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SPERM DONOR GENETIC TESTING SUMMARY   

Donor # 7731 

 
 

Last Updated: 02/18/2026 

Donor Reported Ancestry: French, Spanish, English               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 Reduced Hb A2 without decreased 
MCV/MCH 

Reduced risk to be a carrier for sickle 
cell anemia, beta thalassemia, alpha 
thalassemia trait (aa/-- and a-/a-) and 
other hemoglobinopathies has been 
confirmed by negative DNA test results. 

Expanded Genetic Disease Carrier 
Screening Panel attached - 549 
diseases by gene sequencing and 
del/dup analysis. 
 
 

Carrier: ABCA4‐Related Conditions 
(ABCA4) 
 
Carrier: Microcephalic Osteodysplastic 
Primordial Dwarfism Type II (PCNT) 
 
Negative for other genes tested. 
 

Partner testing is recommended before 

using this donor.  

 

Special Testing   

Gene: TSPEAR No carrier mutations identified via 
gene sequencing with deletion and 
duplication analysis 

 

  

*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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Patient Name:

Date Of Birth:
Gender: Male
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Medical Record #:
Collection Kit:
Accession ID:
Case File ID:

Ordering Physician:

Clinic Information:

Phone:
Report Date:
Sample Collected:
Sample Received:
Sample Type:

Hori onTM is a carrier
screen for specific a tosomal recessive and 
lin ed diseases  This information can help
patients learn their ris  of having a child ith
specific genetic conditions

The Hori on C stom
panel as ordered for this patient  Males are not
screened for lin ed diseases

Positive for the pathogenic variant c C T p A  in the ABCA  gene  If this individ al s partner is a carrier for ABCA RELATED CONDITIONS
their chance to have a child ith this condition is  in   Carrier screening for this individ al s partner is s ggested

Positive for the li ely pathogenic variant c del p P fs  in the PCNT gene  If this individ al s partner is a carrier for MICROCEPHALIC
OSTEOD SPLASTIC PRIMORDIAL D ARFISM T PE II  their chance to have a child ith this condition may e as high as  in   Carrier screening
for this individ al s partner is s ggested

No other pathogenic variants ere detected in the genes that ere screened  The patient s remaining carrier ris  after the negative screening res lts is
listed for each disease/gene on the Hori on e site at https:// natera com/panel option/h all/  Please see the follo ing pages of this report for a
comprehensive list of all conditions incl ded on this individ al s screen

Carrier screening is not diagnostic and may not detect all possi le pathogenic variants in a given gene

Individ als ho o ld li e to revie  their Hori on report ith a Natera La oratory Genetic Co nselor may sched le a telephone genetic information
session y calling  or visiting naterasession com  Clinicians ith estions may contact Natera at  or email s pport natera com
Individ als ith positive res lts may ish to disc ss these res lts ith family mem ers to allo  them the option to e screened  Comprehensive genetic
co nseling to disc ss the implications of these test res lts and possi le associated reprod ctive ris  is recommended

Christine M  Eng  M D
Medical Director  Baylor Genetics

Linyan Meng  Ph D
La oratory Director  Baylor Genetics

 Dianne Keen Kim  Ph D  FACMGG
Senior La oratory Director  Natera

ang ang  Ph D  FACMGG
La oratory Director  Natera

The pre analytic and post analytic phases of this test ere performed y NST  Inc   McCallen Pass  B ilding A S ite  A stin  T   CLIA ID D  This test as performed y Baylor Miraca Genetics  DBA Baylor Genetics  
Holcom e Blvd  Ho ston  T   CLIA ID D  The performance characteristics of this test ere developed y Baylor Miraca Genetics  DBA Baylor Genetics CLIA ID D  This test has not een cleared or approved y the S  Food and
Dr g Administration FDA  These la oratories are reg lated nder CLIA as alified to perform high comple ity testing   Natera  Inc   All Rights Reserved
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The c 3113C T p A103  variant in the ABCA4 gene has been observed at a fre ency of 0 17  in the gnomAD v2 1 1 dataset
This variant has been reported in a homo ygo s state or in con nction ith another variant in individ al s  ith ABCA4 related disorders PMID: 0 4 34

4 0  732 0  1 10312  2 0443
F nctional st dies demonstrated that this variant f nction is mildly impaired ith red ced basal ATPase activity PMID: 110170 7  1 10312
This variant has been reported in Clin ar ID: 7 4

The c 7 2del p P32 1 fs 3  variant in the PCNT gene has been observed at a fre ency of 0 000  in the gnomAD v2 1 1 dataset
This premat re termination variant is predicted to ca se nonsense mediated decay NMD  in a gene here loss of f nction is a kno n mechanism of
disease
This variant has not been described in Clin ar
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Belo  is a list of all diseases screened and the res lt  Certain conditions have ni e patient specific n merical val es  therefore  res lts for those conditions are formatted differently

17 BETA H DRO STEROID DEH DROGENASE 3 DEFICIENC    

3 BETA H DRO STEROID DEH DROGENASE T PE II DEFICIENC    
3 H DRO 3 METH LGL TAR L COEN ME A L ASE DEFICIENC    
3 H DRO AC L COA DEH DROGENASE DEFICIENC    
3 METH LCROTON L CoA CARBO LASE 2 DEFICIENC    
3 PHOSPHOGL CERATE DEH DROGENASE DEFICIENC    

ALPHA RED CTASE DEFICIENC    

P R O L TETRAH DROPTERIN S NTHASE  PTPS  DEFICIENC    

ABCA4 RELATED CONDITIONS   
ABETALIPOPROTEINEMIA   
ACHONDROGENESIS  T PE 1B   
ACHROMATOPSIA  CNGB3 RELATED   
ACRODERMATITIS ENTEROPATHICA   
ACTION M OCLON S RENAL FAIL RE AMRF  S NDROME   
AC TE INFANTILE LI ER FAIL RE  TRM RELATED   
AC L COA O IDASE I DEFICIENC    
AICARDI GO TI RES S NDROME   
AICARDI GO TIERES S NDROME  RNASEH2A RELATED   
AICARDI GO TIERES S NDROME  RNASEH2B RELATED   
AICARDI GO TIERES S NDROME  RNASEH2C RELATED   
AICARDI GO TI RES S NDROME  TRE 1 RELATED   
ALPHA MANNOSIDOSIS   
ALPHA THALASSEMIA   
ALPORT S NDROME  COL4A3 RELATED   
ALPORT S NDROME  COL4A4 RELATED   
ALSTROM S NDROME   
AMISH INFANTILE EPILEPS  S NDROME   
ANDERMANN S NDROME   
ARGININE:GL CINE AMIDINOTRANSFERASE DEFICIENC  AGAT DEFICIENC

