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Donor 5224 

Genetic Testing Summary 

 

 

Last Updated: 12/6/21 

Donor Reported Ancestry: Czech, English, German, Scottish                             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 

 
Tay Sachs Enzyme Analysis 

 
Non-Carrier by hexosaminidase A 
analysis 

 

 
Genotyping for 21 genes. 

 
Negative for genes genotyped- see 
attached. 
 

 
 

 
Special testing 

  

 
Genes tested: (see attached) 
USH2A 
SERPINA1 
PMM2 
BBS12 
CYP1B1 
ACADS 
NPHS2 
LAMB3 
SLC26A4 
GJB2 

 
Negative by genotyping and/or 
sequencing. See attached. 

 

*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. 

mailto:info@fairfaxcryobank.com




















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

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

SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor 5224 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: 1139
Fairfax Cryobank - 

Report Generated: 2016-09-26

Donor 5224

DOB: 
Gender: Male
Ethnicity: European
Procedure ID: 55556
Kit Barcode: 
Specimen: Blood, #58481
Specimen Collection: 2016-06-02
Specimen Received: 2016-06-03
Specimen Analyzed: 2016-09-16

TEST INFORMATION
Test: CarrierMapGEN (Genotyping)
Panel: Custom Panel
Diseases Tested: 1
Genes Tested: 1
Mutations Tested: 9 

Partner Not Tested

CarrierMapTM

© 2016 Recombine, Inc.
1 / 3

Donor 5224's (DOB ) CarrierMap Genotyping Report



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.

CarrierMapTM

© 2016 Recombine, Inc.
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Donor 5224's (DOB ) CarrierMap Genotyping Report



CarrierMapTM

Donor 5224's (DOB ) CarrierMap Genotyping Report
Appendix 1 / 2

Diseases & Mutations Assayed
Primary Congenital Glaucoma (CYP1B1): Mutations (9):  Genotyping | c.1405C>T ♂
(p.R469W), c.1093G>T (p.G365W), c.155C>T (p.P52L), c.1064_1076delGAGTGCAGGCAGA 
(p.R355Hfs), c.1410_1422delGTAACCGCTTCTT (p.C470fs), c.862_863insC, 
c.1199_1200insTCATGCCACC, c.182G>A (p.G61E), c.535delG (p.A179fs) 

© 2016 Recombine, Inc.

Recombine



CarrierMapTM

Donor 5224's (DOB ) CarrierMap Genotyping Report
Appendix 2 / 2

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

Primary Congenital Glaucoma  Moroccan: Unknown♂ >99% Unknown

 Saudi Arabian: 1/23♂ 91.67% 1/276

 Turkish: 1/51♂ 70.59% 1/173

© 2016 Recombine, Inc.

Recombine



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

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

SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor 5224 was not identified to carry any pathogenic mutations in the gene(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: 1139
Fairfax Cryobank - 

Report Generated: 2016-12-14
Report Updated: 2016-12-14

Donor 5224

DOB: 
Gender: Male
Ethnicity: European
Procedure ID: 55556
Kit Barcode: 
Specimen: Blood, #68899
Specimen Collection: 2016-09-15
Specimen Received: 2016-09-16
Specimen Analyzed: 2016-12-14

TEST INFORMATION
Test: CarrierMapSEQ (Genotyping &
Sequencing)
Panel: Custom Panel
Diseases Tested: 2
Genes Tested: 2
Genes Sequenced: 2

Partner Not Tested

CarrierMapTM

© 2016 Recombine, Inc.
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Donor 5224's (DOB  CarrierMap Sequencing Report



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.

Sequencing: Sequencing is performed using a custom next-generation sequencing (NGS) platform. Only the described exons for each
gene listed are sequenced. Variants outside of these regions may not be identified. Some splicing mutations may not be identified. Triplet
repeat expansions, intronic mutations, and large insertions and deletions may not be detected. All identified variants are curated, and
determination of the likelihood of their pathogenicity is made based on examining allele frequency, segregation studies, predicted effect,
functional studies, case/control studies, and other analyses. All variants identified via sequencing that are reported to cause disease in
the primary scientific literature will be reported. Variants considered to be benign and variants of unknown significance (VUS) are NOT
reported.

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.

