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Records Release

ARIEL JENNIS~Hey Ariel! I hope this finds you well! Please complete and return to me so|I can release records to you. You can email
back to mdurham@alabamafertility.com or fax 256-533-5263. Once received, Tll send your fecords to you! Let me know if you have any
questions. Talk to you soon! Mary D,
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Infectious disease
Anti-HCV - Partner
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Syphilis - Partner
GC/CT- urine - Partner
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3490 Independence Drive
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Negative:0.068 (IAN, KRA
Negative:0.366 (IAN, KRAMER)
Negative (IAN, KRAMER) |
Negative:0.129 (IAN, KRAMER)
Negative (IAN, KRAMER) |
Negative:0.050 (IAN, KRAMER)
Negative:0.391 (IAN, KRAMER)
Negative:0.109 (IAN, KRAMER)
Negative (IAN, KRAMER)
Negative (IAN, KRAMER) |

Carrier CPT, otherwise negﬁlive (IAN, KRAMER)

KRAMER, IAN
DOB: , 02/19/93

ACCOUNT #: CL-257AJ-1777666
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Patient Information
Name. lan Kramer

Date of Birth 02/19/1993
Semaq ID 22241019
Client ID° 400534

Specimen Information
Specimen Type Blood
Date Collected 11/29/2022
Date Received 11/30/2022
Final Report. 12/20/2022

Referring Provider
Merry Lynn Mann, M.D.
Alabama Fertility

3490 Independence Drive

indication Carrier Screening Fa

‘Birmingham, AL 35209

X' 205-874-7021

Expanded Carrier Screen (283 Qenes)

with Personalized Residual Risk

SUMMARY OF RESULTS AND RECOMMENDATIONS

(*) Positive

&

© Negative

Carrier of Camitine Palmitoyltransferase Il Deficiency (AR)
Associated genels) CPT2

Variant(s) Detected c.1798G>C. p.G600R. Likely Pathogenic. please
Heterozygous (one copy)

Negatide for all other genes tested
Toview a fullllist of genes and diseases tested

see Table 1in this report

AR-Autosomal recessive XL=X-linked

Recommendations

« Testing the partner for the above positive disorder(s) and genetic counseling are recommended

« Please note that for female carriers of X-linked diseases. follow-up testing of a male partner is fjot indicated.

« CGG repeat analysis of FMR1 for fragile X syndrome is not performed on males as repeat expanp
in the male germline.

ion of premutation alleles is not expected

* Individuals of Asian. African. Hispanic and Mediterranean ancestry should also be screened for hemoglobinopathies by CBC and

hemoglobin electrophoresis.
« Consideration of residual risk by ethnicity after a negative carner screen is recommended for the

other diseases on the panel especially

in the case of a positive family history for a specific disorder Please note that residual risks for Xtlinked diseases (including full repeat

expansions for Fragile X syndrome) may not be accurate for males and the actual residual risk 1§

likely to be lower

* As genetic technologies may improve and variant classifications may change over time. it is redpbmmended to obtain a new carrier

screening test or reanalysis when a new pregnancy is being considered

Interpretation of positive results

Carnitine Palmitoyltransferase Il Deficiency (AR)

Results and Interpretation .
A heterozygous (one copy) likely pathogenic missense varianl. ¢.1798G>C pGB00R, was detected

the CPT2gene (NM_0000g8.2). When this

variant is present in trans with a pathogenic vanant. it is considered to be causative for carnitine m}mltovltransferase Il deficiency. Therefore

this individual s expected to be at least a carrier for carnitine palmitoyltransferase |l deficiency. Hel
exhibit symptoms of this disease

What is Camnitine Palmitoyltransferase |l Deficiency?

rozygous carriers are not expéected to

Carnitine palmitoyltransferase Il deficiency is an autosomal recessive disorder caused by pathogenif: variants in the gene CPT2. While it is
diagnosed in individuals worldwide. it has a higher prevalence among individuals of Ashkenazi Jewigh descent. There are three forms of

camitine palmitoyltransferase Il deficiency (a) the lethal neonatal form (bl the severe infantile hepat

ardiomuscular form. and (c) the
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myopathic form. Both the lethal necnatal form and severe infantile hepatocardiomuscular form re severe multisystemic diseases. Symptoms
include liver failure with hypoketotic hypoglycemia. cardiomyopathy. cardiac arrhythmias, sei yres. and early death. These symptoms are
present shortly after birth or within the first year of life. The myopathic form presents between the first to sixth decade of life and includes
symptoms of muscle pain and weakness during periods of prolonged exercise. cold exposure. ot stress. Specific variants have been associated
with the different forms of the disease and therefore it may be possible to predict the phenoty

In some patients

Test description

This patient was tested for a panel of diseases using a combination of sequencing targeted genptyping and copy number analysis. Please note
that negative resuits reduce but do not eliminate the possibility that this individual is a carrier forjone or more of the disorders tested. Please see
Table 1 for a Uist of genes and diseases tested with the patient's personalized residual risk. If persgnalized residual risk is not provided, please
see the complete residual risk table at go.semad.com/residualrisk. Only variants determined toppe pathogenic or likely pathogenic are
reported in this carrier screening test.

ot i

Preti Jain, Ph.D., FACMG, DABMGG, Director - Molecular Genetics
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Genes and diseases tested

The personalized residual risks listed below are specific to this individual The compl_éle residual risk table i1s available at
go.semag4.com/residualrisk

Table 1: List of genes and diseases tested with detailed results

Inheritance
Disease Gene Status Detailed Summary
Pattern
Positive
Carnitine Palmitoyltransferase Il Deficiency CPT2 . AR Carrier c1798G>C. p C"_}ODQ' L'ke,w Pafgerc
Helerozygous (One copy
Negative
FER i S g Ty HSD3B2 AR Reduced Risk Personalized Residual Risk: 1 in 3300
Deficiency
3-Methylcrotonyl-CoA Carboxylase Deficiency MECC AR = Risk R LRisk: 1 in 2.500
(MCCC1-Related) MCCC1 educed Ris Personalized Residual Risk: 250
?;‘h;:‘tchilsz::g-(‘:o.n Carboxylase Deficiency MCCCz AR Reduced Risk Personalized Residual Risk: 1 in 1200
3-Methylglutaconic Aciduria, Type Il OPA3 AR Reduced Risk Personalized Residual Risk: 1 in 20 000
3-Phosphoglycerate Dehydrogenase Deficiency PHGDH AR Reduced Risk Personalized Residual Risk: 1 in 30000
S i PTS AR Reduced Risk Personalized Residual Risk: 1 n 1800
Deficiency
WNT10A-Related Ectodermal Dysplasia WNT104 AR Reduced Risk Personalized Residual Risk: 110 1900
Abetalipoproteinemia MTTP AR Reduced Risk Personalized Residual Risk: 1 in 3.200
Achromatopsia (CNGB3-related) CNGE3 AR Reduced Risk Personalized Residual Risk: 1 n 8600
Acrodermatitis Enteropathica SLC39A4 AR Reduced Risk Personalized Residual Risk: 1 in 12000
Acute Infantile Liver Failure TRMU AR Reduced Risk Personalized Residual Risk: 111 9 400
Acyl-CoA Oxidase | Deficiency ACOX1 - AR Reduced Risk Personalized Residual Risk: 1 m 39 000
Adenosine Deaminase Deficiency ADA AR Reduced Risk Personalized Residual Risk: 1 n 3300
Adrenocleukodystrophy, X-Linked ABCD1 L Reduced Risk Personalized Residual Risk: 1 in 19.000
Aicardi-Goutieres Syndrome (SAMHD1-Related) SAMHD1 AR Reduced Risk Personalized Residual Risk: 1 in 10.000
Alpha-Mannosidosis MANZ2B1 AR Reduced Risk Personalized Residual Risk: 1 in & 200

HBA1 Copy Numbar 2

HBAZ Copy Numbper: 2

Alpha-Thalassemia HBAL/HBA2 AR Reduced Risk No pathogenic copy number variants detected
HBAL HBA2 Sequencing: Negative
Personalized Residual Risk: 1 in 400

e ATRX XL Reduced Risk Personalized Residual Risk: 1 in 48 000
Syndrome

Alport Syndrome (COL4A3-Related) COL4A3 AR Reduced Risk Personalized Residual Risk: 1 in 1800
Alport Syndrome (COL4A4-Related) COLaA4 AR Reduced Risk Personalized Residual Risk: 1 n 1800
Alport Syndrome (COL4A5-Related) COL4A5 x| Raduced Risk Personalized Residual Risk: 1 0 150 000
Alstrom Syndrome ALMS] AR Reduced Risk Personalized Residual Risk: 1.0 3800
Andermann Syndrome 5L.C12A6 AR Reduced Risk Personalized Residual Risk: 1 1 151000
Argininosuccinic Aciduria A5L AR Reduced Risk Personalized Residual Risk: 1 1n 1200
Aromatase Deficiency CYFP19A1 AR Reduced Risk Personalized Residual Risk: 1 in 5400
Avtrrcayypits, skt Bisstitry. sod SLC38A3 AR Redluced Risk Personalized Residual Risk: 1 i 37000
Seizures

Asparagine Synthetase Deficiency ASNS AR Reduced Risk Personalized Residual Risk: 110 21000
Aspartylglycosaminuria AGA AR Reduced Risk Personalized Residual Risk: 1 in 13000
Ataxia With Isolated Vitamin E Deficiency TTPA AR Reduced Risk Personalized Residual Risk: 1 n 1000

Ataxia-Telangiectasia ATM AR Reduced Risk Personalized Residual Risk: 111 1300
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Autosomal Recessive Spastic Ataxia of

