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HumGenDis: Eligibility 

Molecular Pathology of Human Genetic Disease 

CI: Eamonn Maher 

 

Beckwith-Wiedemann syndrome 

Patients with proven or suspected BWS  

Multiple Primary Tumours 

Patients with two primary tumours aged under 60 years or three primary tumours aged under 70 

years (and a suspected genetic cause) 

Beckwith-Wiedemann syndrome 

Patients with proven or suspected BWS 

Inherited Phaeochromocytoma/Paraganglioma (PPGL) 

Patients with familial PPGL OR 

Patients with multicentric PPGL OR 

Patients with PPGL at a young age (<40 years) OR 

Patients a mutation in in an inherited PPGL gene (e.g. SDHA, SDHB, SDHC, SDHD, SDHAF2, VHL, 

MAX, TMEM127, FH, HIF2, MDH2) 

Beckwith-Wiedemann syndrome 

Patients with proven or suspected BWS 

Inherited Renal Cell Carcinoma (RCC) 

Patients with familial RCC OR 

Patients with multicentric RCC OR 

Patients with RCC at a young age (<40 years) OR 

Patients with a diagnosis of a RCC predisposition syndrome (Herediatry leiomyomatosis RCC 

syndrome (FH mutation), Birt-Hogg-Dube syndrome (FLCN), von Hippel-Lindau disease (VHL 

mutation) OR 

Patients with RCC and a mutation in other familial RCC gene (BAP1, MET, SDHA, SDHB, SDHC or 

SDHD) 

Silver-Russell syndrome 

Patients with proven or suspected SRS 

GIST 

Patients affected by wild-type gastrointestinal 

stromal tumour 
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• Main entry criteria: “an individual with, or suspected of having, a genetic disorder.” Specific 

conditions being currently investigated change so please check suitability with study centre 

and PI first. Target groups include: phaeochromocytoma/paranganglioma, inherited renal 

cell carcinoma, Beckwith-Wiedemann syndrome, wild type GIST and multiple primary 

tumours. 

• For specific entry criteria see panels on page 1: : 

 

There is a single consent form (V1.2) that is identical for each condition except for the name 

of the condition. 

The main patient information sheet is V2.2b. (NB: There are other participants types (non-tumour, 

minors) and corresponding R&D-approved study documents, however these are rarely used, even by 

the main site.  

  ASSESS ELIGIBILITY 

HumGenDis 

Molecular Pathology of 

Human Genetic Disease 

CI: Eamonn Maher 

 

 Allocate a study ID: [site specific prefix ]+[participant type]+[participant number]. E.g. 

The first Cambridge recruit for HumGenDis: CAM001 

 Sign the consent form and make 3 copies. File the original in the MSF, one copy in 

the case notes, one copy back to the family and keep one for the main study centre. 

 Get the Clinical Proforma [e.g. Multiple tumours referral proforma] completed.  

 Inform the participants GP that they are participating in the study (there is no 

standard letter for this – the referring clinician should mention it in a routine letter). 

 Arrange for DNA (≥5mg) to be sent to main study site. Include basic patient details, 

the main study site will deidentify and allocate a study ID upon receipt. 

 Collate the following documents and send to the main study site: 

 Clinical Proforma 

 Consent Form 

 Genetic test reports 

 Anonymised pedigree 

Professor Eamonn Maher 

Department of Medical Genetics 

Level 6, Addenbrooke’s Treatment Centre 

Cambridge Biomedical Campus 

Cambridge, CB2 0QQ 

Eamonn.maher@nhs.net (for patient  identifiable queries) or 

erm1000@medschl.cam.ac.uk 

Fax: 01223 746777 

 Update recruitment logs 

COMPLETE RECRUITMENT 

Post the following documents: 
 
• PIS V2.2b for specific condition 
[e.g. PIS_Adult multiple tumours, BWS etc._] 
 
• Consent form (for specific condition); V1.2 
[e.g. Consent_Multiple tumours, BWS etc.] 
 

• Reply-paid envelope 

INTERESTED  

 Resend PIS and consent form once more 

 If the consent is still not returned consider 

them as having passively declined. 

 

CONSENT NOT RETURNED 

 Record in case notes as 

having declined 

 Update recruitment logs 

 

NOT INTERESTED  

• Research team contacts the potential participant: 

 Explain how their details were obtained. 

 Explain that we are conducting a study to find the 

genes leading to disease in their family. 

 Explain what would be involved if they were to 

participate: PIS, consent form, blood sample (if 

DNA not already stored), access to clinical 

information, return of any results (disease-related 

only, no incidentals, possibility that nothing will be 

found) 

 See if they are interested 

INVITE TO STUDY 

 Export DNA to 

Cambridge OR 

 Arrange a blood sample 

to be collected if no DNA 

is available/stored in lab 

(send blood form to take 

to GP/hospital) 

 

CONSENT RETURNED 

mailto:Eamonn.maher@nhs.net

