Fairfay

CrYobank

The Trusted Choice for Donor Sperm

Donor 4882

Genetic Testing Summary

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

Last Updated: 10/27/23

Donor Reported Ancestry: English, German, Swedish, Irish

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 by genotyping of 99 variants 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 variants tested in the 1/290

Hemoglobinopathy (including Beta
Thalassemia and Sickle Cell Disease) by
genotyping

HBB gene

Tay Sachs Enzyme Analysis

Non-carrier by hexosaminidase A
testing

Special Testing

Genes: ALG6, NBN, AIRE, HBA1/HBA2,
GHRHR, MAT1A, MEFV, POLG, CFTR

Negative by genotyping or sequencing-
see attached reports.

*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

info@fairfaxcryobank.com

703-698-3976

800-338-8407
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RESULTS RECIPIENT
CRYQGE ABORATORIES
Attie Dr. Harvey Stern

Counsyl

Report Date: 02/27/2015

Family Prep Screen

LAALE FEMALE
DONOR 4882 hIA
Dos:
Ethnicity: Northern European
Sample Type: 0G-510 Saliva
Date of Collection: 02/18/2015
Date Received: 02/20/2045
Date Tested: 02/26/2015
Barcode:

Indication: Egg or Sperm Donor

NEGATIVE

ABOUT THIS TEST

The Counsyl Family Prep Screen (version 1.0 tests known mutations to
help you learn about your chance ta have a child with a genetic
disease,

f’ANEL DETAILS
Fairfax Cryobank Fundarental Panel (3 diseases tested)
VERSION

DONOR 4882 (Family Prep Screen 1,0)

RESULTS SUMMARY

NEGATIVE

No known or potential disease-causing mutations were detected.

CLINICAL NOTES

* None

Copyright 2015 Counsyl, Inc
All rights reserved.

180 Kimball Way, South San Francisco, CA 24080
(888) COUNSYL | httprffvrvav.counsyl.com

NEXT STEPS

If necessary, patlents can discuss residual risks with their physician
or a genatic counselor,

To schedule a complimentary appointment to speak with a clinical
expert about these results, please visit counsyl.com/my/consultss,

Page 1 of 4
Version: 3.1.6




RESULTS "7 CIPIEMT FAALE FEMALE
CRYOGE ABORATORIES DONOR 4882 MNIA
Attn Dr. Harvey Stern cos

NP i Ethnicity: Nerthern Eurgpean

Counsyl Report Date: 02/27/2015 Barcode:

Methods and Limitations

DONOR 4882 [Family Prep Screen 1.0: targeted genotyping and copy number analysis,

Targeted genotyping: Targeted DNA mutation analysis is used to simultaneously determine the genotype of 127 variants associated with 2 diseases. The test Is not
validated for detection of homozygous mutations, and although rare, asymptomatic individuals affected by the disease may not be genotyped accurately.

Copy number analysis: Targeted copy number analysls Is used to determine the copy number of exon 7 of the SMN1 gene relative to other genes. Other mutations
may interfere with this analysis. Some individuals with two copies of SMN1 are carriers with tvio SMN1 genes on one chromosome and a SMN1 deletion on the other
chromosome. In addition, a small percentage of SMA cases are caused by nondeletion mutations in the SMN1 gene. Thus, a test result of two SMN1 coples
significantly reduces the risk of being a carrler; however, there is stilt a residual risk of being a carrler and subsequently a srmall risk of future affected offspring for
individuals with two or more SMN1 gene copies. Some SMA cases arise as the result of de novo mutation events which will not be detected by carrier testing.

Limitations: In an unknown number of cases, nearby genetic variants may Interfere with mutation detection. Other possible sources of diagnostic error include
sample mix-up, trace contamination, bone marrow transplantation, blood transfusions and technical errors, If more than one variant ts detected In a gene, additional
studies may be necessary to determine if those variants lig on the same chromoseme or different chromosomes. The Counsyl test does not fully address all inherited
forms of intellectual disability, birth defects and genetic disease. A family histary of any of these conditions may warrant additional evaluation, Furthermore, not all
mutations will be identified in the genes analyzed and additional testing may be beneflclal for some patlents, For exarnple, individuals of African, Southeast Asian, and
Mediterranean ancestry are at Increased risk for being carriers for hemoglobinopathies, which can be identified by CBC and hemoglobin electrophoresis or HPLC
{ACOG Practice Bulletin No. 78. Obstet. Gynecol, 2007:109:229-37.