Charlevoix-Saguenay SACS AR Reduced Risk Personalized Residual Risk: 1 nn 2500
Bardet-Biedl Syndrome (B8S10-Related) B8S10 AR Reduced Risk Personalized Residual Risk: 1.0 2 700
Bardet-Bied| Syndrome (B8S12-Related) BBS1.2 AR Reduced RisH Personalized Residual Risk: 1 in 3900
Bardet-Biedl Syndrome (8851-Relatod) 8851 AR Reduced Risk Personalized Residual Risk: 1 1 € 400
Bardet-Biedl Syndrome (BBS2-Related) 8882 AR Reduced RisK Personalized Residual Risk: 1 n 1200
Bare Lymphocyte Syndrome, Type I CHTA AR Reduced Risk Personalized Residual Risk: 111 35000
Bartter Syndrome, Type 4A 8SND AR Reduced Risk| Personalized Residual Risk: 1 in 91.000
Bernard-Souller Syndrome, Type A1 GPIBA AR Reduced Risx Personalized Residual Risk: 11 42 000
Bernard-Soulier Syndrome, Type C GPa AR Reduced Risk Personalized Residual Risk: 11n 1100

Personalized Residual Risk (Beta-Globin-
Related Hemoglobinopathies): 1 in 2 000
Personalized Residual Risk (Beta-Globin-
Related Hemoglobinopathies; HbS Variant): 1 in

Beta-Globin-Related Hemoglobinopathies HER AR Reduced Risk 0

Personalized Residual Risk (Beta-Globin-

Related Hemoglobinopathies: HbC Variant): ©

in 42,000
Beta-Ketothiolase Deficiency ACAT: AR Reduced Risk | Personalized Residual Risk: 1 In 5400
Bilateral Frontoparietal Polymicrogyria GPR56 AR Reduced Risk Personalized Residual Risk: 1 in 52000
Biotinidase Deficiency ar AR Reduced Risk Personalized Residual Risk: 1 in 500
Bloom Syndrome BLM AR Reduced Risk Personalized Residual Risk: 1 in 7400
Canavan Disease ASPA AR Reduced Risk Personalized Residual Risk: 1 n 2400
Carbamoylphosphate Synthetase | Deficiency CPS1 AR Reduced Risk Personalized Residual Risk: 1 in 1100
Carnitine Palmitoyltransferase IA Deficiency CPTIA i AR Reduced Risk Personalized Residual Risk: 1 in 24.000
Carpenter Syndrome RAB23 AR Reduced Risk Personalized Residual Risk: 1.0 21000
Cartilage-Hair Hypoplasia RMRP AR Reduced Risk Personalized Residual Risk: 110 960
Cerebral Creatine Deficiency Syndrome 1 SLCEAS XL Reduced Risk Personalized Residual Risk. 1 in 208 000
Cerebral Creatine Deficiency Syndrome 2 GAMT AR Reduced Risk Personalized Residual Risk: 1 n 2100
Cerebrotendinous Xanthomatosis CYPz7A1 AR Reduced Risk Personalized Residual Risk: 1 n 3500
Charcot-Marie-Tooth Disease, Type 4D NORG1 AR Reduced Risk Personalized Residual Risk: 111 730 000
gm:;:"i”“t“ DI T 5 A PRPST i Reduced Risk Personalized Residual Risk: 1 i1 114000
Charcot-Marie-Tooth Disease, X-Linked GJB1 XL Reduced Risk Personalized Residual Risk: 1 ir 11000
Choreoacanthocytosis VPS134 AR Reduced Risk Personalized Residual Risk: 1 in 13000
Choroideremia CHM XL Reduced Risk Personalized Residual Risk: 1 in 125000
Chronic Granulomatous Disease (CYBA-Related) CYBA AR Reduced Risk. | Personalized Residual Risk: 1 in 3700
Chronic Granulomatous Disease (CYBB-Related) CyYB8 XL Reduced Risk Personalized Residual Risk: 1 in 204000
Citrin Deficiency SLCasA13 AR Reduced Risk Personalized Residual Risk: 1 in 12.000
Citrullinemia, Type 1 ASS2 AR Readuced Risk Personalized Residual Risk: 1 in 2500
Cohen Syndrome VPS138 , AR Reduced Risk Personalized Residual Risk: 1 n 1700
Combined Malonic and Methylmalonic Aciduria ACSF3 AR Reduced Risk Personalized Residual Risk: 1 1n 2 400
f"“"""“‘ R Dokl Balisieney GFM1 AR Reduced Risk Personalized Residual Risk: 1 1 13000
gwmo’dd""“ FIRSPE YN Cuaci sty TSFM AR Reduced Risk Personalized Residual Risk: 1 in 27000
Combined Pituitary Hormone Deficiency 2 PROP AR Reduced Risk Personalized Residual Risk: 1 n 2500
Combined Pituitary Hormone Deficiency 3 LHXT AR Reduced Risk Personalized Residual Risk: 1 n 140000
Combined SAP Deficiency DSAP AR Reduced Risk Personalized Residual Risk: 1 n 44000
CinguatiatAshunal by paagiitin siis b 13- CYPIML AR Reduced Risk Personalized Residual Risk: 111 1800

Alpha-Hydroxylase Deficiency
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CYP21A2 copy number 2
‘ C¥P21A2 sequencing. Negative
personalized Residual Risk (Congenital
Congenital Adrenal Hyperplasia due to 21- DAY AR idcad RSk Adrenal Hyperplasia due to 21-Hydroxylase
Hydroxylase Deficiency i Deficiency {Non-Classic)): 1ir 120
Personalized Residual Risk (Congenital
Adrenal Hyperplasia due to 21-Hydroxylase
Deficiency (Classic)): 1 in 780
Congenital Amegakaryocytic y . )
Thrombocytopenia e MPL AR Reduced Risk Personalized Residual Risk: 1 10 3100
Congenital Disorder of Glycosylation, Type la oMM2 AR Reduced Risk personalized Residual Risk: 111 540
Congenital Disorder of Glycosylation, Type Ib MPi AR Reduced Risk Personalized Residual Risk: 1 n 5500
Congenital Disorder of Glycosylation, Type Ic ALGE AR Reduced Risk personalized Residual Risk: 110 4100
Congenital Insensitivity to Pain with Anhidrosis NTRK2 AR Reduced Risk personalized Residual Risk: 110 3 600
Congenital Myasthenic Syndrome (CHRNE- CHRNE AR Reduced Risk personalized Residual Risk: 1in 4100
Related)
Congenital Myasthenic Syndrome {RAPSN- RAPSN AR Reduced Risk personalized Residual Risk: 1in 2900
Related)
CongenitalNautmponia(HAx.l-RelatedJ HAX1 AR Reduced Risk Personalized Residual Risk: 1 1n 82000
Congenital Neutropenia(VPSgs-Related) VPS45 AR Reduced Risk Personalized Residual Risk: 11n 13000
Corneal Dystrophy and Perceptive Deafness SLC4AL . AR Reduced Risk Personalized Residual Risk: 1 1n 2400
Corticosterone Methyloxidase Deficiency CyYPuB2 AR Reduced Risk Personalized Residual Risk: 110 1500
Cystic Fibrosis CFTR AR Reduced Risk personalized Residual Risk: 1 10 449
Cystinosis CTNS AR Reduced Risk Personalized Residual Risk: 110 7790
D-Bifunctional Protein Deficiency HSD1784 AR Reduced Risk Personalized Residual Risk: 111 5000
Deafness, Autosomal Recessive 77 LOXHD1 AR Reduced Risk Ppersonalized Residual Risk: 1 1n 6700
Duchenne Muscular Dystrophy / e oMD XL Reduced Risk personalized Residual Risk: 110 10.000
Muscular Dystrophy
Dyskeratosis Congenila(RTEu-Ralated) RTELI AR Reduced Risk Personalized Residual Risk: 11 9.800
Dystrophic Epidermolysis Bullosa CoLAL AR Reduced Risk personalized Residual Risk: 1 n 950
Ehlers-Danlos Syndrome, Type VIIC ADAMTSZ AR Reduced Risk Personalized Residual Risk: 1in 18.000
Ellis-van Creveld Syndrome {EVC-Related) EvC AR Reduced Risk personalized Residual Risk: 111 4200
Emery-Dreifuss Myopathy 1 EMD KL Reduced Risk Personalized Residual Risk: 1 1 833,000
Enhanced S-Cone Syndrome NRz2E3 AR Reduced Risk personalized Residual Risk: 1 in 1600
Ethylmalonic Encephalopathy ETHEL AR Reduced Risk Personalized Residual Risk: 1 in 3.400
Fabry Disease GLA XL Reduced Risk Personalized Residual Risk: 1 in 7700
Factor IX Deficiency Fo . AL Reduced Risk Personalized Residual Risk: 11n 5100
Factor Xl Deficiency Fi AR Reduced Risk Personalized Residual Risk: 110 730
Familial Autosomal Recessive - ‘
LDLRAP. A Reduced Ris lized Residual Risk: 1in 136 000
Hypercholesterolemia LDLRAPI f educed Risk Personalized dual 1in 13
Familial Dysautonomia IKBKAP AR Reduced Risk personalized Residual Risk: 1 in 3400
Familial Hypercholesterolemia LDLR AR Reduced Risk Personalized Residual Risk: 1in 280
FamilialHyperinsuunism(ABCCB-Relatad) ABCCE AR Reduced Risk Personalized Residual Risk: 11n 450
Familial HypcrlnsullntsmiKCNJu-Ralaled) KCNJ11 AR Raduced Risk Personalized Residual Risk: 1in 5300
Familial Mediterranean Fever MEFV AR Reduced Risk Personalized Residual Risk: 11 720
Fanconi Anemia, Group A FANCA AR Reduced Risk Personalized Residual Risk: 111 1100
Fanconi Anemia, Group C FANCC AR Reduced Risx Personalized Residual Risk: 111 8100
Fanconi Anemia, Group G FANCG AR Raduced Risk Personalized Residual Risk: 111 12 000
FMR1 CGG repeat sizes Not Performed
FMR1 Sequencng Negative
N ‘ _ Fragile X CGG riplet repeat expansion testing
Fragile X Syndrome FrR1 . Reduced Risk was not performed at this time. as the patient
has sither been previously tested or s amaia
Personalized Residual Risk: 11 5390
Fumarase Deficiency FH AR Reduced Risk Personalized Residual Risk: 10 2500
Galactokinase Deficiency GALKI AR Reduced Risk personalized Residual Risk. 1 1n 2700
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Galactosemia GALT AR Reduced RisH Personalized Residual Risk: 1 0 3200
Gaucher Disease GBA AR Reduced RisH Personalized Residual Risk: 1 in 280
Gitelman Syndrome SLC12A3 AR Reduced RisH Personalized Residual Risk: 1 in 200
Glutaric Acidemia, Type | GCOH AR Reduced Risk Personalized Residual Risk: 1 in 1800
Glutaric Acidemia, Type lla ETFA AR Reduced RisH Personalized Residual Risk: 1 n 4700
Glutaric Acidemia, Type lic ETFDH AR Reduced RisK Personalized Residual Risk: 1 n 1700
Glycine Encephalopathy (AMT-Related) AMT AR Reduced RisK Personalized Residual Risk: 1 n 4300
Glycine Encephalopathy (GLDC-Related) GLDC AR Reduced Risk Personalized Residual Risk: 1 n 760
Glycogen Storage Disease, Type la G6PC AR Reduced Risk Personalized Residual Risk: 10 5300
Glycogen Storage Disease, Type Ib SLC34 AR Reduced Risk Personalized Residual Risk: 11 7300
Glycogen Storage Disease, Type ! GAA . AR Reduced Risk Personalized Residual Risk: 1in 520
Glycogen Storage Disease, Type lli AGL AR Reduced Risk Personalized Residual Risk: 1n 3,700
g{;m“:a:;g::;::::;wm P LA GBE1? AR Reduced Risk Personalized Residual Risk: 1 in 2400
Glycogen Storage Disease, Type V PYGM AR Reduced Risk Personalized Residual Risk: 111 420
Glycogen Storage Disease, Type VI PFKM AR Reduced Risk Personalized Residual Risk: 1 in 4300
;Rs::::fsSyndrom andOther BCS1L-Related BCSiL AR Reduced Risk Personalized Residual Risk: 11n 3500
Hemochromatosis, Type 2A HFE2 AR Reduced Risk Personalized Residual Risk: 1 in 4400
Hemochromalosis, Type 3 TFR2 AR Reduced Risk Personalized Residual Risk: 10 7400
Hereditary Fructose Intolerance ALDOB AR Reduced Risk Personalized Residual Risk: 1 in 1900
Hereditary Spastic Paraparesis 49 TECPR2 AR Reduced Risk Personalized Residual Risk: 1 n 15000
Hermansky-Pudlak Syndrome, Type 1 HPS1 AR Reduced Risk Personalized Residual Risk: 1 n 3500
Hermansky-Pudlak Syndrome, Type 3 HPS3 AR Reduced Risk Personalized Residual Risk: 11 27.000
HMG-CoA Lyase Deficiency HMGCL AR Reduced Risk Personalized Residual Risk: 1 n 2700
Holocarboxylase Synthetase Deficiency HLCS AR Reduced Risk Personalized Residual Risk: 1 n 5500
Homocystinuria (CBS-Related) €8s ’ AR Reduced Risk Personalized Residual Risk: 1 n 1400
Homocystinuria due to MTHFR Deficiency MTHFR AR Reduced Risk Personalized Residual Risk: 1 n 1300
Homocystinuria, cblE Type MTRR AR Reduced Risk Personalized Residual Risk: 1 n 0500
Hydrolethalus Syndrome HYLS1 AR Reduced Risk Personalized Residual Risk: 1 in 32000
mﬁlﬁ:ﬂt}:’ﬁ:ﬂwema' SLC25A15 AR Reduced Risk Personalized Residual Risk: 1 in 5,700
Hypohidrotic Ectodermal Dysplasia 1 EDA XL Reduced Risk Personalized Residual Risk: : in 22000
Hy pophosphatasia ALPL AR Reduced Risk Personalized Residual Risk: 1 n 790
Inclusion Body Myopathy 2 GNE AR Reduced Risk Personalized Residual Risk: 1 n 2000
Infantile Cerebral and Cerebellar Atrophy MED17 AR Reduced Risk Personalized Residual Risk: 1 n 120000
Isovaleric Acidemia L %>] AR Reduced Risk Personalized Residual Risk: 1 :n 2.000
Joubert Syndrome 2 TMEM216 AR Reduced Risk Personalized Residual Risk: 1 v 14000
Pt :::3:::: e L RAGRIPIL AR Reduced Risk Personalized Residual Risk: 1 1 3 000
;‘;"l::xal Epidermolysis Bullosa (LAMA3- LAMA3Z AR Reduced Risk Personalized Residual Risk: 111 9 300
Junctional Epidermolysis Bullosa (LAME3- LAMB3 AR Reduced Risk Personalized Residual Risk: 1 n 1000
Related)

