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Donor 2773

Genetic Testing Summary

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

Last Updated: 06/24/19

Donor Reported Ancestry: German, Irish, Scottish, 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 by genotyping of 99 mutations. | 1/310
Spinal Muscular Atrophy (SMA) carrier Negative for deletions of exon 7 in the 1/700
screening SMN1 gene
Tay Sachs Disease by enzyme analysis Negative by Hexosaminidase enzyme
analysis
Sickle Cell Disease Negative for 28 mutations tested in the <1/500
HBB gene
Beta Thalassemia Negative for 27 mutations tested in the 1/1500

HBB gene

Alpha-1-Antitrypsin Deficiency- see
attached

Carrier: Z mutation in the SERPINA1
gene

Partner testing is indicated before use

Congenital Adrenal Hyperplasia due to
21-Hydroxylase Deficiency- see attached

Carrier: Non-Classic variant in the
CYP21A2 gene

Partner testing is indicated before use

*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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Resulis Recipient fdale
Name: DONOR 2773

oos SN
Ethnicity: Northern European

Sample Type: EDTA Blood
Date of Collection: 09/16/2011
Barcode:

Report Date: 09/27/2011 Indication: £gg or Sperm Donor

Fairt syobank - Fairfax

Counsyl Test Resulis (Egg or Snerm Donor)
The Counsyt test uses largeted DNA mutation analysis to simultaneously determine the carrier status of an individual 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 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 afected with a disease, which is based
on reported ethnicity, the test resulis, and an assumption of no family history.
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f.'}’_:-/:}__ DONOR 2N3S. DNA test SFIOWS that' he Is not a 2o The reproductive risk presented is based on a
i" carrier of any disease-causing mutation tested. I hypothetical pairing with a partner of the same ethnic
group.

Reproductive Risk Summary

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

Clinical notes:

» Individuals of African, Southeast Aslan, and Mediterranean ancestry are at increased risk for being carriers for hemoglobinopathies
and may also benefit from carrier lesling by CBC and hemoglobin efectrophoresis or HPLC. ACOG Practice Bulletin No. 78. Obstet

Gynecol 2007;109:229-37.

To schedule a free appointment to speak with a genetic counselor about your results, please visit www.counsyl.comfappointment,

* LImltations: [n an unknown number of cases, nearby genelic varianls may interfere with mutation detection. Olher possible sources of diagaostic error Include sample mix-up, lrace
contamination, and technical errors. The reproductive risk summary is provided as an aid to genetic counseling. Inaceurate reporting of ethnicity may cause errors in risk calculation,




GE FMale Ferale

)ﬁ( {H,HU ng&wji Name: DONOR 2773 Not tesled
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Below are the full test results for all diseases on the panel. Noted are the specific genetic mutations for which the patient tested positive
or negative. If there was insufficlent data to determine the genolype for any variand, this will be noled as "no call." Also lisied in this
section 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,

\/ Beta TI“.I.a!.éssem'ia o : Reproduciive rlsk: Risk before testing:
' R bt S S Less than 1 i 1,600,000 1 in 250,000

i)(:)__N'QR_Z?I:S: do mulations delecied, This does not rule gut the possibilily of being a carrier of untested mulations. The post-test risk of being a carder,
assuming a negative family hislory, is 1 in 1,500. 83% detection rate.

Gene: HBB. Varlants (27): K17X, Q30X Pirad1fs, Serdfs, iVS- 11654, [VS-[.745, IVS-ILE50, IVS-L6, IVS--110, WS-1-5, IVS-1-1(G>A), -880>T, -28A=G, -29A>G, Lyshis, Phe? 1is, IVE-U-B48(A>C),
IVS-I-34R{A= ), CIy24 ToA, -BTIC>6, Hb C, W15X, Glytdls, Glugfs, Hb £, Hb D-Pu Hu O-Arzb,

\/ ST S o Reproductive rish: Risk before testing:
Cystic Fibrosis S ' ' 1in 34,000 1in 3,000

DOﬂO_R_Z_?TB: No muta_ﬁpn;_ﬁ 'jdeiect_ed. This doss not rule oul the possibility of being a carrier of untested mutations. The post-test risk of being a carrder,
assuming a negative family history, is 1in 310, 91% detection rale.

Gene: GFTR. Vartants [98): GASE, R117H, RA34W, RI47P, AI55E, GE42X, G5510, RE53X, REE60T, R1162X, W1282X, N1303K, FE0adel, 1507del, 21B4delA, 3659delC, 621+1G>T, 7T11+1G>T,
BAT-1G2A, 1808+ 1GA, 2TBI+5G>A, 31203 1G>A, 3840+ 10kBC>T, EBOX, R75X, EO2X, Y122, GI78R, R347H, Q403X V520F, S549N, P574H, M1101K, D1162H, 2143delT, 384delTT, 444dgiA,
1078dell, 3876d2A, 3905msT, 1812-1G2A, 3272-26A>G, 2183AR>G, S54DR(A>C). R117C, L266W, G330, T3381. R3550, S354P, G480C, C524X, S540R{T>G), Q552X, AS59T, G622D, R709X,
KP10X, RT&4X, Q80X RI0GEC, W108DX, Y1002, R1756X, 51106, W1204X(c 3611G>A). Q1238X, S1251H, S1255X. 31600ei5, S74delA, 653delT, 935delA, G38delTA, 1677delTA, 1948delad,
£043delG, 2055del$>A, 2108delA, 317100IC, 2667dsl4, 791de!C, T288inSTA, 2164insA, Z307InsA. 286056, 266+ 1210, 405+ 1G>A, 05+3AC, 408-1G>A, T15+5G>A, 712-1G>T, 1898+1G>T,
189845G>T, 3120G>A, 45TTAT>G, 3849 14A>G, QISNCTIE0K,

