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BEFORE RATE AFTER
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DISORDER ETHNICITY

Cystic fibrosis (AR) NM_000492.3

CFTR PN ] 1in 45 99% 1in 4,400
SR " "

Fragile X syndrome (XL) NM_002024.5

A FMR 1% 2 \E 1in 259 99% 1in 25,800
XA RSt iE

(" Spinal muscular atrophy (AR) NM_000344.3

(SMN1: 2 copies 9.27134T>G not detected")
Carrier residual risks listed are for 2 copy SMN1 results. SMN1 % R 1in 53 93% 1in 743
Carrier residual risks for > 2 copies are 5-to 10-fold lower.

BRI N ZEHEAE

3-beta-hydroxysteroid dehydrogenase type |l deficiency
(congenital adrenal hyperplasia) (AR) NM_000198.3 HSD3B2 2N 1in 500 99% Reduced
3- BB EE R S AR Z iE- 28

3-hydroxy-3-methylglutarayl-CoA (HMG-CoA) 2 AE 1in 500 99% Reduced
lyase deficiency (AR) NM_000191.2 HMGCL
3-T8-3-FEX"ERME gE7F 1in 160 99% 1in 15,900

. /

3-methylcrotonyl-CoA carboxylase deficiency
(AR) NM_020166.4 MCCC1 2AE 1in 134 99% 1in 13,300
= HEEOHEHBARCEERZE- 15

3-methylcrotonyl-CoA carboxylase deficiency

(AR) NM_022132.4 MCCC2 FANE 1in 134 99% 1in 13,300
=HREESEEEEARCEERZE- 28

3-methylglutaconic aciduria type I 2B 1in 500 99% Reduced
(Costeff optic atrophy) (AR) NM_025136.3 OPA3
CostefffE{REE A 1in 10 99% 1in 900

|\ S
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CARRIER CARRIER RESIDUAL
BISCEGER TR FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
11-beta-hydroxylase-deficient congenital adrenal 2\ 1in 194 99% 1in 19,300
hyperplasia (AR) NM_000497.3 CYP11B1
FERMES ERARIZAE- 11 0L EBERCIE AR 1in 40 99% 1in 3,900
|\ S
3-beta-hydroxysteroid dehydrogenase type |l deficiency
(congenital adrenal hyperplasia) (AR) NM_000198.3 HSD3B2 EANE 1in 500 99% Reduced
3- B ENEE R S R Z iE- 28
|\
1T7-alpha-hydroxylase-deficient congenital adrenal
hyperplasia (AR) NM_000102.3 CYP1TA1 EIN 1in 500 99% Reduced
FERME ERRIBERE-1Taf b BRI
4 N\
Congenital adrenal hyperplasia
due to 21-hydroxylase deficiency NM_000500.7 CYP21A2 EANE 1in 61 99% Reduced
FERME ERRIEERE-2 1 L ESRRIAE
|\
1 o,
Abetalipoproteinemia (AR) NM_000253.3 e EAE 1in 500 | 99% Reduced
m [=pa=4
% 8BRS R MAE bTipAN 1in 131 99% 1in 13,000
4 N\
ACAD9 deficiency (AR) NM_014049.4 )
N _ ACAD9 EAE 1in 500 99% Reduced
RAREEIE S | FRZESE 20 B
4 N\
Achromatopsia (AR) NM_019098.4 CNGB3 A i 93 999 {9,200
in in9,
BB RAE ’
Acrodermatitis enteropathica (AR) NM_130849.3 SLC39A4 A - 99% | in 35,300
ISR MR RS 4 " ’ "o
4 N\
ADA-related conditions (AR) NM_000022.2 ) ]
_ ADA FEANE 1in 224 92% 1in2,788
BRE R R ESERZAE
Aicardi-Gouti & res synd‘ll'ome (AR) NM_015474.3 SAMHD 1 2 i 1 in 500 99% Reduced
Aicardi-Goutieres fE{&Ef
|\ S
1in 250 99% 1in 24,900
Alkaptonuria (AR) NM_000187.3 D ZAE n ° n
RPRIE ik 1in 69 99% 1in 6,800
|\ S
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CARRIER CARRIER RESIDUAL
FREQUENCY DETECTION RISK
DISORDER Teldeling BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
1in13 95% 1in 240
Alpha-1 antitrypsin deficiency (AR) NM_000295.4 ZAE n n
N SERPINA1
o 1-RIRERBRZ E G 1in 249 95% 1in 4,960
|\ S
Alpha-mannosidosis (AR) NM_000528.3 _ _
MANZ2B1 FAE 1in 354 99% 1in 35,300
o BIHEWELE
|\
4
Alpha-thalassemia (AR) NM_000558.4,
NM_000517.4 HBA1* FAE 1in 25 90% 1in 241
FEGEIFMEM
|\ S
Alpha-thalassemia (AR) NM_000558.4,
NM_000517.4 HBA2x% FAE 1in 25 90% 1in 241

BREFMHEN

Alpha-thalassemia X-linked intellectual disability
syndrome (XL) NM_000489.4 ATRX EANE 1in 500 99% Reduced
FEGEFME M- MEEEES ISR EER

Alport syndrome (AR) NM_000091.4

. COL4A3 EAE 1in 354 99% 1in 35,300
S ERAE(®E$-COL4A3EY
\\§ S
4 N\
Alport syndrome (AR) NM_000092.4 _
. COL4A5% FAE 1in 500 98% Reduced
S{HERE(RE$-COL4A4EY
Alstrom syndrome (AR) NM_015120.4 _
. ALMS1 2 ANE 1in 500 99% Reduced
AlstromfE{&REF
|\
1 )
Andermann syndrome (AR) NM_133647.1 ENE 1in 500 99% Reduced
And iR B SLC12A6
ndermann 7 EwmEA | 1in 23 99% 1in 2,200
|\ S
4 N\
Arginase deficiency (AR) NM_000045.3 _ _
. _ ARG1 FANE 1in 274 99% 1in 27,300
TERRESER TR AE
|\ S
4 N\
Argininosuccinic aciduria (AR) NM_000048.3
ASL FANE 1in 133 90% 1in 1,321

FRRE T ZERBSERZAE
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Aromatase deficiency (AR) NM_031226.2
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FREQUENCY
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B2 MR B 2 B
CARRIER RESIDUAL
RISK
AFTER
NEGATIVE RESULT

Bardet-Bied| FGiE{#E$-1 05!

