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146 Differentiated thyroid carcinoma 622  
519 Acute myeloid leukemia 317  
213528 Rare adenocarcinoma of the Breast 207  
870 Down syndrome 178     
1480 Ventricular Septal Defect (not rare in EU) 147
544 Diffuse Large B cell lymphoma 118  
494550 Squamous cell carcinoma of the larynx 107  
842 Testicular seminoma 105  
29073 Multiple myeloma 104   
2584 Classic mycoides fungoides 88   
545 Follicular lymphoma 88  
88673 Hepatocellular carcinoma 86  
360 Glioblastoma 85  
130 Brugada syndrome 77
213767 Squamous cell carcinoma of the cervix uteri 72  
399 Huntington Disease 71  
398934 Malignant epithelia tumour of ovary 58  
213504 Adenocarcinoma of ovary 54  
521 Chronic myeloid leukemia 54  
2495 Meningioma 53   
90065 Aneurysmal subarachnoid hemorrhage 53 
100093 Carcinoid tumours 51  
252175 Vestibular schwannoma 49  
391 Classic Hodgkin Lymphoma 44  
2014 Cleft palate 42   
398971 Ovarian clear cell adenocarcinoma 39  
424991 Adenocarcinoma of the gallbladder and biliary tract 38  
877 Neuroendocrine neoplasm 38  
1478 Interatrial communication 37  
70567 Cholangiocarcinoma 35  
3318 Essential thrombocytaemia 34  
98843 Classic Hodgkin Lymphoma, nodular sclerosis type 33  
213772 Adenocarcinoma of the cervix uteri 32  
398058 Squamous cell carcinoma of the penis 31  
502363 Squamous cell carcinoma of the oral cavity 31
99977 Squamous cell carcinoma of the oesophagus 31  
216675 Transposition of the great arteries 30  
98727 Rare atrial defect and interatrial communication 30  
231214 Beta thalassaemia major 29  
101206 Tetralogy of Fallot 28   
94 Astrocytic tumours 28  



Thematic Group Number
 Rare abdominal surgical disease 61

 Rare allergic disease 0
 Rare bone disease 110

 Rare cardiac disease 27
 Rare circulatory system disease 188

 Rare developmental defect during embryogenesis 940
 Rare disorder due to toxic effects 0

 Rare endocrine disease 981
 Rare gastroenterologic disease 223

 Rare genetic disease 732
 Rare gynecologic or obstetric disease 675

 Rare hematologic disease 1182
 Rare hepatic disease 221
 Rare immune disease 20

 Rare inborn errors of metabolism 17
 Rare infectious disease 6

 Rare infertility 32
 Rare maxillo-facial surgical disease 95

 Rare neoplastic disease 3956
 Rare neurologic disease 915

 Rare odontologic disease 4
 Rare otorhinolaryngologic disease 193

 Rare renal disease 99
 Rare respiratory disease 99

 Rare skin disease 165
 Rare sucking/swallowing disorder 282

 Rare surgical cardiac disease 489
 Rare surgical thoracic disease 18

 Rare systemic or rheumatologic disease 39
 Rare systemic or rheumatological disease of childhood 10

 Rare teratologic disease 0
 Rare urogenital disease 196


