
a 	 Relatives at risk are only those related by blood. 
b 	 Second degree relatives may not need testing, if related through a first degree relative who 			 
	 subsequently tests negative for the variant. 
c 	 Targeted genetic testing only looks for the genetic variant found in the patient. 
	 All genetic testing should involve a discussion of the benefits and limitations of genetic testing. 
d 	 Predictive genetic testing of minors is not recommended for adult-onset conditions due to lack 		
	 of minor’s ability to make decisions regarding genetic testing and risk of discrimination from 			
	 life, long-term care, and disability insurance companies [PMID 23429433].

Cascade Family Testing

YES NO

Patient receives positive disease 
risk result from AGHI

Identify first degree biologicala relatives 
at 50% risk of sharing the disease risk 

factor (parents, siblings, children)

How old are these relatives?

Identify second degree biologicala rela-
tives at 25% risk of sharing the disease 
risk (grandparents, half-siblings, aunts, 

uncles, grandchildren)b

How old are these relatives?

18+ years old

Relatives should consider 
targeted testingc for the 
identified gene change

Encourage patient to pro-
vide results to relatives
Relatives can find near-

by genetics specialists via 
nsgc.org or acmg.net

<18 years old

Does the associated disease 
have management changes 

during childhood?

Genetic testing not 
recommended in mi-
nors for adult-onset 

disease riskd

http://nsgc.org
http://acmg.net



