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146 Differentiated Thyroid Carcinoma 394  
519 Acute Myeloid Leukemia 303  
870 Down Syndrome 230     
1480 Ventricular Septal Defect 169
213528 Rare Adenocarcinoma of the Breast 178  
100088 Carcinoma of Thyroid Gland 125  
494550 Squamous Cell Carcinoma of Larynx 96  
842 Testicular Seminomatous Germ Cell Tumour 82  
399 Huntington Disease 79  
130 Brugada Syndrome 77
2584 Classic Mycosis Fungoides 77   
29073 Multiple Myeloma 67   
544 Diffuse B Cell Lymphoma 60  
398934 Malignant Epithelial Tumour of Ovary 58  
213767 Squamous Cell Carcinoma of Cervix Uteri 54  
90065 Acquired Aneurysmal Subarachnoid Haemorrhage 53 
1478 Interatrial Communication 52  
252175 Vestibular Schwannoma 49  
545 Follicular B Lymphoma 48  
2014 Cleft Palate 48   
2495 Meningioma 47   
521 Chronic Myeloid Leukaemia 46  
213504 Adenocarcinoma with variants of Ovary 44  
100093 Typical and Atypical Carcinoid of Lung 42  
29073 Multiple Myeloma, Plasmacytoma or Heavy Chain Disease 35   
94 Astrocytic Tumours of CNS 34  
88673 Hepatocellular Carcinoma 34  
502363 Squamous Cell Carcinoma of Oral Cavity 34  
391 Hodgkin's Classical Lymphoma 31  
231214 Beta Thalassaemia Major 30  
213504 Ovarian Adenocarcinoma 30  
98727 Rare Atrial Defect and Interatrial Communication 30  
216675 Transposition of the Great Arteries 29  
101206 Pulmonary Valve Agenesis-Tetralogy of Fallot-Absence of Ductus Arteriosus Syndrome 28   
544 Diffuse Large B-Cell Lymphoma 26  
52688 Other Myelodysplastic Disorders 25  
424991 Adenocarcinoma of Gallbladder and EBT 23  
360 Glioblastoma 23  



Thematic Group Number
 Rare abdominal surgical disease 57

 Rare allergic disease 0
 Rare bone disease 89

 Rare cardiac disease 15
 Rare cardiac disease 177

 Rare developmental defect during embryogenesis 744
 Rare disorder due to toxic effects 0

 Rare endocrine disease 875
 Rare gastroenterologic disease 182

 Rare genetic disease 527
 Rare gynecologic or obstetric disease 588

 Rare hematologic disease 866
 Rare hepatic disease 202
 Rare immune disease 14

 Rare inborn errors of metabolism 12
 Rare infectious disease 5

 Rare infertility 26
 Rare maxillo-facial surgical disease 83

 Rare neoplastic disease 3313
 Rare neurologic disease 694

 Rare odontologic disease 3
 Rare otorhinolaryngologic disease 160

 Rare renal disease 87
 Rare respiratory disease 90

 Rare skin disease 141
 Rare sucking/swallowing disorder 137

 Rare surgical cardiac disease 339
 Rare surgical thoracic disease 15

 Rare systemic or rheumatologic disease 28
 Rare systemic or rheumatological disease of childhood 9

 Rare teratologic disease 0
 Rare urogenital disease 174


