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Abstract

Objective: To explore the clinical features of tuberous sclerosis with bladder neoplasia. Methods:
A retrospective analysis of the clinical data of a child with tuberous sclerosis complex with cystic
neoplasia and literature review. Results: An 11-year-old male child with initial symptoms of fre-
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quent urination, dysuria, gross hematuria, occult blood and no leukocytes in routine urine, urinary
bladder wall thickening and multiple nodules on color Doppler ultrasound, no bladder nodule biop-
sy, oral rapa Mycophenolate treatment, there is no hematuria at present. Conclusion: There are dif-
ferent forms of tuberous sclerosis complex, may need to alert to multiple organ lesions.
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Figure 1. The child’s 2021-08-06 Gene test showed that the subject had one heterozygous muta-
tion in the TSC1 gene: a heterozygous mutation from cytosine C to thymine T (C.2293c>T) at
nucleotide 2293, results in nonsense mutations in amino acids (p.Q765x), the father of the subject
had no variation at this locus, the mother of the subject had no variation at this locus
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Figure 2. The patient underwent color Doppler ultrasonography at the Affiliated Hospital of Qingdao University on
2022-03-02, the bladder is full, undersmooth mucosa, the bladder wall thickens, a nodular process, the larger size is 1.1 cm x
0.9 cm, boundary clearing
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