\/ AR - Reproduclive risk: Risk hefare {esting:
Dicklo Gell Dlsaase = i . Lessthan1in £,000,000 loss than +n 1000000

DONOR 2773;No muitations detecled. This does not fule,out Ihe possibillly of being a carrier of untested mutalions. The post-test sisk of being a tarder,

assuming a negative family history, is < 1in 500¢. 70% detection rate. )

Gene: HOD. Variants {28): Hb S, K17X, Q39X, Pie41fs, Serdfs, IVS-I654, IVS-11-745, 1VS-11850, IVS-18, IVS-1-110, IVS-15, IVS L {(G>A). -B3G~T, -28AG, -29A5G, Lysbfs. PheT s, IVS-

1-849(A>C), IVS-1-848(A>G), Giy2d T>A, -BTC>G, Hi G, Wi5X. Gly16fs, Gludfs, Hb £, Hb O-Puniab, Hb O-Ars, _

. .Re rou’uc.u“ ls.k: . Risk bafore test!.r.l ..'
\/Spinai Muscular Atrophy “:97 000 ver § in 4.800 4

DONOR 2773: No !:n_utaiions defected. This does not rule oul the possibility of being a carrier of untested mulations. The post-test risk of being a cariier,
assumiag a negative famity history, is 1 in 700. 95% detection rate.
Gene: SMN1. Varfants {1}; Exon 7 defation. '




X Recombine CarrierMap™

Ordering Practice: Donor 2773 Partner Not Tested
Practice Code JJJIi] DOB
Fairfax Cryobank Gender: Male

I Einicity: European

[ ] Procedure ID: 40651

Physician: ||| Kit Barcode ||

Report Generated: 2016-01-20 Method: Genotyping
Specimen: Sperm, #42574
Specimen Collection: 2016-01-12
Specimen Received: 2016-01-13
Specimen Analyzed: 2016-01-20

SUMMARY OF RESULTS MUTATION(S) IDENTIFIED
Disease Donor 2773 Partner Not Tested
Alpha-1-Antitrypsin Deficiency Carrier (1 abnormal copy)

Moderate Impact Mutation: ¢.G1096A (p.E366K)

Gene: SERPINAT
Method: Genotyping

Reproductive risk detected. Consider partner testing. }—1

All other mutations analyzed were not detected, reducing but not eliminating your chance to be a carrier for the associated

genetic diseases. A list of all the diseases and mutations you were screened for is included later in this report. The test does not

screen for every possible genetic disease.

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

d Male

Panel: Custom Panel, Diseases Tested: 1, Mutations Tested: 4, Genes Tested: 1, Null Calls: O

Assay performed ,by@ Recombine CLIA # 3102100763
Reprogenetlcs Reviewed by Pere Colls, PhD, HCLD, Lab Director
CLIAID: 31D1054821
3 Regent Street, Livingston, NJ 07039
Lab Technician Bo Chu
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.

Donor 2773's' CarrierMap Genotyping

© 2016 Recombine
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X Recombine CarrierMap™

Moderate Impact

Alpha-1-Antitrypsin Deficiency

Alpha-1 Antitrypsin Deficiency is an inherited condition that can cause lung and liver Status
disease. This disease is caused by mutations in the SERPINAT gene, which is normally Donor 2773:

responsible for producing alpha-1 antitrypsin protein. This protein controls the activity of .
Carrier (1 abnormal copy)

Mutation: c¢.G1096A (p.E366K)
Gene: SERPINAT
Method: Genotyping

the neutrophil elastase enzyme, which is released by white blood cells to fight infection.
Without adequate alpha-1 antitrypsin, neutrophil elastase can damage healthy lung tissue.
Abnormally formed alpha-1 antitrypsin can also accumulate in the liver, where it is
produced, and damage liver tissue. Affected individuals develop lung disease between the
ages of 20 and 50. The most common symptom is emphysema, a chronic condition caused
by damage to the air sacs in the lungs that leads to coughing, difficulty breathing, and limits Inheritance

physical activity. A smaller proportion of affected patients also develop liver disease as

children or as adults, leading to jaundice and sometimes liver failure. @ %

C | i n iCCI | | n fo rmd ﬁ on CARRIER MOTHER ~ CARRIER FATHER

Physical Impairment ) @ @
Cognitive Impairment
UNAFFECTED CARRIER  CARRIER  AFFECTED

CHILD CHILD CHILD CHILD
25% 50% 25%

Shortened Lifespan

Effective Treatment

Treatment Carrier Risk Assessment

Lung transplantation or liver transplantation may be . . . .
) ) ) , ) Ethnicity | Detection Rate Pre-Test Risk Post-Test Risk
appropriate for patients with end-stage lung disease or liver

disease due to Alpha-1-Antitrypsin Deficiency. In general, European 95.00% 1/35 1/700

patients should avoid smoking. Vitamin E therapy has been
General 95.00% Unknown Unknown

demonstrated to improve liver function in symptomatic infants

and may help prevent oxidative damage to the lungs.

