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Renal disease in tuberous sclerosis complex: pathogenesis and therapy.
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Cnopaanyeckaa aHrmommonmnoma n NGS

PLoS One 2011;6(9):224919 doi- 10 137 1/journal pone 0024919 Epub 2011 Sep 16.

Angiomyolipoma have common mutations in TSC2 but no other common genetic events.
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Abstract

Renal angiomyolipoma are part of the PEComa family of neoplasms, and occur baoth in association with Tuberous Sclerosis Complex (TSC)
and independent of that disorder. Previous studies on the molecular genetic alterations that occur in angiomyolipoma are very limited. We
evaluated 9 angiomyolipoma for which frozen tissue was available from a consecutive surgical series. Seven of 8 samples subjected to RT-
PCR-cDNA sequencing showed mutations in TSC2; none showed mutations in TSC1 or RHEB. Six of the seven mutations were deletions.
We searched for 983 activating and inactivating mutations in 115 genes, and found none in these tumors. Similarly analysis for genemic
regions of loss or gain, assessed by Affymetrix SNP6.0 analysis, showed no abnormalities. Loss of heterozygosity in the TSC2 region was
commonly seen, except in patients with low frequency TSC2 mutations. We conclude that sporadic renal angiomyolipoma usually have
mutations in TSC2, but not TSC1 or RHEB, and have no other common genomic events, among those we searched for. However,
chromosomal translocations and gene fusion events were not assessed here. TSC2 inactivation by mutation is a consistent and likely
necessary genetic event in the pathogenesis of most angiomyolipoma.

PMID: 21949787 PMCID: PMC3174984 DOI: 10.1371fjeurnal pone.0024919

PLoS Genet. 2016 Aug; 12(8): 1006242 PMCID: PMC4875391
Published online 2016 Aug 5. doi: 10.1371/journal pgen 1006242 PMID: 27434029

Whole Exome Sequencing Identifies TSC1/TSC2 Biallelic Loss as the
Primary and Sufficient Driver Event for Renal Angiomyolipoma
Development
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leHbI Konwuyecteo Ne o6pasua
ob6paszuos
[Ba “ypapa” B TSC2 3 11,14,15
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cDC73 1 13
MET 1 18
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O6pa3e11 13 TomosuroTHaa myTauma B onyxonesom obpasue B reHe CDC73 (1g31.2)
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Pestome no nccnegosaHmto cCAMJT noyku

* B10u3 14 (71,5%) cnyyaes cAMJ1 Habntoganach
buannenbHan MHaKTUBaLMA reHa TSC2

* BuyeTbipex cnydasx (o6bpasubl No2,3,13,18) Habaoganucb
MyTaLUMi B APYrnX reHax

* B o6pa3uyax Ne 13 n 18 c meton MoneKkynapHo-
reHeTUYeCcKoro aHaan3a Nno3BOo/INA YTOYHUTL AMarHo3 1
AMarHocTnpoBatb B cnydae Nel3 go6poKayecTBEHHYIO
OMNyXoab CUMMATOMOKOMMIEKCA HacNeACTBEHHOTO
OMyX0/IEBOTO CUHAPOMA C rePMUHANIbHOM MyTaumnen B
CDC73, n 3n10KayecTBEHHYIO Onyxosib B 0b6pasue Nel8

* BblAB/iEeHbI HOBbIE reHbl KAHAMAATbI U HOBbIE
XPOMOCOMHbIE PErMOHbI, MOBPEXKAEHNA KOTOPbIX MOTYT
6bITb NPUUYMHOMN BO3HUKHOBEHMA CAMJT NOYKK.
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Cnacnbo 3a BHMMaHue!

STK36 n PDGFRA
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