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Donor 4951

Genetic Testing Summary

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

Last Updated: 03/17/22

Donor Reported Ancestry: German, Irish, Polish

Jewish Ancestry: No

Genetic Test*

| Result

Comments/Donor’s Residual Risk** |

Chromosome analysis (karyotype)

Normal male karyotype (attached)

46,XY,inv(9)(p12g13). Normal
chromosome variant. 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 by genotyping of 99 mutations | 1/300
in the CFTR gene

Spinal Muscular Atrophy (SMA) carrier Negative for deletions of exon 7 in the 1/610

screening SMN1 gene

Hb Beta Chain-Related Negative for 28 mutations tested in the | 1/290

Hemoglobinopathy (including Beta
Thalassemia and Sickle Cell Disease) by

genotyping

HBB gene

Special testing

Genes: GJB2, ACADS

Negative by genotyping

See attached result for residual risks

*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.

3015 Williams Drive #110, Fairfax, VA 22031
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Raport Date:. 02/11/2015

Family Prep Screen

MALE FEMALE

BONOR 4951 NiA
DOB:
Ethnicity; Northern Eurapean
sample Type; EDTA Blood

Date of Collettion: 02102/2015
Date Recelved: 02/04/201%
Date Testod: 02/11/2015
Barcode:

Indication: Egg or Sperm Donor

NEGATIVE

ABOUT THIS TEST

The Counsy! Family Prep Screen {version 1.0) tests known mutations to
heipyou learn about your chance to have a ¢hijld with @ genetic
disease.

PAMEL DETAILS

Fairfax Cryobank Fundamental Paned (3 diseases testad)

YERSION .
DONOR 4951 (Family Prep Screen 1.0)

RESULTS SUMIARY

HEGATIVE

No known or potential disease-causing mutations were detected.

CLIHICAL NOTES MEXT STERS
+. None + if iecessary, patients can discuss residual risks with thefr physician
or a genetic counselor,
+ To schedule a complimentary-appoiniment to spéak with a clinical
-expert about these restlts, please vislt salream/mironsulisd,
Copyright 205 Counsyd, Inc 180 Kirskall Way, South 5an Frangisco, CAS4080 Page i of 4
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Methods and Limitations

DONOR 4951 {Family frep Screen 1.0} targated genotyping and copy number aualysis.

Targeted genotyping: Targeted BNA mutation analysis is used to simultancousiy determing the gendtyps of 127 varlants associated with 2 diseases, The testisnot
validated for detection of homozygous mutatiens, and although rare, asyiptomatic individuals affected by the disgase may not bé genotyped accurately.

Copy nuiher analysis: Tacgeted copy number analysis s used to determine the copy number of exan 7.0f the SMN1 gene relativerto other geses. Orher mutations
may ntarfere: with this anatysis. Some individuals with two coples of SMNT are carriers with iw SMN1 genes on ane chromosoing and a 5MN1 delétion on the other
chramosame. inaddition, a small parcentage of SNAA ases are caused by nondeletion mutatigng in the SMNT gene. Thus, 3 test resull of tvo SMINT coples
signifitantly reduces the Hlsk of being a carrier; hawever, thers is 56l a residual risk af being a carrler and subsequentlya smallr <k of future affected offspring for
individuats with twoe o more SMNT gene copies. Some SMA cases arise as the result of de nove rmutation events which wilt not be detected by carrier festing.

Liniltatiens: In'an tnkaown number of cases, nearby gensticvariants may interfere with mutakion detection. DOther possible sources ﬂfdmgﬁ(’ﬁ’f error include
sarnple mix-up, trace contamination, Bone marrow transptantation, blood transfuslons and technical errors. If more than one varfant iz detected In a gehe, addiftenal
studies may be necessary to-determine if those variants e on the same chiomoserne ar diférent chromosomes, The Counsyl test coes not fully address alf inharited
forms of telleciual disability, birth defects and genetic disease. A family history of any of these canditiens may warrant dddilional evaluation. Furthiarmore, not ali
mutations.will be identified in the genes enaly2ed and additional testing may be beneficlal for some patients. For example, individuals of Affican, Squthesst Asien, and
Mediterranean ancestry.are at increased risk for being carriess for hemoglniqinopa thies, which can e identified by CBC and hemaoglobiin electeophoresis gr HPLC
{ACHG Practice Bulletin Na, 78, Obstet, Gvnegol. 2007: 109 228-37).

