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2-methyl-3-hydroxybutyric aciduria (XL) .
17 B '?@Eﬁﬁﬂﬁﬁﬂﬁ‘] Oﬁﬂiﬁ HSD17B10 2**§ 1in 500 99% Reduced
\ Y,
e ~
3-hydroxy-3-methylglutaryl-CoA lyase deficiency (AR) )
35 H-3-BEE R HMGCL EANTE 1in 500 99% Reduced
\ Y,
( 3-methylcrotonyl-CoA carboxylase (3-MCC) A
deficiency (MCCC1-related) (AR) MCCC1 EANTE 1in 134 99% 1in 13,300
| =FECERRBARICEBIRZE 13 )
( 3-methylcrotonyl-CoA carboxylase (3-MCC) h
deficiency (MCCC2-related) (AR) MCCC2 2ANE 1in 134 99% 1in 13,300
= PECSEHBAKRICERZ 25 Y,
s ~
17-beta hydroxysteroid dehydrogenase 3 deficiency (AR) . o
%Eﬂ 17- B '#Egiﬁlﬂﬂgﬂ%%ﬂﬁﬂiﬁ HSD17B3 QA*E 1in 500 99% Reduced
\ Y,
s ~
ABCA3-related conditions (AR) .
ABCA3AERI%ER ABCA3 EANTE 1 in 500 99% Reduced
\ Y,
e ~
ABCAA4-related conditions (AR) . .
ABCA4ABEIETE ABCA4 FANE 1in 45 90% 1 in 441
\ Y,
s ~
ABCB1 1-related conditions (AR) . .
ABCB11#8R%5s ABCB11 FANE 1in 100 99% 1in 9,900
N Y,
(" ABCC8-related conditions (AR) )
(BSEEREE ; ERXREHRER - AT HE1in5405RE ) ABCCS8 2ANE 1in177 99% 1in 17,600
| RIEMRERIBZAE-ABCC8E )
s ~
Qb;;‘;ggﬁgnem'a (AR) MTTP 2 AE 1in 500 99% Reduced
_ Y,
s ~
%cgg;’g;é’gg;g (CNGB3-related) (AR) CNGB3 2 \E 1in 93 99% 1in 9,200
\ Y,
s ~
ACOX1-related conditions (AR) . o
L i@%%%ﬂﬁ@%gﬁﬂﬁAﬁmﬂﬁﬁ%iﬁ ACOX1 iA*E 1in 500 99% Reduced )
e ~
%C,;ggggggé”;\fr°path'ca (AR) SLC39A4 | ZAE 1in 354 99% | 1in 35,300
\ Y,
s N
Adenosine deaminase deficiency (AR) . .
R B S B RS i ADA FANE 1in 224 92% 1in 2,788
\ Y,
s ~
ADGRV 1-related conditions (AR) . .
ADGRV 148B3% 5% ADGRV1 F2ANE 1in 223 99% 1in 22200
\ Y,
s ~
AHI1-related conditions (AR) . .
\ Y,
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H [¢)
Aicardi-Goutieres 5t {8 g8 — & RNASEH2B EANTE 1in 500 99% Reduced
\ y,
e N
Aicardi-Goutieres syndrome 3 (AR) . o
\ Aicardi-Goutieres FE{RE & =5 RNASEH2C EANTE 1in 500 99% Reduced )
e N
Aicardi-Goutieres syndrome 4 (AR) . o
\ Aicardi-Goutieres 5t & B 28 & RNASEH2A FANE 1in 500 99% Reduced )
. N
Aicardi-Goutieres syndrome 5 (AR) . o
\ Aicardi-Goutieres S {RE S8 F B SAMHD1 2ANTE 1in 500 99% Reduced )
. N
AIPL1-related conditions (AR) . o .
\ 43 B 28 20 4 i e 2 e - Al PL1E AIPL1 * EPN 1in 408 99% 1in 40700 )
e N
Aldosterone synthase deficiency (AR) . o
\ S ERRE (LS CYP11B2 2 ANE 1in 500 99% Reduced )
e p
ALG13-related conditions (XL) . o
\ ALG134ERIER ALG13 EANE 1in 500 99% Reduced )
e N
;J';gm“”a (AR) HGD 2 \7E 1in 250 99% 1in 24,900
" J
e N
Alpha-1 antitrypsin deficiency (AR) . :

\ ol HEEEBLSE SERPINA1 EN 1in13 99% 1in 1200 )
e N
z";ﬁf‘;%;}gs'd“'s (AR) MAN2B1 2ATE 1in 354 99% 1in 35,300
S J
. N

Alpha-N-acetylgalactosaminidase deficiency (AR) .
\ o -NAGAES 7= NAGA EP N 1in 500 99% Reduced )
e B
Alpha-thalassemia (AR) HBA1 . o ;
\ ERY A B M HBA2 EANE 1in 25 90% 1in 241 )
e N
Alpha-thalassemia X-linked intellectual disability syndrome (XL) . o
§ ER R 2R 1] 14 B (S P B (R B ATRX EANTE 1in 500 99% Reduced |
. N
Alport syndrome (COL4A3-related) (AR) . o .
\ T {E (R B COLAA3 COL4A3 2ANE 1in 354 99% 1in 35,300 )
. N
Alport syndrome (COL4A4-related) (AR) . o .
TS A R -COLAA4R! COL4A4 2ANTE 1in 353 99% 1in 35,200
g y,
. N
Alport syndrome (COL4A5-related) (XL) . o
\ B B (G (R B COL4A5 2ANE 1in 500 98% Reduced )
e N
Alstréom syndrome (AR) .
\ Alstrom%e {82 ALMS1 EANTE 1in 500 99% Reduced |
e p
Androgen insensitivity syndrome (XL) : o
\ 0 R SR I (R B AR * EANE 1in 500 99% Reduced )
e N
Arginase deficiency (AR) . o .
R R S ARG1 EANE 1in 274 99% 1in 27,300
\ y,
. N
Argininosuccinate lyase deficiency (AR) . o :
\ T RIS ASL EN 1in 133 90% 1in 1,321 |
. N
ARL6-related conditions (AR) .
\ ARLGHERIE RS ARL6 2ANTE 1in 500 99% Reduced )
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Aromatase deficiency (AR) . o
\ I CYP19A1 EANTE 1in 500 99% Reduced )
e N
ARX-related conditions (XL) . o
ARXAHEI TS ARX * EANTE 1in 500 99% Reduced
N Y,
e N
Asparagine synthetase deficiency (AR) . o
\ KPR BRBE RS ASNS EYN 1in 500 99% Reduced )
e N
Aspartylglucosaminuria (AR) . o
X2 S BRI AGA FANE 1in 500 99% Reduced
- Y,
e N
Ataxia with vitamin E deficiency (AR) .
A EE AR | S TTPA EPN 1in 500 90% Reduced
- Y,
e N
Ataxia-telangiectasia-like disorder (AR) . o
\ S S T D S YR MRE11 EPN 1in 500 99% Reduced )
e p
ATM-related conditions (AR) . o .
S T B R R R R B ATM * EANTE 1in 100 99% 1in 9,900
\ Y,
e N
ATP7A-related conditions (XL) . o
Menkes 5 {2 2 ATPTA EANTE 1in 500 99% Reduced
N y,
e N
ATP8B1-related conditions (AR) . o .
\ ATPSBLARRIESS ATP8B1 * EYN 1in112 99% 1in 11100 )
e N
gg;;gg'gm'a (AR) TF 2 \E 1in 500 99% Reduced
" y,
e N
Autoimmune polyendocrinopathy with candidiasis and . o .
L ectodermal dysplasia (AR) B iR ES RS EEFIE AIRE EAE 1in 150 99% 1in 14,900 )
e p
Autosomal recessive congenital ichthyosis (ABCA12-related) (AR) .
e 55 ABCA1 2% ABCA12 EANTE 1in 500 99% Reduced
- Y,
e N
Aut | i ital ichthyosis (TGM1-related . .
%u%%?_rl:rngleggesswe congenital ichthyosis ( related) TGM1 2\ 1in 224 95% 1in 4460
N Y,
e N
Autosomal recessive spastic ataxia of Charlevoix-Saguenay (AR) . o
\ B 1 e B R ok 38 (£ S S SACS EYN 1in 500 99% Reduced )
e N
AVPR2-related conditions (XL) .
=% [ %Y 2 3 - AVPR 2 B AVPR2 FANE 1in 500 99% Reduced
\ Y,
e N
Bardet-Biedl syndrome (BBS7-related) (AR) . o
Bardet-Bied| 5 (£ EE- 75 BBS7 2ANTE 1in 500 99% Reduced
\ Y,
e N
Bardet-Biedl syndrome (BBS9-related) (AR) . o
Bardet-Bied| 5 (£ 275 BBS9 * FANE 1in 500 99% Reduced
- Y,
e p
Bardet-Biedl syndrome (BBS7-related) (AR) . o .
\ Bardet-Bied| 5 824107 BBS10 EANTE 1in 354 99% 1in 35,300 |
e N
Bardet-Biedl syndrome (BBS7-related) (AR) . o
\ Bardet-Bied| FLfE (£ EE-1 27 BBS12 EANTE 1 in 500 99% Reduced )
e N
;f;;'ﬁ%ggmme XL TAZ 2 \iE 1in 500 99% Reduced
N - y,
e N
;g;;{;%ﬁ%e type 1 (AR) SLC12A1 | 2 AE 1in 224 99% | 1in 22300
\ Y,




