
          

False Positive Results Reported by Direct-To-Consumer Genetic Tests Highlight 
the Importance of Clinical Confirmation Testing for Appropriate Patient Care 
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Gene Alteration Classification Provided(†) Ambry’s Classification 

ATM p.M1040V Increased Risk Poly 

BRCA1 p.Q356R Increased Risk Poly 

BRCA2 p.N372H Increased Risk Poly 

COL3A1 p.A698T Increased Risk Poly 

COL5A1 c.655-8689C>T (‡) Increased Risk Deep intronic – poly 

COL5A1 c.654+2749A>G (‡) Increased Risk Deep intronic – poly 

COL5A1 c.1827+399C>T (‡) Increased Risk Deep intronic – VUS 

COL5A1 c.1827+1142T>C (‡) 

 
Increased Risk Deep intronic – poly 

Confirmed Alterations Frequency Affected Unaffected Unknown False Positives Frequency Affected Unaffected 

BRCA1 c.68_69delAG 3 3 CHEK2 c.1100delC 2 2 

BRCA1 c.5266dupC 1 1 TP53 p.R175H 3 3 

BRCA2 c.5946delT 9 1 6 2 BRCA1 p.E1250* 1 1 

CHEK2 c.1100delC 2 2 BRCA1 p.A1708E 1 1 

CFTR p.F508DEL 4 2 2 BRCA1 p.R1699W 1 1 

BRCA1 p.Q356R 1 1 BRCA2 p.S1955* 1 1 

BRCA2 p.N372H  3 1 2 BRCA2 c.9026_9030delATCAT 2 2 

CHEK2 p.I157T 1 1 BRCA2 p.R2336H 1 1 

MEFV p.A744S 1 1 BRCA2 c.1813dupA  1 1 

MEFV p.V726A 1 1 ATM p.M1040V 1 1 

26 TOTAL MLH1 p.H329P 1 1 

MLH1 c.1101delC 1 1 

COL3A1 p.A698T(‡) 1 1 ? 

17 TOTAL 
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