e _ CYP19A1 EI N 1in 500 99% Reduced
HEEBLERSE ’
S
\
Asparagine synthetase deficiency 2ANE 1in 500 99% Reduced
(AR) NM_133436.3 ASNS
RPIR BB RS E A 1in 80 99% 1in 7,900
S
S
H o,
Aspartylglucosaminuria (AR) NM_000027.3 o EAE | 1in500 99% Reduced
R HE %
RE AR IE =Y | 1in 69 99% 1in 6,800
. o .
Ataxia telangiectasia (AR) NM_000051.3 ATM EAE 1in 100 99% 1in 9,900
H =1n: = =1 7
HiBRM M SR REREE A 1in 69 99% 1 in 6,800
S
N\
Ataxia with vitamin E deficiency (AR) NM_000370.3 TTPA 2\ i 500 00% Reduced
Ig] eauce
HERREMES E RSE ’
S
N\
Autoimmune polyendocrinopathy with candidiasis 2 \EE 1in 150 99% 1in 14,900
and ectodermal dysplasia (AR) NM_000383.3 AIRE
BE% KR Z IR IREHIEY LN 1in 18 99% 1in 1,700
Autosomal recessive deafness 77 2 ANE 1in 500 99% Reduced
(AR) NM_144612.6 LOXHD1
EEMEARERTTR A 1in 180 99% 1in 17,900
|\
Autosomal recessive spastic ataxia of 2AE 1 in 500 99% Reduced
Charlevoix-Saguenay(ARSACS) (AR) NM_014363.5 SACS
BEEM RSB IGRE EEMEXR 1in 21 99% 1in 2,000
|\ S
S
Bardet-Biedl syndrome (AR) NM_024649.4 8BS 2R L i 330 9% | in 32,900
in in 32,
Bardet-BiedIFCiE{REf-1 8 ’
Bardet-Biedl syndrome (AR) NM_031885.3 BBS2 2 AR i 560 90% Reduced
Ig] eauce
Bardet-BiedIFCiE(REf- 28 ’
S
\
Bardet-Biedl syndrome (AR) NM_024685.3 _ _
BBS10 EP N 1in 354 99% 1in 35,300
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Bardet-Biedl syndrome (AR) NM_152618.2
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BBS12 EANE 1in 708 99% Reduced
Bardet-Bied| FCfE (R 8- 125 " ’ seuice
S
N\
Bartter syndrome type IV (AR) NM_057176.2 BSND A i 500 9% Reduced
Ig] eauce
Bartter [KAE{&REF-4 T 0
Bernard-Soulier syndrome (AR) NM_000174.4 P9 2AE i 500 9% Reduced
Bernard-SoulierfiE{z&$-GP9EY n ° educe
S
\
Bernard-Soulier syndrome (GP 1BA-related)
(AR) NM_000173.6 GP1BA% EP N 1in 500 99% Reduced
Bernard-SoulierfE{&Ef-GP 1BAT!
Beta-ketothiolase deficiency (AR) NM_000019.3 ACAT 2 i 500 09% i 35.300
in o in ,
B -ERHRZES R Z AiE
S
\
Biotinidase deficiency (AR) NM_000060.3 BTD 2 AE L in 125 99% 1 in 12.400
in o in12,
EYRIBIRZAE
S
\
Bloom syndrome (AR) NM_000057.3 )
. BLM EPN 1in 500 99% Reduced
BloomfE &
limb-girdle muscular dystrophy type 2A
(AR) NM_000070.2s CAPNS3 2AE 1in 144 99% 1in 14,300
BB RRERE-2ATY
Canavan disease (AR) NM_000049.2 ASPA 2@ i 500 99% Reduced
Ig] (] eauce
KIEMERIBLARRL
S
N\
Carbamoylphosphate synthetase | deficiency
(AR) NM_001875.4 CPS1 EPN 1in 500 99% Reduced
[P ERMNES S A ERERRAE-1BY
S
N\
Carnitine palmitoyltransferase | deficiency
(AR) NM_001876.3 CPT1A EPN 1in 500 99% Reduced

ARG EHBRZ- 18
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CARRIER CARRIER RESIDUAL
DISORDER ETHNICITY FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Carnitine palmitoyltransferase | deficiency
(AR) NM_000098.2 CPT2 EPN 1in 182 99% 1in 18,100
A4S IBRZ 28
|\
Carpenter syndrome (AR) NM_183227.2 _
e RAB23 EANE 1in 500 99% Reduced
CarpenterfiE{ZEF
. S
4 N\
Cartilage-hair hypoplasia - anauxetic dysplasia
spectrum disorders (AR) NR 003051.3 RMRP 2AE 1in 500 99% Reduced
BREEERERE
|\
4
Cerebrotendinous xanthomatosis
(AR) NM_000784.3 CYP27A1 2ANE 1in 112 98% 1in 5,550
R R 1 SRR
\\§ S
4 \
Charcot-Marie-Tooth disease (AR) NM_006096.3 _ _
e _ . NDRG1 = 1in 22 99% 1in 2,100
ETHEEHFE EEAE-4DEY
\\§ S
4 \
Charcot-Marie-Tooth disease, X-linked
(XL) NM_000166.5 GJB1 2ANE 1in 500 99% Reduced
EITH SNBSS 18
|\
Chorea-acanthocytosis (AR) NM_033305.2 _
B . . VPS13A% 2 ANE 1 in 500 97% Reduced
S IEBARAL M ERE
|\
Choroideremia (XL) NM_000390.2 CHM 2 0m i 500 959% Reduced
in A educe
A48 BRIER R E
. S
4 N\
1 )
Chronic granulomatous disease (AR) NM_000101.3 CYBA EAE 1in 500 99% Reduced
BRI AR 1in13 99% 1in 1,200
. S
4 N\
Chronic granulomatous disease (XL) NM_000397.3 _
- — CYBB EIN 1in 500 99% Reduced
HEEEE B MR ER
|\
Citrin deficiency (AR) NM_014251.2 . ) )
o SLC25A13 M 1in 65 99% 1in 6,400
CitrinfRZfE
. S
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CARRIER CARRIER RESIDUAL
DISORDER ETHNICITY FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Citrullinemia type 1 (AR) NM_000050.4 , . )
T ASS1 EIN 1in 120 96% 1in 2,975
Cockayne syndrome type A (AR) NM_000082.3 ERCCS 2 A8 Lin514 99% Reduced
FIYE R AR " ’ seHee
|\ S
Cockayne syndrome type B (AR) NM_000124.3 ERCCE 2\ L 377 99% i 37.600
FIY\E 5 -BE " ’ neh
Cohen syndrome (AR) NM_017890.4 VPS138 AT L in 500 999 Reduced
*5“§\ﬁﬂ;ﬂ$ [g] () eauce
4 \
Combined malonic and methylmalonic aciduria
(AR)NM_174917.4 ACSF3 EP N 1in 87 99% 1in 8,600
AT NPER BRI
|\
4 \
Combined oxidative phosphorylation deficiency
(AR) NM_024996.5 GFM1 EP N 1in 500 99% Reduced
#HaMtaREBER I RZRE- 18
Combined oxidative phosphorylation deficiency 2 A& 1 in 500 93% Reduced
(AR) NM_001172696.1 TSFM*
HEEMELEE RS AE-38Y B 1in 80 93% 1in1,129
S
Combined pituitary hormone deficiency
(AR) NM_014564.4 LHX3 FANE 1in 500 99% Reduced
HAME T EEERRRAK-3E
|\ S
Combined pituitary hormone deficiency
(AR) NM_006261.4 PROP1 FANTE 1in 45 98% 1in 2,200
HAME T EEERRRK-28
|\ S
Combined SAP deficiency (AR) NM_002778.3 PSAP 2 pdm ' in 500 999 Reduced
in educe
A SAPIRS i ’
Congenital amegakaryocytic thrombocytopenia EANE 1in 500 99% Reduced
(AR) NM_005373.2 MPL
SERE %A1 RRER Z /) ViR K T iE B 1in 57 99% 1in 5,600
|\ S