;‘:‘::‘:ﬂ"al Epidermolysis Bullosa (LAMC2- LAMC2 ’ AR Reduced Risk Personalized Residual Risk: 1 n 77000
Krabbe Disease GALC AR Reduced Risk Personalized Residual Risk: 1 in 860
Lamellar ichthyosis, Type 1 TGM1 AR Reduced Risx Personalized Residual Risk: 1 1n 1500
t;:’gi?g;’:::g::;’;‘l:w and Other CEP200 AR Reduced Risk Personalized Residual Risk: 1 i1 1100
Leber Congenital Amaurosis 13 RDH12 AR Reduced Risk Personalized Residual Risk: 11 2800
Leber Congenital Amaurosis 2 / Retinitis QPEGS AR Reduced Risk Personalized Residual Risk: 1 n 1700
Pigmentosa 20

Leber Congenital Amaurosis 5 LCAS AR Reduced Risk Personalized Residual Risk: 1 in 14000
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Leber Congenital Amaurosis 8 / Retinitis
Pigmentosa 12 / Pigmented Paravenous CRB1 AR Reduced Risk personalized Residual Risk: 10 290
Chorioretinal Atrophy
Leigh Syndrome. French-Canadian Type LRPPRC AR Reduced Risk Personalized Residual Risk: 111 L4000
Lethal Congenital Contracture Syndrome 1 /
Lethal Arthrogryposis with Anterior Horn Cell GLET AR Reduced Risk personalized Residual Risk: 110 5920
Disease
Leukoencepha thy with Vanishing White = =
Matter R, o EiF285 AR Reduced Risk personalized Residual Risk: 110 2300
Limb-Girdle Muscular Dystrophy, Type 2A CAPN3 AR Recguced Risk Personalized Residual Risk: 1 n 950
Limb-Girdle Muscular Dystrophy, Type 2B DYSF AR Reduced Risk Personalized Residual Risk: 1 1 1100
Limb-Girdle Muscular Dystrophy, Ty pe 2C SGCG AR Reduced Risk Personalized Residual Risk: 1 10 4500
Limb-Girdle Muscular Dystrophy, Type 2D 5GCA AR Reduced Risk personalized Residual Risk: 11n 3500
Limb-Girdle Muscular Dystrophy, Ty pe 2E SGCB AR Reduced Risk personalized Residual Risk: 1 in 31000
Limb-Girdle Muscular Dystrophy, Ty pe 2l FKRP AR Reduced Risk personalized Residual Risk: 111 1200
Lipoamide Dehydrogenase Deficiency oLD AR Reduced Risk personalized Residual Risk: 110 5900
Lipoid Adrenal Hyperplasia STAR AR Reduced Risk personalized Residual Risk: 10 3500
Lipoprotein Lipase Deficiency LPL AR Reduced Risk Personalized Residual Risk: 1 1n 1500
Long-Chain 3-Hydroxyacyl-CoA Dehydrogenase HADHA AR Reduced Risk Personalized Residual Risk: 1 1n 5500
Deficiency
Lysinuric Protein intolerance SLCA7 AR Reduced Risk personalized Residual Risk: 1 3.000
Maple Syrup Urine Disease, Type1a BCKDHA AR Reduced Risk personalized Residual Risk: 11n 5100
Maple Syrup Urine Disease, Type 1b BCKDHE AR Reduced Risk personalized Residual Risk: 111 1100
Meckel Syndrome 1/ Bardet-Biedl Syndrome 13 MKS1 AR Reduced Risk Personalized Residual Risk: 110 1700
Medium Chain Acyl-CoA Dehydrogenase ACADM AR Reduced Risk personalized Residual Risk: 1 1800
Deficiency
Megalencephalic Leukoencephalopathy with : _ - :

MLC AR R d Hisk P zed Res L Risk: 1in 4.300

ortical Cysts LCY educed Ris ersonalized Residual Ris 4.3

Menkes Disease ATE7A XL Reduced Risk Personalized Residual Risk: 1in 172 200
Metachromatic Leukodystrophy ARSA AR Reduced Risk personalized Residual Risk: 1 in 1000
Methylmalonic Acidemia (MMAA-Related) MMAA AR Reduced Risk Personalized Residual Risk: 1 in 15000
Methylmalonic Acidemia (MMAB-Related) MMAB AR Reduced Risk Personalized Residual Risk: 1In 3720
Methylmalonic Acidemia (MUT-Related) MUT AR Reduced Risk Personalized Residual Risk: 1 in 1350
2‘:;::’:";:":;;:'”" and Homocystinuria. MMACHC AR Reduced Risk personalized Residual Risk: 1 In 8800
'é':;:’m':::";;‘; ::""""“' and Homocystinuria, MMADHC AR Reduced Risk personalized Residual Risk: 1in 219000
Microphthalmia / Anophthalmia vSxX2 AR Reduced Risk Personalized Residual Risk: 11 40200
Mitochondrial Complex| Deficiency (ACADg- ACADg AR Reduced Risk personalized Residual Risk: 110 1500
Related)
Mitochondrial Complex| Deficiency (NOUFAFS- NDUFAF5 AR Reduced Risk Personalized Residual Risk: 110 49 500
Related)
Mitochondrial Complex| Deficiency (NDUFSE- NDUFS6 AR Reduced Risk personalized Residual Risk: 1 353000
Related)
Mitochondrial DNA Depletion Syndrome 6 / MPV17 AR Reduced Risk Personalized Residual Risk: 111 4.400
Navajo Neurchepatopathy
Mitochondrial Myopathy and Sideroblastic pUSI AR Reduced Risk personalized Residual Risk: 1in 333000
Anemia 1
Mucolipidosis il 7 A GNPTAE AR Reducad Risk Personalized Residual Risk: 10 2100
Mucolipidosis Il Gamma GNPTG AR Reduced Risk personalized Residual Risk: 1in 51000
Mucaolipidosis IV MCOLNI AR Reduced Risk Personalized Residual Risk: 111 9.400
Mucopolysaccharidosis Type | IDUA AR Reduced Risk personalized Residual Risk: 111 3300
Mucopolysaccharidosis Type I DS XL Reduced Risk personalized Residual Risk: 1in 76000
Mucopolysaccharidosis Type 1A SGSH AR Reduced Risk personalized Residual Risk: 110 1300
Mucopolysaccharidosis Type llIB NAGLU AR Reducea Risk personalized Residual Risk: 1 n 950
Mucopolysaccharidosis Type HlIC HGSNAT AR Reduced Risk personalized Residual Risk. 111 3200
Mucopolysaccharidosis Type lID GNS AR Reduced Risk personalized Residual Risk: 111 1 37000
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Mucopolysaccharidosis Type IVb / GM1

