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Donor 4715 

Genetic Testing Summary 

 

 

Last Updated: 09/24/20 

Donor Reported Ancestry:  Dutch, German, Italian                       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 

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

 
Negative by genotyping for 28 
mutations in the HBB gene 

 
1/290 

 
Cystic Fibrosis (CF) carrier screening 
(attached) 

 
Negative by genotyping for 99 
mutations in the CFTR gene 

 
1/300 

 
Spinal Muscular Atrophy (SMA) carrier 
screening (attached) 

 
Negative for deletions of exon 7 in the 
SMN1 gene 

 
1/600 

 
Special Testing (attached) 

  

17-Alpha-Hydroxylase Deficiency 
(CYP17A1) 

Negative by genotyping for 20 
mutations in the CYP17A1 gene 
 

Unknown 

Non-Syndromic Hearing Loss (GJB2) Negative by genotyping for 29 
mutations in the GJB2 gene 
 

1/62 

Phenylalanine Hydroxylase Deficiency 
(PAH) 

Negative by genotyping for 62 
mutations in the PAH gene 
 

1/189 

*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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SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor 4715 was not identified to carry any of the mutation(s) tested.

No pathogenic mutations were identified in the genes tested, reducing but not eliminating the chance to be a carrier for the associated
genetic diseases. CarrierMap assesses carrier status for genetic disease via molecular methods including targeted mutation analysis and/ or
next-generation sequencing; other methodologies such as CBC and hemoglobin electrophoresis for hemoglobinopathies and enzyme
analysis for Tay-Sachs disease may further refine risks for these conditions. Results should be interpreted in the context of clinical findings,
family history, and/or other testing. A list of all the diseases and mutations screened for is included at the end of the report. This test does not
screen for every possible genetic disease. 

For additional disease information, please visit recombine.com/diseases. To speak with a Genetic Counselor, call 855.OUR.GENES.

Ordering Practice:

Practice Code: 
Fairfax Cryobank

Physician: 
Report Generated: 2017-01-19

Donor 4715

DOB: 
Gender: Male
Ethnicity:
Procedure ID: 77275
Kit Barcode: 
Specimen: Sperm, #78150
Specimen Collection: 2016-12-11
Specimen Received: 2016-12-13
Specimen Analyzed: 2017-01-19

TEST INFORMATION
Test: CarrierMapGEN (Genotyping)
Panel: Custom Panel
Diseases Tested: 3
Genes Tested: 3
Mutations Tested: 111 

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 the genes
tested. 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.

This 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 (FDA). The FDA has determined that such clearance or approval is not necessary.
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Diseases & Mutations Assayed
17-Alpha-Hydroxylase Deficiency (CYP17A1): Mutations (20):  Genotyping | ♂
c.157_159delTTC (p.53delF), c.316T>C (p.S106P), c.715C>T (p.R239X), c.1024C>A (p.P342T), 
c.286C>T (p.R96W), c.1040G>A (p.R347H), c.1073G>A (p.R358Q), c.51G>A (p.W17X), 
c.340T>G (p.F114V), c.347A>T (p.D116V), c.1039C>T (p.R347C), c.1084C>T (p.R362C), 
c.1216T>C (p.W406R), c.985T>G (p.Y329D), c.601T>A (p.Y201N), c.81C>A (p.Y27X), 
c.287G>A (p.R96Q), c.1226C>G (p.P409R), c.1250T>G (p.F417C), c.278T>G (p.F93C) 

Nonsyndromic Hearing Loss and Deafness: GJB2 Related (GJB2): Mutations (29):  ♂
Genotyping | c.167delT, c.235delC, c.312_325delGAAGTTCATCAAGG, c.358delGAG 
(p.120delE), c.35delG, c.370C>T (p.Q124X), c.427C>T (p.R143W), c.109G>A (p.V37I), 
c.231G>A (p.W77X), c.551G>C (p.R184P), c.71G>A (p.W24X), c.229T>C (p.W77R), c.269T>C 
(p.L90P), c.617A>G (p.N206S), c.299_300delAT (p.H100Rfs), c.283G>A (p.V95M), c.134G>A 
(p.G45E), c.139G>T (p.E47X), c.35G>T, c.487A>G (p.M163V), c.250G>C (p.V84L), c.44A>C 
(p.K15T), c.334_335delAA (p.K112fs), c.516G>A (p.W172X), c.290_291insA (p.Y97fs), 
c.439G>A (p.E147K), c.-23+1G>A, c.550C>T (p.R184W), c.-259C>T 