7
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Congenital disorder of glycosylation
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i B E& M A

(AR) NM_013339.3 ALG6* EYN 1in 500 99% Reduced
FERMEEECRRE-1c8
.
Congenital disorder of glycosylation
(AR) NM_002435.2 MPI EYN 1in 500 99% Reduced
FERMEEECRRE-1bEY
S
\
Congenital disorders of glycosylation 2AE 1in 190 99% 1in 18,900
(AR) NM_000303.2 PMM2
FTRMBE KB 1a2 YIS 1in 60 99% 1in 5,900
S
\
Congenital ichthyosis (AR) NM_000359.2 _ .
ST B TGM1 FANE 1in 224 95% 1in 4,460
J
\
Congenital insensitivity to pain with anhidrosis
(AR) NM_001012331.1 NTRK 1 EAE 1in 500 99% Reduced
ERMREFHBRSHEITE
N
. o .
Congenital myasthenic syndrome (AR) NM_000080.3 CHRNE ENE 1in 200 99% 1in 19,900
R 4 i Eid]
SER MR NAEIREE-CHRNERY mE 1 in 25 99% 1 in 2.400
Congenital myasthenic syndrome (AR) NM_005055.4 _ _
. RAPSN FANE 1in 283 99% 1in 28,200
FERMEANEDAEIREE-RAPSNEY
Congenital neutropenia (AR) NM_006118.3 )
i ) HAX1 EDN 1in 500 99% Reduced
BRE SR MIEP M E mERE M E-HAX 1 BY
S
\
Corneal dystrophy and perceptive deafness
(AR) NM_032034.3 SLC4A11 2AE 1in 500 99% Reduced
ARRENRSERIEAE
S
\
Corticosterone methyloxidase deficiency 2 ANE 1in 500 99% Reduced
(AR) NM_000498.3 CYP11B2
R EHPE S LIRS i AR 1in 30 99% 1in 2,900
Cystinosis (AR) NM_004937.2 _ _
CTNS EANE 1in 158 99% 1in 15,700
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D-bifunctional protein deficiency (AR) NM_000414.3
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FREQUENCY

BEFORE
SCREENING
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RPRERRE-3TE

DR E RS HSD17B4 EIN 1in 158 99% 1in 15,700
|\
DHDDS-related disorders (AR) NM_024887.3 DHDDS Rk i 117 09% L 11.600
A in in ,
REEERRE50 B ’
Dihydrolipoamide dehydrogenase deficiency
(AR) NM_000108.4 DLD EPN 1in 500 99% Reduced
— SRR AR S R AE
DMD-related dystrophinopathy (XL) NM_004006.2 ,
- DMD EAE 1in 667 99% Reduced
REZRAREHEAE
Dysferlinopathy (AR) NM_003494.3 , _
DYSF EIN 1in311 99% 1in 31,000
BB REAE 2B B
Dystrophic epidermolysis bullosa (AR) NM_000094.3 COLTA - ' in 370 979% L i 12.300
in in ,
RS RREKEE ’
Ehlers-Danlos syndrome VIIC (AR) NM_014244.4 ADAMTS2 2 A8 1 in 500 99% Reduced
[g] (] eauce
IRENEN- BB HTAE (R B
Ellis-Van Creveld syndrome (AR) NM_147127.4 _ _
. EVC2 FEANE 1in 152 99% 1in 15,100
IRFE CAEREE-28Y
Ellis-Van Creveld syndrome (AR) NM_153717.2 _ _
. . EVC FANE 1in 220 99% 1in 21,900
IRFIfE ERAERRS- 18
Emery-Dreifuss muscular dystrophy
(XL) NM_000117.2 EMD EPN 1 in 200 99% 1in 19,900
Emery-Dreifuss Al5<E&E%E
Retinitis pigmentosa 37 (AR) NM_014249.3 )
NR2E3 FAE 1in 500 99% Reduced




e Ehx  JEARIEERY @R | BERIERERR

CARRIER CARRIER RESIDUAL
DISORDER ETHNICITY FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Ethylmalonic encephalopathy (AR) NM_014297.3" _
_ ETHE1 EN ] 1in 500 99% Reduced
ZERABIERE
|\
Fabry disease (XL) NM_000169.2 GLA 2 A i 500 99% Reduced
in b educe
EinERAE
|\ S
4 N\
Factor IX deficiency/ Hemophilia B
(XL) NM_000133.3 F9 ZANE 1in 500 99% Reduced
mx% B &
|\ S
Factor V Leiden (AD) NM_000130.4 _ _
F5% FANFE 1in 26 99% 1in 2,500
25 BRI K 7 2R 2 MARRE
\\§ S
4 N\
Factor XI| deficiency/hemophilia C EIN] 1in 500 99% Reduced
(AR) NM_000128.3 F11
=11 BNERFRSE A 1in 11 99% 1in 1,000
\\§ S
4 N\
Familial dysautonomia (AR) NM_003640.3 _
— o IKBKAP FAE 1in 500 99% Reduced
KM B E S RTE - IKBKAPEY
1 0,
Familial dysautonomia (AR) NM_003640.3 o ZAB | 1in500 | 99% Reduced
= SR L= - 1
KR F S AiE-ELP 1 8Y AR 1in 36 99% 1in 3,500
|\
Familial hypercholesterolemia (AR/AD) NM_000527.4 LDLR 2 Am L in 250 09% | i 24.900
in 9 in ,
KiEMSEEREMAE-LDLRE °
|\ S
4 N\
Familial hypercholesterolemia (AR) NM_015627.2 L DLRAP1 2 i 500 09% Reduced
in educe
RS EERME-LDLRAPE ’
|\ S
4 N\
Familial hyperinsulinism (AR) NM_000352.4
(BIFFRAE ; ERXRETFEEE - AT T 1in5407ERE ) ABCCS8 2AE 1in 177 99% 1in 17,600
RiEMEERBEZIE-ABCC8H!
|\
Familial hyperinsulinism (AR) NM_000525.3 _
_ . KCNJ11 EPN 1in 500 99% Reduced
KIEMREZRBAZIE-KCNI1 18
|\ S

10
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Familial Mediterranean fever (AR) NM_000243.2
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B

MEFV £ 1in 64 90% 1in 631
RiEME ek AR " ‘ "
Fanconi anemia type A (AR) NM_000135.2 EANCA 2\ \in 345 09% | in 34.400
in in 34,
Fanconi[GEM-AZ! 0
S
N\
Fanconi anemia type C (AR) NM_000136.2 FANGC 2\ i 417 09% L 41,600
in in 41,
FanconiEGEM-CE! 0
Fanconi anemia type G (AR) NM_004629.1 EANCG 2\ L in 500 99% Reduced
in educe
FanconiFGE1M-GHY () u
S
N\
Fumarate hydratase deficiency (AR) NM_000143.3 _
_ FH EPN 1in 500 99% Reduced
IESAZEBEEBER Z
S
N\
Galactokinase deficiency galactosemia
(AR) NM_000154.1 GALKI1 EP N 1in 122 99% 1in 12,100
F I EHEERZAE
|\
Galactosemia (AR) NM_000155.3 _ _
123 e GALT FANE 1in 100 99% 1in 9,900
iE
Gaucher disease (AR) NM_001005741.2 _ _
= GBAx* EANE 1in 158 2% 1in 561
==
S
N\
Gitelman syndrome (AR) NM_000339.2 _ _
. . SLC12A3 FANE 1in 100 99% 1in 9,900
GitelmanfiE{®EF
S
N\
GJB2-related DFNB1 nonsyndromic hearing loss
and deafness (AR) NM_004004.5 GJB2 EPN 1in 50 99% 1in 4,900
B A M EEIS-GJB2EY
Glucose-6-phosphate dehydrogenase deficiency
(XL) NM_001042351.2 G6PD EYN 1in10 99% 1in 900

