
Carrier screening report
Donor 10647
Date of Birth: 
Sema4 ID: 22087324

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

Page 1 of 18 T: 800-298-6470
F: 646-859-6870
www.sema4.com

Patient Information

Name: Donor 10647

Date of Birth: 

Sema4 ID: 22087324

Client ID: SEATSB-S457779368

Indication: Carrier Screening

Specimen Information

Specimen Type: Blood

Date Collected: 04/30/2022

Date Received: 05/02/2022

Final Report: 05/16/2022

Referring Provider

Jeffrey Olliffe, M.D.

Seattle Sperm Bank

4915 25th Avenue NE Suite 204W

Seattle, WA, 98105

Fax: 206-466-4696

Expanded Carrier Screen (502 genes)
with Personalized Residual Risk

SUMMARY OF RESULTS AND RECOMMENDATIONS

Carrier of Cockayne Syndrome, Type A (AR)

Associated gene(s): ERCC8

Variant(s) Detected: Deletion of exons 3-9, 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

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

Cockayne Syndrome, Type A (AR)

Results and Interpretation

A heterozygous (one copy) likely pathogenic deletion of exons 3-9 was detected in the ERCC8 gene (NM_000082.3). When this variant is present

in trans with a pathogenic variant, it is considered to be causative for Cockayne syndrome, type A. Therefore, this individual is expected to be at

least a carrier for Cockayne syndrome, type A. Heterozygous carriers are not expected to exhibit symptoms of this disease. 

 

What is Cockayne Syndrome, Type A?

Cockayne syndrome, type A is an autosomal recessive disorder caused by pathogenic variants in the ERCC8 gene. The onset of symptoms

typically occurs within the first few years of life. This disorder is characterized by dwarfism, premature aged appearance, developmental delay,

and progressive loss of vision and hearing. Most individuals are sensitive to UV rays from sunlight and even a short exposure can cause sunburn

or blisters. Death typically occurs in the first or second decade of life, though individuals living into the third decade has been reported.

Occasionally, pathogenic variants in ERCC8 may cause UV-sensitive syndrome 2 where individuals are unusually sensitive to UV rays from

sunlight and even a small amount of exposure can lead to sunburn. No clear genotype-phenotype correlation has been established.
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10647, DONOR

DOB: AGE: 
Gender: M  
Phone: NG 
Patient ID: LP2704320 

Specimen: CF399434X
Requisition: 8292349
Lab Ref #: 22808236SPB
 

Collected: 04/30/2022
Received: 05/03/2022 / 20:47 EDT
Reported: 05/12/2022 / 16:24 EDT

Client #: 48041578 NYNJMAIL

GENOMICS, SEMA4
SEMA4
62 SOUTHFIELD AVE
STAMFORD, CT 06902-7229

CLIENT SERVICES: 866.697.8378 SPECIMEN: CF399434X

Quest, Quest Diagnostics, the associated logo and all associated Quest Diagnostics marks are the trademarks of Quest Diagnostics.

 Ward: SEATSB     

Cytogenetic Report
 

CHROMOSOME ANALYSIS, BLOOD - 14596  Lab:EZ
CHROMOSOME ANALYSIS, BLOOD  
 
Order ID: 22-187005
Specimen Type: Blood
Clinical Indication: RULE OUT CHROMOSOME ABNORMALITY
 
RESULT:
NORMAL MALE KARYOTYPE
 
INTERPRETATION:
Chromosome analysis revealed normal G-band patterns within the limits of standard cytogenetic analysis.
 
Please expect the results of any other concurrent study in a separate report.
 
NOMENCLATURE:
46,XY
 
ASSAY INFORMATION:
 
Method: G-Band (Digital Analysis: MetaSyst
Cells Counted: 20
Band Level: 450
Cells Analyzed: 5
Cells Karyotyped: 3
 
This test does not address genetic disorders that cannot be detected by standard cytogenetic methods or rare
events such as low level mosaicism or subtle rearrangements.
 
Morteza Hemmat, PhD, FACMG (800) NICHOLS-4307
 
Electronic Signature: 5/12/2022 3:31 PM
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PERFORMING SITE:
EZ QUEST DIAGNOSTICS/NICHOLS SJC, 33608 ORTEGA HWY, SAN JUAN CAPISTRANO, CA 92675-2042 Laboratory Director: IRINA MARAMICA,MD,PHD,MBA, CLIA: 05D0643352
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