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Webinar Outline 

• Incorporate key points from article but not 
repeat content 

• Use case example to illustrate ways nurses 
can incorporate genetics / genomics 
information into practice. 

• Briefly discuss impact of new technology and 
national recommendations on our definition 
of childhood genetic disorders. 
 



Childhood Genetic Disorders 

• Diseases or syndromes caused by  
• Variants affecting nuclear or mitochondrial 

genes, or 
• Combinations of variant genes and 

environmental factors, or 
• Changes in the number or structure of one or 

more chromosomes or chromosomal regions 
• Manifest prenatally or before 18 years of age 

 





http://omim.org/entry/261600 



http://ghr.nlm.nih.gov 





18 pgs 





Fictitious Case Example 
• 5 year old female, evaluation of hypernasal 

speech in a multidisciplinary velo-pharyngeal 
insufficiency clinic 

• Clinic nurse obtains brief history.  
• Ventricular septal defect – closed on its own 
• <5th percentile height & weight  
• Chronic otitis media – 4 sets of PE tubes 

• Clinic nurse finishes by saying the child “looks 
different” & doesn’t seem to understand 
personal boundaries 



Clinical Nurse Specialist Findings 

• Dysmorphology: mildly upward slanting 
palpebral fissures, rectangular nose, 
downward turned upper lip, somewhat 
prominent simplified ears, long slender 
fingers. No palatal notch nor bifid uvula. 
(http://onlinelibrary.wiley.com/doi/10.1002/ajmg.a.v149a:1/issuetoc) 

• Development: walked at 15 months, single 
words at 2 years, full sentences ~ 4 years 
but difficult to understand, difficulty following 
sequential instructions 



Nasopharyngoscopy Findings 

• Short palate 
• Poor lateral wall movement 
• Medially displaced internal carotid arteries 



Abbreviated Family History 

41y 
Ovarian CA 

5y 
Hypernasal speech 
VSD 

P 

11y, healthy 
Good student 

28y, healthy ? 31y 
healthy 

32y, healthy 
Cleft palate repair 
C student, tutoring 

9y 
healthy 

28y, healthy 



FISH for 22q11.2 Deletion Ordered 



Velo-Cardio-Facial Syndrome 

• Chromosome deletion syndrome 
• Typically submicroscopic so more accurate to 

call contiguous gene deletion  
• Majority de novo but transmitted in 

autosomal dominant manner 
 



De Novo or Inherited? 

41y 
Ovarian CA 

5y 
Hypernasal speech 
VSD 

P 

11y 

28y, healthy ? 31y 
healthy 

32y, healthy 
Cleft palate repair 
C student, tutoring 

9y 
healthy 

28y, healthy 



Consultation with Midwife 

41y 
Ovarian CA 

5y 
Hypernasal speech 
VSD 

P 

11y 

28y, healthy ? 31y 
healthy 

32y, healthy 
Cleft palate repair 
C student, tutoring 

9y 
healthy 

28y, healthy 



Variable Expressivity, 100% Penetrance 

• 70% have congenital heart disease or palatal 
abnormalities or characteristic facial features 
or learning difficulties or immune deficiency 
or any combination of these. 

• ~25% adults have psychiatric disorder 
• List of additional findings possible is 

extensive 
http://www.ncbi.nlm.nih.gov/books/NBK1523/   
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome  

http://www.ncbi.nlm.nih.gov/books/NBK1523/
http://www.ncbi.nlm.nih.gov/books/NBK1523/
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome
http://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome




List of genes to be examined and reported regardless the 
indication and regardless the age of the patient 



Finding Health Care Professionals 
Trained in Genetics / Genomics 

• International Society of Nurses in Genetics 
• www.isong.org 

• American College of Medical Genetics 
• www.acmg.net 

• National Society of Genetic Counselors 
• www.nsgc.org 

• Clinic Directory of Genetics Clinics 
• www.ncbi.nlm.nih.gov/sites/GeneTests/clinic?

db=GeneTests 



 
Tuesday, May 7, 2013, 3:30-4:30 

p.m.  
 • A Blueprint for Genomic Nursing Science  

• Drs. Kathleen Calzone, Jean Jenkins, and Ann Cashion, 
NIH, and Dr. Alexis Bakos HRSA, summarize 
recommendations from a 2012 Genomic Nursing State of 
Science Advisory Panel. This blueprint provides the 
framework for furthering genomic nursing science to 
improve health outcomes. Suggestions for targeted 
research to build the evidence base of the value of 
genomic information are offered. 

•  
Reserve your Webinar seat now  at: 
https://www1.gotomeeting.com/register/1564965
36 
 

https://www1.gotomeeting.com/register/156496536
https://www1.gotomeeting.com/register/156496536
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