11
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BEFORE RATE AFTER
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DISORDER ETHNICITY

Glutaric acidemia type | (AR) NM_000159.3

GCDH FANE 1in 87 99% 1in 8,600
KRB ME-18 ’
|\ S
Glutaric acidemia type Il (AR) NM_000126.3 ETEA - i 500 99% Reduced
in % educe
TR —E&IMAE-2ARY
Glutaric acidemia type Il (AR) NM_004453.3 ETEDH 2\ L in 250 99% | i 24.900
in % in ,
X ZE&IMEE-2CHY
4 N\
Glycine encephalopathy (AR) NM_000481.3 _ _
I AMT FANE 1in 325 99% 1in 32,400
FEER M S E FRER M AE-AMTEY
4 N\
Glycine encephalopathy (AR) NM_000170.2 _ _
GLDC FAE 1in 165 99% 1in 16,400

FFEI S H BB MJE-GLDCEY

Glycogen storage disease type la
(AR) NM_000151.3 G6PC FANE 1in177 95% 1in 3,520

BT GATERE-1 ABY
|\

Glycogen storage disease type Ib
(AR) NM_001164277.1 SLC37A4 EPN 1in 354 95% 1in 7,060

AT fATEAE- 1BEY
.

Glycogen storage disease type Il (Pompe disease)
(AR) NM_000152.3 GAA FEAE 1in 100 99% 1in 9,900

BERRE

Glycogen storage disease type lll (AR) NM_000642.2

AGL EP N 1in 159 95% 1in 3,160
BT (R - 35 " "

Glycogen storage disease type IV (AR) NM_000158.3

GBET 2AE 1in 387 99% 1in 38,600
ATERfETRE- 45

Glycogen storage disease type V (AR) NM_005609.3

PYGM =ShZE 1in 158 99% 1in 15,700
T B (-5 A = °

12
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DISORDER ETHNICITY FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Glycogen storage disease type VIl (AR) NM_000289.5 _
PFKM FANE 1in 500 99% Reduced
FFEEfATERE- T8
GRACILE syndrome/BCS1L-related disorders
(AR) NM_004328.4 BCS1L ED N 1in 500 99% Reduced
GRACILE fEf#E%
\\§ S
4 N\
Guanidinoacetate methyltransferase deficiency
(AR) NM_000156.5 GAMT FAE 1in 500 99% Reduced
AR Z B P E SRR AE
|\ S
HBB-related hemoglobinopathies (AR) NM_000518.4 BB L 49 99% | i 4.800
Z BRI =AE " N
\\§ S
4 N\
Hereditary fructose intolerance (AR) NM_000035.3 _ _
. ALDOB BANE 1in 122 99% 1in 12,100
| MY AE
|\
4
Hereditary hemochromatosis (AR) NM_000410.3 _ _
. HFE JEER 1in9 99% 1in 800
I &AEE- 182
|\ S
4 N\
Hereditary hemochromatosis (AR) NM_213653.3 _
. HFE2 FANE 1in 500 99% Reduced
M &mAEE-28
|\
Hereditary hemochromatosis type 2 (HJV-related)
(AR) NM_213653.3 HJV EANE 1in 500 99% Reduced
MERFERE-2ARY
|\ S
4 N\
Hereditary hemochromatosis (AR) NM_003227.3 _
] TFR2 EPN 1in 500 99% Reduced
MmERAERE-38Y
|\ S
4 N\
Hermansky-Pudlak syndrome (AR) NM_000195.4 _
o HPS1 P 1in 500 99% Reduced
Hermansky-Pudlak fEf&Ef-18Y
|\
Hermansky-Pudlak syndrome (AR) NM_032383.4 _
. HPS3 2AE 1in 500 99% Reduced
Hermansky-Pudlak fEf&#f-38Y
|\ S

13
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CARRIER CARRIER RESIDUAL
FREQUENCY DETECTION RISK

BEFORE RATE AFTER
SCREENING NEGATIVE RESULT

DISORDER ETHNICITY

Holocarboxylase synthetase deficiency
(AR) NM_000411.6 HLCS EAE 1in 224 99% 1in 22,300

ZRMRCEBIRZIE

Homocystinuria (AR) NM_000071.2

R CBS EAE 1in 224 99% 1in 22,300
= B B PRI ’
|\ S
4 N\
Homocystinuria due to MTHFR deficiency
(AR) NM_005957.4 MTHFR* AR 1in 39 99% 1in 38,00
S EEREL FRIE-MTHFRERZ BY
L S
4 \

Homocystinuria, cobalamin E type
(AR) NM_002454.2 MTRR EAE 1 in 500 99% Reduced

= IREE FRAE-cobalamin EEY

Hydrolethalus syndrome type 1 (AR) NM_145014.2

. HYLS1 EYN 1in 500 99% Reduced
HydrolethalusfE{&E$ °
Hyperornithinemia-hyperammonemia-
homocitrullinuria syndrome (AR) NM_014252.3 SLC25A15 EANTE 1 in 500 99% Reduced
ER-sNE-5NEERESERE
|\ S

Hypohidrotic ectodermal dysplasia
(XL) NM_001399.4 EDA EANE 1in112 99% 1in 11,100
DTN REEEFREIR

Hypophosphatasia (AR) NM_000478.5

T ALPL 2AE 1in 150 95% 1in 2,980
|\ S
Inclusion body myopathy 2
(AR) NM_001128227.2 GNE EPN 1in179 99% 1in 17,800
BREEANL R
|\ S
Isovaleric acidemia (AR) NM_002225.3 _ _
. IVD 2AE 1in 250 99% 1in 24,900
|\
)
1 0,
Joubert syndrome 2 (AR) NM_001173990.2 EAE 1in 500 99% Reduced
Joubert FE{EEE-25 TMEMZTE
oubert 7k k& A 1in 92 99% 1in 9,100
|\ S
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DISORDER

Junctional epidermolysis bullosa
(AR) NM_000227.4
BEEMREBRIKEAE-LAMA3EY

LAMA3

&Ehx

ETHNICITY

EYN

WAlRIFRRY RHER

CARRIER
FREQUENCY

BEFORE
SCREENING

1in 500

DETECTION
RATE

99%

B2 PRI BR L B
CARRIER RESIDUAL
RISK
AFTER
NEGATIVE RESULT

Reduced

Junctional epidermolysis bullosa
(AR) NM_000228.2
EEMREARKEE-LAMB3E

LAMB3

EVN -

1in 317

99%

1in 31,600

Junctional epidermolysis bullosa
(AR) NM_005562.2
EEMREARIKME-LAMC2E

LAMC2

EYN

1in 500

99%

Reduced

Krabbe disease (AR) NM_000153.3
Krabbe fiE

GALC*®

EYN

1in 158

99%

1in 15,700

LAMAZ2-related muscular dystrophy
(AR) NM_000426.3
AR ELE-LAMA2EY

LAMA2

EYN ]

