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Patient Information

Name: Donor 16021

Date of Birth: 

Sema4 ID: 22123060

Client ID: SEATSB-S490265282

Indication: Carrier Screening

Specimen Information

Specimen Type: Blood

Date Collected: 06/20/2022

Date Received: 06/21/2022

Final Report: 07/06/2022

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 Factor XI Deficiency (AR)

Associated gene(s): F11

Variant(s) Detected: c 400C>T, p.Q134X, 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 Oculocutaneous Albinism, Type IA / IB (AR)

Associated gene(s): TYR

Variant(s) Detected: c.1147G>A, p.D383N, Pathogenic,

Heterozygous (one copy)

Carrier of Usher Syndrome, Type IC (AR)

Associated gene(s): USH1C

Variant(s) Detected: c.463C>T, p.R155X, 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. Please note that residual risks for X-linked diseases (including full repeat

expansions for Fragile X syndrome) may not be accurate for males and the actual residual risk is likely to be lower.

Interpretation of positive results

Factor XI Deficiency (AR)

Results and Interpretation

A heterozygous (one copy) pathogenic premature stop codon, c.400C>T, p.Q134X, was detected in the F11 gene (NM_000128.3). When this

variant is present in trans with a pathogenic variant, it is considered to be causative for factor XI deficiency. Therefore, this individual is

expected to be at least a carrier for factor XI deficiency. Heterozygous carriers may exhibit mild to severe symptoms of this disease. 
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