  
ARGININEMIA   
ARGININOS CCINATE L ASE DEFICIENC    
AROMATASE DEFICIENC    
ASPARAGINE S NTHETASE DEFICIENC    
ASPART LGL COSAMIN RIA   
ATA IA ITH ITAMIN E DEFICIENC    
ATA IA TELANGIECTASIA   
ATA IA TELANGIECTASIA LIKE DISORDER 1   
ATRANSFERRINEMIA   
A TISM SPECTR M  EPILEPS  AND ARTHROGR POSIS   
A TOIMM NE POL GLAND LAR S NDROME  T PE 1   
A TOSOMAL RECESSI E CONGENITAL ICHTH OSIS ARCI  SLC27A4 RELATED

  
A TOSOMAL RECESSI E SPASTIC ATA IA OF CHARLE OI SAG ENA    

BARDET BIEDL S NDROME  ARL RELATED   
BARDET BIEDL S NDROME  BBS10 RELATED   
BARDET BIEDL S NDROME  BBS12 RELATED   
BARDET BIEDL S NDROME  BBS1 RELATED   
BARDET BIEDL S NDROME  BBS2 RELATED   
BARDET BIEDL S NDROME  BBS4 RELATED   
BARDET BIEDL S NDROME  BBS RELATED   
BARDET BIEDL S NDROME  BBS7 RELATED   
BARDET BIEDL S NDROME  BBS RELATED   
BARDET BIEDL S NDROME  TTC RELATED   
BARE L MPHOC TE S NDROME  CIITA RELATED   
BARTTER S NDROME  BSND RELATED   
BARTTER S NDROME  KCN 1 RELATED   
BARTTER S NDROME  SLC12A1 RELATED   
BATTEN DISEASE  CLN3 RELATED   
BETA HEMOGLOBINOPATHIES   
BETA KETOTHIOLASE DEFICIENC    
BETA MANNOSIDOSIS   
BETA REIDOPROPIONASE DEFICIENC    
BILATERAL FRONTOPARIETAL POL MICROG RIA   

BIOTINIDASE DEFICIENC    
BIOTIN THIAMINE RESPONSI E BASAL GANGLIA DISEASE BTBGD    
BLOOM S NDROME   
BRITTLE CORNEA S NDROME 1   
BRITTLE CORNEA S NDROME 2   

CANA AN DISEASE   
CARBAMO L PHOSPHATE S NTHETASE I DEFICIENC    
CARNITINE DEFICIENC    
CARNITINE PALMITO LTRANSFERASE IA DEFICIENC    
CARNITINE PALMITO LTRANSFERASE II DEFICIENC    
CARNITINE AC LCARNITINE TRANSLOCASE DEFICIENC    
CARPENTER S NDROME   
CARTILAGE HAIR H POPLASIA   
CATECHOLAMINERGIC POL MORPHIC ENTRIC LAR TACH CARDIA   
CD MEDIATED HEMOL TIC ANEMIA   
CEP1 2 RELATED MICROCEPHAL    
CEREBRAL D SGENESIS  NE ROPATH  ICHTH OSIS  AND PALMOPLANTAR
KERATODERMA CEDNIK  S NDROME   
CEREBROTENDINO S ANTHOMATOSIS   
CHARCOT MARIE TOOTH DISEASE  RECESSI E INTERMEDIATE C   
CHARCOT MARIE TOOTH DISEASE  T PE 4D   
CHEDIAK HIGASHI S NDROME   
CHOREOACANTHOC TOSIS   
CHRONIC GRAN LOMATO S DISEASE  C BA RELATED   
CHRONIC GRAN LOMATO S DISEASE  NCF2 RELATED   
CILIOPATHIES  RPGRIP1L RELATED   
CITRIN DEFICIENC    
CITR LLINEMIA  T PE 1   
CLN10 DISEASE   
COHEN S NDROME   
COL11A2 RELATED CONDITIONS   
COMBINED MALONIC AND METH LMALONIC ACID RIA   
COMBINED O IDATI E PHOSPHOR LATION DEFICIENC  1   
COMBINED O IDATI E PHOSPHOR LATION DEFICIENC  3   
COMBINED PIT ITAR  HORMONE DEFICIENC  1   
COMBINED PIT ITAR  HORMONE DEFICIENC 2   
CONGENITAL ADRENAL H PERPLASIA  11 BETA H DRO LASE DEFICIENC

  
CONGENITAL ADRENAL H PERPLASIA  17 ALPHA H DRO LASE DEFICIENC

  
CONGENITAL ADRENAL H PERPLASIA  21 H DRO LASE DEFICIENC

  
CONGENITAL ADRENAL INS FFICIENC  C P11A1 RELATED   
CONGENITAL AMEGAKAR OC TIC THROMBOC TOPENIA   
CONGENITAL CHRONIC DIARRHEA   
CONGENITAL DISORDER OF GL COS LATION T PE 1  ALG1 RELATED   
CONGENITAL DISORDER OF GL COS LATION  T PE 1A  PMM2 Related   
CONGENITAL DISORDER OF GL COS LATION  T PE 1B   
CONGENITAL DISORDER OF GL COS LATION  T PE 1C   
CONGENITAL D SER THROPOIETIC ANEMIA T PE 2   
CONGENITAL FINNISH NEPHROSIS   
CONGENITAL H DROCEPHAL S 1   
CONGENITAL H PERINS LINISM  KCN 11 Related   
CONGENITAL INSENSITI IT  TO PAIN ITH ANHIDROSIS  CIPA    
CONGENITAL M ASTHENIC S NDROME  CHAT RELATED   
CONGENITAL M ASTHENIC S NDROME  CHRNE RELATED   
CONGENITAL M ASTHENIC S NDROME  COL RELATED   
CONGENITAL M ASTHENIC S NDROME  DOK7 RELATED   
CONGENITAL M ASTHENIC S NDROME  RAPSN RELATED   
CONGENITAL NEPHROTIC S NDROME  PLCE1 RELATED   
CONGENITAL NE TROPENIA  G PC3 RELATED   
CONGENITAL NE TROPENIA  HA 1 RELATED   
CONGENITAL NE TROPENIA  PS4 RELATED   
CONGENITAL SECRETOR  CHLORIDE DIARRHEA 1   
CORNEAL D STROPH  AND PERCEPTI E DEAFNESS   
CORTICOSTERONE METH LO IDASE DEFICIENC    
COSTEFF S NDROME  3 METH LGL TACONIC ACID RIA  T PE 3    
CRB1 RELATED RETINAL D STROPHIES   
C STIC FIBROSIS   
C STINOSIS   
C TOCHROME C O IDASE DEFICIENC  PET100 RELATED   
C TOCHROME P4 0 O IDORED CTASE DEFICIENC    