1in 87

99%

1in 8,600

Leber congenital amaurosis 2
(AR) NM_000329.2
FERTRYEREE28

RPE65

Pan-ethnic

1in 228

99%

1in 22,700

Leber congenital amaurosis 5 (AR) NM_181714.3
AKX MEBRIE-SH

LCA5

Pan-ethnic

1in 645

97%

Reduced

Leber congenital amaurosis 8 (AR) NM_201253.2
FEKSEXR M ERIE-8

CRBH1

Pan-ethnic

1in112

99%

1in 11,100

Leber congenital amaurosis 10 (AR) NM_025114.3
FREEXRMERERIE-108

CEP290

Pan-ethnic

1in 185

99%

1in 18,400

Leber congenital amaurosis 13 (AR) NM_152443.2
FREEXRMRRIE-138

RDH12

Pan-ethnic

1in 460

99%

1in 45,900

Leigh syndrome, French Canadian type
(AR) NM_133259.3
LeighfEf&E#-EE/MMEAE

LRPPRC

EDN

1in 500

99%

Reduced
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e AlRIHEZER RN EEMERIERERR

CARRIER RESIDUAL

FREQUENCY DETECTION RISK
DISORDER ETHNICITY
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Lethal congenital contracture syndrome 1
(AR)NM_001003722.1 GLE1 EIN: 1in 500 99% Reduced
IR R IREE
|\
Leukoencephalopathy with vanishing white matter
(AR) NM_003907.2 EIF2B5 EPN 1in 500 99% Reduced
BB RFERERKRIE
\\§ S
4 N\
Limb-girdle muscular dystrophy type 2C FAE 1in 500 99% Reduced
(AR) NM_000231.2 SGCG
BB AN AR B AE-2CEY BS 1in 59 95% 1in 5,800
|\
p
Limb-girdle muscular dystrophy type 2D
(AR) NM_000023.2 SGCA EPN 1in 500 99% Reduced
PR ARERE-2D BY
\\§ S
4 \
Limb-girdle muscular dystrophy type 2E
(AR) NM_000232.4 SGCB EP N 1in 500 92% Reduced
R R RRERE-2E BY
|\
4
Lipoid congenital adrenal hyperplasia
(AR) NM_000349.2 STAR FANE 1in 500 99% Reduced
BERGMESER M S LR R EIBEE
L S
4 N\
Long chain 3-hydroxyacyl-CoA
dehydrogenase deficiency (AR) NM_000182.4 HADHA 2AE 1 in 350 99% 1 in 34,900
R## 3-RIRERIAR S IBRZE
|\
Lysinuric protein intolerance (AR) NM_001126106.2 _
SLCTAT FEANE 1in 500 99% Reduced
Lysunyruc EAEBHZFRAE
L S
4 N\
Lysosomal acid lipase deficiency (AR) NM_000235.3 N _ _
e . LIPA =z 1in112 94% 1in 1,850
B EBRSEL MRS AR BB ERZ AE
L S
4 N\
Major histocompatibility complex class Il deficiency
(AR) NM_000246.3 CIITA EDN 1in 500 99% Reduced
R SRR AE- 28
|\
Mapl ine di t 1a (AR) NM_000709.3
aple syrup urine disease type 1a (AR) NM_ BCKDHA | ZAME 1in 373 99% | 1in 37,200
HEl 4 PR iE- 128

16



E3 &k wHlRIEERY whR | BURIERERR
CARRIER CARRIER RESIDUAL
FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT

DISORDER ETHNICITY

Maple syrup urine disease type 1b
(AR) NM_183050.2 BCKDHB EANE 1in 346 99% 1in 34,500
A 478 PRAE- 1 bEY

Maple syrup urine disease type 2
(AR)NM_001918.3 DBT EANE 1in 500 99% Reduced
A 48 PR AE -2 BY

Medium chain acyl-coa dehydrogenase deficiency
(AR) NM_000016.5 ACADM FAE 1in 66 99% 1in 6,500
hi#fEmEs A ERMBRZE

Megalencephalic leukoencephalopathy with
subcortical cysts type 1 (AR) NM_015166.3 MLC1 EPN 1in 500 99% Reduced

EMERE Rt ERETEE 18
|\

Menkes disease/ATPTA-related disorders
(XL) NM_000052.6 ATPTA RAE 1in 500 99% Reduced

Menkes ECfE(IR B

Metachromatic leukodystrophy
(AR) NM_000487.5 ARSA EANE 1in 100 95% 1in 1,980

ERMEAERGAE
.

Methylmalonic acidemia (AR) NM_172250.2

_ MMAA EANE 1in 316 97% 1in 10,500
PERATEEME-cb1 AR
4 N\
Methylmalonic acidemia (AR) NM_052845.3 MMAB 2\ L in 456 08% | in 22,750
in b in 22,
BER_EMAE-cb1BE
Methylmalonic acidemia (AR) NM_000255.3 MUT - {204 06% L 5.075
in % in 5,
BER_EMME-MUTE
4 N\
Methylmalonic acidemia with homocystinuria,
cobalamin C type (AR) NM_015506.2 MMACHC EANE 1in 123 99% 1in 12,200
ERER ES I FE = M AZES M fE-cbIC B
|\
Methylmalonic acidemia with homocystinuria,
cobalamin D type (AR) NM_015702.2 MMADHC* EANE 1in 500 99% Reduced
ERER —ES I E =5 M AZES M fE-cb 1 DY
|\ S
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CARRIER CARRIER RESIDUAL
FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT

DISORDER ETHNICITY

Microphthalmia/clinical anophthalmia
(AR) NM_182894.2 VSX2 EIN 1in 500 99% Reduced

INEREE
.

Mitochondrial complex | deficiency/Leigh syndrome
(AR) NM_024120.4 NDUFAF5 EANE 1in 500 99% Reduced
LeighfE{&E#-NDUFAF5E!