Gangliosidosis GLB1 AR Reduced RisH Personalized Residual Risk: 1 1n 1700
Mucopolysaccharidosis type IX HYALL AR Reduced Risk Personalized Residual Risk: 11 143000
Mucopolysaccharidosis type VI ARSB AR Reduced Risk Personalized Residual Risk: 1 1n 1300
Multiple Sulfatase Deficiency SUMF1 AR Reduced Ris4 Personalized Residual Risk: 1in 30 000
Muscle-Eye-Brain Disease and Other POMGNT1-

Related Congenital Muscular Dystrophy- POMGNT1 AR Reduced RisH Personalized Residual Risk: 1 in 4200
Dystroglycanopathies

Myoneurogastrointestinal Encephalopathy TYMP AR Reduced Risk Personalized Residual Risk: 1 in 210C
Myotubular Myopathy 1 MTM1 XL Reduced Risk Personalized Residual Risk: 1 in 152000
N-Acetylglutamate Synthase Deficiency NAGS AR Reduced Risk Personalized Residual Risk: 11n 3200
Nemaline Myopathy 2 NEB AR Reduced Pusv._l Personalized Residual Risk: 110 660
Nephrogenic Diabetes Insipidus, Type I AQP2 AR Reduced Risx l Personalized Residual Risk: 11n 3400
z;tzfgf;ﬁmxﬁ;hmw E NPHS1 AR Reduced Ris« ] Personalized Residual Risk: 1in 920
;‘g:::f’;;f;::::m:mz:‘::%’ NPHSZ AR Recuced Risk l Personalized Residual Risk: 1in 780
Neuronal Ceroid-Lipofuscinosis (CLN3-Related) CLN3 AR Reouced Risk Personalized Residual Risk: 11n 5.200
Neuronal Ceroid-Lipofuscinosis (CLN5-Related) CLN5 AR Reduced Risk Personalized Residual Risk: 1in 4300
Neuronal Ceroid-Lipofuscinosis (CLN6-Related) CLNE AR Reduced Risk Personalized Residual Risk: 1in 86500
Neuronal Ceroid-Lipofuscinosis (CLN8-Related) CLN8 AR Reduced Risk Personalized Residual Risk: 1 in 3100
:;:’:".d‘;lc“"“"“""““""°s" - MFSDE AR Reduced Risk Personalized Residual Risk: : in 6200
Neuronal Ceroid-Lipofuscinosis (PPTi-Related) PPT1 AR Reduced Risk Personalized Residual Risk: 1in 7500
Neuronal Ceroid-Lipofuscinosis (TPP1-Related) TEPy AR Reduced Risx Personalized Residual Risk: 11n 6.300
Niemann-Pick Disease (SMPD1-Related) SMPD1 AR Reduced Risk Personalized Residual Risk: 10 1800
Niemann-Pick Disease, Type C (NPC1-Related) NPC1 AR Reduced Risk Personalized Residual Risk: 1 n €90
Niemann-Pick Disease, Type C (NPC2-Related) NPC2 AR Reduced Risk Personalized Residual Risk: 11n 8600
Nijmegen Breakage Syndrome NBN AR Reduced Risk Personalized Residual Risk; 110 14000
Non-Syndromic Hearing Loss (GJ/B2-Related) GuB2 AR Reduced Risk Personalized Residual Risk: 110 210
Omenn Syndrome (RAG2-Related) RAG2 AR Reduced Hisk Personalized Residual Risk: 1 in 17000
m‘iﬁx{ m;m";é DCLREIC AR Reduced Risk Personalized Residual Risk: 1 in 5500
Ornithine Aminotransferase Deficiency QAT ' AR Reduced Risk Personalized Residual Risk: 1 1n 6400
Ornithine Transcarbamylase Deficiency oTC XL Reduced Risk Personalized Residual Risk: 111 103000
Osteopetrosis1 TCIRG1 AR Reduced Risk Personalized Residual Risk: 1 1n 4700
Pendred Syndrome SLC26A4 AR Reduced Risk Personalized Residual Risk: 1 /n 390
Phenylalanine Hydroxylase Deficiency PAH AR Reduced Risk Personalized Residual Risk: 1 n 340
:‘:g:::lf:: SRy Shnan Rutmrre PKHOZ AR Reduced Risk Personalized Residual Risk: 1 1 450
Polyglandular Autoimmune Syndrome, Type 1 AIRE AR Reduced Risk Personalized Residual Risk: 1 in 4000
Pontocerebellar Hypoplasia, Type 1A VRK1 AR Reduced Risk Personalized Residual Risk: 1 in 25000
Pontocerebellar Hypoplasia. Type 6 RARS2 AR Reduced Risk Personalized Residual Risk: 1 n 8600
Primary Carnitine Deficiency SLC22A5 AR Reduced Risk Personalized Residual Risk: 1 in 1500
Primary Ciliary Dyskinesia (DNAH5-Related) DNAHS AR Reduced Risk Personalized Residual Risk: 1 n 1500
Primary Ciliary Dyskinesia (DNA/1-Related) DNAI AR Reduced Risk Personalized Residual Risk: 10 5000
Primary Ciliary Dyskinesia (DNA/z-Related) DNARZ AR Reduced Risk Personalized Residual Risk: 1in 8.000
Primary Hyperoxaluria, Type 1 AGXT AR Reduced Risk Personalized Residual Risk: 1 n 1900
Primary Hyperoxaluria. Type 2 GRHPR AR Reduced Risk Personalized Residual Risk: 1 in £500
Primary Hyperoxaluria, Type 3 HOGAI : AR Reduced Risk Personalized Residual Risk: 11n 2400
Progressive Cerebello-Cerebral Atrophy SEPSECS AR Reduced Risk Personalized Residual Risk: 1 n £.400
;:?:“‘W Familial Intrahepatic Cholestasis, ABCB1 AR Reduced Risk l Personalized Residual Risk: 1 n 950

Propionic Acidemia (PCCA-Related) PCCA AR Reduced Risk l personalized Residual Risk: 1n 2500
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Propionic Acidemia (PCCB-Related) PCCB AR Reduced Risk Personalized Residual Risk: 1 in 5100
Pycnodysostosis CTSkK AR Reducad Risk Personalized Residual Risk: 1 1n 2100
Pyruvate Dehydrogenase E1-Alpha Deficiency BOHA1L XL Reduced Risk Personalized Residual Risk: 1 n 130000
Pyruvate Dehydrogenase E1-Beta Deficiency POHB AR Reduced Risk Personalized Residual Risk: 11 1000
Renal Tubular Acidosis and Deafness ATP6V18!? AR Reaucad Risk Personalized Residual Risk: 111 5500
Retinitis Pigmentosa 25 EYS AR Reduced Risk Personalized Residual Risk: 1 in 1800
Retinitis Pigmentosa 26 CERAL AR Reducea Risk Personalized Residual Risk: 11 5000
Retinitis Pigmentosa 28 FAMIGIA AR Reduced Risk personalized Residual Risk: 1 in 22000
Retinitis Pigmentosa 59 DHDDS AR Reduced Risk Personalized Residual Risk: 110 9.900
Rhizomelic Chondrodysplasia Punctata, Type 1 PEX7 AR Reduced Risk Personalized Residual Risk: 110 10000
Rhizomelic Chondrodysplasia Punctata, Type 3 AGPS AR Reduced Risk Personalized Residual Risk; 1 in 620.000
Roberts Syndrome ESCO2 AR Reduced Risk Personalized Residual Risk: 1 in 83000
Salla Disease SLC1745 AR Reduced Risk Personalized Residual Risk: 111 8400
Sandhoff Disease HEXB AR Reduced Risk Personalized Residual Risk: 110 1800
Schimke Immunoosseous Dysplasia SMARCAL1 AR Reduced Risk Personalized Residual Risk: 110 1800
Segawa Syndrome TH AR Reduced Risk personalized Residual Risk: 1 1 £100
Sjogren-Larsson Syndrome ALDH3A2 AR Reduced Risk personalized Residual Risk: 11n 5500
Smith-Lemli-Opitz Syndrome DHCR7 AR Reduced Risk Personalized Residual Risk: 111 750
SMN1 copy number 2
SMN2 copy number 1
Spinal Muscular Atrophy SMN AR Reduced Risk c’3-80T>G Negative
SMN Sequencaing Negative
Personalized Residual Risk: 110 L1107
Spondylothoracic Dysostosis MESP2 AR Reduced Risk Personalized Residual Risk: 1 n 225000
Steel Syndrome COLz2741 AR Reduced Risk personalized Residual Risk: 1/1n 93000
Stuve-Wiedemann Syndrome LIFR AR Reduced Risk personalized Residual Risk: 1 n 000
Sulfate Transporter-Related .
L : R R isk: 11
Osteochondrodysplasia SLC26A2 AR educed Risk personalized Residual Risk: 1 1 1800
Tay-Sachs disease enzyme. Non-carrier
white blood cells Non-carrer
e Hex A% 678% (Non-carrer | 550 - 72.0%
Carrier <50%
« Total hexosaminidase activity 1933
nmol/hr/mg
Tay-Sachs Disease HEXA AR Reduced Risk Plasma Non-carrier
« Hex A% 651 (Non-carrier §80 - 72 0%
Carrier <54%)
« Total hexosaminidase activity 531
nrmol/hr/mil
HEXA Sequencng Negalive
Personalized Residual Risk: 1 n 1400
Tyrosinemia, Type | FAH AR Reducea Risk Personalized Residual Risk: 1in 1900
Usher Syndrome, Type IB MYQO7A AR Reduced Risk personalized Residual Risk: 111 1000
Usher Syndrome. Type IC USHIC AR Reduced Risk Personalized Residual Risk: 1 in L6500
Usher Syndrome, Type ID CDH23 AR Reduced Risk personalized Residual Risk: 1 in 1400
Usher Syndrome, Ty pe IF PCDHI5 AR Reduced Risk Personalized Residual Risk. 1in 3800
Usher Syndrome, Type 1A UsSH2A AR Reduced Risk Personalized Residual Risk: 1 in 290
Usher Syndrome, Type Ili CLRNM: AR Reduced Risk Personalized Residual Risk: 1 /n 1300
Very Long Chain Acyl-CoA Dehydrogenase ACADVL AR Reduced Risk Personalized Residual Risk: 1/n 920
Deficiency
Walker-Warburg Syndrome and Other FKTN- FKTN AR Reducad Risk personalized Residual Risk. 1 11 1200
Related Dystrophies
Wilson Disease ATP78 AR Reduced Risk personalized Residual Risk: 11n 350
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Walman Disease 7 Cholesteryl Ester Storage

