Table 2 
                        Positive controls used for FANCA test development 

______________________________________________________________________________________________________________

	Exon number 
	Genotype
	Mutation Type
	Reference


______________________________________________________________________________________________________________

	Exon 1
	c.1A>T
	p.M1L (missense) 
	31, 62

	
	
	
	

	Exon 4
	c.295C>T
	p.Q99X  (nonsense)
	2, 62

	
	
	
	

	Exon 4
	c.295C>T
	p.Q99X (nonsense)
	2, 62

	
	
	
	

	Intron 7
	c.709+5G>A
	splice site (truncation)
	35, 47, 62

	
	
	
	

	Exon 10
	c.862G>T
	p.E288X (nonsense)
	35, 36, 47, 62

	
	
	
	

	Exon 10
	c.862G>T
	p.E288X (nonsense)
	35, 36, 47, 62

	
	
	
	

	Exon 13
	coding base deletion
	frameshift mutation
	*

	
	
	
	

	Exon 14
	c.1237C>T
	p.R413C (missense)
	+

	
	
	
	

	Exon 14
	c.1303C>T
	p.R435C (missense)
	62

	
	
	
	

	Exon 20
	c.1811delT
	deletion (frameshift)
	+


	
	
	
	

	Exon 27
	c.2524delT
	Deletion (frameshift)
	62

	
	
	
	

	Exon 27
	c.2546delC
	deletion (frameshift)
	39, 44, 53,62

	
	
	
	

	Exon 27
	c.2546delC
	deletion (frameshift)
	39, 44, 53, 62

	
	
	
	

	Exon 28
	c.2639G>A
	p.R880Q (missense)
	62

	
	
	
	

	Exon 32
	c.3164G>T
	p.R1055P (missense) 
	53, 62

	
	
	
	

	Exon 33
	coding point mutation
	missense mutation
	*

	
	
	
	

	Exon 36
	c.3558_3559insG
	insertion (frameshift)
	62

	
	
	
	

	Exon 38
	c.3788_3790delTCT
	p.F1263del (deletion)
	35,47,52,62

	
	
	
	

	Multiple exons
	multiple exon deletions
	gross deletion 
	*


Nucleotide numbering is based on the reference sequence GenBank accession number NM_000135.2 with A of ATG start being +1.

* = novel mutations generously provided as gift from Maria Castella and Jordi Surralles (please see acknowledgement).

+ = mutations not found in the FANCA database
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