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Donor 4570 

Genetic Testing Summary 

 

 

Last Updated: 06/16/23 

Donor Reported Ancestry: German, French Canadian, Welsh                            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 for 99 variants in the in the 
CFTR gene 
 

 
1/160 

 
Spinal Muscular Atrophy (SMA) carrier 
screening 
 

 
Negative for deletions of exon 7 in the 
SMN1 gene 

 
1/570 

 
Hb Beta Chain Related 
Hemoglobinopathies including Beta 
Thalassemia and Sickle Cell Disease 
 

 
Negative for 28 variants in the HBB 
gene 

 
1/930 

 
Tay Sachs Enzyme Analysis 

 
Non-Carrier by Hexosaminidase A 
testing 
 

 

 
Special Testing 

  

 
Gene: SERPINA1  

 
Negative for 4 variants in the SERPINA1 
gene 

 

*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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NO MUTATIONS IDENTIFIED

Reviewed by Pere Colls, PhD, HCLD, Lab Director

SUMMARY OF RESULTS

Donor 4570 was not identified to carry any of the mutations tested.

All mutations analyzed were not detected, reducing but not eliminating your chance to be a carrier for the associated genetic

diseases. A list of all the diseases and mutations you were screened for is included later in this report. The test does not screen

for every possible genetic disease. 

For disease information, please visit www.recombine.com/diseases. To speak with a Genetic Counselor, call

  855.OUR.GENES.

♂ Male

Panel: Alpha-1-Antitrypsin Deficiency , Diseases Tested: 1, Mutations Tested: 4, Genes Tested: 1, Null Calls: 0

Lab Technician Bo Chu

Ordering Practice:
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Fairfax Cryobank
3015 Williams Drive, #110, Fairfax, VA,
22031, US
Physician: Suzanne Seitz
Report Generated: 2015-09-08
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Donor 4570

DOB: 1986-09-01
Gender: Male
Ethnicity: European
Procedure ID: 28911
Kit Barcode: 20150820507184
Method: Genotyping
Specimen: Blood, #30598
Specimen Collection: 2015-08-28
Specimen Received: 2015-08-31
Specimen Analyzed: 2015-09-08

Partner Not Tested
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Methods and Limitations

Genotyping: Genotyping is performed using the Illumina Infinium Custom HD Genotyping assay to identify mutations in >200 genes.
The assay is not validated for homozygous mutations, and it is possible that individuals affected with disease may not be accurately
genotyped. 
Limitations: In some cases, genetic variations other than that which is being assayed may interfere with mutation detection, resulting in
false-negative or false-positive results. Additional sources of error include, but are not limited to: sample contamination, sample mix-
up, bone marrow transplantation, blood transfusions, and technical errors. 
The test does not test for all forms of genetic disease, birth defects, and intellectual disability. All results should be interpreted in the
context of family history; additional evaluation may be indicated based on a history of these conditions. Additional testing may be
necessary to determine mutation phase in individuals identified to carry more than one mutation in the same gene. All mutations
included within the genes assayed may not be detected, and additional testing may be appropriate for some individuals. 
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Diseases & Mutations Assayed High Impact Treatment Benefits  X-Linked Moderate Impact

H  T  X  M Disease # Mutations

Alpha-1-Antitrypsin Deficiency 4 ♂ Genotyping | c.226_228delTTC (p.76delF), c.A1131T (p.L377F), c.C187T (p.R63C),
c.G1096A (p.E366K) 
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