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Donor 4210 

Genetic Testing Summary 

 

 

Last Updated: 03/21/22 

Donor Reported Ancestry: English, Dutch, German, Native American                 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 108 variants in the CFTR 
gene 
 

 
1/270 

 
Spinal Muscular Atrophy (SMA) carrier 
screening 
 

 
Negative for deletions of exon 7 in the 
SMN1 gene 

 
< 1/500 

 
Sickle Cell Disease and Beta 
Thalassemia (HBB) 
 

 
Negative for 37 variants in the HBB 
gene 

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

 
Special Testing 

  

 
Oculocutaneous Albinism Type 1 

 
Negative for 27 variants in the TYR 
gene 
 

 
1/137 (26% detection rate) 

  

*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


Donor 4210
Donor 4210's DNA test shows that he is not a
carrier of any disease-causing mutation tested.

Ordering Healthcare Professional

Fairfax Cryobank-

 

NP I :1417048786

Results Recipient

Fairfax Cryoban

 

Report Date: 021221201 I

ff Cnunsgl
Male Details

Name: Donor 4210

Ethnicity: Mixed or Other Caucasian
Sample Type: Saliva (OG-300)
Date of Collection: 021 141201 1

Indication: Egg or Sperm Donor

universat cenetic i;i Gss ;; $e oonori
The Universat Genetic Test uses tarseted tt^ ;;;;';; ,;;;;;;;;", u ;;;;"" ;; ;;r;; ;;r;; ;;il;; ;, 

"number of Mendelian diseases. This report indicates which mutations, if any, were detected for each mutation panel. Because onty
select mutations are tested, the percentage of carriers detected varies by ethnicity. A negative test result does not eliminate the
possibility that the individual is a carrier. Interpretation is given as an estimate of the risk of conceiving a child affected with a disease,
which is based on reported ethnicity, the test results, and an assumption of no family history..

Female Details

Not tested

t(, ,t.
|.,)

I

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

ChildRfsk SummarA
.j,l , Your Universal Genetic Test indicates that your future children have a reduced risk for the diseases tested,
"4i I including those listed below which are common in your ethnicity.

Cystic Fibrosis Spinal Muscular Atrophy

'1r:-r.
, .  '  

- .  
l i l '

l i

* Limitations: In an unknown number of cases, nearby genetic variants may interfere with mutation detection. The child risk

should also be offered carriertesting by CBC and hemoglobin electrophoresis or HPLC.

;; ;;";;" ;;;; ;i" *';;;;;ffi;#;;;;;#;;;*dru;;;.,**; ;,,; ;;i;
lmprovemont AnEndmenb ofl 1988 (CLIA) as qualifiod to psrfom high-complexity clinical !e3ting. This test is used for clinical purposes. lt should not
be regarded as Investigational tr for research. Thw results are adiunctive to the ordering physiciaris mrkup.

€opyright,z011 Counsyl; Inc ]^::::: **.,
2200 Iridge Parkway, 5uite,1e3, Redwood City, CA 94060

(888) COUNSYL I http:/ ./w.counsyl.com

Laboratory Oirector: Jessie Jambson, MD
CLIA Number: 05D1 102604
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;-1 Counsgl
Male

Name: Donor4210

Female

Not tested

Full Results

Below are the full te$t results for all diseases on the panel. Noted are the specific genetic mutations for which the patient tested positive
or negative. lf there was insufficient data to determine the genotype for any variant, this will be noted as "no call.,, Also listed in this
section is the patienf's post-test risk of being a carrier of each disease as well as the odds that his future children could inherit each
disease.

Beta Thalassemia Your child's rlsk:

Less than 1 in 1,000,000
Rlsk before t6stlng:
1 in 250.000

?^"^l: 1310: !" Tr-,?li9-Lt detected. This does not rule out the possibility of being a carrier of untested mutations. The post-test risk of being a carner,assuming a negative f{mily history, is < 1 in 500. 80% detection rate.

LJ^s!fs'Plre71fs,.|V!]]]94_9(11:c]|Vs-l|-849(A>G),G|y24r>A'-87c>G,Hbc,Po|yA:AATAM-;
-30T>A, CAP+1 A>C, t-lb E, Hb O-Arab.