D BIF NCTIONAL PROTEIN DEFICIENC    
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DEAFNESS  A TOSOMAL RECESSI E 77   
DIH DROPTERIDINE RED CTASE DHPR  DEFICIENC    
DONNAI BARRO  S NDROME   
D BIN OHNSON S NDROME   
D SKERATOSIS CONGENITA SPECTR M DISORDERS   
D SKERATOSIS CONGENITA  RTEL1 RELATED   
D STROPHIC EPIDERMOL SIS B LLOSA  COL7A1 Related   

EARL  INFANTILE EPILEPTIC ENCEPHALOPATH  CAD RELATED   
EHLERS DANLOS S NDROME T PE I   
EHLERS DANLOS S NDROME  CLASSIC LIKE  TN B RELATED   
EHLERS DANLOS S NDROME  T PE II C   
ELLIS AN CRE ELD S NDROME  E C2 RELATED   
ELLIS AN CRE ELD S NDROME  E C RELATED   
ENHANCED S CONE S NDROME   
EPIMERASE DEFICIENC  GALACTOSEMIA T PE III    
EPIPH SEAL D SPLASIA  M LTIPLE  7/DESB OIS D SPLASIA 1   
ERCC RELATED DISORDERS   
ERCC RELATED DISORDERS   
ETH LMALONIC ENCEPHALOPATH    

FACTOR I DEFICIENC    
FAMILIAL D SA TONOMIA   
FAMILIAL HEMOPHAGOC TIC L MPHOHISTIOC TOSIS  PRF1 RELATED   
FAMILIAL HEMOPHAGOC TIC L MPHOHISTIOC TOSIS  ST 11 RELATED   
FAMILIAL HEMOPHAGOC TIC L MPHOHISTIOC TOSIS  ST BP2 RELATED

  
FAMILIAL HEMOPHAGOC TIC L MPHOHISTIOC TOSIS  NC13D RELATED

  
FAMILIAL H PERCHOLESTEROLEMIA  LDLRAP1 RELATED   
FAMILIAL H PERCHOLESTEROLEMIA  LDLR RELATED   
FAMILIAL H PERINS LINISM  ABCC RELATED   
FAMILIAL NEPHROGENIC DIABETES INSIPID S  A P2 RELATED   
FANCONI ANEMIA  GRO P A   
FANCONI ANEMIA  GRO P C   
FANCONI ANEMIA  GRO P D2   
FANCONI ANEMIA  GRO P E   
FANCONI ANEMIA  GRO P F   
FANCONI ANEMIA  GRO P G   
FANCONI ANEMIA  GRO P I   
FANCONI ANEMIA  GRO P    
FANCONI ANEMIA  GRO P L   
FARBER LIPOGRAN LOMATOSIS   
FO EAL H POPLASIA   
FRASER S NDROME 3  GRIP1 RELATED   
FRASER S NDROME  FRAS1 RELATED   
FRASER S NDROME  FREM2 RELATED   
FRIEDREICH ATA IA   
FR CTOSE 1 BISPHOSPHATASE DEFICIENC    
F COSIDOSIS  F CA1 RELATED   
F MARASE DEFICIENC    

GABA TRANSAMINASE DEFICIENC    
GALACTOKINASE DEFICIENC   GALACTOSEMIA  T PE II    
GALACTOSEMIA   
GALACTOSIALIDOSIS   
GA CHER DISEASE   
GCH1 RELATED CONDITIONS   
GDF RELATED CONDITIONS   
GERODERMA OSTEOD SPLASTICA   
GITELMAN S NDROME   
GLAN MANN THROMBASTHENIA   
GL TARIC ACIDEMIA  T PE 1   
GL TARIC ACIDEMIA  T PE 2A   
GL TARIC ACIDEMIA  T PE 2B   
GL TARIC ACIDEMIA  T PE 2C   
GL TATHIONE S NTHETASE DEFICIENC    
GL CINE ENCEPHALOPATH  AMT RELATED   
GL CINE ENCEPHALOPATH  GLDC RELATED   
GL COGEN STORAGE DISEASE T PE   McArdle Disease    
GL COGEN STORAGE DISEASE T PE I B   
GL COGEN STORAGE DISEASE T PE I C   
GL COGEN STORAGE DISEASE  T PE 1a   
GL COGEN STORAGE DISEASE  T PE 1b   
GL COGEN STORAGE DISEASE  T PE 2 POMPE DISEASE    
GL COGEN STORAGE DISEASE  T PE 3   
GL COGEN STORAGE DISEASE  T PE 4   
GL COGEN STORAGE DISEASE  T PE 7   

GRACILE S NDROME   
G ANIDINOACETATE METH LTRANSFERASE DEFICIENC    

HARLE IN ICHTH OSIS   
HEME O GENASE 1 DEFICIENC    
HEMOCHROMATOSIS T PE 2A   
HEMOCHROMATOSIS  T PE 3  TFR2 Related   
HEPATOCEREBRAL MITOCHONDRIAL DNA DEPLETION S NDROME  MP 17 RELATED

  
HEREDITAR  FR CTOSE INTOLERANCE   
HEREDITAR  HEMOCHROMATOSIS T PE 2B   
HEREDITAR  SPASTIC PARAPARESIS  T PE 4    
HEREDITAR  SPASTIC PARAPLEGIA  C P7B1 RELATED   
HERMANSK P DLAK S NDROME  AP3B1 RELATED   
HERMANSK P DLAK S NDROME  BLOC1S3 RELATED   
HERMANSK P DLAK S NDROME  BLOC1S RELATED   
HERMANSK P DLAK S NDROME  HPS1 RELATED   
HERMANSK P DLAK S NDROME  HPS3 RELATED   
HERMANSK P DLAK S NDROME  HPS4 RELATED   
HERMANSK P DLAK S NDROME  HPS RELATED   
HERMANSK P DLAK S NDROME  HPS RELATED   
HOLOCARBO LASE S NTHETASE DEFICIENC    
HOMOC STIN RIA AND MEGALOBLASTIC ANEMIA T PE CBLG   
HOMOC STIN RIA D E TO DEFICIENC  OF MTHFR   
HOMOC STIN RIA  CBS RELATED   
HOMOC STIN RIA  Type cblE   
H DROLETHAL S S NDROME   
H PER IGM IMM NODEFICIENC    
H PERORNITHINEMIA H PERAMMONEMIA HOMOCITR LLIN RIA  HHH S NDROME 