e LIPA AR Reduced Risk Personalized Residual Risk: 11n 3200
X-Linked Juvenile Retinoschisis RS1 XL Reduced Risk Personalized Residual Risk: 1 n 40000
X-Linked Severs Combined Immunodeficiency L2RG XL Reduced Risk Personalized Residual Risk: 1 1 250 000
Zellweger Syndrome Spectrum (PEX10-Related) PEX10 AR Reduced Risk Personalized Residual Risk: 1 n 6300
Zellweger Syndrome Spectrum (PEX1-Related) PEX1 AR Reduced Risk | Personalized Residual Risk: 11 2000
Zellweger Syndrome Spectrum (PEX2-Related) pPEX2 AR Reduced Risk Personalized Residual Risk: 1 1n 3700
Zellweger Syndrome Spectrum (PEX6-Related) PEX6 AR Reduced Risk Personalized Residual Risk: 1 10 919

AR-Autosomal recessive, XL=X-linked

Test methods and comments

Genomic DNA isolated from this patient was ana

Fragile X CGG Repeat Analysis (Analytical Detection Rate >99%)

PCR amplification using Asuragen. Inc. AmplideX

Samples positive for FMR1 premutations and full mutation
analysis or methylation PCR 1o assess the size and methy
AGG interruptions within the FMR1 CGG repeat will be automatically performed for premutation 4
results. which may modify risk for expansicn will follow in a separate report. !

Genotyping (Analytical Detection Rate >99%)

Multiplex PCR amplification and single-base pair
System were used to identify certain rec
may interfere with assay perfermance.

Multiplex Ligation-Dep
Conventional MLPA and/or digitalMLPA"

specific targets versus known control samples. i
MLPA method. followed by Illumina based seque

may occur due to rare sequence variants in target regions detected by conventional MLPA or dig|
thod and the digitalMLPA® method are greater than
1

specificity of both the conventional MLPA me

For alpha thalassemia. the copy numbers of the HBA1and HBA2 genes were analyzed. Alpha-gld

Constant Spring (CS) mutation are assessed This
ethnicity. Carriers of a

may not be precisely specified without phase analysis. With the exce
not be reported. Analyses of HBA! and HBAz are performed in associa

sequencing

For Duchenne muscuiar dystrophy. the copy numbers of al

duplications are confirmed by a second method,

For congenital adrenal hyperplasia. the copy number of the CYP21A2 gene was analy zed This an
to unequal meictic crossing-over between CYP2z1A2 and the pseudogene CYP21A1P Classic 30-kb
identify certain point mutations in CYP21A2 cause)

CyP21A2 pathogeric alleles. This test may also
CYP21A2 and CYP21A1P Some carriers

performed in association with long-range PCR of

For spinal muscular atrophy (SMA]. th

well as the combined dosage of exons 1. 4. 6 and 8 of
Depending on ethnicity. 6 - 2g % of carriers wilinot be iden
two copies (duplication) of the SMNz gene on one chromos:
iso note that 2% of

identify intragenic mutation in SMN1 Please a

 FMR1PCR reage

urrent variants that are complex in nature or are present|

endent Probe Amplification (MLPA) (Analytical Detection Rate >99%)

probe sets and reagents from MRC-Holland were used |

ipha-thalassemia with three or more HBA copies on one Chromaosome:.

may not be identified by
copies (duplication) of the CYP21A2 gene on one chromosome and loss of CYP21A2 (deletion) on uﬁll

e copy numbers of the SMN1an

lyzed by one or more of the following methodolagies. as applicable:

ophoresis for allele sizing was performed.
were further analyzed by Southern blot

Hditional testing to determine the status of
leles ranging from 55 to 90 repeats. These

nts followed by capillary elect
s greater than 9o CGG repeats in length
lation status of the FMR1CGG repeat A

ance iPlex Pro chemistry ona MassARRAY®
I low copy repeats. Rare sequence variants

probe extension analyses using the Agena Biosd

br copy number variations (CNVs) analysis of
Lod on the well-established conventional

L ntification. False positive or negative results
alMLPA® probes, Analytical sensitivity and

gitalMLPA® is a semi-quantitative technique. ba
ncing to determine read number for amplicon gu

9%,

hin gene deletions. duplications, and the

51l alpha-thalassemia mutations varying by

bne or no copies on the other ¢hromosome.
nign alpha-globin gene polymorphisms will

the coding regions followed by short-read

test is expected to detect approximately go% of

and
ption of duplications. other i
tion with long-range PCR

y pathogenic single exon deletions and

h sequencing of the coding regions

hlysis can detect large deletions typically due
deletions make up approximately 20% of

H by gene conversion events between

testing cannot detect individuals with two

e other chromosome. Analysis of CYP21Az2is
ncing

| DMD exons were analyzed. Potentia

Analysis of DMD s performed in association wit

dosage sensitive methods as this

the coding regions followed by short-read seq

: Lo The individual dosage of exons 7 and 8 as
ber gains and losses can be detected.

his testing cannot distinguish individuals with
. other chromosome (silent 2+0 carrier) of

have a causative SMN1variant that occurred

d SMN2 genes were analy2
SMN1 and SMN2 were assessed. Copy nun|
tified by dosage sensitive methods as

ome and loss of SMN1 (deletion) on the
individuals diagnosed with SMA
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de novo. therefore cannot be picked up by carrier screening in the parents Analysis of SMN1is pefformed in association with short-read

sequencing of exons 2a-7. followed by confirmation using long-range PCR (described below).

In individuals with two copies of SMN1 with Ashkenazi Jewsh. East Asian, African American. Natije American or Caucasian ancestry. the

presence or absence of ¢.'3+80T>G significantly increases or decreases, respectively. the likelihoog of being a silent 2+0 silent carrier.

MLPA for Gaucher disease (GBAI cystic fibrosis (CFTR). and non-syndromic hearing \oss (GJB2/GYB56) will only be performed if indicated for

confirmation of detected CNVs. If GBA analysis was performed. the copy numbers of exons 1. 3. 4 i hnd 6 - 10 of the GBA gene (of 11 exons total

were analyzed If CFTR analysis was performed. the copy numbers of all 27 CFTR exons were analyzed. If GJB2/G/B6 analysis was performed.

the copy number of the two GJBz exons were analyzed. as well as the presence or absence of thg/ two upstream deletions of the GJ82

regulatory region del(G/86-D1351830) and del(G/B86-D1351854)

Next Generation Sequencing (NGS) (Analytical Detection Rate >95%)

NGS was performed on a panel of genes for the purpose of identifying pathogenic or likely pathoggnic variants. ;

exonic regions and intron/exon splice

in previously reported mutations. Libraries
The sequencing data was analyzed using

Agilent SureSeLectTMXT Low Input technology was used with a custom capture library to target t
junctions of the relevant genes. as well as a number of UTR, intronic or promoter regions that conl
were pooled and sequencad on the lllumina NovaSeq 6000 platform. using paired-end 100 bp rea
a custom biainformatics algorithm designed and valdated in house.

The coding exons and splice junctions of the known protein-coding RefSeq genes were assessed for the average depth of coverage (minimum
of 20X) and data quality threshold values. Most exons not meeting a minimum of >20X read depth ficross the exon are further analyzed by
Sanger sequencing Please note that several genomic regions present difficulties in mapping or Of jtaining read depth >20X. Thesa regions
which are described below. will not be reflexed to Sanger sequencing if the mapping quality or coyerage is poor Any variants identified during
testing in these regions are confirmed by a second method and reported if determined to be pathdgenic or likely pathogenic. However. as there

is a possibility of false negative results within these regions. detection rates and residual risks for these genes have been calculated with the

presumption that variants in these exons will not be detected. untess included in the MassARRAY 7 genotyping platform