Prognosis

Prognosis is generally favorable. Non-smokers often have a
normal life span. Smoking, however, greatly accelerates the
disease, particularly as it affects the lungs. Onset of lung
disease typically occurs in adulthood. Liver disease presents
in only 2% of affected children. Liver disease, however,

affects about 19% of adults who live past 50 with this disease.

© 2016 Recombine Donor 2773's' CarrierMap Genotyping
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X Recombine CarrierMap™

To learn more visit http://recombine.com/diseases/alpha- 1-antitrypsin-deficiency

© 2016 Recombine Donor 2773's' CarrierMap Genotyping
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X Recombine CarrierMap™

Methods and Limitations

Genotyping: Genotyping is performed using the lllumina Infinium Custom HD Genotyping assay to identify mutations in >200 genes. 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.

© 2016 Recombine Donor 2773's' CarrierMap Genotyping
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DiSGGSGS & MU"GﬁOhS ASSGyed © High Impact @ Treatment Benefits @ X-Linked Moderate Impact

Alpha-1-Antfitrypsin Deficiency 4 O Genotyping | c.226_228delTTC (p.76delF), c. A1131T (p.L377F), c.C187T (p.R63C),
c.G1096A (p.E366K)

© 2016 Recombine Donor 2773's' CarrierMap Genotyping
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CYP2Ln2 SRE BELOW NEGATIVE

Note: The V4B1L mutation 18 wgnally asscelated with non-claseic CBH sC this
individual is, at laast, & bheterod gmus carrier of NO~CAH.

RESDLCY POSITIVE FOR COMMON MUTATI as OF CYPALRZ, THE 21~HYDHORYLABE GENE,
BOT ONE COFY OF aYP21A2 I8 NOT INTER UPED BY HUCH MUTATTONS .«

Mutatlon(s) detected

Allela 1: V281L
Allule 2: None

THrERPRETATION! DNA hasﬁing indicates this individual is at least an
unaffected carrier of CAH ut the data do not identify gvidence of )
2)-hydxoxylase dcficlonoy or CAH disease, 1nformatien DNA testing could be
aiferad to wembeys of this individual’a fanily who are at rigk to be affected
ha or cavvisrs of, CAH. TE elinical suspicioh faor disense remmins,
ad¢itional studies such as complate seguencing oF the CYPZLAZ gene fox rare

mutations may be indicated.
Laboratory vasulis and submitted olinienl infermation veviewad by

Michael Jat"v‘is, Ph.D.y RBMG, CGMB.

' congenital adrenal Hg{erplasia (chY) due 0 21-hydroxylase Gaficiency is an
antasomal recessive sorder causad b¥ mutations or genetlc rearcal pmants
ehat disrupt beth garental copies of the gane for 2l-hydroxylass, C P21A2.
About 90% of wukant chromosomes gayy one o moxa of 10 common mutabions
detectead in this assay. The motations are detected by a mind-seguensing
agalysis of four different PCR products that allow inspection o the
21—hydrox¥laaa gene, ite pssudogene, and varlous recompinant forms of those
genes. My akions tested include P30L tnkron 2 "g” ciipdelint, IL7IN, Exon 6
iptay 236N, VAITE and M23ISK, v28il, Fa0EkLnt, 25133, C3B6W, 'end Pe538 and
ihe pakterasg abserved con be veed to deduce deletions plus recombination
avenls hutween CYFZLAL and its pseudogene, Glven 90% sepnsitivity for matation
t deteetlon, one would o¥ et that oo mutations vould be identified in 102 of
! hetaroz&geus warriers of CRH,. similarly, 18% of thase affected by CAH should
l have & deteatabls metation on & sinﬁls parental chromusome and 1% of those

with CBH should not heve a detsctab o mikption on eliher parantal chromosome,
gince genetie variation and othaer grohlems can affect the accuracX of direct
mutatlon detectlon, tert results should alwaye be interproted in ight of

elinical and femily data.

CYPRLAZ genotypes cab be conmplex and analzsis of first degree ralatlves may

be veguiied to fully uwhderstand the haple ge or paktern of markers on ah

individual chromoBome. Family studies shou always be completed in
greparation foy prenatal diagnosis and genetle counseling may be useful to
nterpret oibhey individual or family vepulks.

mhis test is performed ursuant ko & license agraement witk Roche Molecular
gystems, Inc. and Orchid Bivscisnces Inc.

Thia test was devels ad and ite periormance chatracteristics have been
determined by Ouest Dla postics Nichols Institute, fian Jusn Caplatranc.
Performance characteris ics refer to the cnalytical periormance of the tust.
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