  
H PERPHOSPHATEMIC FAMILIAL T MORAL CALCINOSIS  GALNT3 RELATED

  
H POM ELINATING LE KOD STROPH  12   
H POPHOSPHATASIA  ALPL RELATED   

IMERSL ND GR SBECK S NDROME 2   
IMM NODEFICIENC CENTROMERIC INSTABILIT FACIAL ANOMALIES ICF
S NDROME  DNMT3B RELATED   
IMM NODEFICIENC CENTROMERIC INSTABILIT FACIAL ANOMALIES ICF
S NDROME  BTB24 RELATED   
INCL SION BOD  M OPATH  2   
INFANTILE CEREBRAL AND CEREBELLAR ATROPH    
INFANTILE NEPHRONOPHTHISIS   
INFANTILE NE ROA ONAL D STROPH    
ISOLATED ECTOPIA LENTIS   
ISOLATED S LFITE O IDASE DEFICIENC    
ISOLATED TH ROID STIM LATING HORMONE DEFICIENC    
ISO ALERIC ACIDEMIA   

OHANSON BLI ARD S NDROME   
O BERT S NDROME 2 / MECKEL S NDROME 2   
O BERT S NDROME AND RELATED DISORDERS SRD  TMEM 7 RELATED

  
O BERT S NDROME  AHI1 RELATED   
O BERT S NDROME  ARL13B RELATED   
O BERT S NDROME  B D1 RELATED   
O BERT S NDROME  B D2 RELATED   
O BERT S NDROME  C2CD3 RELATED/OROFACIODIGITAL S NDROME 14

  
O BERT S NDROME  CC2D2A RELATED/COACH S NDROME   
O BERT S NDROME  CEP104 RELATED   
O BERT S NDROME  CEP120 RELATED/SHORT RIB THORACIC D SPLASIA 13 ITH OR

ITHO T POL DACT L    
O BERT S NDROME  CEP41 RELATED   
O BERT S NDROME  CPLANE1 RELATED / OROFACIODIGITAL S NDROME 

  
O BERT S NDROME  CSPP1 RELATED   
O BERT S NDROME  INPP E RELATED   

NCTIONAL EPIDERMOL SIS B LLOSA  COL17A1 RELATED   
NCTIONAL EPIDERMOL SIS B LLOSA  ITGA RELATED   
NCTIONAL EPIDERMOL SIS B LLOSA  ITGB4 RELATED   
NCTIONAL EPIDERMOL SIS B LLOSA  LAMB3 RELATED   
NCTIONAL EPIDERMOL SIS B LLOSA  LAMC2 RELATED   
NCTIONAL EPIDERMOL SIS B LLOSA/LAR NGOON CHOC TANEO S S NDROME

LAMA3 RELATED   

KRABBE DISEASE   

LAMELLAR ICHTH OSIS  T PE 1   
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LARON S NDROME   
LEBER CONGENITAL AMA ROSIS 2   
LEBER CONGENITAL AMA ROSIS T PE AIPL1   
LEBER CONGENITAL AMA ROSIS T PE G C 2D   
LEBER CONGENITAL AMA ROSIS T PE T LP1   
LEBER CONGENITAL AMA ROSIS  I CB1 RELATED/SENIOR LOKEN S NDROME 

  
LEBER CONGENITAL AMA ROSIS  T PE CEP2 0   
LEBER CONGENITAL AMA ROSIS  T PE LCA    
LEBER CONGENITAL AMA ROSIS  T PE RDH12   
LEIGH S NDROME  FRENCH CANADIAN T PE   
LETHAL CONGENITAL CONTRACT RE S NDROME 1   
LE KOENCEPHALOPATH  ITH ANISHING HITE MATTER   
LE KOENCEPHALOPATH  ITH ANISHING HITE MATTER  EIF2B1 RELATED

  
LE KOENCEPHALOPATH  ITH ANISHING HITE MATTER  EIF2B2 RELATED

  
LE KOENCEPHALOPATH  ITH ANISHING HITE MATTER  EIF2B3 RELATED

  
LE KOENCEPHALOPATH  ITH ANISHING HITE MATTER  EIF2B4 RELATED

  
LIG4 S NDROME   
LIMB GIRDLE M SC LAR D STROPH  T PE    
LIMB GIRDLE M SC LAR D STROPH  T PE 2A   
LIMB GIRDLE M SC LAR D STROPH  T PE 2B   
LIMB GIRDLE M SC LAR D STROPH  T PE 2C   
LIMB GIRDLE M SC LAR D STROPH  T PE 2D   
LIMB GIRDLE M SC LAR D STROPH  T PE 2E   
LIMB GIRDLE M SC LAR D STROPH  T PE 2F   
LIMB GIRDLE M SC LAR D STROPH  T PE 2I   
LIPOAMIDE DEH DROGENASE DEFICIENC  DIH DROLIPOAMIDE DEH DROGENASE
DEFICIENC    
LIPOID ADRENAL H PERPLASIA   
LIPOPROTEIN LIPASE DEFICIENC    
LONG CHAIN 3 H DRO AC L COA DEH DROGENASE DEFICIENC    
LRAT RELATED CONDITIONS   
L NG DISEASE  IMM NODEFICIENC  AND CHROMOSOME BREAKAGE S NDROME
LICS    

L SIN RIC PROTEIN INTOLERANCE   

MALON L COA DECARBO LASE DEFICIENC    
MAPLE S R P RINE DISEASE  T PE 1A   
MAPLE S R P RINE DISEASE  T PE 1B   
MAPLE S R P RINE DISEASE  T PE 2   
MCK SICK KA FMAN S NDROME   
MECKEL S NDROME 7/NEPHRONOPHTHISIS 3   
MECKEL GR BER S NDROME  T PE 1   
MECR RELATED NE ROLOGIC DISORDER   
MEDI M CHAIN AC L CoA DEH DROGENASE DEFICIENC    
MEDNIK S NDROME   
MEGALENCEPHALIC LE KOENCEPHALOPATH  ITH S BCORTICAL C STS