Exceptions: ABCD1(NM_0000333) exons 8 and g ACADSB (NM _ 001609.3) chri0 124.810.695-124 810.707 {partial exon Q). ADA (NM_0000222)
exon 1. ADAMTS2(NM_014244 4) exon 1, AGPS(NM_003659 3) chr2178.257.512-178.257.649 (partial gxon 1. ALDH741(NM_0011824)

chr5125.911 150-125,911.163 (partiat exon 7) and chrg125,896.807-125.896.821 (partial exon 10) ALMP1 (NM_0151204) chr273.612.990-73.613 041
(partial exon 1 APOPT1{NM_ 032374 4) chri4:104.040.437-104.040.455 (partial exon 31 CDANI(NM 384772 exon 2 CEP152(NM_014985 3}
chr15.49.061.146-49.061.165 (partial exon 14) and exon 22 CEP290(NM _025114.3) exon 5, €xon 7. € 1288 610.017-88.519.039 (partial exon 13).
chr1288.514.049-88.514.058 (partial exon 15), chr1288.502.837-88 502 841 (partial exon 23). chr1288.481.551-88.481.589 (partial exen 32)
chr12:88.471 605-88.471.700 (partial exon 40) CFTR(NM_0004g2.3) exon 10 COL4A4 (NM_000092 4 chrz2:227.042.604-227.942.619 (partial exon
25). COX10(NM_001303.3) exon & CYP1181{NM_0004973) exons 3-7 CYP1182 (NM_0004983) exons{ 3-7. DNAI2 (NM_023036.4) chri7.72 308,136-
72.308.147 (partial exon 12), DOK7(NM _173660.4) chr4:3,465,131-3.465,161 (partial exon 1) and exon a DUOX2 (NM _014080.4) exons 6-8, EIF2AK3
(NM_0048365 exon 8. EVCI(NM_1537172) exon 1. F5(NM _000130.4) chri 169.551.662-169.551.679 (','J: rtial exon 2), FH (NM_0001433) exon 1 GAMT
(NM_000156.5 exon 1. GLDANM_000170.2) exon 1 GNPTAB (NM_024312.4) chr174 837.000-4.837.40p {partial exon 2} GNPTG (NM_032520.4) exon
1 GHR(NM_0001634) exon 3 GYS2(NM _021957 3 chr12:21.6g9 370-21.699.409 (pa rtial exon 12} HGBENAT(NM _152419.2) exon 1. IDS {(NM_000202 6
exon 3 ITGB4 (NM_0002134) chr17.73.749.976-73.750.060 (partial exon 3 JAK3(NM _c00215.3) chr} 17.950.462-17.050.483 {partial exon 10); LIFR
(NM_0023105 exon 19. LMBRD1 (NM _018368.3) chr670.459.226-70.459.257 (partial exon 5), chr6 70| 47.828-70.447.836 (partial exon 7) and exon
12 LYST(NM _0000813) chr1235.044.158-235.044.176 (partial exon 16) and chr1235.875.350-235.875( 362 (partial exon 43 MLYCD (NM _0122132)
chr1683.933.242-83933.282 (partial exon 1 MTR(NM_000254 2) chr1 237.024.418-237.024.439 (pa rtial exon 20} and chr1237.038.019-237.038.029
(partial exon 24) NBEAL2(NM _015175.2) chr3 47021.385-47.021.407 (partial exon 1 NEB (NM_001271208.1 exons 82-105 NPC1{(NM_0002714)
chri8:21,123.519-21123 538 (partial exon 14); NPHP1 (NM_000272.3)chr2:110g37.251-110.937263 (partidl exon 31 OCRL (NM _000276.3!

chrX 128.674.450-128.674.460 (part:al exon 1. PHKB (NM_000203.2) exon 1 and chnb47 732.498-47.132.504 (partial exon 300 PIGN (NM _1767874)
chr1859,815.547-53.815.576 (partial exon 8) PIP5K1CINM _012398.2) exon 1 and chr1g 3637602-3637H16 ipartial exon 17, POU1F1 {NM_000306.3
exon 5 PTPRC(NM_002838.4) exons 11 and 23 PUS1(NM_025215 5 chriz 132.414.446-132.414.532 (D rtial exon 2. RPGRIP1L (NM_015272.2) @xon
23 SGSH (NM _000199.3) chri7.78.194.022-78.194.072 (partial @xon 1) SLCBAE (NM _005629.3) exons 4 and 4. ST3GALS (NM_0038963) exon 1.
SURF1(NM_003172.3 chrg 136.223,269-136.223.307 (partial exon 'i). TRPMG6 (NM_017662.4) chr9:77.3d 800-77.362.811 (partial exon 311 TSEN54
(NM_207346 2) exon 1. TYR (NM_000372.4] exon 5. VWF (NM _000552 3) exons 24-26 cnr126.125 674-6.125.684 (partial exon 30). chri26.121.244-
6.121,265 (partial exon 33). and exon 34.

This test will detect variants within the exons and the intron-exon boundaries of the target regiong Vanants outside these regions may not be
detected including. but not imited to UTRs promoters, and deep intronic areas, of regions that fgll into the Exceptions mentioned above. This
technology may not detect all small insertion/deletions and is not diagnostic for repeat expansions and structural genomic variation in
addition, a mutation(s) in a gene not included on the panel could be presentin this patient.
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Variant interpretation and classification was performed based on the American College of Medigal Genetics Standards and Guidelines for the
Interpretation of Sequence Variants (Richards et al. 2015). All potentially pathogenic variants may be confirmed by either a specific genotyping
assay or Sanger sequencing, if indicated. Any benign variants likely benign vanants or variants ff uncertain significance identified during this
analysis will not be reported

Next Generation Sequencing for SMN1 \
Exonic regions and intron/exon splice junctions of SMNI and SMNz were captured. sequenced, ;
located within exons 2a-7 and classified as pathogenic or likely pathogenic were confirmed to
tong-range PCR analysis followed by Sanger sequencing. Variants located in exon 1 cannot be a
using our current methodology. and so these variants are not reported. .
Copy Number Variant (CNV) Analysis (Analytical Detection Rate »98% for CNVs of 3 exons and i rger, »>90% for CNVs of 2 exons)

Large duplications and deletions were called from the relative read depths on an exon-by-exon dasis using a custom exome hidden Markov
model (XHMM) algorithm. Deletions or duplications determined to be pathogenic or likely pathoggnic were confirmed by either a custom
arrayCGH platform, quantitative PCR. or MLPA (depending on CNV size and gene content). While this algorithm 1s designed to pick up deletions
and auplications of 2 or more exons in length, potentially pathogeanic single-exon CNVs will be copfirmed and reported. if detected Deletions
and duplications near the lower limit of detection may not be detected due to run variability. Genf mic regions with high homology or highly
repetitive sequences are excluded from this analysis.

Exon Array Comparative Genomic Hybridization (aCGH) (Confirmation method) (Accuracy >99%*
The customized oligonuclectide microarray (Oxford Gene Technology) is a highly -targeted exon-ﬁt::used array capable of detecting madically
relevant microdeletions and microduplications at a much higher resolution than traditional aCGH ethods. Each array matrix has
approximately 1,000,000 60-mer oligonucleotide probes thal cover the entire genome. This platforn is designed based on human genome NCBI
Build 37 thg1g) and the CGH probes are enriched to target the exonic regions of the genes in this
Quantitative PCR (Confirmation method) (Accuracy >99%) -

nd analyzed as described above. Any variants
in either SMN1 or SMNZ2 using gene-specific
urately assigned to either SMN1 or SMN2

nel

The relative quantification PCR is utiized on a Roche SYBR Green reagents on a l_lght(:yc:lef’l 480 bystem, which relates the PCR signal of the
target region in one group to another To test for genomic imbalances, both sample DNA and referdnce DNA is amplified with primer/probe sets
that specific to the target region and a control region with known genomic copy number Relative genomic copy numbers are calculated based
on the standard AACE formula.

Long-Range PCR (Analytical Detection Rate >99%)
Long-range PCR was performed to generate locus-specific amplicons for CYP2142 HBA1 and HBAP and GBA. The PCR products were then
prepared for short-read NGS sequencing and sequenced Sequenced reads were mapped back to the original genomic locus and run through
the bioinformatics pipeline. If incicated. copy number from MLPA was correlated with the sequencing cutput to analyze the results. Please note
that in rare cases. allele drop-out may occur. which has the potential to lead to false negative resulls. For CYP21A2 a certain percentage of
healthy individuals carry a duplication of the C¥P2142 gene. which has no clinical consequences. if) cases where multiple copies of CYP21A2
are located on the same chromosome in tandem. only the last copy will be amplified and assessed|for potentially pathogenic variants. due to
size limitations of the PCR reaction. However, because these alleles contain at least two copies of the CYP21Az gene in tandem. itis expected
that this patient has at least one functional gene in the tandem allele and this patient is therefore (fs likely to be a carrier. A

CYP21A1P/ CYP21A2 hybrid gene detected only by MLPA but nol by long-range PCR will not be repofted when the long-range PCR indicates the
presence of two full CYP2142 gene copies (one on each chromosome), as the additional hybrid genfz is nonfunctional Classic 30-kb deletions
are identified by MLPA and are also identified by the presence of multiple common pathogenic C‘YFYﬁzAz variants by long-range PCR. Since
multiple pseudogene-derived variants are detected in all cases with the classic 30kb deletion. we cdnnot rule out the possibility that some
vanantis) detected could be present in trans with the chimeric CYP21A1P/ CYP21A2 gene created byi he 30kb celetion. When an individual
carries both a duplication allele and a pathogenic variant. or multiple pathogenic variants. the curref|t analysis may not be able to getermine
the phase (cis/trans configuration) of tne CYP2142 alleles identified. Family studies may be required in certain scenarios where phasing is
required to determine the carrier status.
Residual Risk Calculations

Carrier frequencies and detection rates for each ethnicity were calculated through the combination bf internal curations of »30.000 variants
and genemic frequency data from >138 000 individuals across seven ethnic groups in the gnomAD database. Additional variants in HGMD and
novei deletenous variants were also incorporated into the calculation. Residual risk values are calculpted using a Bayesian analysis combining
the a prioririsk of being a pathogenic mutation carrier (carrier frequency) and the detection rate They are provided only as a guide for
435855Ing approximate risk given a negative result. and values will vary based on the exact ethnic b(ﬁ ckground of an individual Thisireport does

I -Bg' il |
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not represent medical advice but should be interpreted by a genetic counselor. medical geﬂetlf ist or physician skilled in genetic result
interpretation and the relevant medical Uterature. |

Personalized Residual Risk Calculations ‘

Agilent SureSelect ™XT Low-Input technology was utilized in order to create whole-genome 136 aries for each patient sample. Libraries were
then pooled and sequenced on the lilumina NovaSeq platform. Each sequencing lane was multiplexed to achieve 0.4-2x genome coverage
using paired-end 100 bp reads. The sequencing data underwent ancestral analysis using a custgmized. licensed bioinformatics algonthm that
was validated in house. Identified sub-ethnic groupings were binned into one of 7 continental-leiel groups (African. East Asian. South Asian
Naon-Finnish European. Finnish. Native American. and Ashkenazi Jewish) or. for those ethnicities that matched poorly to the continental-level

groups. an g ‘unassigned” group. which were ther used to select residual risk values for each gene For individuals belonging to multiple high-
level ethnic groupings. a weighting strategy was used to select the most appropriate residual risk For genes that had insufficient data to
calculate ethnic-specific residual risk values. or for sub-ethnic groupings that fell into the “unassigned” group. a “worldwide” residual risk was
used. This "worldwide” residual nsk was calculated using data from all available continental-leve| groups.