CarrierMapTM

© 2016 Recombine, Inc.
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CarrierMapTM

Donor 5224's (DOB ) CarrierMap Sequencing Report
Appendix 1 / 2

Diseases & Mutations Assayed
Herlitz Junctional Epidermolysis Bullosa: LAMB3 Related (LAMB3): Mutations (6):  ♂
Genotyping | c.3024delT, c.124C>T (p.R42X), c.1903C>T (p.R635X), c.430C>T (p.R144X), 
c.727C>T (p.Q243X), c.3247C>T (p.Q1083X) Sequencing | NM_000228:2-23 

Nephrotic Syndrome: Type 2 (NPHS2): Mutations (27):  Genotyping | c.976_977insA ♂
(p.T326fsX345), c.964C>T (p.R322X), c.948delT (p.A317L), c.871C>T (p.R291W), c.868G>A 
(p.V290M), c.862G>A (p.A288T), c.855_856delAA (p.Q285fsX302), c.851C>T (p.A284V), 
c.779T>A (p.V260E), c.714G>T (p.R238S), c.706_714del CTAGAGAGG (p.L236_R238del), 
c.622G>A (p.A208T), c.555delT (p.F185fsX186), c.538G>A (p.V180M), c.503G>A (p.R168H), 
c.502C>A (p.R168S), c.502C>T (p.R168C), c.479A>G (p.D160G), c.467delT (p.L156fsX180), 
c.467_468insT (p.L156fsX166), c.419delG (p.G140fsX180), c.413G>A (p.R138Q), c.412C>T 
(p.R138X), c.353C>T (p.P118L), c.274G>T (p.G92C), c.104_105insG (p.G35fsX69), c.85G>A 
(p.A29T) Sequencing | NM_014625:2-8 

© 2016 Recombine, Inc.

Recombine



CarrierMapTM

Donor 5224's (DOB ) CarrierMap Sequencing Report
Appendix 2 / 2

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

Herlitz Junctional Epidermolysis 
Bullosa: LAMB3 Related

 European: Unknown♂ 70.00% Unknown

 General: 1/781♂ 52.27% 1/1,636

Nephrotic Syndrome: Type 2  Israeli-Arab: Unknown♂ 55.56% Unknown

 Pakistani: Unknown♂ 20.00% Unknown

 Polish: Unknown♂ 16.18% Unknown

 Saudi Arabian: Unknown♂ 72.73% Unknown

© 2016 Recombine, Inc.

Recombine



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

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

SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor 5224 was not identified to carry any pathogenic mutations in the gene(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: 1139
Fairfax Cryobank - 

Report Generated: 2017-03-14

Donor 5224

DOB: 1
Gender: Male
Ethnicity: European
Procedure ID: 55556
Kit Barcode: 
Specimen: Blood, #58481
Specimen Collection: 2016-06-02
Specimen Received: 2016-06-03
Specimen Analyzed: 2017-03-14

TEST INFORMATION
Test: CarrierMapSEQ (Genotyping &
Sequencing)
Panel: Custom Panel
Diseases Tested: 1
Genes Tested: 1
Genes Sequenced: 1

Partner Not Tested

CarrierMapTM

© 2017 Recombine, Inc.
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Donor 5224's (DOB ) CarrierMap Sequencing Report



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.

Sequencing: Sequencing is performed using a custom next-generation sequencing (NGS) platform. Only the described exons for each
gene listed are sequenced. Variants outside of these regions may not be identified. Some splicing mutations may not be identified. Triplet
repeat expansions, intronic mutations, and large insertions and deletions may not be detected. All identified variants are curated, and
determination of the likelihood of their pathogenicity is made based on examining allele frequency, segregation studies, predicted effect,
functional studies, case/control studies, and other analyses. All variants identified via sequencing that are reported to cause disease in
the primary scientific literature will be reported. Variants considered to be benign and variants of unknown significance (VUS) are NOT
reported. In the sequencing process, interval drop-out may occur, leading to intervals of insufficient coverage. Intervals of insufficient
coverage will be reported if they occur.

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.