  
MEROSIN DEFICIENT M SC LAR D STROPH    
METABOLIC ENCEPHALOPATH  AND ARRH THMIAS  TANGO2 RELATED

  
METACHROMATIC LE KOD STROPH  ARSA RELATED   
METACHROMATIC LE KOD STROPH  PSAP RELATED   
METH LMALONIC ACIDEMIA AND HOMOC STIN RIA T PE CBLF   
METH LMALONIC ACIDEMIA  MCEE RELATED   
METH LMALONIC ACID RIA AND HOMOC STIN RIA  T PE CBLC   
METH LMALONIC ACID RIA AND HOMOC STIN RIA  T PE CblD   
METH LMALONIC ACID RIA  MMAA RELATED   
METH LMALONIC ACID RIA  MMAB RELATED   
METH LMALONIC ACID RIA  T PE M T  0    
ME ALONIC KINASE DEFICIENC    
MICROCEPHALIC OSTEOD SPLASTIC PRIMORDIAL D ARFISM T PE II   

MICROPHTHALMIA / ANOPHTHALMIA  S 2 RELATED   
MITOCHONDRIAL COMPLE  1 DEFICIENC  ACAD RELATED   
MITOCHONDRIAL COMPLE  1 DEFICIENC  ND FAF RELATED   
MITOCHONDRIAL COMPLE  1 DEFICIENC  ND FS RELATED   
MITOCHONDRIAL COMPLE  I DEFICIENC  N CLEAR T PE 1   
MITOCHONDRIAL COMPLE  I DEFICIENC  N CLEAR T PE 10   
MITOCHONDRIAL COMPLE  I DEFICIENC  N CLEAR T PE 17   
MITOCHONDRIAL COMPLE  I DEFICIENC  N CLEAR T PE 1    
MITOCHONDRIAL COMPLE  I DEFICIENC  N CLEAR T PE 3   
MITOCHONDRIAL COMPLE  I DEFICIENC  N CLEAR T PE 4   
MITOCHONDRIAL COMPLE  I  DEFICIENC  N CLEAR T PE 2  SCO2 RELATED

  
MITOCHONDRIAL COMPLE  I  DEFICIENC  N CLEAR T PE    
MITOCHONDRIAL DNA DEPLETION S NDROME 2   

MITOCHONDRIAL DNA DEPLETION S NDROME 3   
MITOCHONDRIAL M OPATH  AND SIDEROBLASTIC ANEMIA  MLASA1    
MITOCHONDRIAL TRIF NCTIONAL PROTEIN DEFICIENC  HADHB RELATED

  
MOL BDEN M COFACTOR DEFICIENC  T PE B   
MOL BDEN M COFACTOR DEFICIENC  T PE A   
M COLIPIDOSIS II/III A   
M COLIPIDOSIS III GAMMA   
M COLIPIDOSIS  T PE I    
M COPOL SACCHARIDOSIS  T PE I  H RLER S NDROME    
M COPOL SACCHARIDOSIS  T PE III A  SANFILIPPO A    
M COPOL SACCHARIDOSIS  T PE III B  SANFILIPPO B    
M COPOL SACCHARIDOSIS  T PE III C  SANFILIPPO C    
M COPOL SACCHARIDOSIS  T PE III D  SANFILIPPO D    
M COPOL SACCHARIDOSIS  T PE I  A MOR IO S NDROME    
M COPOL SACCHARIDOSIS  T PE I  B/GM1 GANGLIOSIDOSIS   
M COPOL SACCHARIDOSIS  T PE I    
M COPOL SACCHARIDOSIS  T PE I  MAROTEA LAM     
M COPOL SACCHARIDOSIS  T PE II   
M LIBRE  NANISM   
M LTIPLE PTER GI M S NDROME  CHRNG RELATED/ESCOBAR S NDROME

  
M LTIPLE S LFATASE DEFICIENC    
M SCLE E E BRAIN DISEASE  POMGNT1 RELATED   
M SC LAR D STROPH D STROGL CANOPATH    
M SK RELATED CONGENITAL M ASTHENIC S NDROME   
M ONE ROGASTROINTESTINAL ENCEPHALOPATH   MNGIE    
M OTONIA CONGENITA   

N ACET LGL TAMATE S NTHASE DEFICIENC    
NEMALINE M OPATH  NEB RELATED   
NEPHRONOPHTHISIS 1   
NE RONAL CEROID LIPOF SCINOSIS  CLN RELATED   
NE RONAL CEROID LIPOF SCINOSIS  CLN RELATED   
NE RONAL CEROID LIPOF SCINOSIS  CLN RELATED   
NE RONAL CEROID LIPOF SCINOSIS  MFSD RELATED   
NE RONAL CEROID LIPOF SCINOSIS  PPT1 RELATED   
NE RONAL CEROID LIPOF SCINOSIS  TPP1 RELATED   
NGL 1 CONGENITAL DISORDER OF GL COS LATION   
NIEMANN PICK DISEASE  T PE C1 / D   
NIEMANN PICK DISEASE  T PE C2   
NIEMANN PICK DISEASE  T PES A / B   
NI MEGEN BREAKAGE S NDROME   
NON S NDROMIC HEARING LOSS  G B2 RELATED   
NON S NDROMIC HEARING LOSS  M O1 A RELATED   
NONS NDROMIC HEARING LOSS  OTOA RELATED   
NONS NDROMIC HEARING LOSS  OTOF RELATED   
NONS NDROMIC HEARING LOSS  P K RELATED   
NONS NDROMIC HEARING LOSS  S NE4 RELATED   
NONS NDROMIC HEARING LOSS  TMC1 RELATED   
NONS NDROMIC HEARING LOSS  TMPRSS3 RELATED   
NONS NDROMIC INTELLECT AL DISABILIT    
NORMOPHOSPHATEMIC T MORAL CALCINOSIS   

OC LOC TANEO S ALBINISM T PE III   
OC LOC TANEO S ALBINISM T PE I    
OC LOC TANEO S ALBINISM  OCA2 RELATED   
OC LOC TANEO S ALBINISM  T PES 1A AND 1B   
ODONTO ON CHO DERMAL D SPLASIA / SCHOPF SCH L PASSARGE S NDROME

