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Donor 2991 

Genetic Testing Summary 

 

 

Last Updated: 05/02/22 

Donor Reported Ancestry:  Dutch, French, Italian, 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 

 
Cystic Fibrosis (CF) carrier screening 
 

 
Negative for 97 mutations in the CFTR 
gene 
 

 
1/343 

 
Spinal Muscular Atrophy (SMA) carrier 
screening 
 

 
Negative for deletions of exon 7 in the 
SMN1 gene 

 
1/632 

  

 

*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
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Gnxnrtcs & IVF

Inst i tute

ReportingPhone# 

ctient Fairfax Cryobank - 

Address  

Cytogenetic RePort

Eax# Email N/A

Patient name/Donor Alias Donor 2991 PatientDOB N/A

Spccimen typc PeriPheral Blood

Acccssion # l0477CC

Dooor# 2991-100823

Collection Date 08/2312010

DateRcceived OEl24/2010

CYTOGENETIC ANALYSIS

RESULTS

Type ofbanding GTG

Brnd resolutioo 550

FISH

Probe(s) N/A

Nuclei scored N/A

Cells counted 20

Cells analyzed 5

Cells karyotyped 2

Modal chromosome # 46

KARYOTYPE 46,XY

INTERPRETATION

Normal male karyotypc
No numerical or structural abnormalities were identified. This normal cytogenetic result does not exclude the possibility of the

presence of subtle rearriltgements beyond the technical limits of detection with this test'

Comments

I  lq  l ro

3015 Williams Drive I Fairfax, Virginia 22031 703-698-7355 | too-ssz'ua3 | givf@givf.com I ww*'gMcom

E8/tA fsvd AVI SI0 INI 
-l0t.I E t rLgF \EBL  6E  r8T  ATA4 /6A /64



Genetics and lvF Preimplantation Gerefrcs Labon'-'y

Patient name: DONOR # 2991

Gase name: 10-077CG

46,XY
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Cystic Fibrosis Mutation Analysis

Fairfax Cryobank/ 
e

Ethnicity: Caucasian

Indication: Carrier test / Gamete donor

RESULTS: Negative for the 97 mutations analyzed

INTERPRETATION

This individual's risk to be a carrier is reduced from
and a negative family history.

1125 (4%) to 11343 (0.3%), based on these results

COMMENTS:

Mutatlon Detection Rates Detection rates are based on mutation frequencies in patents affected with cystic fibrosis. Among individuats with an 
"typi"If, 

.ilo
among Ethnic Groups presentation (e.9. congenital absence of the vas deferens, pancreatitis) dete&ion rales may vary fiom those provided heii.

Ethnicity Carrlor risk roduction
when no family history

Detection rate References

African American 1/65 to 1/338 81o/o Genet in Med 3:168. 2001

Ashkenazi Jewish 1126lo 11834 970h Am J Hum Genet 51:951 , 1 994

Asian Not Provided Insufficient data

Caucasian 1125 to 11343 93o/o Genet in Med 3:168, 2001; Genet in Med 4:9O,2OOz

Hispanic 1146lo 1l2os 78% Genet in Med 3:1 68, 2001 ;www.dhs.ca.gov/pc-fh/gdb/htmupDE/CFStudy.htm

Jewish, non-Ashkenazi Varies by country of origin Genet Testing 5:47, 2001, Genet Testing, 1 :35, 1 997

Other or Mixed Ethnicity Not Provided Deteclion rate not determined and varies with ethnicitv

This interpretation is based on the clinical and family relationship information provided and the current understanding
of the molecular genetics of this condition.

METHOD / LIMITATIONS:

DNA is isolated from the sample and tested for the 97 CF mutations listed. Regions of the CFIR gene are amplified
enzymatically and subjected to a solution-phase multiplex allele-specific primer extension with subsequent hybridization to a bead
anay and fluorescence detection. Some mutations are then specifically identified by bi{irectional did6oxyseiuencing. The assay
discriminates between 4F508 and the following polymorphisms: F508C, 1506V and 1507V. False positive or negativjresults may
occur for reasons that include genetic variants, blood transfusions, bone marrow transplantation, erroneous refresentation of
family relationships or contamination of a fetal sample with maternal cells.

Date:081271201Q

Page 1 of 1

Patient Name: Donor #2991, .
.D.

Specimen #: 9435
Patient lD 7-6

DOB: Not Given
Sex: M
SSN:

Date Col lected: 08123 t201 O
Date Received: 0812412010
Lab lD:
Hospital lD:
Specimen Type: BLDpER

Client # 2
Case #:

. - : . , 1 1 : , , 1 : 1 : i

dire!

HuiZhu,  Ph.D. ,  FACMG
Testing Performed At Genzyme Genetics 3400 Computer Drive Westborough, MA 01591

Under the direction of.