S Bk IRARTFER] SHE | RMERERERE

CARRIER FREQUENCY @ DETECTION CARRIER RESIDUAL RISK

IDIBEIRRER BTSN BEFORE SCREENING RATE AFTER NEGATIVE RESULT

Bartter syndrome type 2 (AR) . o
\ FOS e (B D KCNJ1 EANE 1in 500 99% Reduced )
e N
BBS1-related conditions (AR) . o .
§ Bardet-Bied| B 15 BBS1 EANTE 1in 330 99% 1in 32,900 |
e N
BBS2-related conditions (AR) . o
\ Bardet-Bied| 5 (R8¢ 25 BBS2 EYN 1in 500 99% Reduced )
. N
BBS4-related conditions (AR) . o
\ Bardet-Bied|FfE {2847 BBS4 EN 1in 500 99% Reduced )
. N
BBS5-related conditions (AR) . o
\ Bardet-Bied| i {EE 55 BBS5 2 ANE 1in 500 99% Reduced )
e N
BCS1L-related conditions (AR) .
GRACILE FEfR B BCS1L EPN 1in 500 99% Reduced
\ y,
e p
Bernard-Soulier syndrome (GP9-related) (AR) . o
Bernard-SoulierfiE{%##-GP9HY GP9 EAE 1in 500 99% Reduced
g Y,
e N
Beta-ketothiolase deficiency (AR) . o
\ B- MRS ACAT1 2ANE 1in 500 99% Reduced )
e N
Beta-mannosidosis (AR) . o
B-H B EHE MANBA EDN 1in 500 99% Reduced
g y,
e N
Biopterin-deficient hyperphenylalaninemia (PCBD1-related) (AR) .
\ I BI85 S f - PCBD 1R PCBD1 EN 1in 500 99% Reduced |
. N
T h i i fici AR) NM 17.2
iggé%;gf%gte”" deficiency (AR) NM_0003 PTS 2 A\E 1in 433 99% | 1in 43,200
g y,
e B
Biopterin-deficient hyperphenylalaninemia (QDPR-related) (AR) . o
\ T LIRS 5 S - QPPREY QDPR EANTE 1in 500 99% Reduced )
e N
Biotin-responsive basal ganglia disease (AR) . o
\ M I R R L A SLC19A3 EANE 1in 500 99% Reduced )
. N
iﬁ;‘%};’;’g’c'ency (AR) BTD 2AE 1in 125 99% | 1in 12,400
N ek J
. N
Bloom syndrome (AR) . o
\ Bloom: (£ BLM 2ANTE 1in 500 99% Reduced )
. N
BRIP1-related conditions (AR) .
BRIP1AERIE R BRIP1 2ANE 1in 500 99% Reduced
\ y,
e N
Brittle cornea syndrome (PRDM5-related) (AR) .
B i 5 B 5 (2 2% PRDM S B PRDM5 EP N 1in 500 99% Reduced
\ y,
e p
Brittle cornea syndrome (ZNF469-related) (AR) . o
\ I A4 B B R (R B - ZNFA69 7 ZNF469 EANE 1in 500 99% Reduced )
e N
BSND-related conditions (AR) . o
§ Bartter FCRE (R RS- 47 BSND EANTE 1in 500 99% Reduced |
. N
Canavan disease (AR) . o .
e ASPA EN 1in 159 99% 1in 15800
g y,
. N
Carbamoyl phosphate synthetase | deficiency (AR) . o
\ = PR S RS e 1B CPS1 2ANTE 1in 500 99% Reduced )
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B BE A IS T 5 SC02 EANTE 1in 387 99% 1 in 38600
\ y,
e N
Carnitine palmitoyltransferase | deficiency (AR) . o
iR SRS - 18 CPT1A EANTE 1in 500 99% Reduced
\ y,
e N
Carnitine palmitoyltransferase Il deficiency (AR) . o .
iR SRS - 28 CPT2 FANE 1in 182 99% 1in 18,100
\ y,
. N
Carnitine-acylcarnitine translocase deficiency (AR) . o
R A S SLC25A20 2ANTE 1in 500 99% Reduced
g y,
. N
Carpenter syndrome (RAB23-related) (AR) . o
CarpenterfiEf&&f RAB23 EPN 1in 500 99% Reduced
\ y,
e N
Cartilage-hair hypoplasia-anauxetic dysplasia spectrum disorders (AR) . o
BER S E R (R RMRP EANTE 1in 500 99% Reduced
\ y,
e p
Catecholaminergic polymorphic ventricular tachycardia . o .
| (CASQ2-related) (AR) SRS M by EHHR-CASQ2H CAS@z | =2AE tnaza | 99% | 122300
e N
CC2D2A-related conditions (AR) . o .
§ CC2D2AMERIETRS CC2D2A EANE 1in 426 99% 1in 42500 |
e N
CDH23-related conditions (AR) . o .
AEREERE. 1D B CDH23 EN 1in 202 95% 1in 4020
g y,
e N
CEP290-related conditions (AR) . o .
(G T i B -107 CEP290 FANE 1in 185 99% 1in 18,400
g y,
. N
Cerebellar ataxia, intellectual disability, and dysequilibrium . o
| syndrome 1 (AR) /NEHESSRSCHE - BNET - FARRERE | EAE 1in500 | 99% Reduced |
e B
Cerebral dysgenesis, neuropathy, ichthyosis, and keratoderma (AR) . o
MEERS « BEER AL SNAP29 EP N 1in 500 99% Reduced
g y,
e N
Cerebrotendinous xanthomatosis (AR) . .

