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Donor 5019 

Genetic Testing Summary 

 

 

Last Updated: 10/12/20 

Donor Reported Ancestry: Irish, Italian, German               Jewish Ancestry:  No 

Genetic Test* Result Comments/Donor’s Residual Risk** 
 

 
Chromosome analysis (karyotype) 
 

 
Normal male karyotype 

 
No evidence of clinically significant 
chromosome abnormalities 
 

 
Hemoglobin evaluation 

 
Normal hemoglobin fractionation and 
MCV/MCH results 

Reduced risk to be a carrier for sickle 
cell anemia, beta thalassemia, alpha 
thalassemia trait (aa/-- and  a-/a-) and 
other hemoglobinopathies 

 
Cystic Fibrosis (CF) carrier screening 
 

 
Negative by genotyping of 99  mutations 
in the CFTR gene 

 
1/300 

 
Spinal Muscular Atrophy (SMA) carrier 
screening 

 
Negative for deletions of exon 7 in the 
SMN1 gene 

 
1/610 

 
Hb Beta Chain-Related 
Hemoglobinopathy (including Beta 
Thalassemia and Sickle Cell Disease) by 
genotyping 

 
Negative for 28 mutations tested in the 
HBB gene 

 
1/290 

 
Tay Sachs enzyme analysis 
 

 
Non-carrier by Hexosaminidase A 
activity 

 

 

*No single test can screen for all genetic disorders. A negative screening result significantly reduces, but cannot eliminate, the 
risk for these conditions in a pregnancy. **Donor residual risk is the chance the donor is still a carrier after testing negative. 

Fairfax Cryobank recommends reviewing this genetic testing summary 
with your healthcare provider to determine suitability. 
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Report Date: 05/03/2015 

Methods and Limitations 

MALE 

DONOR# 5019 

DOB:  

Ethnicity: Northern European 

Barcode:  

DONOR# 5019 [Family Prep Screen 1.0]: targeted genotyplng and copy number analysis. 

FEMALE 

NIA 

Targeted genotypfng: Targeted DNA mutation analysis is used to simultaneously determine the genotype of 127 variants associated with 2 diseases. The test is not 
validated for detection of homozygous mutations, and although rare, asymptomatic individuals affected by the disease may not be genotyped accurately. 

Copy number analysis: Targeted copy number analysis is used to determine the copy number of exon 7 of the SMN1 gene relative to other genes. Other mutations 
may interfere with this analysls. Some individuals with two copies of SMN1 are carriers with two SMN1 genes on one chromosome and a SMN1 deletion on the other 
chromosome. In addition, a small percentage of SMA cases are caused by nondeletion mutations ln the SMN1 gene. Thus, a test result of two SMN1 copies 
significantly reduces the risk of being a carrier; however, there is still a residual risk of be!ng a carrier and subsequently a small risk of future affected offspring for 
individuals with two or more SMN1 gene copies. Some SMA cases arise as the result of de nova mutation events which will not be detected by carrier testing. 

Limitations: In an unknown number of cases, nearby genetic variants may interfere wlth mutation detection. Other possible sources of diagnostic error include 
sample mix-up, trace contamination, bone marrow transplantation, blood transfusions and technlcal errors. If more than one variant Is detected in a gene, additional 
studies may be necessary to determine If those variants 1le on the same chromosome or different chromosomes. The Counsyl test does not fully address all Inherited 
forms of intellectual disability, birth defects and genetic disease. A family history of any of these conditions may warrant additional evaluation. Furthermore, not all 
mutations will be Identified In the genes analyzed and additional testing may be beneficial for some patients. For example, individuals of African, Southeast Asian, and 
Mediterranean ancestry are at increased risk for being carriers for hemoglobinopathies, which can be identified by CBC and hemoglobin electrophoresis or HPLC 
(ACOG Practice Bulletin No. 78. Obstet. Gyneco/. 2007,·109:229-37). 

This test was developed and its performance characteristics determined by Counsyf, Inc. It has not been cleared or approved by the US Food and Drug Administration 
(FDA). The FDA does not require this test to go through premarket review. This test is used for clinical purposes. It should not be regarded as investigattonal or for 
research. This laboratory is certified under the Cllnlcal Laboratory Improvement Amendments of 1988 {CUA) as qualified to perform high-complexity clinical testing. 
These results are adjunctive to the ordering physician's evaluation. CUA Number: #OSD,1102604. 
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