1-800-25$7357



genzyme
GENETICS

AF31 1

AF508

A1507

1078delT

1288insTA

1677delTA

1717-1G>A

1812-1c>A

1 898+1 G>A

1898+5G>T

1949de184

2043delG

2055de19>A

2105del13insS

21O8delA

2143delT

2183delAA>G

2184delA

2184insA

2307insA

2789+5G>A

2869insG

3120+1G>A

3120c>A

3171de lC

3199de16

3659delC

3667de14

3791delC

3849+19166;T

3876delA

3905insT

394delTT

4016insT

405+1G>A

405+34>C

406-1G>A

444delA

457TAT>G

574delA

621+1G>T

663delT

711+16>1

71 1+sG>A

712-1G>T

935delA

936delTA

A455E

45597

c524X

CFTRdele2,3

D 1 1 5 2 H

E6OX

E92X

G178R

G33OX

G480C

G542X

G551D

G85E

K71OX

L2O6W

M 1 1 0 1 K

N1 303K

P574H

Q1238X

Q3591(T360K

Q493X

Q552X

Q89OX

R1066C

R1 158X

R1162X

R 1 1 7 C

R 1 1 7 H

R334W

R347H

R347P

R352Q

R553X

R56OT

R7O9X

R75X

R764X

s1 196X

s1251N

s1255X

5364P

S549N

S549R T>G

T3381

V52OF

w1089X

w1204X

w1282X

Y1092X C>A

Y1092X C>c

Y122X

The test was developed and its performance characteristics have been determined by Genzyme. The laboratory is regulated under the Clinical
Laboratory lmprovementAmendments of 1988 (CLIA) as qualified to perform high complexity clinical testing. inisiest must be used in conjunctionwith clinical assessment, when available.



Patient Name: . Donor #2991
DOB:
SSN #:

Genzyme Specimen # 6
Case #: 6
Date Collected: 0812312010

Age:
Gender: Male

Patient lD #: 7
Date Receiv ed: O8 | 24 I 2O 1 0

SMN1 Gopy Nu ber Analysis

606452 | 310544
Fairfax Cryobank/ 

Client Lab lD #:
Hospital lD #:
Specimen lD #:
Specimen(s) Received:2 - Yellow (ACD) 10 ml round

bottom tube(s)
Ethnicity: Caucasian

INTERPRETATION:
This individual has an SMNI copy number of three. This result reduces but does not eliminate the risk to be a carrier
of SMA. . Eth_nic lPecific risk reductions based on a negative family history and an SMNI copy number of three are
provided in the Comments section of this report.
GOMMENT:
Spinal muscular.atrophy (SMA) is an autosomal recessive disease of variable age of onset and severity caused by mutations
(most ofie-n deletion-s or gene conversions)i1 the survival motor neuron (SMN l lgene. Molecular testihg assessds the
lu{Itqgr of copies of the SMN 1 gene. Individuals with one copy of the SMN 1 g6ne are predicted to be cirriers of SMA.
Individuals with two or more copies have a reduced risk to be iarriers. (Affected individuals have 0 copies of the SMN 1
gene.)

Jnit^ggp.y number analysis cannot detect individuals who are carriers of SMA as a result of either 2 (or very rarely 3) copies of
the.SMNl S-e.n.e qn one chromosome and the absence of the SMNl gene on the other chromosomd or small intiagbnii
mutations within the SMNI gene. This analysis also will not detect germline mosaicism or mutations in genes other than
SMN1. Additionally, de novo mutations have been reported in approximately 2o/o of SMA patients.

Garrier Frequency and Risk Reductions for Individuals with No Family History of SMA
Ethnicity Detection Rater A priori Garrier

Riskr
Reduced Carrier Risk for 2
coov result

Reduced Carrier Risk for 3
conv resulf

Caucasian 94.904 1 : 3 5 1:632 1:3,500
Ashkenazi Jewish 90.2% 1 : 4 1 1:350 1:4,000
Asian 92.6% 1 : 5 3 1:628 1:5,000
Hispanic 90.6% 1 : 1 1 7 1 : 1 0 6 1 1 : 1 1 , 0 0 0
African American 71 .1o /o 1 : 6 6 1:121 1:3,000
Mixed Ethnicities For counseling purposes, consider using he ethnic background with the most conservative risk estimates.

Electronically Signed by: HuiZhu, Ph.D. FACMG, on0812612010

Referring
Genetic Gounselor:

Specimen Type: Peripheral Blood

Glinical Data: Garrier TesVGamete donor

RESULTS: SMNI copy number: 3 (Reduced Garrier Risk)

METHOD/LIMITATIONS:
Specimen DNA is isolated and amplified by real-time polymerase chain reaction (PCR) for exon 7 of the SMN 1 gene and two reference genes. A
mathematical algorithm is used to calculate the number of copies of SMNI . Sequencing of the primer and probe binding sites for the SMNI real-time PCR
reaction is performed on all fetal samples, and on samples from individuals with 1 copy-of SMNI on canieitesting, to ru-le out the presence of sequence
variants which could interfere with analysis and interprbtation. False positive or negalive results may occur for re-asons that include genetic variants, blood
transfusions, bone marrow transplantaiion, enoneods representationbf family relati-onships orcontahination of a fetal sample with mlaternal cells.

REFERENCES:
1. Carrier frequencyand detection rate are calculated based on analysisof allele frequencies among > 10OO individuals from each ethnic group noted
(Genzyme Genetics, data submitted for publication). 2. Online revierir of SMA: hftp:/Arvww.generevi6ws.org/profiles/sma

The test was developed and its performance characteristics have been determined by Genzyme. The laboratory is regulated under the Clinical Laboratory
lmprovement Amenilments of 1988 (CLIA) as qualified to perform high complexity cliirical testing. This test musi be uied in conjunction with clinical
assessment, when available. \.a
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Keponeo oy: /

Testing performed at Genzyme Genetics 3400 Computer Drive, Westborough, MA 01581 1-800-255-7357 Page 1 of 1
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