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GENETIC MUTATION IN STERIOD RESISTANT NEPHROTIC

SYNDROME IN THAI CHILDREN

MISS PAILIN SAKORNNAWEECHAI

Abstract

Introduction:Mutationsin several single genes expressed of glomerularpodocytes have been
identified in patients withsteroid resistance nephrotic syndrome (SRNS). It related to abnormal
renal histology whichtypically showed focal segmental glomerulosclerosis (FSGS) with poor

response toimmunosuppressive therapy.

Objective: Identifiedpodocyte-expressed genetic mutation in NPHS2, WT1, CD2AP, ACTN4,

and TRPC6 in SRNS in Thai children.

Methods:Mutation analysis was performed by DNA sequencing the 8 Exons in NPHS2, 13 Axons
in TRPC6 and 21 Exons in ACTN4 genes. WT1 and CD2APgenes were screening withDHPLC
(Denaturing high performance liquid chromatography) .The DNA sequencing 18 Exons in

CD2AP and10 Exons in WT1 were performed in only positive screening DHPLC.

Results: We identifiedunpublished heterozygous missence mutation in CD2AP, ACTN4 and
TRPC6 genes in 3 of 10 Thai children with SRNS. Theseheterozygous missence mutations could
be pathogenic becausewe did not find or found the mutations less than 1% when screening in
normal control with the same ethnic group at > 200 alleles. We also use polyphen2 and mutation

taster to predict the disease causing mutation.

Conclusion: Theheterozygous missence mutationsin CD2AP, ACTN4 and TRPC6 genes could be
pathogeniccause of steroid resistant nephrotic syndrome in Thai children butthe mutations may

different in other population .Limitation in this study is due to small sample size.
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segmental glomerulosclerosis, Nephrotic syndrome