§ RS A S T CYP2T7A1 EANTE 1in112 98% 1in 5550 |
. N
;Eﬁg';;;;%a%eéfz"snfz't'°"s (AR) CERKL EIN - 1in137 | 99% | 1in 13,600
\ y,
. N
%Fﬂ'gﬁrzzlyaited conditions (AR) CFTR * 2 \iE 1in 45 99% | 1in 4,400
. — y
. N

Charcot-Marie-Tooth disease type 1X (XL) . o
| TR S A1 GJBT EAR | 1900 | 99% | Reduced |
e N
Charcot-Marie-Tooth disease type 4D (AR) .
T A P B G - AD R NDRG1 EPN 1in 500 99% Reduced
\ y,
e p
Chediak-Higashi syndrome (AR) .
Chediak-Higashi 122 LYST EANTE 1in 500 99% Reduced
g y,
e N
Childhood-onset dystonia with optic atrophy and basal . o
L ganglia abnormalities (AR) 4IEHAES ~ FHHEEREE MECR ZAE 1in 500 99% Reduced )
. N
Chorea-acanthocytosis (AR) . o
\ IR AR AT [ 3R VPS13A % EYN 1in 500 97% Reduced )
. N
Choroideremia (XL) . o
\ R AR B kS CHM EN 1in 500 95% Reduced )
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H o,
1B Y B - CYBAR CYBA EANTE 1in 500 99% Reduced
\ y,
e N
Chronic granulomatous disease (XL) NM_000397.3 . o
VERE (B B Py B CYBB EANTE 1in 500 99% Reduced
\ y,
e N
Chronic granulomatous disease (NCF2-related) (AR) . o
\ 8 1 P9 55 B - NCF 2 NCF2 FANE 1in 500 99% Reduced )
. N
Citrin deficiency (AR) . o .

\ CitrinE S5 SLC25A13 FANE 1in313 99% 1in 31200 )
. N
%;;‘%;Eg‘ffgpe L(AR) ASST 2 AE 1in 120 96% 1in 2,975
\ y,
e N

CLN3-related conditions (AR) . o .
\ AT R B E TS - CLN3 R CLN3 EANTE 1in 230 99% 1in 22,900 |
e p
CLRN1-related conditions (AR) . o
\ R ER R 3A B CLRN1 EANTE 1in 500 99% Reduced )
e N
Cobalamin C deficiency (AR) . o .
§ ERELTG — B [ R 4 25 B R B [ - bl C B MMACHC EANE 1in 123 99% 1in 12,200 |
e N
Cobalamin D deficiency (AR) . o
\ BT — B M 5 5 BB S - cb 1 DY MMADHC EN 1in 500 99% Reduced )
e N
Cobalamin F deficiency (AR) . o
\ EREL 7Y — B [ 4 S BB 1 e - cbIF R LMBRD1 EN 1in 500 99% Reduced |
. N
Cockayne syndrome A (AR) )
70 e (B B AT ERCCS8 2ANTE 1in 500 99% Reduced
g y,
e B
Cockayne syndrome B (AR) . .
772 R B - R ERCC6 EP N 1in 377 99% 1in 37,600
g y,
e N
g;ahjir_‘ﬂ%gdmme (AR)NM_017830.4 VPS13B 2 \iE 1 in 500 99% Reduced
\ 750 )
. N
COL11A2-related conditions (AR) . o
SRS E-COL11A2E COL11A2 * FANE 1in 500 99% Reduced
\ y,
. N
COL17A1-related conditions (AR) . o
\ S 2 5 B K e - COL1TAL B COL1TA1 FANE 1in 500 99% Reduced )
. N
Combined malonic and methylmalonic aciduria (AR) . o .
7B B R — R M ACSF3 2ANTE 1in 87 99% 1in 8,600
\ y,
e N
Combined oxidative phosphorylation deficiency 1 (AR) . o
o e (L pE T (L e A GFM1 EANTE 1in 500 99% Reduced
\ y,
e p
Combined oxidative phosphorylation deficiency 3 (AR) . o
\ £ o o LR L S - 37 TSFM * EANTE 1in 500 93% Reduced )
e N
Combined pituitary hormone deficiency (LHX3-related)(AR) .
| A IS T EEE S S A - LHX3 R LHX3 EANTE 1in 500 99% Reduced |
. N
Combined pituitary hormone deficiency (POU1F1-related) (AR) . o
\ = oo s T T 8O 2 T 55 S - POU T F1 B POU1F1 EYN 1in 500 99% Reduced )
. N
Combined pituitary hormone deficiency (PROP1-related)(AR) . o .
\ 4 o PR BB A S S PROP1 R PROP1 EN 1in 45 98% 1in 2200 |
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Congenital adrenal hyperplasia due to 3-beta-3-f-hydroxysteroid . o
L dehydrogenase deficiency (AR) EE¥EE 2R SESEAZ iE-2E HSD3B2 2AE 1in 500 99% Reduced )
e N
Congenital adrenal hyperplasia due to 21-hydroxylase . o
| deficiency (AR) SEXME EIISAERE-2BLBIRKIE CYP21AZ | ZAE 1in 61 99% | Reduced |
e N
Congenital adrenal insufficiency (AR) .
ST | R CYP11A1 EYN 1in 500 99% Reduced
\ Y,
e N
Congenital chronic diarrhea (DGAT1-related) (AR) .
\ SR ISR -DGAT1E DGAT1 FANE 1in 500 99% Reduced )
e N
Congenital disorder of glycosylation (SLC35A3-related) . o
SLC35A3MERIE RS SLC35A3 EPN 1in 500 99% Reduced
- Y,
e N
Congenital disorder of glycosylation type la (AR) . .
SR MR (LG 128 PMM2 EPN 1in 190 99% 1in 18900
- Y,
e p
Congenital disorder of glycosylation type Ib (AR) . o
\ R L1 p A MPI EANTE 1in 500 99% Reduced )
e N
Congenital disorder of glycosylation type Ic (AR) .
SRR (LR 1R ALG6 EJN 1in 500 99% Reduced
N y,
e N
Congenital disorder of glycosylation type Ik (AR) .
\ SRR (LR 1 KB ALG1 EFN 1in 500 99% Reduced )
e N
Congenital disorder of glycosylation type Iv (AR) .
\ SR AR (LRS- VA NGLY1 EN 1in 500 99% Reduced |
e N
Congenital disorder of glycosylation type Iv (AR) .
SR LR 2 SEC23B EIN 1in 500 99% Reduced
\ Y,
e p
Congenital hydrocephalus-1 (AR) .
SR P TR -1 Y CCDC88C EJN 1in 500 99% Reduced
- Y,
e N
Congenital hypothyroidism (TSHB-related) (AR) . o
\ S 1 ERR B (T AE e - TSHB R TSHB EANTE 1in 500 99% Reduced )
e N
Congenital insensitivity to pain with anhidrosis (AR) . o
\ SR M R R BT NTRK1 FANE 1in 500 99% Reduced |
e N
Congenital myasthenic syndrome (CHAT-related) (AR) .
\ e M B e (BB - CHATE CHAT EJN 1in 500 99% Reduced )
e N
Congenital myasthenic syndrome (CHRNE-related) (AR) . .
\ S 4 B4 ) FE {2 B - CHRNE R CHRNE 2ANTE 1in 200 99% 1in 19,900 |
e N
Congenital nephrotic syndrome type 1 (AR) . o
R B (R B 1 F NPHS1 EJN 1in 500 99% Reduced
- Y,
e p
Congenital nephrotic syndrome type 2 (AR) .
\ SR R R (R R D NPHS2 EANTE 1in 500 99% Reduced )
e N
Congenital secretory chloride diarrhea (AR) . o
SR TEMIEE SLC26A3 EANTE 1in 500 99% Reduced
N Y,
e N
Corneal dystrophy and perceptive deafness (AR) . o
2 e R L 5 A SLC4A11 EYN 1in 500 99% Reduced
\ Y,
e N
CRB1-related conditions (AR) . .
\ (G4 T {4 B e g CRB1 2ANTE 1in112 99% 1in11,100 |
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. o .

