
 

  
Presented by: Genetics 

Identification of Structural Variants Using Next-Generation Sequencing 
Data for Rare Disease Diagnosis 
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Participants will learn the latest clinical and molecular advances in human genetics. The participants will learn to 
recognize abnormal molecular, cytogenetics and biochemical laboratory test results. The participant will learn the 
clinical management of biochemical and storage disorders. The participant will recognize key dysmorphic features 

that define individual syndromes. 

Texting code for today’s session: 34323 

Zoom Link 
Zoom passcode: 080122 

 

Faculty: 

Yong-hui Jiang, MD/DO 
Professor 
Yale University  
 
Lauren Choate, PhD 
Laboratory Genetics and Genomics Fellow 
Mayo Clinic 
 

 

Program Objective(s):  
1 Review the methods of structural variant detection in clinical genetic testing 
2 Learn how and what types of structural variants can be detected using sequencing methods  
3 Understand the limitations of structural variant calling and how it can be improved 
Target Audience: Cardiovascular Disease, Endocrinology, Gastroenterology, General Surgery, Internal Medicine, 
Neurology, Neurosurgery, Ob/Gyn, Oncology, Pediatrics, Rheumatology, Urology, Otolaryngology, Infectious Diseases, 
Nephrology, Digestive Diseases, Vascular Medicine, Pulmonology, Hematology 

Planners for this activity: Yong-hui Jiang, MD and Jennifer Essandoh 

Financial Disclosure Information:  
None of the faculty/planners for this educational activity have relevant financial relationship(s) to disclose with ineligible company 

Accreditation Statement: Yale School of Medicine is accredited by the Accreditation Council for Continuing Medical Education 
(ACCME) to provide continuing medical education for physicians. 

Designation Statement: Yale School of Medicine designates this Live Activity for a maximum of 1.00 AMA PRA Category 1 
Credit(s)™. Physicians should only claim credit commensurate with the extent of their participation in the activity. 

Mitigation of Financial Relationships Statement: Yale CME adheres to the ACCME’s Standards for Integrity and Independence in Accredited 
Continuing Education. Any individuals in a position to control the content of a CE activity, including faculty, planners, reviewers or others are required 
to disclose all relevant financial relationships with ineligible entities (commercial interests). All relevant conflicts of interest have been mitigated prior to 
the commencement of the activity. 

For questions, email Jennifer.Essandoh@yale.edu. 

https://yale.zoom.us/j/95005375663?pwd=K3M5WHRKTVdtWmFLd1dSTWZkSloxUT09

