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      Pleuropulmonary blastoma (PPB) is a rare mesenchymal tumor that often involves the lung. Between 25 to 50 children are diagnosed with PPB annually in the United States [1-3]. PPB is the most common primary lung cancer of childhood [4]. The mean age at diagnosis is between 2 to 5 years with no predilection for gender [5]. There are three types of PPB [6-8]. Type I is the least common with the best prognosis [6,7,9-11]. It occurs in less than 15% of all PPBs. It typically affects children less than one-year-old with a median age of 10 months. Gross pathology is characterized by cystic or multi-cystic components. Type II PPB occurs in 40% to 50% of all PPBs, affecting older children with a median age of 34 months and characterized by mixed cystic and solid patterns with thickened nodules within cystic lesions [12-14]. Type III PPB typically affects older children over the age of 44 months [15]. Its gross pathology is characterized by a solid, white mucoid mass that is necrotic, calcified, and friable. PPB has been known to progress from one type to another over time [16].


      The tumor is composed of malignant mesenchymal cells which may be primitive blastema cells or large malignant sarcoma type cells. The epithelial component is typically benign. These cells are positive for vimentin and may also be positive for desmin and myogenin [16].


      Familial PPB is associated with a germline mutation in the DICER1 gene which encodes an enzyme required for the production of mature microRNAs [3,17,18]. PPB is genetically associated in approximately 70% of cases [19]. Family tumor and dysplasia syndrome includes PPB, pulmonary cysts, cystic nephroma, soft tissue sarcomas, nasal chondromesenchymal hamartoma, nodular hyperplasia, carcinoma of the thyroid gland, and ovarian sex chord stromal tumors [17]. Strong suspicion needs to exist in lieu of diagnosis of a DICER1 mutation in family members as there is a 50% chance of inheriting the same mutation. Primary ovarian neoplasms are often manifested as familial PPB syndrome and are often the initial clinical presentation of DICER1 mutations within a family [17].


      
        Figure 1: CT of the chest showing a large necrotic right lung mass and fluid effusion with mass effect on pericardium and mediastinum of a Pleuropulmonary Blastoma. View Figure 1

      


      
        Figure 2: Lung, 12 × 9 × 3.8 cm with a red-tan variegated surface and areas of hemorrhage. A 7.5 × 7 × 3.5 cm friable gray-tan mass present in the right middle lobe with cystic and solid areas. View Figure 2

      


      The diagnosis of pleuropulmonary blastoma in a child with family history of bilateral Sertoli-Leydig ovarian tumors and papillary thyroid cancer is an unusual finding and warrants investigation for a genetic correlation of a DICER1 mutation.


      High suspicion of a familial PPB promotes early recognition of tumors in a predisposed child or family member allowing for early treatment and better outcomes. It is imperative that children with recurrent pulmonary symptoms be evaluated with high suspicion for this tumor and family history be obtained.


      Furthermore, if a mutation in DICER 1 is found, all family members must be screened to catch the disease process early on as it is of autosomal dominant inheritance. The overall survival rate of this tumor is hard to estimate due to the rare nature of this disease.
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