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Clinical data of one child with thin basement membrane nephropathy (TBMN) and the results of COL4A4
gene detection in the child and her family were retrospectIVely analyzed. The patient was a girl of 7 years old.
Hematuria was the major symptom at onset. Laboratory findings showed hematuria and proteinuria. Renal
pathological change support the diagnosis of thin basement membrane nephropathy. COL4A4 gene analysis
showed two heterozygous mutations in ¢.5044C>G; p.R1682G and ¢.871-1G>A; splicing. Her father carried the
heterozygous mutations of ¢.5044C>G; p.R1682G. Her mother carried the heterozygous mutations of ¢.871-
1G>A; splicing. Her brother got the heterozygous mutations of ¢.871-1G>A; splicing from mother. The two
COL4A4 heterozygous mutations of the child may cause TBMN, and has not been reported in the Human Gene
Mutation Database (HGMD).
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Figure 1 Electron microscopy result
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Figure 2 Patient and family COL4A4 gene analysis of mutations in c.871-1G>A
(A)CUERH c.871-1G>AZR A RAS; (B) B ILA Hc.871-1G>ADL S AR W45 (C)BILEEEc.871-1G>AZ G =L ; (D) B JLAFHF

c.871-1G>AZR T TR
(A)Propositus: heterozygous mutation in c.871-1G>A; (B) Patient’s father: no mutation in c.871-1G>A; (C) Patient’s mother: heterozygous

mutation in c.871-1G>A; (D) Patient’s brother: heterozygous mutation in c.871-1G>A.
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Figure 3 Patient and family COL4A4 gene analysis of mutations in c.5044C>G
(A)SEIF# c.5044C>GI A5 578, (B) LA Fc.5044C>GZ 45578 (C) B LAF £ c.5044C> G SR UL 4 s (D) LR

.5044C>G A DL -

(A) Propositus: heterozygous mutation in ¢.5044C>G; (B) Patient’s father: heterozygous mutation in c.5044C>G; (C) Patient’s mother: no

mutation in ¢.5044C>G; (D) Patient’s brother: no mutation in ¢.5044C>G.
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