Cystic Fibrosis Your chlld's rlsk:
1 in 30.000

Risk before testing:
1  in  3 ,100

Donor 4210: No mutalions detected. No call for 3199de16. This does not rule out the possibility of being a carrier of untested mutations. The post-test risk ofbeing a carrier, assuming a negative family history, is 1 in 270. 90% detection rate.
G_ene:_ CFTR. V-arla

9q7_q{e4,^qPsiPrr
|!?9]'.G9???'.!7:0.9X,K71pX'o890X,R1066c.R1070Q'w,1o89x,Y1o92x,Rl1^59\.s1199I,!12

fyi::,*i"89**:3r::1i*J:Tf:j#:":3**.:9:.9,1:.11:e9:1j:::9tj9j*Jf3:9j919-11-o'r, iaeel.s.di

Sickle Cell Disease

Donor 4210: No rnutations detected. This does not rule out the possibility of being a carrier of untested mutations
assuming a negative f4mily history, is < 1 in 500. >99% detection rate.

L)f!fs:PI9l1r']Vs.|l.849(|>c).|VS.ll.849(A>G),G|y24T>A,-87c>G,Hbc,Po|yA:MtAl4->44tGne,Rolyn:Mt
-30T>A, CAP+1 A>C, Hb E, !b D-Punjab, Hb O-Arab.

Your chlld's rlsk:

Less than 1 in 1,000,000
Rlsk before testlng
less than 1 in 1,000,000

The post-test risk of being a carrier,

Spinal Muscular Atrophy

Donor 4210: No mutations detected.
assuming a negative f4mily history, is

Your chlld's rlsk:

1 in 97,000
Rlsk beforo tesilng:
1 in 4,800

This does not rule out the possibility of being a carrier of untested mutations. The post-test risk of being a carrier,
< 1 in 500. 95% detectlon rate.

Gene: SlVlNl, Varlants (1): Fxon 7 deletion

This te;t was devslopod and
I rfl provemgnt Amond$eils
berygarded as

s-p,eJfomance chaEdelisti6 detemin€d by Counsyl, Inc. The laboratory is regulated under the Clinical Laboratory
l98l (CLIA) as qualifsd to Perform hbh@mplsxity dinical tosting. This t€it ls used for c$nical purposes. tt should not
or ior research. These resulis are adjunctive to the ordering physiciart's workup.

22@ Eridge Parkway, Suite 103, Redwood;City, CA 94065
(888) COUNSYL I http://www.counsyl.com

Laboratory Director: Jeasica Jacobson, MD
CLIA Number: 05D1 102004

P199.2 of 2
Var$ibht 1.0.5$

Copyright 2011 Oonnsyl, Inc
All fight$ re6bry6d,



Patient Name: Donor, 4210
Referring Physician
Specimen # 4
Patient lD:

DOB: Not Given
SSN:

Client #: 2

Date Collected. 021 1 41201 1
Date Received: 0211 6 l2O1 1
Lab lD: H210-110214
Hospital lD:
Specimen Type: Peripheral Blood

Number of Gultures: 2

Ghromosome Analysis

Fairfax Cryobank/ 

Banding Technique: GTW
BandingResolut ion:  500
Dept. Section: 81

Indication: Gamete donor

Metaphases Counted: 20
Metaphases Analyzed: 5
Metaphases Karyotyped: 2

RESULTS: 46,XY

Male karyotype

INTERPRETATION:
This analysis shows no evidence of clinically significant numerical or structural chromosome abnormalities.
The standard cytogenetic methodology utilized in this analysis does not routinely detect subtle rearrangements
or low-level mosaicism and cannot detect microdeletions. Also, it cannot detect molecular cytogenetic
abnormalities (such as microdeletions and microduplications) that may be detectable by array comparative
genomic hybridization (aCGH).
Genzyme Genetics
Laboratories and Labcorp are operated independently from Genzyme Corporation.

Signed:

ilililt|il] ilil ][ ]l
Date:0212512011
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Genzyme Geneti6 and its loqo tndemarks of Genzyme Corporation and used by Esoterix Genetic Laborato.ies, LLC, a whollyffed subsidiary of Labcorp, under license. Esoterix Genetic

Dept lD: B1
Date Received: 021161201 1
Date Reviewed: 021251201 1
Reviewed By: FE

Specimen Type
Patient Name:
lmage lD: CKE
Karyotype:46

Specimen #:

independently from Genryme Co.poration.Labomtoriss and Labcorp are



.1a Qrrr:sf
tru l)iagnostics
tL:- \/ &

Report Status: Final

ID421O. DONOR

Patient Information Specimen Information Client Information

TD ?IO, DONOR

DOB: 6 A
Gender: M
Phone: NG
Patient ID : 4210-1 1021,

]Ez 24

Specimen: IF479002G
Requisition: 0000003

Collected: 02114/2011
Received: 02ll5l20ll / 07:58 CST
Reported: 02ll8l20ll /02:31CST