\ CTSCARRIE R CTSC EANTE 1in 250 99% 1in 24900 )

e N
CYP1B1-related conditions (AR) . o .
58 45 F M B AR - CYP1B1E! CYP1B1 EANTE 1in79 99% 1in 7800

N Y,

e N
CYP7B1-related conditions (AR) . o
CYP7BLAERIE S CYPTB1 2ANE 1in 500 99% Reduced

\ Y,

e N
CYP11B1-related conditions (AR) . o .

\ S TS L9 A 11 b AR SR T CYP11B1 FANE 1in 194 99% 1in 19,300 )

e N
CYP17A1-related conditions (AR) . o

\ SRR LIS A 17 o LA T CYP17A1 EANE 1in 500 99% Reduced )

e N
HC%;&;EE(AR) CTNS 2 AE 1in 158 99% 1in 15,700

- Y,

e p
Cytochrome P450 oxidoreductase deficiency (AR) . o .

\ MR E PAS0 SILE RGBS E POR FANE 1in 158 99% 1in 15,700 |

e N
Desbuquois dysplasia type 1 (AR) . o

\ DesbuquoisB B R 2 5E-1% CANT1 EANTE 1in 500 99% Reduced )

e N
Developmental and epileptic encephalopathy (CAD-related) (AR) . o
B TR S - CADR CAD EYN 1in 500 99% Reduced

\ Y,

e N
DGUOK-related conditions (AR) . o

\ DGUOKHERS 55 DGUOK FANE 1in 500 99% Reduced |

e N
DHDDS-related conditions (AR) .
BB B TR 50 T DHDDS FANE 1in 500 99% Reduced

\ Y,

e p
Dihydrolipoamide dehydrogenase deficiency (AR) . o

\ — R RS S S DLD EANTE 1in 500 99% Reduced )

e N
Distal renal tubular acidosis with deafness (ATP6V1B1-related) (AR) . o

\ 5 /|\& R h/HIE ATPEVIBLE ATP6V1B1 EANTE 1in 500 99% Reduced )

e N
%ﬁé@é;ﬁgtgﬁgfﬁ"dm"s XL) DMD 2 \E 1in 500 99% Reduced

\ Y,

e N
DOK7-related conditions (AR) . .

\ ALE ) B (R B%- DOK 7 DOKT 2ANE 1in115 99% 1in 11400 |

e N
Donnai-Barrow syndrome (AR) . o

\ Donnai-Barrowss {22 LRP2 2ANTE 1in 500 99% Reduced )

e N
Dubin-Johnson syndrome (AR) .

\ Dubin-Johnsongs {2 2 ABCC2 % EANTE 1in 500 99% Reduced )

e p
DUOX2-related conditions (AR) . o .

\ S50 1k BB YR IS {EE T B FE- DU O X2 B DUOX2 * FANE 1in 58 91% 1in 634 )

e N
DYNC2H1-related conditions (AR) . o .

§ DYNC2H1 AR5 DYNC2H1 EANTE 1in 224 99% 1in 22300 |

e N
DYSF-related conditions (AR) . .
RS R S35 0B B DYSF EYN 1in 311 99% 1in 31,000

\ Y,

e N
Dyskeratosis congenita spectrum disorders (DKC1-related) (XL) .

\ SR A LR 2 DKC1E DKC1 FANE 1in 500 99% Reduced )
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Dyskeratosis congenita spectrum disorders (RTEL1-related) (AR) . o
\ ST A4 AR 2 e -RTELLE RTELA1 EAE 1in 500 99% Reduced |
s N
Dyskeratosis congenita spectrum disorders (TERT-related) (AR) . o
§ ST B LR R R TERTE TERT 2ANE 1in 500 99% Reduced |
( D hic epid lysis bullosa (AR) )
ystrophic epidermolysis bullosa . o .
\ 5 5 B K B COLTA1 EPN 1in 370 97% 1in 12,300 )
( EDA-related conditions (XL) )
-related conditions . o
\ AT N B R I EDA EF N 1in 500 99% Reduced )
( hl I d d )
Ehlers-Danlos syndrome, dermatosparaxis type (AR) . o
\ 8 B e (R ADAMTS?2 EIN 1in 500 99% Reduced )
( hl I d kyph | )
Ehlers-Danlos syndrome, kyphoscoliotic type (AR) . .
Ehlers-Danlosi {£2-PLOD1E! PLOD1 EAE 1in 150 99% 1in 14900
\ J
e N
Ellis-van Creveld syndrome (EVC-related) (AR) . o .
\ Y2 I B e (R BE-EVCH EVC EAE 1in 220 99% 1in 21,900 |
s N
Emery-Dreifuss muscular dystrophy (EMD-related) (XL) . o
\ Emery-Dreifuss &% EMD 2ANE 1in 500 99% Reduced )
s N
Epidermolysis bullosa with pyloric atresia (ITGB4-related) (AR) . o :
\ B4 55 B BE AR - TG B4R ITGB4 EPN 1in 393 99% 1in 39200 )
( def I )
Epimerase deficiency galactosemia (AR) . o
§ N R RS GALE * EF N 1in 500 99% Reduced |
( CC2-related cond )
ERCC2-related conditions (AR) . o
\ ERCC2AERIE TS ERCC2 EF N 1in 500 99% Reduced )
( Ethylmal hal hy (AR) )
thylmalonic encephalopathy . o
\ 7 7 — B B e 8 ETHE1 EAE 1in 500 99% Reduced )
( EVC2-related cond (AR) A
-related conditions . o ;
§ BRI ER R R 2R EVC2 2ANE 1in 199 99% 1in 19800 |
( Fabry di (XL) A
abry disease . o
\ 75T g GLA EDN 1in 500 99% Reduced |
( F IX defici (h hilia B) (XL) )
actor IX deficiency (hemophilia . o
Mk B & F9 EF N 1in 500 99% Reduced
\ J
( den thrombophil )
Factor V Leiden thrombophilia (AD) . o .
\ 5 7 55 1 P TR R F5 EF N 1in 26 99% 1in 2,500 |
s N
Factor Xl deficiency (hemophilia C) (AR) . o
\ S RNE RS F11 EAE 1in 500 99% Reduced )
rF ilial chylomi i d (AR) )
amilial chylomicronemia syndrome . o
\ 52 1 4k 25, R A 1 LPL EF N 1in 500 99% Reduced )
( Familial d ia (AR) )
amilial dysautonomia . o
\ S E 3 0SS B -ELP 1R ELP1 EYN - 1in 500 99% Reduced )
s N
Familial hemophagocytic lymphohistiocytosis type 2 (AR) . o :
| REeEDARE AR -2 PRI EAR | T T 99% ] Tin 17800
s N
Familial hemophagocytic lymphohistiocytosis type 3 (AR) . o .
\ 55 1 14 I 1 A 4 4 A B 438 2 e - 380 UNC13D EF N 1in177 93% 1in 2515 |
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Familial hemophagocytic lymphohistiocytosis type 4 (AR)

