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 My daughter, Allie, was diagnosed at the age of 8 with mosaic 
Turner Syndrome (TS) - 45XO 46XX - approximately 80% 
normal cells and 20% TS cells. 

  

 Her first medication complication was noted following a foot 
surgery for Bilateral Brachimetarsia.  She experienced poor 
recovery from anesthesia with extreme nausea and 
hallucinations.  She also experienced poor pain management 
with use of Oxycodone and Oxycontin.   

 

 Despite continued reports that her pain was better controlled 
with Tylenol and or Advil the nursing staff and physicians kept 
telling her it wasn't possible and she just had a low pain 
tolerance and implied drug seeking behaviors. 
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 During this same period, she was started on hormone 
replacement for suspected premature ovarian failure related to 
the TS diagnosis. After the initiation of Estrogen she has extreme 
complication of prolonged heavy bleeding and therefore was 
started on Progesterone to help regulate her cycles. 

 

 While on the Progesterone she reported significant dizziness and 
feeling as if she was going to pass out, often requiring her to 
come home from school on a daily basis. 

  

 When this was reported to her provider the response was "have 
her take it at night that way she will sleep through the side 
effects and it won't impact her school schedule".   
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 Not content with that solution we self-referred to a 
Personalized Medicine clinic to undergo genetic testing to 
assess her drug metabolism. The molecular genetics results 
reported findings for two genes (called CYP2C19 and 
CYP2D6), involved in regulating drug metabolism.  

 

 The following is a more technical description of this genetic 
finding: 
 *2*2 genotype on the CYP2C19 resulting in a poor metabolizer of this 

drug pathway (Progesterone included) and 

 *1/*2A genotype on the CYP2D6 which is associated with a ultra rapid 
metabolizer (Oxydontin included) 
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 We were glad that her genetic finding confirmed her 
symptomatic reporting.   

 

 Although the information is not 100% predictable for all 
drug metabolism, it did empower us to help her make 
better decisions on what drugs might be toxic to her as well 
as which one provided her a better outcome when she 
needed pain management for future surgeries. 

 

 YouTube link: Hope, A Parents Perspective (Interview with 
Kelly Ranallo): https://www.youtube.com/watch?v=axCmVaWrolY 

 

https://www.youtube.com/watch?v=axCmVaWrolY


Example: 
How Genetic Testing Was Helpful in Managing Allie’s Care? 
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 Most recently she was started on anti-anxiety medication 
(Lexapro).  When the first increase in dosing had significant side 
effects, we produced her drug metabolism report to demonstrate the 
prescribed drug was classified as a poor metabolized drug for her. 
This report included a series of tables showing which drugs are 
being metabolized by these two genes (see examples in the next 
slides). 

  
 As a result, her provider made an immediate change in the dosing 

that typically they would not make for a 4-6 week "adjustment" 
period and she stabilized on the drug in under a week. 

  
 This genetic information has and continues to impact the outcome 

of Allie prescription drug management. It may not be perfected, but 
it has definitely impacted the overall outcome of her health and 
medical management.  



Example: Genetic Testing Report 
Drugs Metabolized by CYP2C19 
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Here is an example of a genetic testing report for drug metabolism genes. 
The below table and description were included in the patient report. 
 

 



Example: Genetic Testing Report 
 Drugs Metabolized by CYP2C6  
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Here is an example of a genetic testing report for drug metabolism 
genes. The below table was included in the patient report. 
 

 