Phenylalanine Hydroxylase Deficiency (PAH): Mutations (62):  Genotyping | c.1066-♂
11G>A (IVS10-11G>A), c.1315+1G>A (IVS12+1G>A), c.1241A>G (p.Y414C), c.1222C>T 
(p.R408W), c.754C>T (p.R252W), c.1223G>A (p.R408Q), c.473G>A (p.R158Q), c.782G>A 
(p.R261Q), c.814G>T (p.G272X), c.143T>C (p.L48S), c.194T>C (p.I65T), c.896T>G (p.F299C), 
c.842C>T (p.P281L), c.838G>A (p.E280K), c.117C>G (p.F39L), c.3G>A (p.M1I), c.1A>G 
(p.M1V), c.611A>G (p.Y204C), c.721C>T (p.R241C), c.727C>T (p.R243X), c.1139C>T 
(p.T380M), c.926C>T (p.A309V), c.898G>T (p.A300S), c.734T>C (p.V245A), c.818C>T 
(p.S273F), c.997C>T (p.L333F), c.199T>C (p.S67P), c.1042C>G (p.L348V), c.136G>A (p.G46S),
c.728G>A (p.R243Q), c.745C>T (p.L249F), c.581T>C (p.L194P), c.722G>T (p.R241L), c.829T>G 
(p.Y277D), c.899C>T (p.A300V), c.926C>A (p.A309D), c.1045T>C (p.S349P), c.1157A>G 
(p.Y386C), c.1169A>G (p.E390G), c.331C>T (p.R111X), c.241_256delACCCATTTGGATAAAC 
(p.T81fs), c.442-1G>A (IVS4-1G>A), c.463_464insTGTGTACC (p.R155fs), c.569T>G (p.V190G),
c.682G>T (p.E228X), c.755G>A (p.R252Q), c.770G>T (p.G257V), c.781C>T (p.R261X), 
c.800A>G (p.Q267R), c.842+5G>A (IVS7+5G>A), c.856G>A (p.E286K), c.904delT (p.F302fs), 
c.913-7A>G (IVS8-7A>G), c.935G>T (p.G312V), c.1068C>G (p.Y356X), c.1238G>C (p.R413P), 
c.1301C>A (p.A434D), c.842+2T>A (IVS7+2T>A), c.764T>C (p.L255S), c.722G>A (p.R241H), 
c.533A>G (p.E178G), c.456_706+138del11653 
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Residual Risk Information
Detection rates are calculated from the primary literature and may not
be available for all ethnic populations. The values listed below are for
genotyping.  Sequencing provides higher  detection rates and lower
residual risks for each disease. More precise values for sequencing
may become available in the future.

Disease Carrier Rate Detection
Rate

Residual
Risk

17-Alpha-Hydroxylase Deficiency  Brazilian: Unknown♂ 54.55% Unknown

 Japanese: Unknown♂ 45.45% Unknown

Nonsyndromic Hearing Loss and 
Deafness: GJB2 Related

 Ashkenazi Jewish: 1/20♂ 95.83% 1/480

 Chinese: 1/100♂ 82.26% 1/564

 European: 1/53♂ 82.47% 1/302

 Ghanaian: Unknown♂ 90.91% Unknown

 Indian: Unknown♂ 66.98% Unknown

 Israeli: 1/16♂ 93.10% 1/232

 Japanese: 1/75♂ 75.00% 1/300

 Roma: Unknown♂ >99% Unknown

 United States: 1/34♂ 45.22% 1/62

Phenylalanine Hydroxylase Deficiency  Arab: Unknown♂ 46.08% Unknown

 Ashkenazi Jewish: 1/224♂ 44.44% 1/403

 Brazilian: 1/71♂ 56.41% 1/163

 Chinese: 1/51♂ 76.57% 1/218

 Cuban: 1/71♂ 69.64% 1/234

 European: 1/51♂ 73.00% 1/189

 French Canadian: 1/80♂ 76.27% 1/337

 Iranian: 1/31♂ 66.94% 1/94

 Korean: 1/51♂ 57.58% 1/120

 Non-Ashkenazi Jewish: ♂
Unknown

63.64% Unknown

 Slovakian Gypsy: 1/39♂ >99% <1/3,900

 Spanish Gypsy: 1/4♂ 93.75% 1/64

 Taiwanese: Unknown♂ 83.10% Unknown

 US Amish: 1/16♂ 86.84% 1/122
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