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Validation screening instrument tumour predisposition syndromes in childhood cancer patients 
DECISION SUPPORT SCHEME 
For clinical geneticists assessing the childhood cancer syndrome checklist and the 2D and 3D photographic series. 
 
Referral to the clinical genetics department follows when there is suspicion for a tumour predisposition 
syndrome (TPS), based on one or more of the following items; 
 
1. Tumour 
NB. This list is not comprehensive. You are free to refer every patient to the clinical geneticist if there is any 
suspicion of a TPS based on the tumour; for example a very rare tumour, a specific malignancy on a 
unsuspected age or on an unusual location.  

- Adrenocortical carcinoma 
- Aggressive fibromatosis 
- Atypical teratoid/rhabdoid tumour 
- Choroid plexus carcinoma 
- Endolymphatic sac tumour 
- Gangliocytoma 
- Hemagioblastoma 
- Hepatoblastoma 
- Hepatocellular carcinoma 
- Juvenile myelomonocytic leukaemia 
- Medulloblastoma 

not if known non-SHH subtype  
and the child is >3 years old. 

- Meningioma 
- Myelodysplastic syndrome 
- Nephroblastoma (Wilms tumour) 
- Optic nerve glioma  

- Peripheral nerve sheath tumour 
- Pineoblastoma 
- Pituitary adenoma 
- Pituitary blastoma 
- Pleuropulmonary blastoma 
- Renal carcinoma 
- Retinoblastoma 
- Rhabdomyosarcoma 

not if the child is >3 years old.  
- Spinal ependymoma 
- Skin carcinoma 
- Subependymal giant cell astrocytoma 
- Thyroid carcinoma 
- Vestibular schwannoma 
- Adult tumours; e.g. carcinoma,  

pheochromocytoma 

 
2. History 
- Prior primary malignancy 
- Perinatal data, learning and developmental difficulties, or growth failure possible existing in the 

context of a TPS 
- Other medical issues possible existing in the context of a TPS 
 
3. Family history (see figure 1) 
NB. This list is not comprehensive. You are free to refer every patient to the clinical geneticist if there 
is any suspicion of a TPS based on family history, for example consanguinity of parents and a specific 
tumour. The following situations will often be a reason for referral of the patient to the clinical 
geneticist: 
- ≥2 times the presence of the same specific kind of cancer (on one side of the family till the 3th 

degree) which could be associated with the malignancy of the child. 
- Another family member with childhood cancer (≤18 years) which could be associated with the 

malignancy of the child. 
- ≥2 family members (on one side of the family till the 3th degree) with cancer <45 years of age, 

which could be associated with the malignancy of the child. 
- A first degree family member of this child (parent, sibling) with cancer has (had) cancer their self.  
 
4. Morphological examination 
Abnormalities in the appearance suggestive for a TPS. 
- Found during physical exam (checklist) 
- 2D photographic series 
- 3D photograph  
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Figure 1. Degree of family members  
First degree family members: parents, children, siblings. Second degree family members: siblings of parents, children of 
siblings. Third degree family members: children of siblings of parents. NB. Half-siblings will be counted as full siblings 
 