AN

FraserEGiEf#-FREM2EY

| sErmnaRERE SR STX11 2 AT 1in224 | 99% | 1in22300
i ;‘ﬁgﬁgﬁfﬁ;@ﬁ?ﬁé%;;ggg}g‘g°cyt°5istype AR | sTxer2 | 2 1in 224 99% | 1in 22300
i ;g&%g&eﬂgﬂgﬁfg[ﬁzﬂa (LDLR-related) (AD) LDLR 2 \E 1in 250 99% | 1in 24900
i ;‘:ﬁrglr;%;gg%;ﬂ;%efg[ﬁf?g (LDLRAP1-related) (AR) LDLRAP1 | ZAjE 1in 500 99% Reduced
i ;gf&%ﬁ‘;ﬁd;;e"a"ea”fe"er (AR) MEFV EIN: 1in 64 90% 1in 631
! i::zg::g‘ﬁ:ﬂqﬁgﬁpe“’o‘m FANCA | 2A% 1in345 | 99% | 1in 34400
\

\ Fancont anemia bype B X0 FANCB | =2AWE 1in500 | 99% | Reduced
! Egzzgz:égﬁ'i%pe CAR FANCC | 2A®@ 1in417 | 99% | 1in41600
.

i Fancon aneria ype D2 (AR) FANCD2 % | 2AM | 1in500 | 94% | Reduced
[ Fanconianemi ype £ (AR cance | sam | 1msoo | 9% | mecucee
-

[ Fanconianemi type G () cance | 2am | 1msoo | 9% | Recucee
\

\ i::gg::%’gﬁ{?ﬁype'mm FANCI | 2A% 1in500 | 99% | Reduced
i Fancontanemia ype L (AR FANCL* | 2A@ | 1in500 | 99% | Reduced
i gg%;;;gﬁ;ggﬁons & FH 2 AT 1in500 | 99% Reduced
i FHLL et condiiors OO0 it | eam | tmsoo | so% | Reduced
: e conaons (AR FKBP10 | 2A% 1in500 | 99% | Reduced
s ;igg_égf;;ﬁ conditions including fragile X syndrome (XL) EMR1 % = A8 1in 259 99% 1 in 25,800
-

. ';?I\é\eir:g;g%%a;a (SLC38A8-related) (AR) SLC38AS 2 AT 1 in 500 99% Reduced
-

i igmi;geﬁ%ag%co"dmons (AR) FOXN1 | 2A# 1in500 | 99% | Reduced
i E::zz:;ﬁyﬂ;g?me (FRASL-related) (AR) FRAS1 2 \iE 1in 316 99% | 1in 31500
( Fraser syndrome (FREM2-related) (AR) FREM?2 2 A8 1 in 500 99% Reduced
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Fraser syndrome (GRIP1-related) (AR)

§ FraserEC5ef&-GRIP1E GRIP1 EANTE 1in 447 99% 1in 44600
y,
e N
Fructose-1,6-bisphosphatase deficiency (AR) .
| RU-L6 RREERIE FBP1 2NE 1in 500 99% Reduced
y,
e N
Fucosidosis (AR) .
S 1251 SR A FUCAT1 EYN 1in 500 99% Reduced
\ y,
. N
Galactokinase deficiency galactosemia (AR) . .
Mo M R S GALK1 FANE 1in 122 99% 1in 12100
g y,
. N
Galact ia (GALT-related) (AR
;;%E;fim'a( related) (AR) GALT 2 \E 1in 100 99% 1 in 9900
\ y,
e N
Galactosialidosis (AR) )
T N B R CTSA EPN 1in 500 99% Reduced
\ y,
e p
GATM-related conditions (AR) )
L SER MRS SRR EE T = AE IR B -GATMEY GATM EAE 1in 500 99% Reduced )
e N
%Bé‘;?il_ated conditions including Gaucher disease (AR) GBA % 2B 1in 158 72% 1in 561
\ y,
e N
GBE1-related conditions (AR) . .
B A LTS - GBEL R GBE1 EYN 1in 387 99% 1 in 38600
g y,
e N
GCH1-related conditions (AR) .
GCH1ABRERS GCH1 EN 1in 500 99% Reduced
g y,
. N
GDF5-related conditions (AR) .
\ B R GDF5 2ANTE 1in 500 99% Reduced
y,
e B

Geroderma osteodysplastica (AR)

G ESERE BB EERE GORAB EANTE 1in 500 99% Reduced
g J
4 )
GHR-related conditions (AR) .
GHRAARIE R GHR * FANE 1in 500 98% Reduced
N Y,
4 )
Gitelman syndrome (AR) . .
GitelmanE 2 SLC12A3 2ANE 1in 100 99% 1in 9900
g J
4 )\
GJB2-related conditions (AR) . .
R S B 3E G B2 GJB2 2ANE 1in 50 99% 1in 4900
g J
4 )
GLB1-related conditions (AR
ot Sl GLB1 AT 1in 158 99% | 1in 15700
g J
4 )
GLE1-related conditions (AR) .
\ BT 4 T S G (R B GLE1 EANTE 1in 500 99% Reduced
/
e ~
Gl -6-phosphate dehyd defici XL
guﬁc&se phosphate dehydrogenase deficiency (XL) G6PD 2\ 1in 10 99% 1in 900
g - /
4 )\
Glutaric acidemia type | (AR
P (AR) GCDH ZATE 1in 87 99% 1 in 8600
\ Y,
4 )\
Glutari idemia t 1A (AR
m”:EéE?éfziga ype lIA (AR) ETFA 2NE 1in 500 99% Reduced
g J
4 )
Glutari idemia t 11B (AR
m”:;éh;;‘ﬁclzgga ype lIB (AR) ETFB 2 ATE 1in 500 99% Reduced
g J

11
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%"f;éh;;ﬂgggga type lIC (AR) ETFDH | 2% 1in 250 99% | 1in 24900
N J
s N

Glutathione synthetase deficiency (AR) . o

RS B (R B GSS 2AE 1in 500 99% Reduced
\ J
s N

Glycine encephalopathy (AMT-related) (AR) . .

\ JE R4 5 R M - AMIT R AMT 2ANE 1in 325 99% 1in 32400 )
s N

Glycine encephalopathy (GLDC-related) (AR) . :

JE R4 25 B M E - GLDCRY GLDC EDN 1in 165 99% 1in 16400
\ J
s N

Glycogen storage disease type la (AR) . ;

RS TR AT G6PC EAE 1in177 95% 1in 3520
\ J
s N

ggl)éc%gén storage disease type |l (Pompe disease) (AR) GAA 2\ 1in 100 99% 1 in 9900
\\ J
e N

Gl t di t 111 (AR

H?Efgggg*;;ﬁs_;?ﬁge isease type Il (AR) AGL EIN 1in 159 95% 1in 3160
\ J
s N

Glycogen storage disease type IXb (AR) ,

AR 2T e - OB PHKB 2ANE 1in 500 99% Reduced
N J
s N

Glycogen storage disease type IXc (AR) . o

PR TS 9OCHY PHKG2 EDN 1in 500 99% Reduced
\ J
s N

g;g?gg;;t;’fjge disease type VV (AR) PYGM 2 AE 1in 171 99% | 1in 17000
\ J
s N

e Sty g disease type VIL(AR) PFKM | 2AM | 1in500 | 99% | Reduced
\ J
s N

GM3 synthase deficiency (AR) . o
\ B3 (4 22 B3 (R B ST3GALS5 EAE 1in 500 99% Reduced )
s N

%’:g;;ﬁzed conditions (AR) GNE * 2\ 1in 179 99% | 1in 17800
N J
s N

gﬁ%’fgzgggd conditions (AR) GNPTAB | =2 AME 1 in 200 99% | 1in 19900
\ J
s N

GP1BA-related conditions (AR) .