CarrierMapTM

© 2017 Recombine, Inc.
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CarrierMapTM

Donor 5224's (DOB ) CarrierMap Sequencing Report
Appendix 1 / 2

Diseases & Mutations Assayed
Pendred Syndrome (SLC26A4): Mutations (7):  Genotyping | c.1001+1G>A, c.1151A>G ♂
(p.E384G), c.1246A>C (p.T416P), c.2168A>G (p.H723R), c.707T>C (p.L236P), c.716T>A 
(p.V239D), c.919-2A>G Sequencing | NM_000441:2-21 

© 2016 Recombine, Inc.

Recombine



CarrierMapTM

Donor 5224's (DOB ) CarrierMap Sequencing Report
Appendix 2 / 2

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

Pendred Syndrome  European: 1/58♂ 42.11% 1/100

 Japanese: Unknown♂ 45.83% Unknown

 Pakistani: Unknown♂ 29.82% Unknown

© 2016 Recombine, Inc.

Recombine



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

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

SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor 5224 was not identified to carry any pathogenic mutations in the gene(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: 1139
Fairfax Cryobank - 

Report Generated: 2016-06-16
Report Updated: 2016-12-14

Donor 5224

DOB: 
Gender: Male
Ethnicity: European
Procedure ID: 55556
Kit Barcode: 
Specimen: Blood, #58481
Specimen Collection: 2016-06-02
Specimen Received: 2016-06-03
Specimen Analyzed: 2016-12-14

TEST INFORMATION
Test: CarrierMapSEQ (Genotyping &
Sequencing)
Panel: Custom Panel
Diseases Tested: 1
Genes Tested: 1
Genes Sequenced: 1

Partner Not Tested

CarrierMapTM

© 2016 Recombine, Inc.
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Donor 5224's (DOB CarrierMap Sequencing Report



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.

Sequencing: Sequencing is performed using a custom next-generation sequencing (NGS) platform. Only the described exons for each
gene listed are sequenced. Variants outside of these regions may not be identified. Some splicing mutations may not be identified. Triplet
repeat expansions, intronic mutations, and large insertions and deletions may not be detected. All identified variants are curated, and
determination of the likelihood of their pathogenicity is made based on examining allele frequency, segregation studies, predicted effect,
functional studies, case/control studies, and other analyses. All variants identified via sequencing that are reported to cause disease in
the primary scientific literature will be reported. Variants considered to be benign and variants of unknown significance (VUS) are NOT
reported.

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.

CarrierMapTM

© 2016 Recombine, Inc.
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Donor 5224's (DOB ) CarrierMap Sequencing Report



CarrierMapTM

Donor 5224's (DOB ) CarrierMap Sequencing Report
Appendix 1 / 2

Diseases & Mutations Assayed
Usher Syndrome: Type 2A (USH2A): Mutations (23):  Genotyping | c.14020A>G ♂
(p.R4674G), c.12067-2A>G, c.4338_4339delCT (p.C1447fs), c.2299delG (p.E767SfsX21), 
c.2209C>T (p.R737X), c.1256G>T (p.C419F), c.1000C>T (p.R334W), c.923_924insGCCA 
(p.H308fs), c.240_241insGATC (p.T81fs), c.12708T>A (p.C4236X), c.13576C>T (p.R4526X), 
c.1840+1G>A, c.11328T>G (p.Y3776X), c.5329C>T (p.R1777W), c.9165_9168delCTAT 
(p.I3055MfsX2), c.9469C>T (p.Q3157X), c.1876C>T (p.R626X), c.7123delG (p.G2375fs), 
c.9492_9498delTGATGAG (p.D3165fs), c.6235A>T (p.K2079X), c.14403C>G (p.Y4801X), 
c.3788G>A (p.W1263X), c.11328T>A (p.Y3776X) Sequencing | NM_206933:2-72 

© 2016 Recombine, Inc.

Recombine



CarrierMapTM

Donor 5224's (DOB ) CarrierMap Sequencing Report
Appendix 2 / 2

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

Usher Syndrome: Type 2A  Chinese: Unknown♂ 83.33% Unknown

 European: 1/136♂ 46.67% 1/255

 French Canadian: ♂
Unknown

66.67% Unknown

 General: 1/136♂ 46.92% 1/256

 Japanese: Unknown♂ 55.56% Unknown

 Non-Ashkenazi Jewish: ♂
Unknown

94.44% Unknown

 Scandinavian: 1/125♂ 39.22% 1/206

 Spaniard: 1/133♂ 39.02% 1/218

© 2016 Recombine, Inc.

Recombine
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