Several genes have multiple residual risks associated to reflect the likelihood of the tested individual being a carrier for different diseases that
are attributed to non-overlapping pathogenic variants in that gene. When calculating the ccupleq. combined reproductive risk. the highest
residual risk for each patient was selected. 1
Sanger Sequencing (Confirmation method) (Accuracy >9g%) |
Sanger sequencing. as indicated. was performed using BigDye Terminator chemistry with the Aa 3730 DNA analyzer with target specific
amplicons. It also may be used to supplement specific guaranteed target regions that fail NGS seguencing due to poor quality or low depth of
coverage (<20 reads) or as a confirmatory method for NGS positive results. False negative results may occur if rare variants interfere with
amplification or annealing.
Tay-Sachs Disease (TSD) Enzyme Analysis (Analytical Detection Rate >98%)
Hexosaminidase activity and Hex A% aclivity were measured by a standard heat-inactivation, ﬂu‘c rometric method using artificial 4-MU--N-
acetyl glucosaminide (4-MUG) substrate This assay is highly sensitive and accurate in detecting [fay-Sachs carriers and individuals affected
with TSD. Normal ranges of Hex A% activity are 55.0-72.0 for white blood cells and 58.0-72.0 for plagma. It is estimated that less than 05% of
Tay-Sachs carriers have non-carner levels of percent Hex A activity, and therefore may not be identified by this assay. In addition, this assay
may detect individuals that are carriers of or are affected with Sandhoff disease False positive resylis may occur if benign variants, such as
pseudodeficiency alleles. interfere with the enzymatic assay. False negative results may occur if bpth HEXA and HEXB pathogenic or
pseudodeficiency variants are present in the same individual
Please note that it is not possible to perform Tay-Sachs disease enzyme analysis on saliva sample$. buccal swabs. tissue samples. semen
samples. or on samples received as extracted DNA.
This test was developed. and its performance characteristics determined by Semag Opco. Inc. It hils not been cleared or approved by the US
Food and Drug Administration. FDA does not require this test tc go through premarket FDA review. Jihis test is used for clinical purposes. It
should not be regarded as investigational or for research. This labjoratory is certified under the Clinidal Laboratory Improvement Amendments
(CLIA) as qualified to perform high complexity clinical laboratory testing. These analyses generally grovide highly accurale information
regarding the patient's carrier or affected status. Despite this high level of accuracy. it should be kegt in mind that there are many potential
sources of diagnostic error including misidentification of samples. polymorphisms, or other rare g&nL etic variants that interfere with analysis.

Families should understand that rare diagnostic errors may occur for these reasons ‘
i
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ame: KRAMERK L[AN A Status: O/p / LOP 1 Date: B/1%/22

at#: 3010127 DOB: 2/13/93 drn Phys: GENNARO XYLE

tre: 8/19/22 10:56 Age/Sex: 29 / M rd Phys: GENNARO XYLE

rdg: R 100 MR#: 000883262 Flam Phys: CAMPBELL YARL P

pecial Instructiocns:
Reported: B8/19/22 15:16

est Name Result Flag Reference Range Units

ollected: B/ 9//? 9:40 CBN Received: 8/19/22 10:56 KBl v~r1Fied' 8/19/22 15:16 HL7
EMEN ANAL COMF

ABSTINENCE 4 2| 7 days
VOLUME 3..0 >1.9 mL

PH B.5 ‘ >7.1

LIQUEFACTION TNP 0|- 60 min
SPERM COUNT 19.0C L >19.90 mill/&L
WBC 322 |- 1000 per ul
VIABTILITY TNP >49 %

MO LLATY 4z L >49 %
MORPHOLOGY 22 o B %
JMMENTS :

8/19/22 15:16 SEMCWDLIF TNP = Test NOt performed. Any calcul{tions using this test
cannot be performed.
LIQUIFAC Specimen would not liguefy completely lafter 2 1/2 hours
VIA3LL Unable to pertorm test due Lo liguetagaticn issues

tama: KRAMER IAN A Sex/Age: M/ 29 Pack: 3010127
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Subject:
Message:




Referring Physician: Mann, Merry Lynn

Patient: KRAMER, IAN
Patient DOB: 02/19/1993
Patient CLN: 400534F93
Sex: Male

Medication (Prescription and Non-Prescription)

Other Medication

Medical Procedures

Recent Health: Have you been sick in the last three months?

Recent Health Comments

Date Of Collection 11/29/2022

Received at lab by

Days Abstinence

Method of Collection

Type S/A Macroscopic

Agglutination— None None

Round Cells
(10*6/mL); <4
x10%6/mL

0.9

Morphology

Morphology

(%): >4% (>4%) 1

Sample Color

Characteristics
Volume (<1.0mL) 3mimL

Total Motility

Non-Progression % (>=32%) 13%

| IVF or 1Ul Indicated.

*WHO laboratory examination of human semen and sperm cervical mucus interaction, 5th

edition, 2010.h
Requesting Physician

Technician

Test Date: 11/29/2022
Partner : JENNIS, ARIEL
Partner DOB: 04/16/1992
Partner CLN: CL-257AJ-]| 777666
Sex: Female
O Ca+ Channel Blocker | [J Blood Pressure Medication [ Testosterone
OProscar  [OMarijuang [0 Other Recreational Drugs N/A
Adderall
DOVasectomy  (JVasectomyRepair  [J Other Reproduction Tract
Surgery  [JRadiation THerapy =~ [0 Chemotherapy = EIN/A
OYes ®ENo [DOFever? !
Collection Time 10:07AM Danor Type Partner
Ti I i i Sterile Cup/Si
nmeISamp e 16:11AM Locatm_n of In Giffice Container type “ ene up/en
Received Collection
Analyzed and Time of analysis 10:41AM
Processedby |  mmmmmes
Masturbation Complete Ejaculate?  Yes Spillage Percent (%) 0%
................ e e P aa e
Analysis Tempature [JRT Liquefaction (>2cm) Complete by 60  Viscosity cm
Leuco Pentox; N/A
S . T  IRe—
! 10%6/mlL)
x 10*6/mL
Normal [ Tapered Heads Pyriform Heads [ Amorphous
Heads [ Neck Defects Tail Defects ([ Coiled Tails = [J Double
Head/Tails
Morphology Tech Conville, Hanna pH?>7.2 (>=7.2) 8.5
DOwhite [EGrey QOvYelow 0O
Clear [OBrown [JRed
Sperm Concentration 24 Mill/mL Total sperm in gjaculate 72 Million
Total motile ; illi Progression %;
otal motil 42.48 Million gl (>=32%) 44%
""""""""" P*32%
Non-Motile % (>=32%) 43%
; Comments: Joan Reed Np was the analyst. Spoke to patient and spouse, reviewed SA results in detail, informed morphology still pending.
i Dr Mann
Time Complete 11:45AM
End of Final report Signature:

Report Finalized by: Hannah Conville on 12/01/2022 09:07 AM

SA

Test Date: 11/29/2022



Referring Physician: Mann, Merry Lynn

Test Date: 02/15/2023

Patient; KRAMER, IAN Partner : JENNIS, ARIEL
Patient DOB: 02/19/1993 Partner DOB: 04/16/1992
Patient CLN: 400534F93 Partner CLN: CL-257AJ-1777666
Sex: Male Sex: Female
O Ca+ Channel Blocker | OJ Blood Pressure Medication [0 Testosterone
Medication (Prescription and Non-Prescription) OrProscar [ Marijuan [ Other Recreational Drugs ~ EIN/A
Other Medication Adderall
OVasectomy ~ [)Vasedtomy Repair () Other Reproduction Tract
Medical Procedures Surgery (] Radiation THerapy ~ [JChemotherapy FIN/A
Recent Health: Have you been sick in the last three months? OYes ®&No OFev
Recent Health Comments
Date Of Collection 02/15/2023 Collection Time 7:30AM Donor Type Partner
Received at lab by Goodman, Heat  Time Sample Location of Container type Sterile Cup/Sen
. 7:43AM ¢ Gike =0 T N N smesmemees
Received collecton [ T
Days Abstinence 3 days Analyzed and Time of analysis 8:00AM
Processed by
Method of Collection Masturbation Complete Ejaculate?  No, [Ist portion Spillage Percent (%) 10%
gdbm G200 | T
Analysis Tempature [ERT Liquefaction (>2cm) Complete by 60 Viscosity cm
Agglutination— None None Characteristics
CTTT"Hwhite BGrey Ovelow O
Sample Color Clear [OBrown [JRed Sperm Volume (mL) 1.5ml
Sperm Concentration 13 Sperm Motility 72% Total Motile Sperm Count 14.04
! Comments: Joan Reed Np was the analyst, Np reviewed IUl Sample data in detail with patient prior to inseminatipn. Aware count on low end but 1UI still appropriate to
1 proceed. Patient verbalized understanding.
Volume 0.5mImL Sperm Concentration 9 Mill/mL Total Motility 72% %
Total motile 3,24 Million
*WHO laboratory examination of human semen and sperm cervical mucus interaction, 5th
edition, 2010.h
Time Complete 8:35AM Technician Secondary Witness: Mary Duram
End of Final report Signature:

Report Finalized by: Joan Reed on 02/16/2023 08:21 AM

IUI-Fresh Partner Test Date: 02/15/2023




Referring Physician: Mann, Merry Lynn

Patient: KRAMER, IAN
Patient DOB: 02/19/1993
Patient CLN: 400534F93
Sex: Male

Medication (Prescription and Non-Prescription)

Other Medication

Medical Procedures
Recent Health: Have you been sick in the last three months?

