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A Case with Tyrosinemia Type | Detected by Neonatal Screening Test
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Department of Medical Genetics, 2Pediatrics, Ajou University School of Medicine, Suwon, Korea

Tyrosinemia type | is an autosomal recessive inborn error of tyrosine metabolism that caused a
mutation, Clinical symptoms include progressive liver damage with liver failure, coagulopathy, hy-
pophosphataemic rickets, renal tubular dysfunction and a high risk of hepatocellular carcinoma, If
left untreated, the affected infants may die from liver failure within the first year of life, Pharma-
cololcal therapy with 2-(2-nitro-4-trifluoromethylbenzoyl)-1,3-cyclohexanedione (NTBC) has offered
an effective therapeutic option in addition to dietary restriction of tyrosine and phenylalanine, As
prognosis of tyrosinemia type | is improving with early diagnosis and early treatments, it meets
the criteria for a condition that would benefit from newborn screening. We report a case of tyro-
sinemia type | diagnosed by newborn screening and successive biochemical analysis of plasma

and urine, treated by dietary restriction and

NTBC
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Tablel. Results of Plasma Amino Aacid and Urine Organic Acid Analysis
Age at test 4 weeks 6 weeks 9 weeks 12 weeks
Body weight 2.7 kg 3.2 kg 3.7 kg 4.2 kg
Diet Formula for Protein free  Tyrosine free Tyrosine free
preterm infant formula formula formula
Plasma amino acid analysis
Tyrosine
(ref. 55—147 pmol/L") 1026 54 135 126
(ref. 22-108 pmol/L"
Phenylalanine 195
(ref. 38—137 pmol/L") 52 25 28
(ref. 31=75 wmol/L)
Methionine
(ref. 10—60 pmol/L") 86 11 19 23
(ref. 9—42 umol/L")
Urine organic acid analysis
4—hydroxyphenyl pyruvic acid
1433.6 428.3 1520.7
(ref. 0.0—33.8 mmol/mol Cr)
4—hydroxyphenyl acetic acid 960.7 _ _
(ref. 0.0—219.7 mmol/mol Cr) '
4—hydroxyphenyl lactic acid
4663.7 - 3296.8
(ref. 0.0—28.7 mmol/mol Cr) 9
N—Acetyltyrosine
148. - 49,
(ref. 0.0—6.4 mmol/mol Cr) 8.6 9.1
Succynylacetone 0.5 Not detected  Not detected
(ref. 0.0—0.0 mmol/mol Cr) '
Lactic acid
(ref. 3.1-119.3 mmol/mol Cr) 3775 4148
‘reference for age <1 month
reference for age >1 month
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