  
OMENN S NDROME  RAG2 RELATED   
ORNITHINE AMINOTRANSFERASE DEFICIENC    
OSTEOGENESIS IMPERFECTA T PE II   
OSTEOGENESIS IMPERFECTA T PE III   
OSTEOGENESIS IMPERFECTA T PE I   
OSTEOGENESIS IMPERFECTA T PE III   
OSTEOPETROSIS  INFANTILE MALIGNANT  TCIRG1 RELATED   
OSTEOPETROSIS  OSTM1 RELATED   

PANTOTHENATE KINASE ASSOCIATED NE RODEGENERATION   
PAPILLON LEF RE S NDROME   
PARKINSON DISEASE 1    
PENDRED S NDROME   
PERLMAN S NDROME   
PGM3 CONGENITAL DISORDER OF GL COS LATION   
PHEN LKETON RIA   
PIGN CONGENITAL DISORDER OF GL COS LATION   
PIT ITAR  HORMONE DEFICIENC  COMBINED 3   
POLG RELATED DISORDERS   
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POL C STIC KIDNE  DISEASE  A TOSOMAL RECESSI E   
PONTOCEREBELLAR H POPLASIA  E OSC3 RELATED   
PONTOCEREBELLAR H POPLASIA  RARS2 RELATED   
PONTOCEREBELLAR H POPLASIA  TSEN2 RELATED   
PONTOCEREBELLAR H POPLASIA  TSEN 4 RELATED   
PONTOCEREBELLAR H POPLASIA  T PE 1A   
PONTOCEREBELLAR H POPLASIA  T PE 2D   
PONTOCEREBELLAR H POPLASIA  PS 3 RELATED   
PRIMAR  CILIAR  D SKINESIA  CCDC103 RELATED   
PRIMAR  CILIAR  D SKINESIA  CCDC3 RELATED   
PRIMAR  CILIAR  D SKINESIA  DNAH11 RELATED   
PRIMAR  CILIAR  D SKINESIA  DNAH RELATED   
PRIMAR  CILIAR  D SKINESIA  DNAI1 RELATED   
PRIMAR  CILIAR  D SKINESIA  DNAI2 RELATED   
PRIMAR  CONGENITAL GLA COMA/PETERS ANOMAL    
PRIMAR  H PERO AL RIA  T PE 1   
PRIMAR  H PERO AL RIA  T PE 2   
PRIMAR  H PERO AL RIA  T PE 3   
PRIMAR  MICROCEPHAL  1  A TOSOMAL RECESSI E   
PROGRESSI E EARL ONSET ENCEPAHLOPATH  ITH BRAIN ATROPH  AND THIN
CORP S CALLOS M   
PROGRESSI E FAMILIAL INTRAHEPATIC CHOLESTASIS  ABCB4 RELATED   
PROGRESSI E FAMILIAL INTRAHEPATIC CHOLESTASIS  T PE 1 PFIC1    
PROGRESSI E FAMILIAL INTRAHEPATIC CHOLESTASIS  T PE 2   
PROGRESSI E FAMILIAL INTRAHEPATIC CHOLESTASIS  T PE 4 PFIC4    
PROGRESSI E PSE DORHE MATOID D SPLASIA   
PROLIDASE DEFICIENC    
PROPIONIC ACIDEMIA  PCCA RELATED   
PROPIONIC ACIDEMIA  PCCB RELATED   
PSE DO ANTHOMA ELASTIC M   
PTERIN 4 ALPHA CARBINOLAMINE DEH DRATASE PCD  DEFICIENC    
P CNOD SOSTOSIS   
P RIDO AL PHOSPHATE DEPENDENT EPILEPS    
P RIDO INE DEPENDENT EPILEPS    
P R ATE CARBO LASE DEFICIENC    
P R ATE DEH DROGENASE DEFICIENC  PDHB RELATED   

REFS M DISEASE  PH H RELATED   
RENAL T B LAR ACIDOSIS AND DEAFNESS  ATP 1B1 RELATED   
RENAL T B LAR ACIDOSIS  PRO IMAL  ITH OC LAR ABNORMALITIES AND MENTAL
RETARDATION   
RETINITIS PIGMENTOSA 2    
RETINITIS PIGMENTOSA 2    
RETINITIS PIGMENTOSA 2    
RETINITIS PIGMENTOSA 3    
RETINITIS PIGMENTOSA    
RETINITIS PIGMENTOSA 2   
RHI OMELIC CHONDROD SPLASIA P NCTATA  T PE 1   
RHI OMELIC CHONDROD SPLASIA P NCTATA  T PE 2   
RHI OMELIC CHONDROD SPLASIA P NCTATA  T PE 3   
RLBP1 RELATED RETINOPATH    
ROBERTS S NDROME   
R R1 RELATED CONDITIONS   

SALLA DISEASE   
SANDHOFF DISEASE   
SCHIMKE IMM NOOSSEO S D SPLASIA   
SCHINDLER DISEASE   
SEGA A S NDROME  TH RELATED   
SENIOR LOKEN S NDROME 4/NEPHRONOPHTHISIS 4   
SEPIAPTERIN RED CTASE DEFICIENC    
SE ERE COMBINED IMM NODEFICIENC  SCID  CD3D RELATED   
SE ERE COMBINED IMM NODEFICIENC  SCID  CD3E RELATED   
SE ERE COMBINED IMM NODEFICIENC  SCID  FO N1 RELATED   
SE ERE COMBINED IMM NODEFICIENC  SCID  IKBKB RELATED   
SE ERE COMBINED IMM NODEFICIENC  SCID  IL7R RELATED   
SE ERE COMBINED IMM NODEFICIENC  SCID  AK3 RELATED   
SE ERE COMBINED IMM NODEFICIENC  SCID  PTPRC RELATED   
SE ERE COMBINED IMM NODEFICIENC  SCID  RAG1 RELATED   
SE ERE COMBINED IMM NODEFICIENC  ADA Related   
SE ERE COMBINED IMM NODEFICIENC  T PE ATHABASKAN   
SHORT RIB THORACIC D SPLASIA 3 ITH OR ITHO T POL DACT L

  
SH ACHMAN DIAMOND S NDROME  SBDS RELATED   
SIALIDOSIS   
S GREN LARSSON S NDROME   
SMITH LEMLI OPIT  S NDROME   
SPASTIC PARAPLEGIA  T PE 1    

SPASTIC TETRAPLEGIA  THIN CORP S CALLOS M  AND PROGRESSI E MICROCEPHAL
SPATCCM    
SPG11 RELATED CONDITIONS   
SPINAL M SC LAR ATROPH    