This test was developed-and iis performance characteristics detarmined by Counsyl, Inc. 1t has not been deired of approved by thie US Foed and Drug Admiaistration
{FDAY THe £DA does not require this test to go through premarket review. This tst i§ used for dlinical purposes. Itshould not be regarded a3 investigational or for
research, This laboratory Is certified under the Clinical Labaratory imgrovament Amandments of 1988 {C1IA) as qualified to peiformybigh-complexity clinieal testing.
These rasults are adjunctive 16 the ardering physician's warkug, CUA Nomber; #6501102604.

LAE DIRECTORS

H. Peter Kang, 44D, MS, FLAP

Copyright 2015 Couasyd, Inc
i rights raservad,

Rebecea Mar-Heyoting, PhD, DABMG

180 Kirnhati Way. South San Franclsco, LA 94080
(B85 COUNSYL | hlipiffvarercounsyl.cant
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Diseases Tested

Autosomal Recessive Disorders

TARGETED GENOTYPRING

Cystic Fibrosts - Gene: CFTR. Viarlants (93): GASE, RY17H, RIZ4W, R34TP, A4SEE,
55425, GEA1D, RS53%, R560T, R1162 W1282¥, NTI03K, ¢, 1521 _1523delCTT,
1518 1521 delATE, ¢ 2052deld,; £3528deIC, €89+ 16T, €579 165T, £ 15851024,
C1TEBHIGSA, 2789+ 5GxA, €. D985 1GA, 3849+ 10KRC>T, 6O, RIS*, E32%, Y¥123%,
©178R; R3476, Q463%, VSZOF, S540N, R574H, R1I0HK D11 52H, €201 2delT,

€262 263delTT, . 313delA, c.948delT, < 37 44delA, €.3773dapT, C3080-1G>4A,
339226450, 20512053 del AXInsG; S5A9RC, 16454xC), RT17C, LIOBW, 63307,
73381, R3520Q, S364P, GAB0C, C524%, S549RIC, 16473 G), Q5525 ASRGT, G220,
R704%, K710%, B764%, Q8004 RIDG6C, WHOBS®, Y1622, [IF 1585 511964, Wi204%,
Q1288%51251N, 51255%, ¢,3067 307246, c4eadela, c531delT; ca03elA,
805, B0B0RIAT, €.1545_154508ITA, ME07_Q643del, 121 FdelS,

MALE FEMALE
DOMOR 4851 MIA

co N
Ethnicity: Nottaern turopean

Rarcode:

€1923_1991delsins1, c4976dels, (..3(139@1&?(, £, 3536_3538daiCCAA, w3050dlC,
1155 1156dUpTA, C.20528upA, 21 75duph, T 2738insG; 296412 Ce273816>A,
A054385C, 02741624, 7Y 18524, C5R0-16>T, ¢, 1766+ 16T, JYB45GHT, QI98,
€.325_327delTATINGG, 3343+ 40>T, TS 1079del5ins5. IW5A-5T allefe-analysis is
onty reported i ihe presence of tha R117H muation. Detection rate: Morthern
Buropean 2195

Hi Beta Chair-Related Hemogfobinopathy trickuding Beta Thalassemia and
Sickie Cell Digease) - Gene: HEB. Variants (28} E7V, K18%, Q40¥, ¢ 126_¥250ellTTT,
. FIAups, IVS-1-654, IVE--745 LA GHIGRA, WSE6, VEE110, WSS, .02¢1 Ge&,
BHCHT, 2BAOG, 29406, €25 26delAh, n.21/upA, 131 52450, CR1E2APG, 625,
870G, E7K, WiG%, . 51delC, c.20deld, F27¥, E1220, E122K, Datection vate:
Narthern Eurcpean 83%,

COPY NUMBER ANALYSIS
Spinal Muscular Atrophy - Gene: SKN1 variant {15 SMh1 copy number.
Detection ratel Morthern European 95%.

Pagedofd

180 Kimball Way, Sauth 5an Fraricisco, CA 94080
Version: 3.1.8

Copyright 2015 Counsyl, Inc
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Risk Calculations

Barcode;

MALE FEMALE

WA

nErn zuropean

Below are the risk calculalions for all diseases tested, Since negative results do not completely rule out the possibility of being a carrier; the vesidual risk représents
the patient's pest-testiikelihacd of being a carrier.and the reproductive risk represents the fikefibood the patiert’s futire children could inhierit cach disease, These
risks are Inherent to.all carrier streaning tests, may vary hy ethnicity, are predicated on.a negative family history and ave présant aven after a negative test resuli.

inaccurate reporting of sthnicity may cause errors in risk calcdlation.

