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Genetic Testing Summary
Enclosed are the genetic testing results for

PC 1120

No amount of genetic testing can guarantee that a child will not be affected with a genetic condition.  Genetic testing can 
inform you of the likelihood of passing on the genetic conditions that are tested for, but it cannot eliminate the risk of 
passing on any genetic condition. 

The genetic conditions Cryobio tests for are inherited in an autosomal recessive manner.  This means that the child 
would have to inherit a genetic mutation from both the sperm source and the egg source to be affected with the 
condition.  When both the sperm source and the egg source have undergone genetic carrier screening and the test 
results are negative, the risk of a child being affected with the conditions tested for is significantly reduced, but it cannot 
be completely eliminated.

All recipients should discuss both or their own risk for passing on genetic conditions and whether would benefit from 
genetic counseling and testing with their health care provider.  Before using a donor that is a carrier for a specific 
recessive genetic condition or conditions, we strongly recommend that the recipient (or egg source, if different) consider 
genetic counseling and testing to determine if they are a carrier for the same genetic condition or conditions as the 
donor. 

Screening and testing have changed dramatically over the years, and so the screening and testing done on each donor 
may very depending on the testing that was in place when he was actively in Cryobio's donor program.  Earlier donors 
may not have had as extensive testing as later donors.  Screening and testing may change again in the future, so 
please review the results each time before ordering as both the testing done and the results may change.



Carrier screening report
Pc 1120
Date of Birth: 
Sema4 ID: 

Address: 62 Southfield Avenue, Stamford, CT 06902
CLIA # 07D2180805
CT LIC # CL-1016

Page 1 of 14 T: 800-298-6470
F: 646-859-6870
www.sema4.com

Patient Information

Name: Pc 1120

Date of Birth: 

Sema4 ID: 

Client ID: 

Indication: Carrier Screening

Specimen Information

Specimen Type: Blood

Date Collected: 

Date Received: 

Final Report: 

Referring Provider

David Prescott, M.D.

Cryobiology, Inc.

4845 Knightsbridge Blvd. Suite 200

Columbus, OH, 43214

Fax: 614-451-5284

Expanded Carrier Screen (283 genes)
with Personalized Residual Risk

SUMMARY OF RESULTS AND RECOMMENDATIONS

Carrier of Bartter Syndrome, Type 4A (AR)

Associated gene(s): BSND

Variant(s) Detected: c.859G>T, p.E287X, Likely Pathogenic,

Heterozygous (one copy)

Negative for all other genes tested

To view a full list of genes and diseases tested 

please see Table 1 in this report

Carrier of Non-Syndromic Hearing Loss (GJB2-Related) (AR)

Associated gene(s): GJB2

Variant(s) Detected: c.109G>A, p.V37I, Pathogenic, Heterozygous

(one copy)

Carrier of Smith-Lemli-Opitz Syndrome (AR)

Associated gene(s): DHCR7

Variant(s) Detected: c.1066delC, p.H356TfsX57, Likely

Pathogenic, Heterozygous (one copy)

AR=Autosomal recessive; XL=X-linked

Recommendations
Testing the partner for the above positive disorder(s) and genetic counseling are recommended.

Please note that for female carriers of X-linked diseases, follow-up testing of a male partner is not indicated.

CGG repeat analysis of FMR1 for fragile X syndrome is not performed on males as repeat expansion of premutation alleles is not expected

in the male germline.

Individuals of Asian, African, Hispanic and Mediterranean ancestry should also be screened for hemoglobinopathies by CBC and

hemoglobin electrophoresis.

Consideration of residual risk by ethnicity after a negative carrier screen is recommended for the other diseases on the panel, especially

in the case of a positive family history for a specific disorder.

Interpretation of positive results

Bartter Syndrome, Type 4A (AR)

Results and Interpretation

A heterozygous (one copy) likely pathogenic premature stop codon, c.859G>T, p.E287X, was detected in the BSND gene (NM_057176 2). When

this variant is present in trans with a pathogenic variant, it is considered to be causative for Bartter syndrome, type 4A. Therefore, this individual

is expected to be at least a carrier for Bartter syndrome, type 4A. Heterozygous carriers are not expected to exhibit symptoms of this disease. 

Positive Negative




































