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DICER1 associated lesions
• Function of DICER1: cleavage of pre-micro-RNA -> microRNA -> gene expression

• Sporadic vs hereditary/autosomal dominant (DICER1-related tumor susceptibility syndrome; 

2009)

• Loss of function mutation -> inactivation of DICER1 of 1 allele + second hit (when hereditary)

• Benign vs malignant -> low-grade versus high-grade malignancies

• Children (hereditary or sporadic) and adults (sporadic)

• Variable anatomic distribution

• Most well-known malignant tumors: 

• pleuropulmonary blastoma (kids), embryonal rhabdomyosarcoma (kids and adults)



• Benign:
• Cystic nephroma

• Nodular goiter/thyroid adenoma

• Nasal chondromesenchymal

hamartoma

• Gastrointestinal hamartomatous

polyps
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Pathology outlines



• Malignant:
• Pleuropulmonary blastoma

• (Genitourinary) ERMS

• Sertoli-Leydig cell tumor

• Müllerian adenosarcoma

• Wilms tumor

• Anaplastic sarcoma of the kidney

• Thyroid carcinoma

• Malignant teratoma

• Sarcoma (brain, ovary, peritoneum etc)
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High-grade malignancies -morphological
variability with overlap

Polyphenotypic (mesenchymal, 
epithelial, neuroectodermal
• Primitive spindle and round cells
• Blastemal features
• Anaplasia
• Rhabdomyoblasts
• Fetal-like or sarcomatous cartilage
• (Neuro)epithelial structures
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Wilms tumor



Case 2: 2y, f, PPB

myogenine



Case 7: 30y, uterine cervix



Case 9: 55y, f, scapula

CK8/18



Anaplastic sarcoma of the kidney

Antonescu et al 2022















Intracerebral DICER1 sarcomas



Intracerebral DICER1 sarcomas



Analysis of 534 tumors










