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Clinical Information Can Lead to Finding a Variant 
That Might Otherwise Be Missed

1 Bush et al. on behalf of the ACMG SELI committee. Genet Med. 2018 Feb; 20(2): 169–171.

The importance of clinical 
information in genetic diagnostics

Su�cient 
clinical information

From 20,000–35,000 possible variants explaining the phenotype…

...to 1–2 pathogenic variants
that explain patient’s phenotype

...to a negative or
VUS diagnosis

Insu�cient 
clinical information

Information exchange 
between the clinician 

and the clinical 
laboratory is a part 
of best practices.1

Custom analysis 
methods for 

di�cult-to-sequence 
genes.
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Our online 
ordering and 

networking platform

provides guidance 
for �lling in clinical 

information correctly.
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Clinical 
Laboratory

Are clinical suspicions
on a possible

diagnosis provided?

Is the appearance of 
syndromic / non-syndromic 

phenotype described? 

Is information on the 
onset and type of 

symptoms provided?

Are previously 
performed clinical 

tests listed?

Is information on the 
family medical history 

provided?

Is the phenotype thoroughly
described, including what
is normal in the patient?