SPINAL M SC LAR ATROPH  ITH RESPIRATOR  DISTRESS T PE 1   
SPINOCEREBELLAR ATA IA  A TOSOMAL RECESSI E 10   
SPINOCEREBELLAR ATA IA  A TOSOMAL RECESSI E 12   
SPOND LOCOSTAL D SOSTOSIS 1   
SPOND LOTHORACIC D SOSTOSIS  MESP2 Related   
STEEL S NDROME   
STEROID RESISTANT NEPHROTIC S NDROME   
ST E IEDEMANN S NDROME   
S RF1 RELATED CONDITIONS   
S RFACTANT D SF NCTION  ABCA3 RELATED   

TA SACHS DISEASE   
TBCE RELATED CONDITIONS   
THIAMINE RESPONSI E MEGALOBLASTIC ANEMIA S NDROME   
TH ROID D SHORMONOGENESIS 1   
TH ROID D SHORMONOGENESIS 2A   
TH ROID D SHORMONOGENESIS 3   
TH ROID D SHORMONOGENESIS    
TRANSCOBALAMIN II DEFICIENC    
TRICHOHEPATOENTERIC S NDROME  SKIC2 RELATED   
TRICHOHEPATOENTERIC S NDROME  TTC37 RELATED   
TRICHOTHIOD STROPH  1/ ERODERMA PIGMENTOS M  GRO P D   
TRIMETH LAMIN RIA   
TRIPLE A S NDROME   
TSHR RELATED CONDITIONS   
T ROSINEMIA T PE III   
T ROSINEMIA  T PE 1   
T ROSINEMIA  T PE 2   

SHER S NDROME  T PE 1B   
SHER S NDROME  T PE 1C   
SHER S NDROME  T PE 1D   
SHER S NDROME  T PE 1F   
SHER S NDROME  T PE 1 /DEAFNESS  A TOSOMAL RECESSI E  4    
SHER S NDROME  T PE 2A   
SHER S NDROME  T PE 2C   
SHER S NDROME  T PE 3   

ER  LONG CHAIN AC L CoA DEH DROGENASE DEFICIENC    
ICI S NDROME   
ITAMIN D DEPENDENT RICKETS  T PE 1A   
ITAMIN D RESISTANT RICKETS T PE 2A   
LDLR ASSOCIATED CEREBELLAR H POPLASIA   

ALKER ARB RG S NDROME  CRPPA RELATED   
ALKER ARB RG S NDROME  FKTN RELATED   
ALKER ARB RG S NDROME  LARGE1 RELATED   
ALKER ARB RG S NDROME  POMT1 RELATED   
ALKER ARB RG S NDROME  POMT2 RELATED   
ARSA  BREAKAGE S NDROME   
ERNER S NDROME   
ILSON DISEASE   
OLCOTT RALLISON S NDROME   
OLMAN DISEASE   
OODHO SE SAKATI S NDROME   

ERODERMA PIGMENTOS M ARIANT T PE   
ERODERMA PIGMENTOS M  GRO P A   
ERODERMA PIGMENTOS M  GRO P C   

ELL EGER SPECTR M DISORDER  PE 13 RELATED   
ELL EGER SPECTR M DISORDER  PE 1 RELATED   
ELL EGER SPECTR M DISORDER  PE RELATED   
ELL EGER SPECTR M DISORDERS  PE 10 RELATED   
ELL EGER SPECTR M DISORDERS  PE 12 RELATED   
ELL EGER SPECTR M DISORDERS  PE 1 RELATED   
ELL EGER SPECTR M DISORDERS  PE 2 RELATED   
ELL EGER SPECTR M DISORDERS  PE 2 RELATED   
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Se encing library prepared from genomic DNA isolated from a patient sample is enriched for targets of interest sing standard hybridi ation capt re protocols and
PCR amplification for targets specified belo  NGS is then performed to achieve the standards of ality control metrics  incl ding a minim m coverage of  of
targeted regions at 20  se encing depth  Se encing data is aligned to h man reference se ence  follo ed by ded plication  metric collection and variant calling
coding region /  20bp  ariants are then classified according to ACMGG/AMP standards of interpretation sing p blicly available databases incl ding b t not

limited to ENSEMBL  HGMD Pro  ClinGen  Clin ar  1000G  ESP and gnomAD  ariants predicted to be pathogenic or likely pathogenic for the specified diseases
are reported  It sho ld be noted that the data interpretation is based on o r c rrent nderstanding of the genes and variants at the time of reporting  P tative
positive se encing variants that do not meet internal ality standards or are ithin highly homologo s regions are confirmed by Sanger se encing or gene
specific long range PCR as needed prior to reporting

Copy N mber ariant CN  analysis is limited to deletions involving t o or more exons for all genes on the panel  in addition to specific kno n rec rrent single
exon deletions  CN s of small si e may have red ced detection rate  This method does not detect gene inversions  single exonic and s b exonic deletions nless
other ise specified  and d plications of all si es nless other ise specified  Additionally  this method does not define the exact breakpoints of detected CN
events  Confirmation testing for copy n mber variation is performed by specific PCR  M ltiplex Ligation dependent Probe Amplification MLPA  next generation
se encing  or other methodology

This test may not detect certain variants d e to local se ence characteristics  high/lo  genomic complexity  homologo s se ence  or allele dropo t PCR based
assays  ariants ithin noncoding regions promoter  TR  3 TR  deep intronic regions  nless other ise specified  small deletions or insertions larger than
2 bp  lo level mosaic variants  str ct ral variants s ch as inversions  and/or balanced translocations may not be detected ith this technology

For ABCC  se encing variants in exons 1 7 are not detected d e to the presence of regions of high homology

For CFTR  hen the CFTR R117H variant is detected  reflex analysis of the polythymidine variations T  7T and T  at the intron  branch/acceptor site of the
CFTR gene ill be performed  M lti exon d plication analysis is incl ded

For C P21A2  targets ere enriched sing long range PCR amplification  follo ed by next generation se encing  D plication analysis ill only be performed and
reported hen c C T p 31  is detected  Se encing and CN  analysis may have red ced sensitivity  if variants res lt from complex rearrangements  in
trans ith a gene deletion  or C P21A2 gene d plication on one chromosome and deletion on the other chromosome  This analysis cannot detect se encing
variants located on the C P21A2 d plicated copy