Disease

Eystic | Flhrasis ' _' o

Hb Beta Chain-Related Hemog!ebmopathy(lncluding Beta Tlmlassemia and
Sickie Coll Disease)

Spinal Mustular Atrophy

Cepyrlght 2015 Counsyl, ne
Allsights fesenved.

180 Kimball Way, South.San Francisce; CAS4080
{388y COUNSYL | hitpilfweaivzcounsyl.cony

DONOR 4951 Repraductive
_ Hesldual Risk ‘ Risk
" 1in 300 : ) 1 X3,000
1 in 280 1in 58,000
SMIN1: 2 coples 11 84,000
1 im 610
Pagedof &
Version: 116




Report Statas: Fiial - Courtesy Copy’

1D, 4951

AGE: Nat Given
Fasting: N

DOB: Not Given
Gender: M

Specimen:
Requisition

Quest  page 1 of 1 02/03/2015  07:07:27 PM
 Diagnosticg in, 4951
Paticnt Tnformation Specinen Informition Chent Information
HO130000

Client #: 19104437
STERN, HARVEY ]
FAIRFAX CRYO BANK

_ Collected:  D2/02/2015 /08:45 EST
Phone: NG Reccived:  02/02/2015 /23:52 BST
Patient ID: NG Faxed: 02/03/2015 7 19:G1 EST
Test Name In Range Out OIE Hange Refsrience Range Lab
HEMOGLOBINMOPATHY EVALUATION _ ]
RED BLOCD CELL COUNT 4.88 4.20-5.80 Million/uk GHO
HEMOGLOBIN 15.2 13.2-17.1 g/fdL
HEMATOCRIYT 45 .0 38.5+50.6 %
MOV 93.1 80.6-100.0 fL
MCH 36.9 27.6-33.0 py
ROW , C1z.5 11.0-15.0 %
HENGGLOBIN A 9.5 =36.0 % QHO
HEMOGLOBIN F <X, 0 <2.0 %
HEMOGLOBIN A2 {QUANT) 2.5 1.8-3.5 %
INTERPRETATION
Normal phenotype.
SPECIMEN ID NOTIFICATION QHO

MISSING SECOND ID

Only one form of patient ID was pragent on one or more
sample{g); two forns of patient ID are veguiresd by the
College of American Patholegists (CAP).

PERFORMING SITE:

GUO QUEST BIAGRUSTHOS | HMESHAM, 960 HUSINUSS CONTLER DRIVE, HORSHAM, PA 19%H4.3432 Loboratuzy Diecion ANPREW. § BDILAAN, MD PHD, CLIA 380020504

CLIENT SERVICES: 866.697.8378

SPECIMEN: NES24240)

Guest, Quest Diaguostios, Hie nysociated loga and slb associnted Quest Diagnostics marks ave the tradensarks of Quest Diagraskes.

|
|
|

PAGE 1 OF 1
|




02/12/2015 5:03:25 M: LABGORP SPEC TESTING TO: : PEG TESTINGPage 2 of 2
TO:Fairfax Crv&banH ATTN:Fairfax Cryobank

Chromosome Analysis

Patlent Name; 4951, ,
Referring Physician:

Spacimen Client #: 606452 Falrfax Grycbank. Genetics and
Patient II}: 16618612-1-B1 IVF Institute

SHelcE aiidl

DOB: Not Given Date Collected: 02/02/2015

SQ; wawAr, px Date Receivad: 02/03/2015
Lab D
Hosgital 1D:

Specimen Type: Peripheral Blood

Indication: Sperm donor

Metaphases Counted: 20 Banding Technique: GTW
Retaphases Analyzed: 5 Number of Cultures: 2 - Banding Resolution: 550

Metaphases Karyotyped: 3 Dept. Section: B1

RESULTS: 48,XY,inv(9)(p12q13)
Variant male karyotype

INTERPRETATION:

Cytogenetic analysis shaws an apparenily balanced pericentric inversion of ane chromosome 9, This inversion
o is considered & nommal chromosome variant, and has not been assoclated with any phenotypic abnormality
(Gardner, RJ, Sutherland GR, and Shaffer LG Chromosome Abnormalities and Genetic Counseling, Fourth
Edition, Oxford University Press, 2012, pp. 163, 174, 258). '

COMMENT:

