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Learning Objectives
• Review the role of genetic counseling in a multi-disciplinary 

clinic (NWGAAP)

• Review current testing strategies and possible outcomes

2
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NWGAAP Multidisciplinary 
Clinic
• Genetic Aortopathy and Arteriopathy Program

– Team based approach to care:
• Sherene Shalhub, MD, MPH (vascular surgery)
• Lidija McGrath, MD (adult cardiology)
• Kathryn Holmes, MD (pediatric cardiology)
• Castigliano Bhamidipati, DO, PhD (cardiothoracic surgery)
• Wojciech Wiszniewski, MD (medical genetics)
• Rodrigo Starosta, MD (medical genetics)
• Erika Jackson, MS, CGC (genetic counseling)
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Role of Genetic Testing in NWGAAP
• Syndromic vs Nonsyndromic Aortopathy/Arteriopathy

– Marfan syndrome, Loeys-Dietz syndrome, vascular 
Ehlers-Danlos syndrome

– Familial Thoracic Aortic Aneruysms and Dissections 
(fTAAD)

• Medical Management
• Family Screening
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The Genetic Aortopathy Family History (Pedigree)

https://doi.org/10.1007/s12928-023-00977-0
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Genetic Testing - strategies
• Panel Testing

– Targeted (e.g. FBN1 for Marfan syndrome, Loeys-Dietz Panel)

– Comprehensive (e.g. Genetic Arteriopathy/Aortopathy Panel)

• Whole Exome/Whole Genome Sequencing?

• Sample collection: blood, saliva, cheek swab
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Genetic Testing - outcomes

Cirino AL, Harris S, Lakdawala NK, et al. Role of Genetic Testing in Inherited 
Cardiovascular Disease: A Review. JAMA Cardiol. 2017;2(10):1153–1160. 
doi:10.1001/jamacardio.2017.2352
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Genetic Testing - outcomes
• OHSU Cardiogenetics/NWGAAP Clinic

- Aortopathies

– Diagnostic yield 10-15%

– VUS rate 25%

• VUS Reclassification (Cardiology)

– Invitae 78% downgraded

– Ambry 95% downgraded

65%7%

27%

1%

Aortopathies

negative
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• Genetic Information Nondiscrimination Act of 2008

– Protects individuals from discrimination based on genetic information

• Genetic testing results, family history

Protects Does NOT Protect
- Health insurance
- Employment*

*military, small companies excluded

- Life, disability, long-term care 
insurance

https://www.ocwr.gov/
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Typical Genetic Counseling Process
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Cascade Genetic Screening

• Most efficient way to screen at-risk 
family members when there is a 
known gene mutation

• Positive genetic testing ≠ 
guaranteed disease

• Negative imaging ≠ negative 
genetic testing

positive negative

-

--

- -
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Family Result Letter
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Informed 
Consent

Testing procedure

Benefits and limitations

Possible 
outcomes/consequences
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Thank You!