This test was developed and its performance characteristics determined by Counsyl, Inc. It has not been cleared or approved by the US Food and Drug Administration
(FDA). The FDA does not requlre this test to go through premarket review, This test is used for clinical purposes, it should not be regarded as investigational or for
research, This laboratory is certified under the Clinical Laboratory Improvement Amendments of 1988 (CLIA) as qualified to perform high-complexity clinical testing.
These results are adjunctive to the ordering physician's workup, CLIA Number:; #05D1102604,

LAB DIRECTORS

H. Peter Kang, MD, MS, FCAP Rebecca Mar-Heyming, PhD, DABMG

Copyright 2015 Counsyl, Inc 180 Kimball VWay, South San Franclsco, CA 24080 Page2of4
All rights reserved, (888) COUNSYL | httpiverav.counsyl.com Version: 3.1.6




RESULTE 7 CIPIENT
g CRYDGE ABORAYORIES

Atin: D ar 511y
NP
Report Date! DL7Z/72015

Counsyt

Diseases Tested

Autosomal Recessive Disorders

TARGETED GENOTYPING

Cystic Fibrosis - Gene; CFTR, Varlants (99) G85E, R117H, R334W, R347P, A455E,
G542%, G551D, R553%, RS60T, R1162% W1282%, N1303K, c.1521_1523delCTT,
C.1518_1521delATC, €.2052delA, €.3528delC, ¢ 48G+1G>T, ¢.579+1G>T, . 1585-1G>A,
CA766+1G>A, 2783+5G>A, €.2988+ 1G>A, 3849+ 10kbC>T, EGO*, R75%, EQ2%, Y122+,
G178R, R347H, Qd93%, V520F, S549N, P574H, M1101K, D1152H, ¢.2012de!T,
€.262_263delTT, ¢.3123dalA, c.948delT, c.3744delA, ¢.3773dupT, ¢.1680-1G>A,
3272-26A>G, .2051_2052delAAINSG, S549R{c.1645A>C), R117C, L206W, G330%,
1338, R352Q, S364P, G480C, C524%, S549R(c.1647T>G), Q552%, AS59T, G6220,
R7G9%, K710%, R764% QB90%, R1066C, WI1089%, Y1G92X, R1158%, 51196+, W1204%,
Q1238%, S1251N, $1255%, £.3067_3072dels, ¢ 442delA, c.52idelT, ¢.803dela,
€.805_806delAT, ¢.1545_15¢6delTA, MG07_Q643del, ¢.194 1delG,

Copyright 2015 Cotnsyl, Inc
All rights reserved,

3

180 Kimba't Way, South San Francisco, CA 4080
(888) COUNSYL | httpiifvaw.counsyl.com

MALE FEMALE

NIA

DONG

von:
Ethnicity: . S N
Barcode: M

€. 1923_1931del9ins1, ¢, 1976delA, ¢.3039delC, c.3536_3539delCCAA, €.3650delC,
C.3155_1 156dupTA, .2052dupA, ¢.2375dupA, £.2738insG, 296+12T>C, ¢.273+ 1G=A,
405+3A>C, c.274-1G>A, 71145G>A, €.580-1G>T, ¢.1766+1G>T, 1808+5G>T, 9986,
€,325_327delTATinsG, 3849+4A>G, ¢, 1075_1079del5ins5. IV53-5T allele analysis is
only reported In the presence of the R1t7H mutation, Detection rate: Northern
European 91%.
Hh Beta Chaln-Related Hemoglobinopathy {Including Beta Thalassemia and
‘/Slck!e Cell Disease) - Gene: HBB, Varfants (28); E7V, K18%, Q40%, £,126_129de!CTTT,
€.27dupG, WS-11-654, IVS-11-745, ¢.315+1G>A, WVS-1-6, {VS-1-110, IVS-1-5, .02+ 1G>A,
-8BC>T, -28A>G, -29A>G, €.25_26delAA, ¢ 217dupA, ¢.316-2A>C, .316-2A>G, G25,
-87C>G, E7K, W16%, c.51delC, c.20dela, E27K, E122Q, £122K, Detection rate:
Northern European 833,

COPY NUMBER ANALYSIS

Spinal Muscular Atrophy - Gene: SMN 1. Variant (1) SMN1 copy number.
Detection rate: Northern European 95%.

Page3of4
Version: 3.1.6




RESULTT "ECIPIEMT
CRYOG LABORATORIES

% At D Harvey Stery

Counsyl Report Date: 02/27/2015

Risk Calculations

MALE FEMALE
DONOR 4882 NIA
DoR:

Ethnicity: Northern Eurepean

Barcode:

Below are the risk calculations for all diseases tested. Since negative results do not completely rufe out the possibility of being a carrier, the residual risk represents
the patient's post-test likelihood of being a carrier and the reproductive risk represents the likelihood the patient’s future children could inherit each disease. These
risks are Inherent to all carrler screening tests, may vary by ethnicity, are predicated on a negative family history and are present even after a negative test result.