Mitochondrial complex | deficiency/Leigh syndrome
(AR) NM_004553.4 NDUFS6 FAE 1in 500 99% Reduced
LeighfE{&E#-NDUFS6EY

Mitochondrial DNA depletion syndrome
(AR) NM_002437.4 MPV17 EANE 1in 500 99% Reduced
FrAS R & BRI AR BEDNAFEIB AE IR BF-MPV 1 TEY

Mitochondrial myopathy and sideroblastic anemia 1
(AR) NM_025215.5 PUS1 EANTE 1in 500 99% Reduced
RS AN A FNE R AR R M E I

Mitochondrial neurogastrointestinal encephalopathy
disease (AR) NM_001953.4 TYMP EIN 1in 500 99% Reduced
HARBE M B B I TR B fEIR B

MKS1-related disorders (AR) NM_017777.3

MKS1 EIN: 1in 260 95% 1in 5,180
MKS‘] mgﬁﬁfﬁ N (] N
.
Mucolipidosis type II/1ll (AR) NM_024312.4 GNPTAB 2 A8 1 in 200 999% 1 in 19.900
in % in ,
FHASEETE -2/38Y
. S
(" \
Mucolipidosis type Ill (AR) NM_032520.4 GNPTG 2 JiE 1 in 500 99% Reduced
in A educe
MAEETE -38!
. S
(" \
Mucolipidosis type IV (AR) NM_020533.2 _
" | MCOLN1 EP N 1in 500 99% Reduced
FHAEEE -43Y
.
Mucopolysaccharidosis type | (AR) NM_000203.4 DUA - L 148 97% | i 4.900
N (] n 4,
MZME- 18
. S
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CARRIER CARRIER RESIDUAL
DISORDER ETHNICITY FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Mucopolysaccharidosis type Il (Hunter syndrome)
(XL) NM_000202.6 IDS* EANE 1in 500 90% Reduced
FSEERE-28Y
.
Mucopolysaccharidosis type IlIA
(Sanfilippo A syndrome) (AR) NM_000199.3 SGSH EP N 1in 215 99% 1in 21,400
FZEERE-3ARY
|\ S
4 N\
Mucopolysaccharidosis type IlIB
(AR) NM_000263.3 NAGLU EANE 1in 224 99% 1in 22,300
FhZHEEAE-3BEY
L S
4 \
Mucopolysaccharidosis type llIC /
Retinitis pigmentosa 73 (AR) NM_152419.2 HGSNAT EANE 1in 500 99% Reduced
FHZEEAE-3CEY
|\
4 \
Mucopolysaccharidosis type IlID
(Sanfilippo syndrome) (AR) NM_002076.3 GNS EANE 1in 500 99% Reduced
FHZEEE-3DEY
|\
Mucopolysaccharidosis type IVB /
GM1 gangliosidosis (AR) NM_000404.2 GLB1 2ANE 1in 158 99% 1in 15,700
FZEEAE-4BEY
|\ S
Mucopolysaccharidosis type VI
(Maroteaux-Lamy syndrome) (AR) NM_000046.3 ARSB EANE 1in 250 99% 1in 24,900
FZEERE-68Y
|\
4
Mucopolysaccharidosis type IX (AR) NM_153281.1 HYAL 1 2 \dE i 500 099% Reduced
in A educe
FhSEERE-9BY
. S
Multiple sulfatase deficiency (AR) NM_182760.3 _
5 _ SUMF1 EIN 1in 500 99% Reduced
SR MIRELAEER R ZE
. S
N-acetylglutamate synthase deficiency
(AR) NM_153006.2 NAGS FAE 1in 500 99% Reduced
N-Z EE % R B 5 A EBER Z iE
.
4
Nemaline myopathy 2 (AR) NM_001271208.1 _ _
jRuR B 2T NEBs* EI N 1in 158 95% 1in 3,140
] -
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DISORDER

Nephrogenic diabetes insipidus (AR) NM_000486.5

&k

ETHNICITY

WAlRIFRRY RER | BURERER

CARRIER
FREQUENCY

BEFORE
SCREENING

DETECTION
RATE

CARRIER RESIDUAL
RISK
AFTER
NEGATIVE RESULT

B R AQP2 FAE 1in1118 99% Reduced
Nephrotic syndrome/congenital Finnish nephrosis
(AR) NM_004646.3 NPHS1 2ANE 1in 500 99% Reduced
FERMBERERE- 18
S
N
Nephrotic syndrome/steroid-resistant nephrotic
syndrome (AR) NM_014625.3 NPHS2 EAE 1in 500 99% Reduced
FERMBREREE-28
S
N\
Neuronal ceroid-lipofuscinosis
(AR) NM_001042432.1 CLN3 EANE 1in 230 99% 1in 22,900
R TTIRR AR B T EE-CLN3EY
S
S
Neuronal ceroid-lipofuscinosis (AR) NM_006493.2 _
__ e CLN5 EIN 1in 500 99% Reduced
T IRIR AR B T EE-CLNG Y
Neuronal ceroid-lipofuscinosis (AR) NM_017882.2 _
-~ e CLN6 EANE 1in 500 99% Reduced
R TTIRRAE B B T EME-CLNGEY
S
S
Neuronal ceroid-lipofuscinosis (AR) NM_152778.2 MESDS - i 500 09% Reduced
in 9 educe
ST R E E - MFSDS ’
Neuronal ceroid-lipofuscinosis (AR) NM_000310.3 _ _
__ o PPT1 EPN 1in 119 98% 1in 9,900
TR e B INEE-PPT1E
S
S
Neuronal ceroid-lipofuscinosis (AR) NM_000391.3 PP - L in 250 979% i 8.300
in in 8,
TSI E R - TPP 1 B ’
S
S
Neuronal ceroid-lipofuscinosis (AR) NM_018941.3 _
__ . CLNS8 EAE 1in 500 99% Reduced
R TTIRRAE B B T EE-CLNSEY
Niemann-pick disease type A/B (AR) NM_000543.4 _ _
SMPD1 FAE 1in 250 95% 1in 4,980

[EEUtseE-A/BE
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DISORDER

Niemann-pick disease type C (AR) NM_000271.4
ESItmE-C15

NPC1

ik

ETHNICITY

EJN

wamsEz] mus

CARRIER
FREQUENCY

BEFORE
SCREENING

1in 183

DETECTION

RATE

99%

B2 MR AR L B
CARRIER RESIDUAL
RISK
AFTER
NEGATIVE RESULT

1in 18,200

Niemann-pick disease type C (AR) NM_006432.3
ESVTRiE-C28!

NPC2

EYN

1in 871

99%

Reduced

Nijmegen breakage syndrome (AR) NM_002485.4
NijmegenfiBfE (& E¥

NBNx*

EYN

1in 500

99%

Reduced

Ornithine aminotransferase deficiency
(AR) NM_000274.3

SIREATREL IS AR B R = AE

OAT*

EYN

1in 500

99%

Reduced

Ornithine transcarbamylase deficiency
(XL) NM_000531.5
SRR E PEEEBERZAE

OTC

EYN

1in 250

85%

1in 8,300

Osteopetrosis (AR) NM_006019.3
SBAE

TCIRG1

EYN

1in 317

99%

1in 31,600

Pendred syndrome (AR) NM_000441.1
B M EEIS-SLC26 A4HY

SLC26A4

EYN

—_

in 80

99%

1in 7,900

Peroxisomal acyl-coa oxidase deficiency
(AR) NM_004035.6
BRI BEEHIBASLEBRZIE

ACOX1

EYN

1in 500

99%

Reduced

Phenylalanine hydroxylase deficiency
(AR) NM_000277.1
AR FRAE

PAH

EYN

1in 58

99%

1in 5,700

Phosphoglycerate dehydrogenase deficiency/
Neu-Laxova syndrome (AR) NM_006623.3
B H B AR SUESER Z AE

PHGDH

EYN

1in 500

99%

Reduced

Polycystic kidney disease (AR) NM_138694.3
B ZEER-PKHD 18

PKHD1

EYN

1in 70

99%

1in 6,900
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eSS &h&

wHlRIEERY =R
CARRIER CARRIER RESIDUAL
FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT

B2 MR B [ B

DISORDER ETHNICITY

Polymicrogyria (AR) NM_005682.6
LRIFEEES/)\ISERAZE

ADGRG1

EYN ]

1in 500

99%

Reduced

POMGNT 1-related disorders (AR) NM_017739.3
POMGNT 14BE34E

POMGNT1

EYN

1in 500

99%

Reduced

Pontocerebellar hypoplasia (AR) NM_020320.3
BE/NEEELE-68

RARS?2

EYN

1in 500

99%

Reduced

Pontocerebellar hypoplasia (AR) NM_016955.3
B EEEARZ-2DE

SEPSECS

EPN

1in 500

99%

Reduced

Pontocerebellar hypoplasia (AR) NM_003384.2
BENEEELRZ-1ARY

VRK1

EYN

1in 500

99%

Reduced

Postnatal progressive microcephaly with seizures

and brain atrophy (AR)
ERERMY/) ERT BN/ AR

.