\ Bernard-SoulierfE {E2-GP1BAZ! GP1BA * EDN 1in 500 99% Reduced )
s N

Guanidinoacetate methyltransferase deficiency (AR) ,

\ MEZEPEEEHRSE GAMT EF N 1in 500 99% Reduced )
s N

GUCY2D-related conditions (AR) . .

GUCY2D#RI%ER GUCY2D EAE 1in 204 99% 1in 20300
\ J
e N

Gyrate atrophy of the choroid and retina (AR) ,

\ S 1 R AR S R A i S OAT x* EPN 1in 500 99% Reduced )
s N

HADHA-related conditions (AR) . .

§ S 3- B ERHAR SRS HADHA EDN 1in 350 99% 1in 34900 |
s N

HBB-rel h lobi hies (AR

Zﬂimr;"’;%eémemg obinopathies (AR) HBB * EIN 1in 49 99% 1in 4800
. J
s N

HCFC1-related conditions (XL) .

\ HCFCLARRIE S HCFC1 EF N 1in 500 99% Reduced )
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Heme oxygenase 1 deficiency (AR) . o
M35 S -1 6 S HMOX1 EDN 1in 500 99% Reduced
N J
s N
Hemolytic anemia, CD59-mediated (AR) . o
S 142 -CD59 % CD59 EDN 1in 500 99% Reduced
N\ Y,
s N
Hereditary fructose intolerance (AR) . o .
i R R ALDOB 2ANE 1in 122 99% 1in 12100
N J
s N
Hereditary hemochromatosis type 1 (AR) . o .
MR- HFE EDN 1in 4 99% 1in 300
N J
s N
Hereditary hemochromatosis type 2 (HAMP-related) (AR) .
\ ST - 2% (HAMPE) HAMP 2AE 1in 500 99% Reduced )
s N
Hereditary hemochromatosis type 2 (HJV-related) (AR) .
38 R - 2B (HV ) HJV A& 1in 500 99% Reduced
N J
e N
Hereditary hemochromatosis type 3 (AR i
st Bl Is type 3 (AR) TFR2 2 \E 1in 500 99% Reduced
N J
s N
Hermansky-Pudlak syndrome type 1 (AR) HPS 1 2\ 1in 500 99% Reduced
L Hermansky-Pudlak fiEf#2§-1E! n ’ educe )
s N
Hermansky-Pudlak syndrome type 3 (AR) .
\ Hermansky-Pudlak 7 {324-3 HPS3 EF N 1in 500 99% Reduced )
s N
Hermansky-Pudlak syndrome type 4 (AR) .
\ Hermansky-Pudlak {22 -4% HPS4 2ANE 1in 500 99% Reduced |
s N
Hermansky-Pudlak syndrome type 5 (AR) .
Hermansky-Pudlak 7 {5452 HPS5 EF N 1in 500 99% Reduced
N J
e N
Hermansky-Pudlak syndrome type 6 (AR) .
\ Hermansky-Pudlak 5 5 24-6 HPS6 EFN 1in 500 99% Reduced )
s N
Hermansky-Pudlak syndrome type 8 (AR) .
\ Hermansky-Pudlak 1 & -8 BLOC1S3 EI N 1in 500 99% Reduced )
s N
Hermansky-Pudlak syndrome type 9 (AR) ,
Hermansky-Pudlak J 2 -9% BLOC1S6 2ANE 1in 500 99% Reduced
N J
s N
HGSNAT-related diti AR
?ﬂi%myﬁ;; ed conditions (AR) HGSNAT | 2R 1in 500 99% Reduced
N J
s N
Hol boxyl thetase defici AR
%;gh;ﬂ;’ggﬁ;;%y" etase deficiency (AR) HLCS EIN 1in 224 99% | 1in 22300
N J
s N
Homocystinuria due to cobalamin E deficiency (AR) ,
= R R - cobalamin EE! MTRR A& 1in 500 99% Reduced
N J
e N
Homocystinuria due to cobalamin G deficiency (AR) .
\ = RS P Obolamin GEY MTR EANE 1in 500 99% Reduced )
s N
Homocystinuria due to cystathionine beta-synthase . :
§ deficiency (AR) 7 BEHzES R CBS EDN 1in 224 99% 1in 22300 |
s N
Homocystinuria due to MTHFR deficiency (AR) )
= pe s o MTHERE MTHFR * 2ANE 1in 500 99% Reduced
N J
s N
HPRT1-related conditions (XL) .
\ HPRT1AGRIE S HPRT1 EDN 1in 500 99% Reduced )
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D-BIAEEEBESE HSD17B4 EANE 1in 158 99% 1in 15700
\ y,
e N
Hydrolethalus syndrome type 1 (AR) .
Hydrolethalus 522 HYLS1 EANE 1in 500 99% Reduced
\ y,
e N
Hyper-lgM immunodeficiency (CD40-related) (AR) . o
e T VI (R B CD40 2ANE 1in 500 99% Reduced
\ y,
. N
Hyperornithinemia-hyperammonemia-homocitrullinuria SLC25A15 2 \E 1in 500 99% Reduced
| syndrome (AR) REE:-BME-BMRIMSGSERY n ° educe )
. N
Hyperphosphatemic familial tumoral calcinosis GALNT3 = A8 1in 500 99% Reduced
| (GALNT3-related) (AR) S MAERKIEERIESETERE n ° educe )
e N
Hypomyelinating leukodystrophy-12 (AR) .
\ B IS e 5E-12 VPS11 2 ANE 1in 500 99% Reduced |
e p
H h h ia (AR
ﬁ%@%ﬁ‘g?ﬁ atasia (AR) ALPL EIN 1in 150 95% | 1in 2980
\_ Y,
e N
Ichthyosis prematurity syndrome (AR) .
B E-SLC2TAGEY SLC27A4 EANE 1in 500 99% Reduced
\ y,
e N
IGHMBP2-related conditions (AR) .
\ |GHMBP2#ERI =55 IGHMBP2 EN 1in 500 99% Reduced )
e N
IKBKB-related conditions (AR) .
IKBKBHEEIZE TS IKBKB EN 1in 500 99% Reduced
g y,
. N
Imerslund-Grsbeck syndrome (AR) .
Imerslund-Grsbeck 8B AMN % EP N 1in 500 99% Reduced
g y,
e B
Immunodeficiency-centromeric instability-facial .
| anomalies syndrome 1 (AR) ICFiE{#-1 (DNMT3B) DNMTSB | =A@ 1in 500 99% Reduced )
e N
Immunodeficiency-centromeric instability-facial .
L anomalies syndrome 2 (AR) ICFE{&8%-1 (ZBTB24%H) ZBTB24 EAE 1in 500 99% Reduced )
. N
Isolated ectopia lentis (AR) )
L IRt K SR BE B K AE ADAMTSL4 2ANE 1in 500 99% Reduced |
. N
Isovaleric acidemia (AR) . o .
BRI IVD 2ANTE 1in 250 99% 1in 24900
g y,
. N
ITGB3-related conditions (AR) .
ITGB3AARI AR ITGB3 2ANTE 1in 500 99% Reduced
\ y,
e N
Johanson-Blizzard syndrome (AR) . .
\ Johanson-Blizzard 5 {22 UBR1 EP N 1in 250 99% 1in 24900 |
e p
Joubert syndrome and related disorders (MKS1-related) (AR) ) .
MKS1AEE R MKS1 EANE 1in 260 95% 1in 5180
g y,
e N
Joubert syndrome and related disorders (RPGRIP1L-related) (AR) . o .
. RPGRIP1LABRIE S RPGRIP1L EANTE 1in 259 95% 1in5160 |
. N
Joubert syndrome and related disorders (TMEM216-related) (AR) . o
Joubert B g B - 2E TMEM216 EN 1in 500 99% Reduced
g y,
. N
Junctional epidermolysis bullosa (LAMC2-related) (AR) . o
\ v T R R AR B - LAMC 2B LAMC2 2ANE 1in 500 99% Reduced )
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Junctional epidermolysis bullosa with pyloric atresia . o