Inaccurate reporting of ethnicity may cause errors In risk calculation,

DONOR 4882 Reproductive

Dlsease - Restdual Risk . , Risk

CysticFlbrosls . e T3t : 11n 33,000

Hb Beta Chain-Related Hemoglobinopathy (including Beta Thalassernia and 11n 290 11 58,000

Sickle Cell DIsease) , B e -

SMNT: 2 capies

Spinat Muscalar Atrophy _tmsto e L
Copyright 2015 Counsyl, Inc 180 Kimball Way, South San Francisco, CA 4080 Paged4 of 4
All rights reserved, (888} COUNSYL | http://vevave.counsyl com Version: 3.1.6




PATICHT INFORMATION REFORT STATUS Final,

4882, DONOR
Michols Institute, Chantilly ORDERING PHYSICIAN
por: [N »o-: W sarvey, seome 1en
SEX: W CLIENT INFCRMATION (., o
2 11 4
SPECIMEN INFORMATION 9595

SPECIMEN: ID: GIVF - SATELLITE CLINICS
REQUISITION: PHON
LAB REF NO: 3015 WILLIAMS DR
FATIRFAX, VA 22033
COLLECTED: 02/18/2015 00:00 i[:‘mlg f?g{ -
RECETVED:  02/19/2015 13:38 - MU s
REPORTED:  02/27/2015 14:41 e 2l lis
: 442

Tast Name In Range Out of Range Reference Range Lak

FAX Report to Client AMD

Chromoscome Analysis, Blood AMD

Chromosome Analysis, Blocod

CYTOGENETIC RESULTS

Cytogenetic Reference #;

Test Setup Date: 02/19/2015

Test Completion Date: 02/27/2015
Specimen Source: Peripheral Blood
Clinical History:Not provided

Culture Type:PHA stimulated whole blood
Metaphases Counted:20 Analyzed:5 Karyotyped:2
Banding Level (G-bands) :>=550

KARYOTYPE:
46, XY

INTERPRETATION and COMMENTS:
NORMAL MALE Xkaryotype

Within the limits of standard cytogenetic methodologies, the
chromosomes had normal G-banding patterns without apparent structural
abnormality or rearrangement,

This test does not address genetic disorders that cannot be detected
by standard cytogenetic methods, or rare events such as low level

mosaicism or very subtle rearrangements.

Electronic Signature on File

Jie Xu, Ph.D., FCCMG, DABMG
Technical Director, Cytogenetics, 703-802-715%

Results Received 02/21/15
Reference lab accession: CB15002983EC

For more information on this test, go to
http://education.questdiagnostics.com/faq/chromsblood

4882, DONOR - CH684311B Page 1 - Continued on Page 2




Ouest o oo MAHON: | REPORT STATUS: FINAL
el b e b F B =y

%23 oy sy S g g - ORDERING PHYSICIAN:
I}mgﬁmi,i{% bos. Stomn Harvy

PATIENT ID: CLIENT INFORMATION:

_ Cytogenetics Karyotype give. Fermil
secven: I ropor

COLLECTED:  02/18/2015 00:00
RECEIVED: 02/19/2015 13:38
REPORTED: 0212712015 05:23

Case Numboer; _
Specimen Source; aripheral Blood

Clinlcal History: Not provided

Culture Type: PHA stimulated whole i iy
hlood -
Metaphases Counted: 20 : LA ﬁ} : E
Metaphases Analyzed: 5 &Y b ¥ 3 %
Metaphases Karyotyped: 2 ! & : - :
Banding Level: »=5560 %o i . _ -
A od w n
# R E E 3 al | o 5 g By
it . [ - 1 -3 .
I { Y TR S
3 1= - 3 1 H
T T
= BRI} Pl 1 ¥

Interpretation / Comments
NORMAL MALE karyotype

Within the limits of standard cytogenetic methodologies, the
chromosomes had normal G-banding patterns without apparent structural
abnormality or rearrangement.

This test does not address genetic disorders that cannot be detected
by standard cytogenetic methods, or rare events such as low fevel
mosaicism or very sublle rearrangements,

Reviewed by

Electronic Signature on File

Jie Xu, Ph.D., FCCMG, DABMG
Technical Director, Cytogenstics, 703-802-7158

PERFORMING LABORATORY INFORMATION
Quest Diagnostics Nichols Institute, 14225 Newbrook Drive, Chaniilly, VA - 20151
Laboratory Director: Kenneth Sisco, MD CLIA48D0221801

This test was daveloped and its parformance characteristics have been dstermined by Quest Diagnostics Nicho!s Inslitute, Chanfifly, VA. It has not been cleared or
approved by the U.S. Food and Drug Administration, The FDA has determined that such clearance or approval is not necessary, Perdormance characleristics refer to the
analytical parformanca of the tast.

Page 1
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Paticat Information

| Specimen Information

Report Status; Final
DONOR, 4882

Client I__!_]_fﬂ?'i_]lﬂﬁﬂli

4195000

DONOR, 4882 Specimen: Ciiellt #: 226031406
Requisition: STERN, HARVEY J
vos: N Ac-:Il Lab Ref #:
Gender: M Collected:  02/18/2015
Phone: NG Received:  02/19/2015 /01:30 CST
Patient 1D Reported:  02/20/2015 / 10:46 CST
Health ID:
COMMENTS: FASTING:UNKNOWN
Test Name In Range Out Of Range Reference Range Lab
HEMOGLOBINOPATRY EVALUATION
RED BLOOD CELL COUNT 5.17 4,20-5.80 Million/ulL CB
HEMOGLOBIN 16,1 13.2-17,1 g/aL
HEMATOCRIT 48.6 38.5-50.0 %
MCV 94.0 80.0-100.0 fL
MCH 31.2 27.0-33.0 pg
RDW 12.9 11,0-15.0 %
HEMOGLOBIN A 97.4 >96.0 & CB
HEMOGLOBIN F <1.0 <2.0 %
HEMOGLOBIN A2 (QUANT) 2.6 1.8-3.5 %

INTERPRETATION

Normal phenotype.