MED17

EYN ]

1in 500

99%

Reduced

Primary carnitine deficiency (AR) NM_003060.3
[R5 M MR R 2 fiE

SLC22A5

EYN

1in 500

99%

Reduced

Primary ciliary dyskinesia (AR) NM_001369.2
[REE M EEENER-DNAHSEY

DNAH5

EYN ]

1in 109

99%

—_

in 10,800

Primary ciliary dyskinesia (AR) NM_012144.3
R M EEBNER-DNAI1EY

DNAI1

EYN

1in 250

99%

—_

in 24,900

Primary ciliary dyskinesia (AR) NM_023036.4
[FE M EEENER-DNAI2E!

DNAI2

EYN

1in 354

99%

—_

in 35,300

Primary hyperoxaluria type 1 (AR) NM_000030.2
[REMSERRE 18

AGXT

EJN

1in 135

99%

—_

in 13,400
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DISORDER

Primary hyperoxaluria type 2 (AR) NM_012203.1
[FEMSERRIE 28

GRHPR

&k

ETHNICITY

EIN

tRRlRIRE=R
CARRIER
FREQUENCY
BEFORE
SCREENING

1in 500

DETECTION
RATE

99%

R PRI BR e B
CARRIER RESIDUAL
RISK
AFTER
NEGATIVE RESULT

Reduced

Primary hyperoxaluria type 3 (AR) NM_138413.3
[FEMSERRE 3 B

HOGA1

EVN

1in 354

99%

1in 35,300

Progressive familial intrahepatic cholestasis type 2
(AR) NM_003742.2
EITHREMEIT AT HEES "8

ABCB11

EIN

1in 100

99%

1in 9,900

Propionic acidemia (AR) NM_000282.3
A IMAE-PCCARY

PCCA

EJN

1in 224

96%

1in 22,300

Propionic acidemia (AR) NM_000532.4
A IMAE-PCCBHEY

PCCB

EPN

1in 224

96%

1in 22,300

Prothrombin-related thrombophilia (AD) NM_000506.3
¢ I B [RAHRA M2 %

F2x*

EPN

1in 62

99%

1in 6,100

PRPS1-related disorders (XL) NM_002764.3
PRPS 1B %%

PRPS1

EIN

1in 500

99%

Reduced

Pycnodysostosis (AR) NM_000396.3
BEMRBAERIE

CTSK

EVN

1in 438

99%

1in 43,700

Pyruvate carboxylase deficiency (AR) NM_000920.3
AR B TRZ E

PC

EJN

1in 250

95%

1in 4,980

Pyruvate dehydrogenase deficiency
(AR) NM_000925.3
Z BRI RS B8 By = BB R = fiE

PDHB

EVN

1in 500

99%

Reduced

Pyruvate dehydrogenase deficiency
(XL) NM_000284.3
B BRI B ES BE n S BB RS A

PDHA1

EVN

1in 500

99%

Reduced
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CARRIER CARRIER RESIDUAL
DISORDER ETHNICITY FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Renal tubular acidosis with deafness EANE 1in 500 99% Reduced
(AR) NM_001692.3 ATP6V1B1
e \SEhES/HEE A 1in 140 99% | 1in 13,900
Retinitis pigmentosa 25 (AR) NM_001142800.1 Evs 2 JiE L i 129 99% \in 12.800
N (] N y
RpEERRE-258
|\ S
4 N\
Retinitis pigmentosa 26 (AR) NM_001030311.2 CERKL 2\ i 137 099% { i 13.600
BEEE RS- 26T " ’ "
|\ S
4 N\
Retinitis pigmentosa 28 (AR) NM_001201543.1 _ _
FAM161A FANE 1in 289 99% 1in 28,800
HpREeRRE-285
4 N\
Rhizomelic chondrodysplasia punctata type 1
(AR) NM_000288.3 PEXT EANE 1in 157 95% 1in 15,600
PR B iR B R E A R- 18
|\
Rhizomelic chondrodysplasia punctata type 3
(AR) NM_003659.3 AGPS 2 AE 1in 500 99% Reduced
BRin B SR B T A R-35
|\ S
Roberts syndrome (AR) NM_001017420.2 _
e ESCO2 EIN 1in 500 99% Reduced
RobertsfiE{z&f
|\
4
RPGRIP1L-related disorders (AR) NM_015272.2 RPGRIP1L% 2 A8 1 in 259 95% 1 in 5160
in in 5,
RPGRIP 1 L AR5 ’
|\ S
RTEL 1-related disorders (AR) NM_001283009.1 _
RTEL1 FAE 1in 500 99% Reduced
RTEL 14/8@8% %
|\ S
Sandhoff disease (AR) NM_000521.3 _ _
SandofffE HEXB FANE 1in 180 99% 1in 17,900
andofffiE
|\
4
Schimke immuno-osseous dysplasia
AR)NM_014140. SMARCAL.1 1in 500 99% Reduced
(AR) 0 0.3 2ANE
SchimkeRE-BHETFR
|\ S
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DISORDER

Severe combined immunodeficiency

&k

ETHNICITY

tRAlRIRE=R
CARRIER
FREQUENCY
BEFORE
SCREENING

DETECTION
RATE

B2 PRI BR L B
CARRIER RESIDUAL
RISK
AFTER
NEGATIVE RESULT

(AR) NM_001033855.2 DCLREIC | ZAE 1in 500 99% Reduced
BEHASRERZE-DCLRE1CEY
Severe combined immunodeficiency/
Omenn syndrome (AR) RAG2 EANE 1in 500 99% Reduced
BEASRERZERAG2E
S
N\
Severe congenital neutropenia (AR) NM_007259.4 VPS45 2 A8 1 in 500 999% Reduced
in educe
BRESERME D MR A E-VPS458Y ?
S
N\
Sialic acid storage disorders (AR) NM_012434.4 _ .
IR B R SLC1T7A5 FANE 1in 500 99% Reduced
S
N\
Sjogren-Larsson syndrome (AR) NM_000382.2 ALDH3A2 2\ 1 in 500 99% Reduced
Sjogren-LarssonfiE{&EE
SLC26A2-related disorders (AR) NM_000112.3 SLC26A2 A i 158 959% { i 15.700
in in 15,
SLC26A21BRA%% o
S
N\
SLC35A3-related disorder (AR) NM_012243.2 SLC35A3 2 \dE + i 500 99% Reduced
in educe
SLC35A31HRE% A o
Smith-Lemli-Opitz syndrome (AR) NM_001360.2 _ _
) o . DHCR7 EAE 1in 71 96% 1in 1,750
Smith-Lemli-Opitz fEf&E#
S
N\
S ti legia t 15 (AR) NM_015346.3
p?S IC parapiegia type ( ) - ZFYVE26 FANE 1in 500 99% Reduced
EEM T BiiE-158
S
N\
Spasti legia t 49 (AR) NM_014844.3
p?s \c paraplegia type (AR) - TECPR2 bIiYAN 1in 38 99% 1in 3,700
FEEM T BifEE-498Y
Spondylothoracic dysostosis (AR) NM_001039958.1 ) )
MESP2 FAE 1in 224 99% 1in 22,300

