmol/dL
(2–18)

Urine orotate
mmol/mol Cr

(<3.1)

Orotic acid
allopurinol

mmol/mol Cr
(<13)

Genotype
(+/+, +/Y)

II-5 Depression 15 81 3 8 0.7, 0.7 38.9 R141Q/+
III-6 Mental retardation behavioral

disorder, abnormal hair,
seizures, migraine

29 142 1 4 1.6, 3.5 45.9 R141Q/+

III-2 Learning disabilities, short
stature, abnormal hair

21 125 2 4 0.3, 28.0 31.0 R141Q/+

III-3 Behavioral disorder 13 123 2 4 0.9, 0.7 60.1 R141Q/+
III-4 NA 10 59 3 6 0.6, 0.4 9.5 +/+
III-5 NA 18 63 3 7 0.2, 0.5 9.1 +/Y
II-1 None 12 72 4 7 0.7 ND R141Q/+
III-1 NA 19 58 3 7 0.9 ND +/+
II-2 Depression, protein restriction,

abnormal hair
17 75 2 4 0.5 26.4 R141Q/+

II-3 NA 21 73 3 9 ND ND +/+
I-1 None 20 61 2 6 ND ND R141Q/+
II-4 NA 11 69 4 8 ND ND +/+

*Patients are identified by numbers corresponding to their designation on the pedigree illustration (Fig. 1).
NA, not applicable. ND, not done. Normal values or results are denoted in brackets. Some individuals had two “base line” orotic acid determinations.
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