Normal hemoglobin distribution, no HgS, HgC or
other abnormal hemoglcbin observed,

PERFORMING SITE:

CB QUEST DIAGNOSTICS WOOD DALE, 1355 MITTEL BOULEVARD, WOOD DALE, IL 60191-1024 Laboratery Director: ANTHONY V. THOMAS, MD, CLIA: 14D0417052

CLIENT SERVICES: 866.697.8378

SPECIME

PAGE10OF |

Quest, Quest Diagnostics, the assaciated logo and all assacialed Quest Diagnostics marks ave the trademarks of Quest Diagpostics.




Tay-Sachs Enzyme Analysis

Patient Mame: Donor 4882, .

Referiing Physician: Harvey Stern, MD
Spscimen &h Client #: 606452 Harvey Stern, MD
Patient ID: Genetles & IVF Institute
30?0 .ﬁ\ger RHoad
pos I  D:te Collected: 03/02/2015 Sulte
GGN; Frx- A FaES Date Recaived: 03/03/2015 Falrfax VA 22031
Lab ID: 4882-150302
Hospital ID:

Specimen Type: White Blood Cells

RESULTS: Hexosaminidase Activity : 1028 nmol/img protein
Hexosaminidase Percent A: 60.4
Plasma/Serum WBC
Expected Non-Carrier Range: Hex A  >54% >54%
Expected Carrier Range: Hex A 20 - 49% 20 - 49%

INTERPRETATION: NON CARRIER

This result is within the non-carrier range for Tay-Sachs disease, Less than 0.1% of palients having
non-carrier levels of Hexosaminidase-A activity are Tay-Sachs carriers.

NOTE: Maximum sensitivity and specificily for Tay-Sachs disease carrier testing are achieved by using
enzymology and DNA mutation analysis together.

lidegreted Ganellea |6 a bisiness unit of Enclerix Genstlo Laboratecles, LLC, a wholly-owned subeldiary of Leboratory Corporation of Amerlea Holdlnge.

Under the direction of:

Date: 03/07/2015

NI N THEETE Stanlord Mafenberg, Ph.D. Page 1 of 1

Teaing Perfarmed Al Escterix Genatic Leborataiey, LLC 2000 Vivigen Yay Sanla Fo, NM 87505 PhiIp Wystl, MD, PhD, Lebaralory Director 1-B00-848-4438




>XRecombine CarrierMap™

Ordering Practice: Donor # 4882 Partner Not Tested
Practice Code: 926 DOB:

Fairfax Cryobank Gender: Male

3015 Williams Drive, #110, Fairfax, VA, Ethnicity: European

22031, US Procedure ID: 62971

Physician: ||| Kit Barcode:

Report Generated: 2016-08-30 Specimen: Sperm, #66075

Specimen Collection: 2016-08-17
Specimen Received: 2016-08-18
Specimen Analyzed: 2016-08-30

TEST INFORMATION

Test: CarrierMap®™ (Genotyping)
Panel: Custom Panel

Diseases Tested: 1

Genes Tested: 1

Mutations Tested: 4

SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor # 4882 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.

Assay performed by@ Recombine CLIA # 31D2100763

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

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

© 2016 Recombine, Inc. Donor # 4882's (DOB_]) CarrierMap 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. Donor # 4882‘5_) CarrierMap Genotyping Report
2/3



>X Recombine CarrierMap™

Diseases & Mutations Assayed

Congenital Disorder of Glycosylation: Type 1C: ALG6 Related (ALG6): Mutations (4):
d Genotyping | c.257+5G>A, c.895_897delATA, c.998C>T (p.A333V), ¢.1432T>C (p.S478P)

© 2016 Recombine, Inc. Donor # 4882'5_) CarrierMap 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
Congenital Disorder of Glycosylation: & French: Unknown 59.09%  Unknown

Type 1C: ALG6 Related
& General: Unknown 86.21% Unknown

© 2016 Recombine, Inc.

CarrierMap™

Donor # 4882's _) CarrierMap Genotyping Report

Appendix 2 / 2



>XRecombine CarrierMap™

Ordering Practice: Donor # 4882 Partner Not Tested
Practice Code: 926 blel |

Fairfax Cryobank Gender: Male

3015 Williams Drive, #110, Fairfax, VA, Ethnicity: European

22031, US Procedure ID: 62971

Physician: ||| Kit Barcode:

Report Generated: 2016-11-29 Specimen: Sperm, #66075

Specimen Collection: 2016-08-17
Specimen Received: 2016-08-18
Specimen Analyzed: 2016-11-29

TEST INFORMATION

Test: CarrierMap®™ (Genotyping)
Panel: Custom Panel

Diseases Tested: 1

Genes Tested: 1

Mutations Tested: 1

SUMMARY OF RESULTS: NO MUTATIONS IDENTIFIED

Donor # 4882 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.