BB EETE
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CARRIER CARRIER RESIDUAL
FREQUENCY DETECTION RISK
DISORDER ETHNICITY SEEORE RATE T
SCREENING NEGATIVE RESULT
Steel syndrome (AR) NM_032888.3 _
o COL27A1x* EANTE 1in 500 99% Reduced
MR EF
Stuve-Wiedemann syndrome (AR) NM_002310.5 LIFR 2 \iE 1in 500 99% Reduced
Stuve-Wiedemann JE{&E%

\\§ S
4 N\
Tay-Sachs disease/hexosaminidase A deficiency EIN ] 1in 250 99% 1in 24,900

(AR) NM_000520.4 HEXA
TESe i iE EBEMEKX 1in 27 99% 1in 2,600
|\
p
Tetrahydrobiopterin deficiency (AR) NM_000317.2 _ _
— PTS FEANE 1in 433 99% 1in 43,200
KR FRAE-PTSEY
\\§ S
4 N\
1 o,
Transient infantile liver failure (AR) NM_018006.4 . EAE 1in500 | 99% Reduced
R AT R A 1in 34 99% 1in 3,300
|\
4
Tyrosine hydroxylase deficiency (AR) NM_199292.2 _
e _ TH ZAE 1in 500 99% Reduced
FRERER I L BB R Z E
|\ S
4 N\
Tyrosinemia type | (AR) NM_000137.2 _ _
- FAH* FAE 1in 125 95% 1in 2,480
FRAZES M AE-1 8
|\
Tyrosinemia type Il (AR) NM_000353.2 AT 2 Am | in 250 9% i 24.900
in % in ,
B8 AR EL M E-25Y
|\ S
4 N\
Usher syndrome type IB/ MYOTA-related disorders
(AR) NM_000260.3 MYOTA EAE 1in 200 95% 1in 3,980
NEKIEIREF 1B B
|\ S
4 N\
Usher syndrome type IC/USH1C-related disorders
(AR) NM_005709.3 USH1C* FAE 1in 353 90% 1in 3,521
NEKEIREF 1C B
|\
Usher syndrome type ID (AR) NM_022124.5 CDH23% 2 Am L in 202 95% i 20.100
in b in 20,
NEEAEIREE 1D B
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CARRIER CARRIER RESIDUAL
FREQUENCY DETECTION RISK
DISORDER ETHNICITY
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
Usher syndrome type IF/PCDH15-related disorders
(AR) NM_033056.3 PCDH15 EAE 1in 400 99% 1in 39,900
NEEERS 1F B
|\ S
Usher syndrome type IIA/USH2A-related disorders
(AR) NM_206933.2 USH2A EPN 1in 158 99% 1in 15,700
NEEEREF 2A B
|\
Usher syndrome type IlIA (AR) NM_174878.2 _
. CLRNI1 EANE 1in 533 99% Reduced
HEBRIEIREE- 3A B
4 \
Very long-chain acyl-coa dehydrogenase deficiency
(AR) NM_000018.3 ACADVL EP N 1in 100 99% 1in 9,900
SRIBEETHEE A ZREBRZAE
.
4 \
Walker-Warburg syndrome/FKRP-related disorders
(AR) NM_024301.4 FKRP EIN 1in 158 99% 1in 15,700
Walker-WarburgfE{&&F
Walker-Warburg syndrome/ FKTN-related disorders 2AE 1in 500 99% Reduced
(AR) NM_001079802.1 FKTN
Walker-Warburg &5 SR 1in 188 90% 1in 18,700
4 \
Wilson disease (AR) NM_000053.3 J— 2\ L in 90 08% \ i 4.450
in o in 4,
ERFREE
4 \
WNT10A-related disorders (AR) NM_025216.2 _ _
WNT10A EIN 1in 305 99% 1in 30,400
WNT 10AMHBEZR
X-linked adrenoleukodystrophy (XL) NM_000033.3 ABCD1 ok 1 in 500 99% Reduced
A n (] eauce
MEEEE LRBEERILE
4 \
X-linked creatine transporter deficiency
(XL) NM_005629.3 SLC6A8 YN 1in 500 99% Reduced
MBS S A BL R Z fE
|\
X-linked juvenile retinoschisis (XL) NM_000330.3 _
. - RS1 EYN ] 1in 500 99% Reduced
MRS SR ARIIEE
|\ S
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CARRIER CARRIER RESIDUAL
BISCEDER EHRIETY FREQUENCY DETECTION RISK
BEFORE RATE AFTER
SCREENING NEGATIVE RESULT
X-linked myotubular myopathy (XL) NM_000252.2 MTM1 5 i 1 in 500 96% Reduced
n (] eauce
MEEBINNERE
X-linked severe combined immunodeficiency
(XL) NM_000206.2 IL2RG EAE 1in 500 99% Reduced
MRS S RE R R R
. J
4 \
Xeroderma pigmentosum complemetation group A
(AR) NM_000380.3 XPA A7 1in 100 99% 1in 9,900
EEMEEE-AR
|\ S
Xeroderma pigmentosum complemetation group C
(AR) NM_004628.4 XPC EANE 1in 763 99% Reduced
EEMEZEAE-CE
. J
4 \
Zellweger spectrum disorder (AR) NM_000466.2 PEX 1 2 A8 Cin 144 98% 1 in7.150
in 9 inT,
ST AR FOTE IR B8 -PEX 1 B ’
.
4
Zellweger spectrum disorder (AR) NM_000318.2 _
PEX2 FAE 1in 500 99% Reduced
SRS ECAE IR BE-PEX2EY
. S
4 \
. o .
Zellweger spectrum disorder (AR) NM_000287.3 PEX6 ENE 1in 294 99% 1in 29,300
v y
SRR ECIE R34 PEXGH EEMEKR 1in 55 99% 1in 5,400
Zellweger spectrum disorder (AR) NM_153818.1 PEX10 2\ i 606 04% Reduced
in 9 educe
LTI MR ECAE(R BE-PEX 1 08 °
. S
4 \
Zellweger spectrum disorder (AR) NM_000286.2 _ _
PEX12 EIN 1in 409 99% 1in 40,800
SRS ECREIRBF-PEX 128
. S
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