| (TGAG-related) (AR) 1# &1t R ERKIIE-TGACR ITGA® 2AE 11in 500 99% Reduced |

4 )
;cﬁ;gﬂ; ;;;E;;g‘gg;\ﬂigm KCNJ11 | 2AME 1in 500 99% Reduced

. /

([ Krabbe di AR )
K::bb: gease( ) GALC * | 2 AR 1in 158 99% | 1in 15700

g J

[ L1synd XL A
Ll’;yﬂggfme( ) L1CAM 2AE 1in 500 99% Reduced

N - J

[ LAMA2-related lar d hy (AR )
- %%E_ﬁMrﬁg” ar dystrophy (AR) LAMA2 2AE 1in 87 99% 1in 8600

g J

[ LAMA3-related conditions (AR )

relat t

- @rﬁ%%;@;ﬁé’é}fiﬂf\rﬁﬁaﬁ LAMA3 2AE 1in 500 99% Reduced

\\§ J

4 N\
LAMB3-related conditions (AR
- a,&%;%gb;;@"ﬁ'_&ﬁésﬂ) LAMB3 EIN 1in 317 99% | 1in 31600

g J

([ Leb ital is 5 (AR A
ﬁfmeégg;gégﬂ;gf?i‘jr°s's (AR) LCA5 2 \7E 1in 500 97% Reduced

. /

[ Leuk halopathy with vanishing whi )
eukoencephalopathy with vanishing white matter .

| (EIF2B1-related) (AR) BEVSTR IS SHKTE-EIF2B1E EIF2B1 EAE 1in 500 99% Reduced )

4 )\
Leukoencephalopathy with vanishing white matter .

| (EIF2B2-related) (AR) B R #RIS B SR fE-EIF2B2 EIF2B2 | =AE 1in 500 99% Reduced )

4 )\
Leukoencephalopathy with vanishing white matter .

| (EIF2B3-related) (AR) BRSPS BHATE-EIF2B3 T EIF2B3 | =AE 1in 500 99% Reduced )

4 N\
Leukoencephalopathy with vanishing white matter .

| (EIF2B4-related) (AR) EVETRABIEEMATE -EIF2BAT EIF2B4 | 2\ 1in 500 99% Reduced )

4 )
Leukoencephalopathy with vanishing white matter .

| (EIF2BS-related) (AR) B 7 #RE S B AR iE-EIF2B5 EIF2BS | =AE 1in 500 99% Reduced |

[ LG4 synd AR A
e 4%22;0'"‘3( ) LIG4 2AE 1in 500 99% Reduced

g J

(" Limb-girdi lar d hy (CAPN3-related) (AR )
poiesys il ystrophy ( “related) (AR) CAPN3 | 2 A®E 1in 134 99% | 1in 13300

g J

(" Limb-gird lar d h 2C (AR )
poiesys il ystrophy type 2C (AR) SGCG EIX- 1in 500 99% Reduced

g J

(" Limb-gird lar d h 2D (AR )
poiesy el ystrophy type 2D (AR) SGCA EIN: 1in 500 99% Reduced

\\§ /

(" Limb-gird lar d h 2E (AR A
el ystrophy type 2E (AR) SGCB 2\ 1in 500 92% Reduced

g /

[ Limb-gird| lar d h 2F (AR A
o L e 2P ystrophy type 2F (AR) SGCD 2\ 1in 500 99% Reduced