Assay performed by@ Recombine CLIA # 31D2100763

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

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

© 2016 Recombineg, Inc. Donor # 4882's (DOB ) CorrierMap 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 Recombineg, Inc. Donor # 4882's (DOB ) CorrierMap Genotyping Report
2/3



>X Recombine CarrierMap™

Diseases & Mutations Assayed

Nijmegen Breakage Syndrome (NBN): Mutations (1): & Genotyping |
c.657_661delACAAA (p.K219fs)

© 2016 Recombine, Inc. Donor # 4882's (DOB_) CarrierMap 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
Nijmegen Breakage Syndrome O Eastern European: 1/155 >99%  <1/15,50
0

© 2016 Recombine, Inc.

CarrierMap™

Donor # 4882's (DOB | ll) CorrierMap Genotyping Report
Appendix 2 / 2



4978 Santa Anita Ave.
(p) 626-350-0537 (f) 626-454-1667

Temple City, CA 91780 ®e f
) Tulgent
www.fulgentgenetics.com 9

info@fulgentgenetics.com

Patient Information: Partner Information: Physician: Laboratory:

4882, Donor Not Tested Seitz, Suzanne Fulgent Genetics

poE: ATTN: Seitz, Suzanne CAP#: 8042697

Sex: M Fairfax Cryobank CLIA#: 05D2043189

MR#: 4882 3015 Williams Drive Laboratory Director:

Patient: ||| | Fairfax, VA 22031 Dr. Hanlin (Harry) Gao
Report Date: May 01,2023

Accession: Accession:

FT-5910800 N/A

Test#:

Specimen Type: DNA
Collected: Apr 10,2023

FINAL RESULTS TEST PERFORMED
Custom Beacon Carrier
Q Screening Panel
No carrier mutations identified (3 Gene Panel: AIRE, HBA1,
and HBAZ; gene sequencing with
deletion and duplication analysis)
INTERPRETATION:

Notes and Recommendations:

No carrier mutations were identified in the submitted specimen. A negative result does not rule out the possibility of a genetic
predisposition nor does it rule out any pathogenic mutations in areas not assessed by this test or in regions that were covered
at a level too low to reliably assess. Also, it does not rule out mutations that are of the sort not queried by this test; see
Methods and Limitations for more information.

This carrier screening test does not screen for all possible genetic conditions, nor for all possible mutations in every gene
tested. Individuals with negative test results may still have up to a 3-4% risk to have a child with a birth defect due to genetic
and/or environmental factors.

Patients may wish to discuss any carrier results with blood relatives, as there is an increased chance that they are also
carriers. These results should be interpreted in the context of this individual's clinical findings, biochemical profile, and family
history.

X-linked genes are not routinely analyzed for male carrier screening tests. Gene specific notes and limitations may be
present. See below.

This report does not include variants of uncertain significance.

Genetic counseling is recommended. Available genetic counselors and additional resources can be found at the National
Society of Genetic Counselors (NSGC; https://www.nsgc.org)

Patient: 4882, Donor; Sex: M; Accession#: FD Patient#
DoB: | R+ 4882 DoclID PAGE 1 of 4


mailto:info@fulgentgenetics.com
http://www.fulgentgenetics.com

4978 Santa Anita Ave.

Temple City, CA 91780 ®e
(p) 626-350-0537 (f) 626-454-1667 *
info@fulgentgenetics.com u ge nt

www.fulgentgenetics.com

GENES TESTED:

Custom Beacon Carrier Screening Panel - 3 Genes

This analysis was run using the Custom Beacon Carrier Screening Panel gene list. 3 genes were tested with 96.23% of targets
sequenced at >20x coverage. HBAZ exon 1 had no coverage. For more gene specific information and assistance with residual risk
calculation, see the SUPPLEMENTAL TABLE.

AIRE HBA1 HBA2

METHODS:

Genomic DNA was isolated from the submitted specimen indicated above (if cellular material was submitted). DNA was barcoded,
and enriched for the coding exons of targeted genes using hybrid capture technology. Prepared DNA libraries were then sequenced
using a Next Generation Sequencing technology. Following alignment to the human genome reference sequence (assembly
GRCh37), variants were detected in regions of at least 10x coverage. For this specimen, 99.05% and 96.23% of coding regions and
splicing junctions of genes listed had been sequenced with coverage of at least 10x and 20x, respectively, by NGS or by Sanger
sequencing. The remaining regions did not have 10x coverage, and were not evaluated. Variants were interpreted manually using
locus specific databases, literature searches, and other molecular biological principles. To minimize false positive results, any
variants that do not meet internal quality standards are confirmed by Sanger sequencing. Variants classified as pathogenic, likely
pathogenic, or risk allele which are located in the coding regions and nearby intronic regions (+/- 20bp) of the genes listed above
are reported. Variants outside these intervals may be reported but are typically not guaranteed. When a single pathogenic or likely
pathogenic variant is identified in a clinically relevant gene with autosomal recessive inheritance, the laboratory will attempt to
ensure 100% coverage of coding sequences either through NGS or Sanger sequencing technologies ("fill-in"). All genes listed were
evaluated for large deletions and/or duplications. However, single exon deletions or duplications will not be detected in this assay,
nor will copy number alterations in regions of genes with significant pseudogenes. Putative deletions or duplications are analyzed
using Fulgent Germline proprietary pipeline for this specimen. Bioinformatics: The Fulgent Germline v2019.2 pipeline was used to
analyze this specimen.

LIMITATIONS:

General Limitations

These test results and variant interpretation are based on the proper identification of the submitted specimen, accuracy of any
stated familial relationships, and use of the correct human reference sequences at the queried loci. In very rare instances, errors
may result due to mix-up or co-mingling of specimens. Positive results do not imply that there are no other contributors, genetic or
otherwise, to future pregnancies, and negative results do not rule out the genetic risk to a pregnancy. Official gene names change
over time. Fulgent uses the most up to date gene names based on HUGO Gene Nomenclature Committee
(https://www.genenames.org) recommendations. If the gene name on report does not match that of ordered gene, please contact
the laboratory and details can be provided. Result interpretation is based on the available clinical and family history information for
this individual, collected published information, and Alamut annotation available at the time of reporting. This assay is not designed
or validated for the detection of low-level mosaicism or somatic mutations. This assay will not detect certain types of genomic
aberrations such as translocations, inversions, or repeat expansions other than specified genes. DNA alterations in regulatory
regions or deep intronic regions (greater than 20bp from an exon) may not be detected by this test. Unless otherwise indicated, no
additional assays have been performed to evaluate genetic changes in this specimen. There are technical limitations on the ability
of DNA sequencing to detect small insertions and deletions. Our laboratory uses a sensitive detection algorithm, however these
types of alterations are not detected as reliably as single nucleotide variants. Rarely, due to systematic chemical, computational, or
human error, DNA variants may be missed. Although next generation sequencing technologies and our bioinformatics analysis
significantly reduce the confounding contribution of pseudogene sequences or other highly-homologous sequences, sometimes
these may still interfere with the technical ability of the assay to identify pathogenic alterations in both sequencing and
deletion/duplication analyses. Deletion/duplication analysis can identify alterations of genomic regions which include one whole
gene (buccal swab specimens and whole blood specimens) and are two or more contiguous exons in size (whole blood specimens
only); single exon deletions or duplications may occasionally be identified, but are not routinely detected by this test. When novel
DNA duplications are identified, it is not possible to discern the genomic location or orientation of the duplicated segment, hence
the effect of the duplication cannot be predicted. Where deletions are detected, it is not always possible to determine whether the
predicted product will remain in-frame or not. Unless otherwise indicated, deletion/duplication analysis has not been performed in
regions that have been sequenced by Sanger.
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Gene Specific Notes and Limitations

HBA1: The phase of heterozygous alterations in the HBA1 gene cannot be determined, but can be confirmed through parental testing.
HBA2: The phase of heterozygous alterations in the HBAZ2 gene cannot be determined, but can be confirmed through parental testing.

SIGNATURE:
N\
MMOM\«
Melanie Jones, Ph.D., CGMBS, FACMG on 5/1/2023 04:00 PM PDT
Electronically signed
DISCLAIMER:

This test was developed and its performance characteristics determined by Fulgent Genetics. It has not been cleared or
approved by the FDA. The laboratory is regulated under CLIA as qualified to perform high-complexity testing. This test is used for
clinical purposes. It should not be regarded as investigational or for research. Since genetic variation, as well as systematic and
technical factors, can affect the accuracy of testing, the results of testing should always be interpreted in the context of clinical and
familial data. For assistance with interpretation of these results, healthcare professionals may contact us directly at (626) 350-0537
or info@fulgentgenetics.com. It is recommended that patients receive appropriate genetic counseling to explain the implications
of the test result, including its residual risks, uncertainties and reproductive or medical options.
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Supplemental Table

Post-test
Carrier
Probability™

Residual Risk*

Inheritance Ethnicity g:trger gzictlon
AIRE Autoimmune polyendocrinopathy syndrome type | AR General Population 1in 150 98%
Finnish Population 1in79  98%
HBA1 Alpha thalassemia AR General Population 1in 1000 98%
General Populationt 1in18  98%
Southeast Asian Population <1in7  98%
Southeast Asian Populationt <1in14 98%
Mediterranean Population <1in6  98%
Mediterranean Populationt 1in500 98%
African/African American Population 1 in 30 98%
HBA2 Alpha thalassemia AR General Population 1in 1000 98%
General Populationt 1in18  98%
Southeast Asian Population 1in7  98%
Southeast Asian Populationt <1tin14 98%
Mediterranean Population <1in6 98%
Mediterranean Populationt 1in500 98%

