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Donor 2773  

Genetic Testing Summary 

 

 

Last Updated: 06/24/19 

Donor Reported Ancestry: German, Irish, Scottish, Polish                      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. 
 

 
1/310 

 
Spinal Muscular Atrophy (SMA) carrier 
screening 
 

 
Negative for deletions of exon 7 in the 
SMN1 gene 

 
1/700 

 
Tay Sachs Disease by enzyme analysis 
 

 
Negative by Hexosaminidase enzyme 
analysis 

 

 
Sickle Cell Disease 
 

 
Negative for 28 mutations tested in the 
HBB gene 

 
<1/500 

 
Beta Thalassemia 

 
Negative for 27 mutations tested in the 
HBB gene 

 
1/1500 

 
Alpha-1-Antitrypsin Deficiency- see 
attached 

 
Carrier: Z mutation in the SERPINA1 
gene 
 

 
Partner testing is indicated before use 

 
Congenital Adrenal Hyperplasia due to 
21-Hydroxylase Deficiency- see attached 
 

 
Carrier: Non-Classic variant in the 
CYP21A2 gene 

 
Partner testing is indicated before use 

*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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MUTATION(S) IDENTIFIEDMUTATION(S) IDENTIFIED

3 Regent Street, Livingston, NJ 07039
Lab Technician Bo Chu

Recombine CLIA # 31D2100763
Reviewed by Pere Colls, PhD, HCLD, Lab Director

This test was developed and its performance determined by Recombine Inc. and it has not been cleared or approved by the U.S. FoodThis test was developed and its performance determined by Recombine Inc. and it has not been cleared or approved by the U.S. Food
and Drug Administration.and Drug Administration.

SUMMARY OF RESULTS

All other 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: Custom Panel , Diseases Tested: 1, Mutations Tested: 4, Genes Tested: 1, Null Calls: 0

Ordering Practice:

Practice Code:
Fairfax Cryobank

Physician: 
Report Generated: 2016-01-20

Donor 2773

DOB:
Gender: Male
Ethnicity: European
Procedure ID: 40651
Kit Barcode:
Method: Genotyping
Specimen: Sperm, #42574
Specimen Collection: 2016-01-12
Specimen Received: 2016-01-13
Specimen Analyzed: 2016-01-20

Partner Not Tested

Disease Donor 2773 Partner Not Tested

Alpha-1-Antitrypsin Deficiency
Moderate Impact

Carrier (1 abnormal copy)
Mutation: c.G1096A (p.E366K)
Gene: SERPINA1
Method: Genotyping

 
 

 
 

Reproductive risk detected. Consider partner testing.
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Alpha-1-Antitrypsin Deficiency
Alpha-1 Antitrypsin Deficiency is an inherited condition that can cause lung and liver

disease. This disease is caused by mutations in the SERPINA1 gene, which is normally

responsible for producing alpha-1 antitrypsin protein. This protein controls the activity of

the neutrophil elastase enzyme, which is released by white blood cells to fight infection.

Without adequate alpha-1 antitrypsin, neutrophil elastase can damage healthy lung tissue.

Abnormally formed alpha-1 antitrypsin can also accumulate in the liver, where it is

produced, and damage liver tissue. Affected individuals develop lung disease between the

ages of 20 and 50. The most common symptom is emphysema, a chronic condition caused

by damage to the air sacs in the lungs that leads to coughing, difficulty breathing, and limits

physical activity. A smaller proportion of affected patients also develop liver disease as

children or as adults, leading to jaundice and sometimes liver failure.

Clinical Information
Physical Impairment ●
Cognitive Impairment

Shortened Lifespan

Effective Treatment

Moderate Impact

StatusStatus
Donor 2773:
Carrier (1 abnormal copy)
Mutation: c.G1096A (p.E366K)
Gene: SERPINA1
Method: Genotyping

InheritanceInheritance

Treatment
Lung transplantation or liver transplantation may be

appropriate for patients with end-stage lung disease or liver

disease due to Alpha-1-Antitrypsin Deficiency. In general,

patients should avoid smoking. Vitamin E therapy has been

demonstrated to improve liver function in symptomatic infants

and may help prevent oxidative damage to the lungs.

Prognosis
Prognosis is generally favorable. Non-smokers often have a

normal life span. Smoking, however, greatly accelerates the

disease, particularly as it affects the lungs. Onset of lung

disease typically occurs in adulthood. Liver disease presents

in only 2% of affected children. Liver disease, however,

affects about 19% of adults who live past 50 with this disease.

Carrier Risk Assessment

Ethnicity Detection Rate Pre-Test Risk Post-Test Risk

European 95.00% 1/35 1/700

General 95.00% Unknown Unknown
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To learn more visit http://recombine.com/diseases/alpha-1-antitrypsin-deficiency
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Methods and Limitations

Genotyping: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: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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