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Suppl. Table 3 Figure 5- associated table. Description of phenotypes 

 

 

Phenotype 

Unique 

Mutations 

(Total 

Cases) 

Phenotype 

Unique 

Mutations 

(Total 

Cases) 

Breast carcinoma 6 (6) Cutaneous squamous cell carcinoma 4 (4) 

Endometrial carcinoma 10 (10) Skin carcinoma 1 (2) 

Uterine corpus endometrial 

carcinoma 
1 (2) 

Prostate adenocarcinoma 
2 (2) 

Cervical squamous cell carcinoma 1 (1) Prostate cancer 1 (1) 

Gastric adenocarcinoma 4 (4) Prostate carcinoma 2 (2) 

Gastric carcinoma 19 (19) Renal papillary cell carcinoma 2 (8) 

Colon cancer 2 (2) Renal carcinoma 5 (5) 

Large intestine carcinoma 32 (44) Thyroid cancer 3 (3) 

Biliary tract carcinoma 3 (3) Urinary tract carcinoma 6 (7) 

Pancreatic adenocarcinoma 3 (3) Urothelial carcinoma of the bladder 3 (3) 

Pancreatic carcinoma 5 (5) Haematopoietic and lymphoid tissue neoplasm 5 (5) 

Hepatocellcular carcinoma 4 (5) GnRH deficiency 11 (11) 

Hepatic carcinoma 2 (4) Jackson-Weiss Syndrome, Included 1 (1) 

Oesophageal carcinoma 2 (2) Hartsfield Syndrome 3 (5) 

Glioma 1 (2) Pfeiffer syndrome 1 (35) 

Brainstem glioma 1 (1) Hypothalamic amenorrhea 2 (2) 

Thalamic glioma 1 (1) Interfrontal craniofaciosynostosis 1 (1) 

High-grade glioma  1 (1) Non-syndromic trigonocephaly 1 (1) 

Glioblastoma  10 (11) Combined pituitary hormone deficiencies 3 (8) 

High-grade astrocytoma  1 (1) Septo-optic dysplasia 2 (2) 

Medulloblastoma 
2 (2) 

Holoprosencephaly, ectrodactyly, and bilateral cleft 

lip/palate 
3 (3) 

Papillary glioneuronal tumor 1 (1) Cleft lip and palate 1 (2) 

PNET medulloblastoma 6 (6) Hypogonadotropic Hypogonadism 2 With Anosmia 15 (26) 

Neuroblastoma 1 (1) Kallmann syndrome 72 (114) 

Pilocytic astrocytoma 10 (28) Kallmann syndrome 2 11 (11) 

Rosette-forming glioneuronal tumors  
2 (5) 

Hypogonadotropic Hypogonadism 2 With Or 

Without Anosmia 
2 (8) 

44 NBS-HGGs 
1 (44) 

Hypogonadotropic Hypogonadism 2 Without 

Anosmia 
9 (17) 

Lung adenocarcinoma 4 (4) Hypogonadotropic hypogonadism, idiopathic 20 (34) 

Lung carcinoma 12 (13) Angiosarcoma 1 (1) 

Lung squamous cell carcinoma 1 (1) Osteoglophonic Dysplasia 4 (5) 

Melanoma 21 (21) Ovarian carcinoma 1 (1) 

H&N squamous cell carcinoma 3 (3)   


