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Abstract Objective: To evaluate the TSC 1/2 gene mutation in renal angiomyolipoma (AML) and the feasi-
bility and safety of everolimus treatment for renal AML. Method: From Jan. 2015 to Mar. 2016, TSC 1/2 gene
were detected in 49 renal AML patients. TSC1/2 gene mutation were detected by PCR-SSCP. Twenty-one exon of
TSC1 and 41 exon of TSC2 were detected. Twenty-five patients were treated with everolimus (10mg Qd) who had
any TSC1/2 mutation or had been diagnosed as tuberous sclerosis complex (TSC), the biggest diameter of tumor
was longer than 4 cm and refused operation. Toxicities and tumor responses were monitored. Result; The study
included 15 male and 34 female patients, whose average age was 35. 5 (range, 18-56) years old. The average max
diameter of tumor was 9. 6 (range, 4-30) cm and 25 patients were diagnosed with TSC by clinical diagnostic crite-
ria. The result of TSC 1/2 gene detection: mutation rate was 85.7% (42/49) in all and 88. 0% (22/25) in TSC
group, including TSCI mutation in 29 cases, TSC2 mutation in 22 cases and TSC1/TSC2 mutation in 18 cases.
There was no significant difference in the mutation rate of any exon. Twenty-five patients received everolimus
(10mg Qd) treatment. One month result; objective response rate (ORR) was 88. 0% , disease control rate was
100% » the average diameter reducing was 3. 6 cm (38. 2%). Three months result: ORR was 92. 0% , disease con-
trol rate was 100% . the average diameter reducing was 3. 8 cm (44.5%). AML best response rate (total tumor
volume shrinkage rate == 50%) was 36. 0% (9/25) for everolimus compared with 0% (0/24) for placebo. The
change was not obvious in tumor with liquefaction or necrosis in centre and negative CT value. Some abnormal kid-
ney appeared to remodel. The main adverse reaction was oral mucositis in four cases, rash in three cases and uri-

nary system infection in one case . The average follow - up period was 5. 4 months , and no tumor progress was
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found. Conclusion: The TSC 1/2 gene mutation in renal AML had a close correlation with TSC. Everolimus thera-

py can impact the size and density of the primary tumor and appears safe and feasible in renal AML patients with

TSC1/2 mutation, even the patients did not accompanied by TSC. Short-term application security is good, so

everolimus is an effective non-surgical treatment option for TSC associated with renal AML..
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