Recent Health Comments

Date Of Collection 04/11/2023 Collection Time 11:42AM
Received at lab by Goodman, Heat Tlme‘SampIe 11:42AM
sremmeeeeeeesesseese- - Received
Days Abstinence 6 days

Method of Collection

Masturbation

Analysis Tempature [ERT Liquefaction (>2cm) Complete by 60

Characteristics

Agglutination— None None

e S [m] Wﬁ}ié - Grey [OvYellow B
Sample Color Clear [OJBrown [JRed
Sperm Concentration 520 Sperm Motility

Test Date: 04/11/2023

Partner : JENNIS, ARIEL
Partner DOB: 04/16/1992

Partner CLN: CL-257AJ+1777666
Sex: Female

[ Ca+ Channel Blocker
OProscar [ Marijuan

tl Testosterone
EIN/A

[ Blood Pressure Medication
[0 Other Recreational Drugs

Adderall 15 mg

Ovasectomy  [JVasegtomyRepair  [J Other Reproduction Tract
Surgery  [JRadiation Therapy = [JChemotherapy = EIN/A

OVYes No [OFevar?

Admits to being sick last IUI.
DonorType || Parmer
Location of T Conteiner type

In Qffic
Collection A

11:52AM

Analyzed and Time of analysis

Processed by

E<2em 0O>2
Viscosity cm
Sperm Volume (mL) 2
69 Total Motile Sperm Count 717.6

Comments: Analyzed sample J.Reed CRNP/S.Callahan, RN. Ul sample reviewed with patient and spouse in c!inil: prior to insemination

|

Volume 0.5mL

Total motile 38.13 Million

*WHO laboratory examination of human semen and sperm cervical mucus interaction, 5th

edition, 2010.h

Technician

Time Complete 12:30PM

Report Finalized by: Joan Reed on 04/11/2023 01:55 PM

Sperm Concentration 93 Mill/mL

End of Final report

Total Motility

Secondary Witqess:

Signature:

J.Reed, CRNP, S.Callal

IUI-Fresh Partner

Test Date: 04/11/2023



Referring Physician: Mann, Merry Lynn Test Date: 07/20/2023

Partner : JENNIS, ARIEL

Patient: KRAMER, IAN
Patient DOB: 02/19/1993 Partner DOB: 04/16/1992
Patient CLN: 400534F93 Partner CLN: CL-257AJ-1 777666
Sex: Male Sex: Female
’ [OJCa+ Channel Blocker | [JBlood Pressure Medication [ Testosterone
Medication (Prescription and Non-Prescription) OProscar  [OMarijuana [ Other Recreational Drugs  EIN/A

Other Medication
OVasectomy  (JVased

tomy Repair

Medical Procedures Surgery [0 Radiation Therapy [0 Chemotherapy N/A
Recent Health: Have you been sick in the last three months? Oves No  [OFevar?
Recent Health Comments N/A
Date Of Collection 07/20/2023 Collection Time 11:35AM Donor Type
Received at lab b Jones, Teri Ti I Location of Container type Sterile Cup/Sen
_ Y 7eAI_ |me'Sampe 11:42AM . In Qffice ner:ye p
Received Collection
Days Abstinence 5 days Analyzed and . Time of analysis 12:18PM
Jongs, Teri
""""""""""" Processed by
Method of Collection Masturbation Complete Ejaculate?  Yes Spillage Percent (%)  N/A
O<2km ©&>2
Analysis Tempature RT Liquefaction (>2cm) VTS Viscosity cm
Agglutination— Nene Characteristics
-------------- Owhite OGrey [OVYellow
Sample Color Oclear DOBrown [JRed Sperm Volume (mL) 35
Sperm Concentration 345 Sperm Motility 48 Total Motile Sperm Count 57.96
————— s | P - e T
: Comments: VTS USED
|
i
|
Volume 0.5mL Sperm Concentration 49,5 Mill/mL Total Motility 47 %
Total motile 11.63 Million
*WHO laboratory examination of human semen and sperm cervical mucus interaction, 5th
edition, 2010.h
Time Complete 12:47PM Technician Jones, Teri Secondary Witrtess: MH
Report Finalized by: Teri Jones on 07/20/2023 12:45 PM End of Final report Signature:

IUl-Fresh Partner

Test Date: 07/20/2023



Referring Physician: Mann, Merry Lynn, MD

Test Date: 09/28/2023

Patient: KRAMER, IAN Partner : JENNIS, ARIEL
Patient DOB: 02/19/1993 Partner DOB: 04/16/1992
Patient CLN: 400534F93 Partner CLN: CL-257AJ-1777666
Sex: Male Sex: Female
O Ca+ Channel Blocker | [JBlood Pressure Medication ] Testosterone
Medication (Prescription and Non-Prescription) DOProscar  OMarijuana [ Other Recreational Drugs  ON/A
Other Medication Adderall
OVasectomy  ([JVasedtomyRepair (] Other Reproduction Tract
Medical Procedures Surgery  [OJRadiation Therapy =~ [JChemotherapy ~ EIN/A
Recent Health: Have you been sick in the last three months? OYes ©@No O Feer?
Recent Health Comments
Date Of Collection 09/28/2023 Collection Time 8:18AM Received at lab by Cogk, Maggie Time Sample 8:20AM
..................... P —— e —— Received N
Location of Container type Sterile Cup/Sen  Days Abstinence 3 dr:lys
) In Offce S |
Collection
Analyzed and Time of analysis 8:50AM Method of Collection Masturbation
Sullivan, Leslie "
Processed by
Complete Ejaculate? Yes Spillage Percent (%) 0 Analysis Tempature ERT Liquefaction (>2cm) VTS
O<2cm  @>2 T
Viscosity cm Agglutination— None None Characteristic$
OWhite DOGrey Bvellow O L """""""""""
Sample Color Clear OBrown [JRed Volume (<1.0mL) 3.4mL
Sperm Concentration 24.0 Mill/mL Total Motility 42% Total sperm in ejaculate 81.60 Million
Total motile 34.27 Million Progression 42 Non-Progression 2
Non-Motile 56
Comments:
*WHO laboratory examination of human semen and sperm cervical mucus interaction, 5th
edition, 2010.h
Time Complete Technician Sullivan, Leslie Secondary WitrJess: LJ
Signature:

Report Finalized by: Leslie Sullivan on 09/28/2023 11:53 AM

End of Final report

IVF-Fresh Partner-ICSI

Test Date: 09/28/2023




Referring Physician: Mann, Merry Lynn, MD

Patient: KRAMER, IAN
Patient DOB: 02/19/1993
Patient CLN: 400534F93
Sex: Male

Medication (Prescription and Non-Prescription)

Other Medication

Medical Procedures
Recent Health: Have you been sick in the last three months?

Recent Health Comments

Date Of Collection 11/15/2023 Collection Time 9:45AM

Location of Container type Sterile Cup/Sen
i IniOffigel R e iy

Collection

Analyzed and Time of analysis 10:20AM

Processed by

Complete Ejaculate? Yes Spillage Percent (%) 0

O<2cm ©&>2

Test Date: 11/15/2023

Partner : JENNIS, ARIEL|
Partner DOB: 04/16/1992
Partner CLN: CL-257AJ-1777666
Sex: Female

[ cCa+ Channel Blocker
OProscar [ Marijuan

C] Testosterone
EIN/A

[ Blood Pressure Medication
O Other Recreational Drugs

OVasectomy  []VasedtomyRepair (] Other Reproduction Tract

Surgery [ Radiation Therapy =~ [0 Chemotherapy  EIN/A

OYes ®ENo DOFever?

Received at lab by Jones, Teri Tlme‘Sample 0:46AM
= Received

Days Abstinence 2 dgys

Method of Collection Masturbation

Analysis Tempature ERT Liguefaction (>2cm) VTS

Viscosity cm Agglutination— None None Characteristics
Owhite O Grey @yelow O | T
Sample Color Clear OBrown [JRed Volume (<1.0mL) 3.0mL
Sperm Concentration 25.5 Mill/mL Total Motility s Total sperm in ejaculate 76.50 Million
Total motile 3442 M|I||on Progression 40 ------------------------- Non-Progression 5 ------------------------
Non-Motile 55 777777777777777777777777

!Qnmmgma:

*WHO laboratory examination of human semen and sperm cervical mucus interaction, 5th

edition, 2010.h

Time Complete Technician

Report Finalized by: Leslie Sullivan on 11/15/2023 11:30 AM

End of Final report

Signature:

IVF—Fresh Partner-ICSI

Test Date: 11/15/2023



Referring Physician: Mann, Merry Lynn, MD

Patient: KRAMER, IAN
Patient DOB: 02/19/1993
Patient CLN: 400534F93
Sex: Male

Medication (Prescription and Non-Prescription)

Other Medication

Medical Procedures

Recent Health: Have you been sick in the last three months?

Recent Health Comments

Date Of Collection 12/13/2023 Collection Time ‘

Location of Container type Sterile Cup/Sen
i In Office

Collection

Analyzed and Time of analysis

Processed by

Complete Ejaculate?

Spillage Percent (%)

O<2em  0O>2

Test Date: 12/13/2023

Partner : JENNIS, ARIEL

Partner DOB: 04/16/1992

Partner CLN: CL-257AJ-1 777666

Sex: Female
(O ca+ Channel Blocker | [JBlood Pressure Medication ~ [J Testosterone
OProscar  [Marijuan [ Other Recreational Drugs N/A
OVasectomy  (JVasegtomyRepair (] Other Reproduction Tract
Surgery  [ORadiation THerapy [0 Chemotherapy N/A
OYes ©ENo OFever?
Received at lab by Johrston, Laure Time Sample

Received

Days Abstinence 4 ddys
Method of Collection Masturbation

Analysis Tempature ERT Liquefaction (>2cm) Complete by 60

mod. debris

Viscosity cm Agglutination— None None Characteristics
OWwhite O Grey @velow O .\
Sample Color Clear OBrown [JRed Volume  (<1.0mL) 3.6 mL
Sperm Concentration 31.0 Mill/mL Total Motility 52% T 'Jlalspermln ejaculate 111.60 Million
Total motile 5803Mt|i|on - Progression 47 ------------------------- Npn-Progression 6 777777777 o -
Non-Motile 47 )

*WHO laboratory examination of human semen and sperm cervical mucus interaction, 5th

edition, 2010.h

Time Complete

Report Finalized by: Laura Mortensen on 12/13/2023 10:45 AM

Technician

Sullivan, Leslie

End of Final report

Secondary Witngss: MC

Signature:

IVF—Fresh Partner-ICSI

Test Date: 12/13/2023