African/African American Population 1 in 30 98%

* For genes that have tested negative

1in 7,451
1in 3,901
1in 860

1in 860

<1 in 305
<1 in 305
<1in 229
<1in 229
1in 1,451
1in 860

1in 860

<1in 305
<1in 305
<1in 229
<1in 229
1in 1,451

11in 4,470,600
1in 1,232,716
1in 3,440,364
1in 3,440,364
<1in 17,228

<1in 17,228

<1 in 457,556
<1 in 457,556
1in 5,804,000
11in 3,440,364
11in 3,440,364
<1in 17,228

<1in 17,228

<1 in 457,556
<1 in 457,556
1 in 5,804,000

T The carrier frequency for heterozygous alpha thalassemia carriers (oo/or-) is described in rows marked with a dagger symbol. The

carrier frequency for alpha thalassemia trait cis (oov/- -) is 1 in 1000.
Abbreviations: AR, autosomal recessive; XL, X-linked
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Patient Information: Partner Information: Physician: Laboratory:
4882, Donor Not Tested Seitz, Suzanne Fulgent Genetics
DOB: ATTN: Seitz, Suzanne CAP#: 8042697
Sex: M Fairfax Cryobank CLIA#: 05D2043189
MR#: 4882 3015 Williams Drive Laboratory Director:
e 0 Fairfax, VA 22031 Dr. Hanlin (Harry) Gao
Report Date: Oct 05,2023

Accession: Accession:

N/A
Test#:

Specimen Type: DNA
Collected: Apr 10,2023

FINAL RESULTS TEST PERFORMED

Custom Beacon Carrier
Screening Panel

Q No carrier mutations identified (5 Gene Panel: GHRHR, MATTA,

MEFV, POLG, and CFTR; gene
sequencing with deletion and
duplication analysis)

INTERPRETATION:

Notes and Recommendations:

No carrier mutations were identified in the submitted specimen. A negative result does not rule out the possibility of a genetic
predisposition nor does it rule out any pathogenic mutations in areas not assessed by this test or in regions that were covered
at a level too low to reliably assess. Also, it does not rule out mutations that are of the sort not queried by this test; see Methods
and Limitations for more information.

This carrier screening test does not screen for all possible genetic conditions, nor for all possible mutations in every gene
tested. Individuals with negative test results may still have up to a 3-4% risk to have a child with a birth defect due to genetic
and/or environmental factors.

Patients may wish to discuss any carrier results with blood relatives, as there is an increased chance that they are also carriers.
These results should be interpreted in the context of this individual's clinical findings, biochemical profile, and family history.

X-linked genes are not routinely analyzed for male carrier screening tests. Gene specific notes and limitations may be present.
See below.

This report does not include variants of uncertain significance.

Genetic counseling is recommended. Available genetic counselors and additional resources can be found at the National
Society of Genetic Counselors (NSGC; https://www.nsgc.org)
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GENES TESTED:

Custom Beacon Carrier Screening Panel - 5 Genes

This analysis was run using the Custom Beacon Carrier Screening Panel gene list. 5 genes were tested with 100.0% of targets
sequenced at >20x coverage. For more gene specific information and assistance with residual risk calculation, see the
SUPPLEMENTAL TABLE.

CFTR, GHRHR, MAT1A, MEFV, POLG

METHODS:

Genomic DNA was isolated from the submitted specimen indicated above (if cellular material was submitted). DNA was barcoded,
and enriched for the coding exons of targeted genes using hybrid capture technology. Prepared DNA libraries were then sequenced
using a Next Generation Sequencing technology. Following alignment to the human genome reference sequence (assembly
GRCh37), variants were detected in regions of at least 10x coverage. For this specimen, 100.00% and 99.99% of coding regions and
splicing junctions of genes listed had been sequenced with coverage of at least 10x and 20x, respectively, by NGS or by Sanger
sequencing. The remaining regions did not have 10x coverage, and were not evaluated. Variants were interpreted manually using
locus specific databases, literature searches, and other molecular biological principles. To minimize false positive results, any
variants that do not meet internal quality standards are confirmed by Sanger sequencing. Variants classified as pathogenic, likely
pathogenic, or risk allele which are located in the coding regions and nearby intronic regions (+/- 20bp) of the genes listed above are
reported. Variants outside these intervals may be reported but are typically not guaranteed. When a single pathogenic or likely
pathogenic variant is identified in a clinically relevant gene with autosomal recessive inheritance, the laboratory will attempt to ensure
100% coverage of coding sequences either through NGS or Sanger sequencing technologies ("fill-in"). All genes listed were
evaluated for large deletions and/or duplications. However, single exon deletions or duplications will not be detected in this assay, nor
will copy number alterations in regions of genes with significant pseudogenes. Putative deletions or duplications are analyzed using
Fulgent Germline proprietary pipeline for this specimen. Bioinformatics: The Fulgent Germline v2019.2 pipeline was used to analyze
this specimen.