Client #: 41550 AUS0000

FAIRFAX CRYOBANK

TeEt Name
HEMOGI,OBINOPATHY

RED BLOOD CEI,I,
HEMOGI]OBIN
HEMATOCRIT
MCV
MCH
RDW

HEMOGLOBIN A
HEMOGLOBIN F
HEMOGLOBIN A:
INTERPRETATI(

Normal pher

CHOLESTEROL, TOT]
AST
ALT
CBC (INCLUDES DI]

WHITE BLOOD CE]
RED BLOOD CELIJ
HEMOGLOBIN
HEMATOCRIT
MCV
MCH
MCHC
RDW
PIJATELET COI]NT
ABSOTUTE NEUTRi
ABSOiJUTE LYMPHT
ABSOLUTE MONOC
ABSOLUTE EOSIN,
ABSOI,UTE BASOP,
NEUTROPHILS
I,YMPHOCYTES
MONOCYTES
EOSINOPHILS
BASOPHILS

ABO GROUP AND RH
ABO GROUP
RH TYPE

PERFORMING SITE
IG QUESTDIAGNOSTICS-II

CLIENT SERVICES:

Quest. Quest Ilixgnostits.

In Range

4 . 9 7
r . 5  . 4
4 5 . 4
9 r -  . 3
3 1 . 0
1 4 . 1
9 7  . 9
< I .  U

2 . r

Out Reference Range

4 . 2 o - 5 . 8 0  M i l l i o n / u l
t 3 . 2 - L 7  . 7  g / d L
3 8  . 5 - 5 0  . 0  t
8 0 . 0 - 1 0 0 . 0  f L
2 7 . 0 - 3 3 . 0  p g
r . r _ . 0 - 1 5 . 0  t
> 9 5 . 0  ?
< 2 . O  Z
_ L  -  U - J . 5  U

]-25-200 mg/dl
r o - 4 0  u / L
9 - 6 0  V / L

3 . 8 - 1 0 . 8  T h o u s a n d / u l
4 . 2 0 - 5 . 8 0  M i l I i o n , / u L
t 3 . 2 - 1 , 7  . 1 ,  g / d L
3 8 . 5 - s 0 . 0  *
8 0 . 0 - 1 0 0 . 0  f L
2 7 . 0 - 3 3 . 0  p g
3 2 . 0 - 3 6 . 0  g / d L
r _ 1 . 0 - 1 5 . 0  *
L40-400 Thousand/u l
1 5 0 0 - 7 8 0 0  c e l 1 s / u l ,
8 5 0 - 3 9 0 0  c e l l s / u l ,
2 0 0 - 9 5 0  c e l l s / u l ,
1 5 - 5 0 0  c e l l s / u l ,
0 - 2 0 0  c e 1 1 s / u L
z
+
z
?
z

EVALUATION
COI]NT

(QUANT)

v J v v .

1 5 3
J ]

3 9

I G

E ' lDT .T . I

L COTJNT
COI]NT

9 . 9
4 . 9 7
r . 5  . 4
4 5  . 4
9 1  . 3
3 1 . 0
3 4 . 0
l a  .  a

z 6 !

5 9 5 0
2356
446
9 9
4 0
7 0  . 3
2 5  -  6

4 . 5
1 . 0
0 . 4

PH]I ,S
3YTES
IES
PHILS

I IJS

A
RH (D) NEGATIVE

4770 REGENT BLVD., IRVING, TX 75063 Labontory Director; SUZANNE H. KREISBERG, MD, CLIA:45D0697943

[: '--: ': ';; '-rJ)
I  -  * '  -  . . - : , r ,  1 1

.rhFJ

.824.6152 COLLECTED 02/14/2011
associnttri logo anrl all assoeiated (luest lliagn$sties marks *rc che tladenarks of Quest lliagnostics.

PAGE 1 OF 1



3 Regent Street, Livingston, NJ 07039
Lab Technician: Bo Chu

Recombine CLIA # 31D2100763
Reviewed by Pere Colls, PhD, HCLD, Lab Director

SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor # 4210 was not identified to carry any of the mutation(s) tested.

No pathogenic mutations were identified in the genes tested, reducing but not eliminating the chance to be a carrier for the associated
genetic diseases. CarrierMap assesses carrier status for genetic disease via molecular methods including targeted mutation analysis and/ or
next-generation sequencing; other methodologies such as CBC and hemoglobin electrophoresis for hemoglobinopathies and enzyme
analysis for Tay-Sachs disease may further refine risks for these conditions. Results should be interpreted in the context of clinical findings,
family history, and/or other testing. A list of all the diseases and mutations screened for is included at the end of the report. This test does not
screen for every possible genetic disease. 

