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Donor 4835 

Genetic Testing Summary 

 

 

Last Updated: 04/13/22 

Donor Reported Ancestry: Irish, German, Swiss                              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 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 Globin Chain 
Hemoglobinopathy 
 

 
Negative for 28 mutations in the HBB 
gene 

 
1/290 

 
Tay Sachs Enzyme Analysis 

 
Non-Carrier by Hexosaminidase A 
testing 
 

 

 
Special Testing 

  

 
Non-syndromic Hearing Loss (GJB2) 

 
Negative for 14 mutations in the GJB2 
gene 

 
Residual risk not provided 

*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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Learn More
A list of all the genetic diseases and mutations you were screened for is included in the latter pages of this report. For disease
information, please visit www.recombine.com/our-test. To speak with a Genetic Counselor, call 855.OUR.GENES

*Methods and Limitations: Recombine developed this genetic assay using the Illumina Infinium Custom HD Genotyping Assay. The test is intended for clinical preconception and/or prenatal screening
purposes and is not validated for detection of homozygous mutations. False positive or negative results may occur for reasons that include:  genetic variants, assay limitations, sample mix-up, sample
contamination, and molecular and technical errors. Recombine tests for Spinal Muscular Atrophy via an Identity-by-State shared haplotype comparison algorithm. Detection is limited to haplotypes within
our library of known carriers of the most common mutation (deletion of Exon 7).
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Patient Information
Patient: DONOR 4835
DOB: 
Gender: Male
Ethnicity: EUROPEAN
Procedure ID: 14931
Report Date: 01/20/2015
Report Updated: 01/23/2015

Sample Information
Specimen Type: Blood
Specimen Number: 16460

Date Specimen Collected: 01/09/2015
Date Specimen Received: 01/12/2015
Date Specimen Analyzed: 01/20/2015

Ordering Practice
Practice Code: 926
Fairfax Cryobank
3015 Williams Drive #110
Fairfax, VA 22031
Physician: 

Summary of Genetic Testing Results

You did not test positive for any of the mutations assayed.

Disease Groups

High Impact Treatment Benefits X-Linked Moderate Impact

These diseases have a

significant impact on life

expectancy and quality of life.

Treatment lessens disease

symptoms. Newborn screening

may be available for timely

intervention.

These diseases are passed

down by female carriers.

Carriers may have symptoms.

These diseases typically do

not affect life expectancy but

can affect quality of life.

Summary of Testing Performed

Diseases Tested: 1 Mutations Tested: 14 Genes Tested: 1

All other mutations analyzed by Recombine were not detected. This reduces but does not eliminate your chance to be a carrier for the

associated genetic diseases. Recombine does not screen for every possible genetic disease.



Diseases & Mutations Assayed
Groups Disease # Mutations

•••• Nonsyndromic Hearing Loss and Deafness: GJB2 Related (GJB2) 15 c.167delT, c.235delC, c.312_325delGAAGTTCATCAAGG, c.358delGAG (p.120delE), c.C370T
(p.Q124X), c.C427T (p.R143W), c.G231A (p.W77X), c.G551C (p.R184P), c.G71A (p.W24X),
c.T101C (p.M34T), c.T229C (p.W77R), c.T269C (p.L90P), c.G109A (p.V37I), c.35delG,  c.35G>T
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