JOURNAL OF RARE AND UNCOMMON DISEASES, JAN.2026,Vol.33, No.1, Total No.198

R - BN -
B SRR MAE IR B35 8 5 577 — B R SOk 7

4wt FEE' K
1A REFEZERR(T 7 sk 515063)
2783917 ) LEBERR (T & 41 518000)

(BE] BN 24FIHRESRMENE (Tyrosinemia Type TAIGKRER, RIRKEEI ZHNRIRILARHEED. ik DM TIFISERMAETRE) AR
FEER. BEEERER, HRTXHER, SR EB)L, B, 68, TFE “HAERRKOFERKPRBEERIES" NREECRERITISMIZ. TiSRELINZ) LK
BERRETRARAEESMIRENRIET4-BERZR. 4-2ERXAR,. 4 BREXRAREZASIN, RKERRE, THA. BE. AIkHDHR, TRER
REPRLE, THEBHERKRIKINE, TRFAMESE, BRI THPDERESAARE, SHRERMENE(HPDERER), RE/ERANE, T
Ay, BRIEIVATHRR, XBER. L MESRRITRARANTE) LECRERHE, HRESEEREHRNE) LELRERRILEISHST
m, MmBEXERE) L XENRESR, KERRGE, HEBTEKE)L&F0.

[(x37] =m; BERME; HPD; 4-RERZR; 4 REFXULR; 4 BEXTRR
(FES2S] R722.11

[ZEktRIREE] A

(BE2mA] FYT ‘EFIBE=RKIE HEAEBN(No. SZSM202311005)
DOI:10.3969/].issn.1009-3257.2026.1.001

A Case Report and Review on the Diagnostic and Treatment
Advances of Tyrosinemia Type IIT*

ZHONG Li-mei', YU Wen-wen?, CHEN Li%".
1.Shantou University Medical College, Shantou 515063, Guangdong Province,China
2.Shenzhen Children’s Hospital, Shenzhen 518000, Guangdong Province, China

Abstract: Objective To summarize the clinical data of Tyrosinemia Type 111, a rare disease, to assist clinicians in its early diagnosis and treatment. Methods \We
retrospectively analyzed the clinical features and gene variations of a pediatric patient with Tyrosinemia Type Il and conducted a literature review. Results
The patient, a 6-month-old male, visited our hospital's genetic metabolism clinic due to elevated tyrosine levels detected by tandem mass spectrometry in
neonatal screening. Outpatient examination showed significantly increased tyrosine levels and elevated 4-hydroxyphenylacetate, 4-hydroxyphenyllactate,
and 4-hydroxyphenylpyruvic acid in urine organic acids. However, the patient had a good clinical status with no hepatomegaly, jaundice, anemia, bleeding
tendency, skin or eye lesions, neuropsychiatric symptoms, muscle tone changes, or feeding intolerance. Ge netic testing revealed compound heterozygous
mutations in the HPD gene, leading to a diagnosis of Tyrosinemia Type III (HPD gene variation). Timely intervention resulted in good treatment outcomes
and normal development. Conclusion We conclude that incorporating tandem mass spectrometry into neonatal genetic metabolism screening can facilitate
early diagnosis and intervention for metabolic diseases, prevent metabolic crises, and improve prognosis and life expectancy.
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