For additional disease information, please visit recombine.com/diseases. To speak with a Genetic Counselor, call 855.OUR.GENES.

Ordering Practice:

Practice Code: 926
Fairfax Cryobank

Report Generated: 2016-05-26

Donor # 4210

DOB: 
Gender: Male
Ethnicity: European
Procedure ID: 53615
Kit Barcode: 
Specimen: Sperm, #56415
Specimen Collection: 2011-09-02
Specimen Received: 2016-05-16
Specimen Analyzed: 2016-05-26

TEST INFORMATION
Test: CarrierMapGEN (Genotyping)
Panel: Custom Panel
Diseases Tested: 1
Genes Tested: 1
Mutations Tested: 27 

Partner Not Tested

CarrierMapTM

© 2016 Recombine, Inc.
1 / 3

Donor # 4210's (DOB  CarrierMap Genotyping Report



Methods and Limitations
Genotyping: Genotyping is performed using the Illumina Infinium Custom HD Genotyping assay to identify mutations in the genes
tested. The assay is not validated for homozygous mutations, and it is possible that individuals affected with disease may not be
accurately genotyped.

Limitations: In some cases, genetic variations other than that which is being assayed may interfere with mutation detection, resulting in
false-negative or false-positive results. Additional sources of error include, but are not limited to: sample contamination, sample mix-up,
bone marrow transplantation, blood transfusions, and technical errors. The test does not test for all forms of genetic disease, birth defects,
and intellectual disability. All results should be interpreted in the context of family history; additional evaluation may be indicated based
on a history of these conditions. Additional testing may be necessary to determine mutation phase in individuals identified to carry more
than one mutation in the same gene. All mutations included within the genes assayed may not be detected, and additional testing may be
appropriate for some individuals.

This test was developed and its performance determined by Recombine, Inc., and it has not been cleared or approved by the U.S.
Food and Drug Administration (FDA). The FDA has determined that such clearance or approval is not necessary.

CarrierMapTM

© 2016 Recombine, Inc.
2 / 3

Donor # 4210's (DOB ) CarrierMap Genotyping Report



CarrierMapTM

Donor # 4210's (DOB ) CarrierMap Genotyping Report
Appendix 1 / 2

Diseases & Mutations Assayed
Oculocutaneous Albinism: Type 1 : Mutations (27):  Genotyping | c.272G>A (p.C91Y), ♂
c.242C>T (p.P81L), c.265T>C (p.C89R), c.1A>G (p.M1V), c.140G>A (p.G47D), c.325G>A 
(p.G109R), c.568delG (p.G191Dfs), c.707G>A (p.W236X), c.832C>T (p.R278X), c.1118C>A 
(p.T373K), c.229C>T (p.R77W), c.823G>T (p.V275F), c.32G>A (p.W11X), c.149C>T (p.S50L), 
c.1467_1468insT (p.A490Cfs), c.820-2A>G, c.892C>T (p.R298W), c.1064C>T (p.A355V), 
c.1090A>C (p.N364H), c.1150C>G (p.P384A), c.1184+1G>A, c.1309G>A (p.D437N), 
c.1469C>A (p.A490D), c.133_134insC (p.P45fs), c.710delA (p.D237fs), c.978delA (p.Q326fs), 
c.1138_1158delTCTGCCAACGATCCTATCTTC (p.S380_F386del) 

© 2016 Recombine, Inc.

Recombine



CarrierMapTM

Donor # 4210's (DOB  CarrierMap Genotyping Report
Appendix 2 / 2

Residual Risk Information
Detection rates are calculated from the primary literature and may not
be available for all ethnic populations. The values listed below are for
genotyping.  Sequencing provides higher  detection rates and lower
residual risks for each disease. More precise values for sequencing
may become available in the future.

Disease Carrier Rate Detection
Rate

Residual
Risk

Oculocutaneous Albinism: Type 1  European: 1/101♂ 26.32% 1/137

 Hutterite: 1/7♂ >99% <1/700

 Moroccan Jewish: 1/30♂ 71.88% 1/107

 Puerto Rican: Unknown♂ 91.67% Unknown

© 2016 Recombine, Inc.

Recombine


	4210 GTS ECS
	4210 Counsyl Testing 2-14-11_Redacted
	4210 Chromosome Analysis 2-14-11_Redacted
	4210 Non-Jewish Start-Up 2-14-11_Redacted
	4210 ST 2016 TYR_report_Redacted