The standard cytogenetic methodology utilized in this analysis dees not rautinely detect subtle

rearrangements or low-level mosaicism and cannot detect microdeletions. Also, it cannot detect molecular
cyt_c;ge;‘ieﬂc abnormalities (such as micredeletions and microduplications) that may be detectable by microarray
analysis.

fragratad Genetles I 2 businasa unll of Baoterix Genolle Laboratorten, LLG, o whoily-owmisd wbd dlory of Lebwratory Corporallen of Amertea Haldliga. 6:;
S

Venal
> z’*ﬁf t

Slgned: ()’*’? ¢ <M-.J’ Date: 02/12/2015

ﬂlﬂﬂlﬂliil&limlfﬁ Jay G Leonard, Ph.D. FACMG Page 1 of 1

Tasing Partormod At Encterix Gonotle Lebomterdss, LLG 2000 Vivigen Way-Sanie ?&, M 87505 Phiip Viyah, MB, PaD, Laboratory Dlimctor 1-800-848-4438

P




X Recombine

Ordering Practice: 4951 _ Partner Not Tested

Practice Code: 1170 DOB: 1

Fairfax Cryobank - || | | R Gender: Male

e S
Procedure ID: 60209

Physician: ||| Kit Barcode:

Report Generated: 2016-07-28 Specimen: Blood, #63274
Specimen Collection: 2016-07-20
Specimen Received: 2016-07-21
Specimen Analyzed: 2016-07-28

TEST INFORMATION
Test: CarrierMap®™ (Genotyping)

Panel: Custom Panel
Diseases Tested: 2
Genes Tested: 2
Mutations Tested: 35

4951 I <5 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.

Assay performed by@ Recombine CLIA # 31D2100763

Reprogenetlcs Reviewed by Pere Colls, PhD, HCLD, Lab Director
CLIA ID: 31D1054821

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

© 2016 Recombine, Inc. 4951 I (CO I CcrrierMap Genotyping Report
1/3



>XRecombine CarrierMap™

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.

© 2016 Recombine, Inc. 4951 _s (DOB_) CarrierMap Genotyping Report

2/3



>X Recombine

Diseases & Mutations Assayed

Nonsyndromic Hearing Loss and Deafness: GJB2 Related (GJB2): Mutations (30): &'
Genotyping | c.167delT, ¢.235delC, ¢.312_325del GAAGTTCATCAAGG, c.358delGAG
(p.120delE), c.35delG, ¢.370C>T (p.Q124X), c.427C>T (p.R143W), c.109G>A (p.V371),
c.231G>A (p.W77X), c.551G>C (p.R184P), c.71G>A (p.W24X), c.101T>C (p.M34T), c¢.229T>C
(p.-W77R), c.269T>C (p.L90P), c.617A>G (p.N206S), ¢.299_300delAT (p.H100Rfs), c.283G>A
(p.V95M), c.134G>A (p.G45E), c.139G>T (p.E47X), ¢.35G>T, c.487A>G (p.M163V), c.250G>C
(p.V8BAL), c.44A>C (p.K15T), c.334_335delAA (p.K112fs), ¢.516G>A (p.W172X), ¢.290_291insA
(p.YO7fs), c.439G>A (p.E147K), c.-23+1G>A, c.550C>T (p.R184W), c.-259C>T

Short-Chain Acyl-CoA Dehydrogenase Deficiency (ACADS): Mutations (5): &'
Genotyping | ¢.1058C>T (p.S353L), c.1138C>T (p.R380W), c.1147C>T (p.R383C), c.319C>T
(p.R107C), ¢.575C>T (p.A192V)

© 2016 Recombine, Inc.

CarrierMap™

4951 I s (OO ) Corrie-Map Genotyping Report

Appendix 1 /2



>X Recombine

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 Residual
Rate Risk

Nonsyndromic Hearing Loss and O Ashkenazi Jewish: 1/20 95.83% 1/480

Deafness: GJB2 Related
J Chinese: 1/100 82.26% 1/564
O European: 1/53 83.98% 1/331
J Indian: Unknown 66.98%  Unknown
& Israeli: 1/16 93.10% 1/232
J Japanese: 1/75 75.00% 1/300
" Roma: Unknown >99% Unknown
O United States: 1/34 46.50% 1/64

Short-Chain Acyl-CoA Dehydrogenase &' AshkenaziJewish: 1/15 65.00% 1/43
Deficiency

© 2016 Recombine, Inc.

4951 I OC: ) Corrie-Map Genotyping Report

Appendix 2 / 2
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