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[ Abstract] Objective The clinical characteristics of a child with pediatric cystic nephroma with DIC-
ERI mutation were analyzed ,and the relevant literature was reviewed to improve the understanding of this dis-
ease. Methods Clinical data of a 13-month-old girl with pediatric cystic nephroma were retrospectively ana-
lyzed to summarize the clinical features, imaging findings, surgical procedures, pathologic findings and genetic
test results. Relevant literatures were searched through PubMed, CNKI, WanFang and other databases,and the
search time was as of May 2021. Results In this case, preoperative ultrasound, CT and MRI all suggested a
large cystic solid mass of the left kidney with a clear boundary. The child underwent resection of the left kidney
tumor without enlarged lymph nodes. Postoperative pathology suggested cystic nephroma. Both germline DIC-
ERI mutation and somatic DICER] mutation in the tumor were confirmed. There was no case report of pediatric
cystic nephroma with DICER] gene mutation in Chinese literature ,and only 6 cases of both germline and somat-
ic mutations were reported in English literature. Conclusion Pediatric cystic nephroma is rare,and its patho-
genesis is related to DICER] gene mutation. Surgical resection is the main treatment method ,and DICERI gene
mutation can cause a variety of tumors,so long-term follow-up monitoring after surgery is very important.
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Fig.1 Ultrasonic image of left kidney tumor.
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Fig.2 Contrast-enhanced CT image of left kidney tumor
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Fig.3 MRI plain scan of left kidney tumor
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Table 1 Cases of pCN with both germline and somatic mutations of DICER1 gene
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Fig.4 Gross and histological details of kidney tumor
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