LIMITATIONS:

General Limitations

These test results and variant interpretation are based on the proper identification of the submitted specimen, accuracy of any stated
familial relationships, and use of the correct human reference sequences at the queried loci. In very rare instances, errors may result
due to mix-up or co-mingling of specimens. Positive results do not imply that there are no other contributors, genetic or otherwise, to
future pregnancies, and negative results do not rule out the genetic risk to a pregnancy. Official gene names change over time.
Fulgent uses the most up to date gene names based on HUGO Gene Nomenclature Committee (https://www.genenames.org)
recommendations. If the gene name on report does not match that of ordered gene, please contact the laboratory and details can be
provided. Result interpretation is based on the available clinical and family history information for this individual, collected published
information, and Alamut annotation available at the time of reporting. This assay is not designed or validated for the detection of low-
level mosaicism or somatic mutations. This assay will not detect certain types of genomic aberrations such as translocations,
inversions, or repeat expansions other than specified genes. DNA alterations in regulatory regions or deep intronic regions (greater
than 20bp from an exon) may not be detected by this test. Unless otherwise indicated, no additional assays have been performed to
evaluate genetic changes in this specimen. There are technical limitations on the ability of DNA sequencing to detect small insertions
and deletions. Our laboratory uses a sensitive detection algorithm, however these types of alterations are not detected as reliably as
single nucleotide variants. Rarely, due to systematic chemical, computational, or human error, DNA variants may be missed.
Although next generation sequencing technologies and our bioinformatics analysis significantly reduce the confounding contribution
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of pseudogene sequences or other highly-homologous sequences, sometimes these may still interfere with the technical ability of the
assay to identify pathogenic alterations in both sequencing and deletion/duplication analyses. Deletion/duplication analysis can
identify alterations of genomic regions which include one whole gene (buccal swab specimens and whole blood specimens) and are
two or more contiguous exons in size (whole blood specimens only); single exon deletions or duplications may occasionally be
identified, but are not routinely detected by this test. When novel DNA duplications are identified, it is not possible to discern the
genomic location or orientation of the duplicated segment, hence the effect of the duplication cannot be predicted. Where deletions
are detected, it is not always possible to determine whether the predicted product will remain in-frame or not. Unless otherwise
indicated, deletion/duplication analysis has not been performed in regions that have been sequenced by Sanger.

Gene Specific Notes and Limitations

CFTR: Analysis of the intron 8 polymorphic region (e.g. IVS8-5T allele) is only performed if the p.Arg117His (R117H) mutation is detected. Single
exon deletion/duplication analysis is limited to deletions of previously reported exons: 1, 2, 3, 11, 19, 20, 21.

SIGNATURE:
{9@:‘, ézz/o
Dr. Harry Gao, DABMG, FACMG on 10/5/2023 7:26 PM PDT
Electronically signed
DISCLAIMER:

This test was developed and its performance characteristics determined by Fulgent Genetics. It has not been cleared or approved
by the FDA. The laboratory is regulated under CLIA as qualified to perform high-complexity testing. This test is used for clinical
purposes. It should not be regarded as investigational or for research. Since genetic variation, as well as systematic and technical
factors, can affect the accuracy of testing, the results of testing should always be interpreted in the context of clinical and familial
data. For assistance with interpretation of these results, healthcare professionals may contact us directly at (626) 350-0537 or
info@fulgentgenetics.com. It is recommended that patients receive appropriate genetic counseling to explain the implications of the
test result, including its residual risks, uncertainties and reproductive or medical options.
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Supplemental Table

. . Post-
Carrier Detection ost-test

Gene Condition Inheritance Ethnicity Rate Rate Carrier Residual Risk*

Probability*
CFTR  Cystic Fibrosis AR General Population 1in 32 99% 1in 3,101 1in 396,928
African/African American Population 1 in 61 99% 1in 6,001 1in 1,464,244
Ashkenazi Jewish Population 1in24 99% 1in2,301 1in 220,896
Caucasian / European Population 1in25 99% 1in 2,401 1in 240,100
East Asian Population 1in 94 99% 1in 9,301 1in 3,497,176
Latino Population 1in58  99% 1in 5,701 1in 1,322,632
GHRHR Isolated growth hormone deficiency, type 1B AR General Population <1in 500 99% 1in 49,901 <1 in 10 million
MAT1A Methionine adenosyltransferase deficiency AR General Population <1in 500 99% 1in 49,901 <1 in 10 million
MEFV  Familial Mediterranean fever AR General Population 1in 20 99% 1in 1,901 1in 152,080
Mediterranean Population 1in7 90% 1in61 1in 1,708
POLG POLG-related disorders AR General Population 1in113  99% 1in 11,201 1in 5,062,852

* For genes that have tested negative
Abbreviations: AR, autosomal recessive; XL, X-linked
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