[bookmark: _Toc469999348][bookmark: _Toc470073710][bookmark: _Toc470073742]Clinical data study form NTHL1 patients
[bookmark: _Toc469999349]
Content:
1. Contact person
2. Family characteristics
3. Characteristics and clinical data index patient
4. Characteristics and clinical data of other affected family members
May include other biallelic, heterozygous, or non-tested family members
5. Available details from remaining family members
	Brief description of remaining (heterozygous or non-tested) family members
[bookmark: _Toc470073743][bookmark: _Toc470075456] 1. Contact person
	Contact person
	

	Email 
	

	Hospital
	

	City and country
	

	Date
	


[bookmark: _Toc469999352][bookmark: _Toc470073744][bookmark: _Toc470075457]2. Family characteristics 
	Family ID/pedigree #
	

	Family origin (i.e. ethnicity/country)
	

	Please check / correct / add / attach pedigree if possible

	Describe index patient in more detail  in “3. Characteristics and clinical data index patient”

	Describe family members in more detail  in “4. Characteristics and clinical data family members” (preferred option for family members with an NTHL1 mutation) or briefly in 5. “Details from remaining family members”.


[bookmark: _Toc469999353]
Pedigree 


	[bookmark: _Toc469999351]Additional information pedigree

	






[bookmark: _Toc470073745][bookmark: _Toc470075458]3. Characteristics and clinical data index patient
3a. Index patient characteristics 
	Patient ID in pedigree
	

	Patient ID institute of origin (optional)
	

	NTHL1 mutation status
	heterozygous / homozygous / compound heterozygous

	Gender
	male / female

	Date of birth             
	

	Deceased (age) 
	

	mRNA accession number 
	NM_002528.6

	mRNA change NTHL1 mutation 
	

	Protein change NTHL1 mutation
	


[bookmark: _Toc469999355]3b. Genetic testing
	Reason for genetic counseling/testing
	

	Genetic test performed 
(e.g. diagnostic testing polyposis genes, targeted sequencing CRC panel, whole-exome sequencing)
	


	Age of the patient at time of testing
	

	Genes tested negative
	


3c. Clinical data index patient
	Year of last clinical update
	

	Diagnosed with polyps
	yes / no / unknown

	Please specify in table “Polyp details”
	

	Number colonoscopies 
	

	Diagnosed with cancer
	yes / no / unknown

	Please specify in table “Cancer details”
	

	Please specify treatment of cancer(s) in table “Treatment details”
	

	Or / and attach the pathohistological report if possible


[bookmark: _Toc469999356]
Polyp details
	Polyp type
	Number of polyps
	Age at diagnosis
	Size of polyps
	Location
	Other, ….
	Material available

	Adenomato us
	
	
	
	
	
	

	Hyperplastic 
	
	
	
	
	
	

	Serrated
	
	
	
	
	
	

	Other,
…..
	
	
	
	
	
	

	
	
	
	
	
	
	


[bookmark: _Toc469999357]
Cancer details
	Cancer type
	Age at diagnosis
	Cancer location
	Stage at diagnosis
	Histological subtype
	Other, ….
(e.g. MSI)
	Material available

	Colorectal cancer
	
	
	
	
	
	

	Breast cancer
	
	
	
	
	
	

	Other, ….
	
	
	
	
	
	

	
	
	
	
	
	
	


[bookmark: _Toc470075459][bookmark: _Toc469999358][bookmark: _Toc470073746]Treatment details
	Cancer type
	Age of treatment
	Treatment

	Colorectal cancer
	
	

	Other, ….
	
	

	
	
	


	Additional information medical records

	






4. Characteristics and clinical data of other affected family members 
Heterozygous or non-tested family members can be added here or under 5
[bookmark: _Toc469999359]4.1a. Family member 1 characteristics 
	[bookmark: _Toc469999360]Patient ID in pedigree
	

	Patient ID  institute of origin (optional)
	

	NTHL1 mutation status
	heterozygous / homozygous / compound heterozygous

	Gender
	male / female

	Date of birth             
	

	Deceased (age) 
	

	mRNA accession number 
	NM_002528.6

	mRNA change NTHL1 mutation 
	

	Protein change NTHL1 mutation
	


4.1b. Clinical data family member 1 
	Year of last clinical update
	

	Diagnosed with polyps
	yes / no / unknown

	Please specify in table “Polyp details”
	

	Number colonoscopies 
	

	Diagnosed with cancer
	yes / no / unknown

	Please specify in table “Cancer details”
	

	Please specify treatment of cancer(s) in table “Treatment details”
	

	Or / and attach the pathohistological report if possible



Polyp details
	Polyp type
	Number of polyps
	Age at diagnosis
	Size of polyps
	Location
	Other, ….
	Material available

	Adenomatous
	
	
	
	
	
	

	Hyperplastic 
	
	
	
	
	
	

	Serrated
	
	
	
	
	
	

	Other,
…..
	
	
	
	
	
	

	
	
	
	
	
	
	



Cancer details
	Cancer type
	Age at diagnosis
	Cancer location
	Stage at diagnosis
	Histological subtype
	Other, ….
(e.g. MSI)
	Material available

	Colorectal cancer
	
	
	
	
	
	

	Breast cancer
	
	
	
	
	
	

	Other, ….
	
	
	
	
	
	

	
	
	
	
	
	
	


Treatment details
	Cancer type
	Age of treatment
	Treatment

	Colorectal cancer
	
	

	Other, ….
	
	

	
	
	


	Additional information medical records

	




[bookmark: _Toc469999354][bookmark: _Toc470073747][bookmark: _Toc470075460]
5. Available details from remaining family members

	Patient ID in pedigree
	Date of birth
	NTHL1 status*
(wt/het/nt)
	Malignancy
(age at diagnosis)
	Deceased (Yes(age)/
No)
	Cancer-related death (Yes/No/NA)

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	

	
	
	
	
	
	


	Additional information medical records

	




* mutation status: wildtype (wt), heterozygous (het) or non-tested (nt)