For DD 11  se encing variants in exons 7 11 and CN  for the entire gene are not analy ed d e to high se ence homology

For G B2  CN  analysis of pstream deletions of G B D13S1 30 30 kb deletion  and G B D13S1 4 232kb deletion  is incl ded

For HBA1/HBA2  CN  analysis is offered to detect common deletions of alpha3 7  alpha4 2  MED  SEA  FIL  THAI  alpha20  and/or HS 40

For OTOA  se encing variants in exons 2 2  and CN  in exons 21 2  are not analy ed d e to high se ence homology

For RPGRIP1L  variants in exon 23 are not detected d e to assay limitation

For SAMD  only p K14 E variant ill be analy ed and reported

The GAA repeat region of the F N gene is assessed by trin cleotide PCR assay and capillary electrophoresis  ariances of / 1 repeat for normal alleles and p to
/ 3 repeats for prem tation alleles may occ r  For f lly penetrant expanded alleles  the precise repeat si e cannot be determined  therefore the approximate allele

si e is reported  Se encing and copy n mber variants are analy ed by next generation se encing analysis

Normal 34

Prem tation 34  

F ll
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The total combined copy n mber of SMN1 and SMN2 exon 7 is antified based on NGS read depth  The ratio of SMN1 to SMN2 is calc lated based on the read
depth of a single n cleotide that disting ishes these t o genes in exon 7  In addition to copy n mber analysis  testing for the presence or absence of a single
n cleotide polymorphism g 27134T G in intron 7 of SMN1  associated ith the presence of a SMN1 d plication allele is performed sing NGS

g 27134T G ABSENT g 27134T G PRESENT

Ca casian 1 in 32 1 in 7 1 in 2

Ashkena i e ish 1 in 3 0 1 in 0 LIKEL  CARRIER

Asian 1 in 2 1 in 702 LIKEL  CARRIER

African American 1 in 121 1 in 3 1 in 34

Hispanic 1 in 10 1 1 in 17 2 1 in 140

Only pathogenic or likely pathogenic variants are reported  Other variants incl ding benign variants  likely benign variants  variants of ncertain significance  or
inconcl sive variants identified d ring this analysis may be reported in certain circ mstances  O r laboratory s variant classification criteria are based on the ACMG
and internal g idelines and o r c rrent nderstanding of the specific genes  This interpretation may change over time as more information abo t a gene and/or
variant becomes available  Natera and its lab partner s  may reclassify variants at certain intervals b t may not release pdated reports itho t a specific re est
made to Natera by the ordering provider  Natera may disclose incidental findings if deemed clinically pertinent to the test performed

A negative carrier screening res lt red ces the risk for a patient to be a carrier of a specific disease b t does not completely r le o t carrier stat s  Please visit
https:// natera com/panel option/h all/ for a table of carrier rates  detection rates  resid al risks and promised variants/exons per gene  Carrier rates before
and after testing vary by ethnicity and ass me a negative family history for each disease screened and the absence of clinical symptoms in the patient  Any patient

ith a family history for a specific genetic disease ill have a higher carrier risk prior to testing and  if the disease ca sing m tation in their family is not incl ded
on the test  their carrier risk o ld remain nchanged  Genetic co nseling is recommended for patients ith a family history of genetic disease so that risk fig res
based on act al family history can be determined and disc ssed along ith potential implications for reprod ction  Hori on carrier screening has been developed to
identify the reprod ctive risks for monogenic inherited conditions  Even hen one or both members of a co ple screen negative for pathogenic variants in a
specific gene  the disease risk for their offspring is not ero  There is still a lo  risk for the condition in their offspring d e to a n mber of different mechanisms
that are not detected by Hori on incl ding  b t not limited to  pathogenic variant s  in the tested gene or in a different gene not incl ded on Hori on  pathogenic
variant s  in an pstream reg lator  niparental disomy  de novo m tation s  or digenic or polygenic inheritance

These analyses generally provide highly acc rate information regarding the patient s carrier stat s  Despite this high level of acc racy  it sho ld be kept in mind
that there are many potential so rces of diagnostic error  incl ding misidentification of samples  polymorphisms  or other rare genetic variants that interfere ith
analysis  Families sho ld nderstand that rare diagnostic errors may occ r for these reasons
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DOB: 
Sex: M
MR#: 7731
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Partner Information: 
Not Tested 

Physician:
Wieloch, Shannon
GC: Wieloch, Shannon
Fairfax Cryobank
3015 Williams Drive #110
Fairfax, VA 22031
Phone: 

Laboratory:
Fulgent Therapeutics LLC
CAP#: 8042697
CLIA#: 05D2043189 
Laboratory Director: 
Dr. Amar Jariwala 
Report Date: Feb 17,2026

Accession:

 
Specimen Type: DNA
Collected: Not Provided 

Accession:
N/A

FINAL RESULTS TEST PERFORMED

No carrier mutations identified
Single Gene Carrier Screening: TSPEAR
(1 Gene Panel: TSPEAR; 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. A negative result reduces, but does not eliminate, the chance to be a carrier for
any condition included in this screen. Please see the supplemental table for details.
This carrier screening test does not screen for all possible genetic conditions, nor for all possible mutations in every gene
tested. This report does not include variants of uncertain significance; only variants classified as pathogenic or likely
pathogenic at the time of testing, and considered relevant for reproductive carrier screening, are reported. Please see the
gene specific notes for details. Please note that the classification of variants can change over time.
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.
Gene specific notes and limitations may be present. See below.
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:
Please do not test AAAS -Please test TSPEAR
This analysis was run using the Custom Beacon Carrier Screening Panel gene list. 1 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.

TSPEAR

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 100.00% 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"). Deletion/duplication
analysis has not been performed. Bioinformatics: The FPLMv2.0 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 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. Saliva swab samples may have reduced sensitivity for CNVs and a higher CNV failure rate.
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
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No gene specific limitations apply to the genes on the tested panel.

SIGNATURE:
 

Dr. Harry Gao, DABMG, FACMG on 02/17/2026 
Laboratory Director, Fulgent

DISCLAIMER:
This test was developed, performed, and its performance characteristics determined by Fulgent Therapeutics LLC (CAP#
8042697, CLIA# 05D2043189), 4399 Santa Anita Ave., El Monte, CA 91731. 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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To view the supplemental table describing the carrier frequencies, detection rates,
and residual risks associated with the genes tested on any Beacon panel, please visit
the following link:
Beacon Expanded Carrier Screening Supplemental Table
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