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Donor 4198-CLI

Genetic Testing Summary

Fairfax Cryobank recommends reviewing this genetic testing summary
with your healthcare provider to determine suitability.

Last Updated: 12/15/22

Donor Reported Ancestry: German, Polish

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

HBB gene testing-see attached

Negative for 28 variants in the HBB
gene

Beta Thalassemia <1/500
Sickle Cell Disease <1/500

attached

Cystic Fibrosis (CFTR)-see attached Negative for 99 mutations by 1/310
genotyping in the CFTR gene
Spinal Muscular Atrophy (SMA)-see Negative for deletions of exon 7 and <1/500

gene sequencing in the SMN1 gene

*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.
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Results Reclplent Ordering Healthcare Professional Male Details Female Detalls
Cryogenic Laberatories Cryogenic Laboratories Name: Donor 4198 Not tested
Atta: Dr. Harvey Stern DOB:

Ethnicity: Southern European
Sample Type: 0G-500 Saliva
Date of Collection: 04/22/2011
Barcode:

Indication: Egg or Sperm Donor

Report Date: 05/06/2011

“Universal Genetic Test (Egg or Sperm Donor) -

The Universal Genetic Test uses targeted DNA mutation analysis to simuitaneously determine the carrier status of an individuai for a
number of Mendelian diseases. This report indicates which mutations, if any, were detected for each mutation panel, Because only
select mutations are tested, the percentage of carriers delected varies by ethnicity. A negative test result does not eliminate the
possibility that the individual is a carrier, Interprelation is given as an estimate of the risk of coneeiving a child affected with a disease,
which is based on reported ethnicity, the test results, and an assumplion of no family history.*

Donor 4198

";';))j Donor 4198's DNA test shows that he is not a
“t- carrier of any disease-causing mutation tested.

Partner

The child risk presented Is based on a hypothetical
pairing with a partner of the same ethnic group.

Child Risk Summary

No increased child risks to highlight. Please refer to the following pages for detailed information about the results.

Note on hemoglobinopathies:
individuals of African, Southeast Asian, and Mediterranean anceslry are at increased risk for belng carriers for hemoglobinopathies and
may also benefit from carrier lesting by CBC and hemoglobin electrophoresis or HPLC.

FEB 28 2012

+Limitations: In an unknown number of cases, nearby genetic variants may interfere with mutation detection. Othar possible sources of diagnostic arrer inciude sample mix-up, trace
contamination, and tachnical errors. The child risk summary is provided as an aid lo genetic counseling. Inaccurate reporting of ethnicity may causa errors In sisk calculation.




{ Male : ( “Female

Name: Doncr 4198 Not tested
DOB: ot

Full kesuité L

Below are the full test resuits for all diseases on the panel. Noted are the specific genetic mutations for which the patient tested positive
or negalive, If there was Insufficient data to determine the genotype far any vartant, this will be noted as "no call." Also listed in this
soction is the patient's post-test risk of being a carrier of each disease as well as the odds that his future children could inherit each
disease.

. Your child’s tisk: Risk before {esting: L )
Redueod risk
\/ Beta Thalassemia 1 n 260,000 11n 18,000 tedycad rls

Donoer 4198: No mutations detecled. This does not rule out the possibility ofbeing a carrler of untested mutations. The post-test risk of being a carrier,
assuming a negative family history, is < 1 in 600. 93% deiection rate.

Gene: HBB, Varlants (27): K17X, Q39X, Phed1fs, Serdfs, IVSHI-654, IVS-I-745, IVS-1-850, IVS-1-6, IVS--110, IVS-1-6, IVS--1{G>A), -88C>T, -28A>G, -20A>G, Lys8ls, Phe? 1fs, NS 1-848{A>CY,
VE-11-849{A=G), Gly24 T>A, -87C>G, Hb C, W15X, Gly16(s, Glubfs, Hb E, Hb D-Punjab, Hb O-Arab,

— . D o o .. Yourchild's risk: . _Risk before testing: e A
/Cystic Fibrosis . ) o SR ”034000 i . 113,000 Redmcd_n;,_ﬁ E

Doner 4188: No mutations detecled. This does not rule out the posstbmty of being a carrier of untested mutations. The post-fest risk ofbelng a carrier,
assuming a negative family history, is 1 in 310. 1% delection rate.

Gene: CFTR, Variants (99): GS5E, R117H, R334W, RI47P, A455E, (542X, G551D, RE53X, RE60T, R1162X, W1232X, N1303K, F508del, 1507def, 2184detA, 1558delC, 621+1G>T, 711+1G>T,
1TH7-1G>A, 1803+1G>A, 2T80+5G=A, 3120+1G>A, 3840+10kbC>T, EBOX, RT5X, ES2X, Y122X, G178R, R347H, Q493X, V520F, S549M, P5T4H, M1101K, D1152H, 2143delT, 384delTT, 44ddalA,
1078delT, 3876dslA, 3805insT, 1812-1G>A, 3272-26A>C, 2183AA>G, S540R(A>C), R117C, L208W, GA30X, T333l, R352Q, SI64P, GABIC, C524X, SH4UR(T>G), Q562X ASSOT, G622D, R70IX,
K710X, R7T64X, Q860X, R1085C, W1083X, Y1092X, R1158X, S1196X, Wi204X(c.3611G>A), (11238X, S1251N, S1255X, 3199del6, 574deiA, §63daiT, 935delA, 936daiTA, 1677deiTA, 1249delB,
2043delG, 2056del9>A, 2108delA, 317 1delC, 3667deld, 3721delC, 1288insTA, 2184insA, 2307insA, 2868insG, 296+12T>C, 4054 1G>A, 405+3A>C, 408-1G>A, T11+5G>A, 712-1G>T, 1825+1G>T,
1808+5G>T, 3120G>A, A5TTAT>G, 3849 +4A>5, QISRUTISO.

O R LR S e ‘Your ¢hlld's risk: © 1 Risk before festing: -

/SlckleCellblsease pe Lol Rl Lessthan 140 1000000 1in 610,000 _

Donor 4498: No mutations delected. This does not rule out the possibility of bemg a carrier of untesied mulations. The post-test risk of being a carrier,
assuming a negative family history, Is < 1 in 560. 70% detection rate.

Gene: HBB. Varlants {28): Hb S, K17X, Q30X Phed1fs, Serfifs, IVS-11-654, 1V5-11-745, IVS-I1-850, IVS-1-8, IVS-1-119, IVS--5, IVS-1-1{G>A}, -88C>T, -28A>G, -20A>G, Lys8fs, Phe? 1fs, IVS-
11-848{A>C}, IVS-I-849(A>G}, Gly24 T>A, -B7C>G, Hh G, W15X, Giy16ls, Glubfs, Hb E, Bb D-Punjeb, Hb C-Arab.

"Pcdu'ce'd _r_lsk.

Your child's Fisk: Risk before tesling: S S _ o
/ Spinal Muscular Atrophy 1in 260,000 1 In 15,000 _n:umc__cd sk
Donor 4198; No mutations detected. This does not rule out the possibitity of being a carder of untested mutations. The post-test risk of being & carrier,
assuming a negative family history, is < 1-in 500. 95% detection rate.

Gene: SMN1. Varlants {1} Excn 7 delstion.
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