. /

(" Lipoid ital adrenal hyperplasia (AR A

t

Hé@;f&%‘;’f’;ﬁg fﬂgﬁrﬁgﬁ;i;’;erp asia (AR) STAR 2 \E 1in 500 99% Reduced

g J

4 )
tﬁﬁ;geﬁlﬁa;%cond't'°“s (AR) LRAT 2 \E 1in 296 99% | 1in 29500

g J
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H o,
L Lysunyruc EREMZRRIE SLCTAT 2AE 1in 500 99% Reduced )
s N
Lysosomal acid lipase deficiency (AR) . o .
e T LIPA 2ANE 1in 359 94% 1in 5967
\ J
s N
Major histocompatibility complex class Il deficiency . o
| (CIITA- related) (AR) IR ARIE-22 CITA | AR [ TinS00 | 99% | Reduced |
s N
Malonyl-CoA decarboxylase deficiency (AR) . o
T~ WL EES A IR RS I MLYCD EDN 1in 500 99% Reduced
\ J
s N
%;g;g&”a%;””e disease type 1A (AR) BCKDHA | ZAE 1in 373 99% | 1in 37200
\ J
s N
Mapl ine di t 1B (AR
pinciinembii (AR) BCKDHB | 2 AT 1 in 346 99% | 1in 34500
\ J
e N
Mapl ine di t 2 (AR
pinclie /bl (AR) DBT 2\ 1in 500 99% Reduced
\ J
s N
MECP2-related conditions (XL) .
MECP248RI 5 MECP2 2ANE 1in 500 99% Reduced
N J
s N
Medium-chain acyl-CoA dehydrogenase deficiency (AR) . o :
\ hiB RS A SIS ACADM EPN 1in 66 99% 1in 6500 )
s N
Medium/short-chain 3-hydroxyacyl-CoA dehydrogenase .
| deficiency (AR) %t 3-ERMBAREBI ST HADH ZAE 11in 500 99% Reduced )
s N
MEDNIK syndrome (AR) .
MEDNIKE {28 AP1S1 EF N 1in 500 99% Reduced
\ J
s N
Megalencephalic leukoencephalopathy with subcortical i o
| cyststype 1 (AR) ERSHERE B AR E FRIE-12 MLC1* | ZAd 1in 500 99% Reduced |
(" Metabolic crises with rhabdomyolysis, )
cardiac arrhythmias and neurodegeneration (AR) TANGO2 2ANE 1in 500 99% Reduced
\ ERNAREE - DRAR - MERBHER )
s N
Metachromatic leukodystrophy (ARSA-related) (AR) . .
B s S EIR (LR ARSA EDN 1in 100 95% 1in 1980
\ J
s N
Methylmalonic acidemia (MCEE-related) (AR) . o
\ F LT — B B AR SRR A AR RS GRS MCEE EDN 1in 500 99% Reduced )
s N
Methylmaloni i ia (MMAA-relat AR
é%ﬂ;;%ﬁiﬁfﬁﬁ'a( related) (AR) MMAA 2AE 1in 316 97% | 1in 10500
. J
s N
gg%"zmﬁ;'ﬂ‘]’]%c_:gfgg'a (MMAB-related) (AR) MMAB 2NE 1in 456 98% | 1in 22750
\ J
e N
Methylmalonic acidemia (MUT-related) (AR) . .
\ ERELFY — B M- MUTE! MUT EF N 1in 204 96% 1in 5075 |
s N
MFSD8-related conditions (AR) .
MFSD8 BRI MFSD8 2AE 1in 500 99% Reduced
N J
s N
JI;;:f;‘;;é:{:ﬂépygII|§chosteodysplastlc primordial dwarfism type Il (AR) PCNT 2 \E 1in 500 99% Reduced
. J
s N
Microcephaly, postnatal progressive, with seizures and . o
| brain atrophy (AR) EEiERYE/ITE AL AR/ M e MEDIT | BAR | 1inS00 | 99% | Reduced
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\ %g%ég;iza:ﬁ;ggﬁgS?;E;,Z“cy 1(AR) NDUFS4 | 2 A 1in 500 99% Reduced |
i Eg%;?‘g’;i;a:ﬁ;?gﬁ;S:';i;g"cy3 (AR) NDUFS7 | 2 A 1in 387 99% | 1in 38600 :
( %g%c%?;;iza:ﬁ;;“élﬁsSﬁ\f);gcy4(AR) NDUFV1 | 2ARE 1in 387 99% | 1in 38600 )
g J
( %2%;2;"@‘123:&;‘;"%‘2‘5Slf;ig:;_!"cy9 (AR) NDUFS6 | 2 AW 1in 500 99% Reduced )
g /
( xzﬁogggza:ﬁ;‘;gﬁgSﬁzgzegy 10(AR) NDUFAF2 | 2 1in 387 99% | 1in 38600 )
g J
( ;J';gZégggzagiggﬁsSﬁﬂ;isefzcy 16 (AR) NDUFAF5 | 2 A% 1in 500 99% Reduced )
\\§ J
( +"§Z;},;';g;i;7;;;’;‘5"",‘33)'(222?;?“ 19 (AR) FOXRED1 | 2 A& 1in 376 99% | 1in 37500 )
g J
i ;;g2%;2;"312a:ﬁ;?g_;xcfsggie"cy 20 (AR) ACAD9 | 2A®E 1in 500 99% Reduced :
i ;;gg%;?;"aiza:&%g‘gf‘cgfleggency6 (AR) COX15 2 \E 1in 500 99% Reduced :
( %2%;2;;‘12a:&%r;%fpléfgg%e"cy 12 (AR) PET100 | 2A% 1in 387 99% | 1in 38600 )
g J
i xg%éggza:\f%g}[;i%gzﬂgmy (AR) LRPPRC | 2AE 1in 500 99% Reduced :
i %Z%T%EBOS:;;B[%PE'\:I;E;ePIeﬁon syndrome-2 (AR) TK2 2 A& 1in 500 99% Reduced :
e oot |y | woe | sam | s | o | s
i m&;geg?g%m"dmms (AR) MKKS 2AE 1in 500 99% Reduced :
i gﬁ;gﬁ%:;;uglc\:/cl)gz:cstgﬂdeficiency (MOCS1-related) (AR) MOCS 1 = A8 1in 226 99% 1in 22500 j
i ﬁl\g;ﬁ!{i;ﬁd;{efn;fr?@gggo;éeﬁCiency (MOCS2B-related) (AR) MOCS2B 2\ 1in 500 99% Reduced j
i %g;‘gg;;;g&gé?ﬂgﬁdency (MOCS2A-related) (AR) | \iocson | 2A%m 1in 500 99% Reduced :
i x;g:zl?eﬂgﬁ;‘gmi’g{é?;ﬁ MPL 2 \E 1in 500 99% Reduced :
( %E’g;;}g'dggs type Il gamma (AR) GNPTG | 2AME 1in 500 99% Reduced )
g J
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3 gk RARTEER] SHE | RMERERERE

CARRIER FREQUENCY @ DETECTION CARRIER RESIDUAL RISK

IDIEIRRIER BURNIEY BEFORE SCREENING RATE AFTER NEGATIVE RESULT

M lipidosis t IV (AR .
e am (AR) MCOLN1 | 2\ 1in 500 99% Reduced
\ J
e \
;"Eg;fﬁ';é’zzcma”d°s'5type | (AR) IDUA 2 \E 1in 148 97% 1in 4900
\ J
e \
gg%%’g}fha”dos's type Il (XL) IDS 2 N8 1in 500 90% Reduced
\ J
e \
Mucopolysaccharidosis type IlIA (AR) . ,
B S ERE-3aR SGSH EDN 1in 215 99% 1in 21400
\ J
e \
gggﬁﬁzﬁgha”dos'swpe 1B (AR) NAGLU | 2A% 1in 224 99% | 1in 22300
\ J
e N
M I haridosis t D (AR
ol it (AR) GNS EIX- 1in 500 99% Reduced
\ J
s N
M I haridosis t IVA (AR
ol (AR) GALNS | 2A%E 1in 224 99% | 1in 22300
\ J
e \
gﬁggﬁ'ggsgzccr'ar'd°s'5type X (AR) HYAL 1 EINX: 1in 500 99% Reduced
\ J
e N
yﬁggﬁ'fg%ﬁ“ha”dos's type VI(AR) ARSB 2 \E 1in 250 99% | 1in 24900
\ kI = )
e \
M I haridosis type VII (AR
ol st (AR) GUSB 2 AE 1in 250 99% | 1in 24900
\ J
e \
Mulibrey nanism (AR) . o
B GALE - BT - B - IRE TRIM37 EF N 1in 500 99% Reduced
\ J
s N
Multiple pterygium syndrome (AR) . o
258 BUR B (R B CHRNG EAE 1in 500 99% Reduced
\ J
e \
Multiple sulfatase deficiency (AR) . o
§ 2 RIS A R S SUMF1 2AE 1in 500 99% Reduced )
e \
Muscular dystrophy-dystroglycanopathy (FKRP-related) (AR) ) i
Walker-Warburg ¥ & & -FKRPE FKRP 2ANE 1in 158 99% 1in 15700
\ J
e \
Muscular dystrophy-dystroglycanopathy (FKTN-related)(AR) .
\ Walker-Warburg £ &% -FKTNE FKTN EF N 1in 500 99% Reduced )
e N
Muscular dystrophy-dystroglycanopathy (LARGE1-related) (AR) .
\ Walker-Warburg % &% -LARGE1E! LARGE1 EIN 1in 500 99% Reduced )
e \
Muscular dystrophy-dystroglycanopathy (POMT1-related) (AR) . o ,
L A PY KB E AR EEINAERRFE-POMTIE POMT1 EAE 1in 268 99% 1in 26700 )
s N
Muscular dystrophy-dystroglycanopathy (POMT2-related) (AR) , o )
§ AL P 5 2 R RS BL{E TH AE £ BA-POMT 2B POMT2 EF N 1in 371 99% 1in 37000 )
e \
Muscular dystrophy-dystroglycanopathy (RXYLT1-related) (AR) . o
§ AL P 5 25 RS B4 L T AE KR BA-RXYLT 12 RXYLT1 2AE 1in 500 99% Reduced |
e \
MUSK-related conditions (AR) . .
§ MUSKAEBI 5 MUSK EPN 1in 447 99% 1in 44600 |
e \
MVK-related conditions (AR) . o
\ o G TR o [ S D (R B MVK EAE 1in 500 99% Reduced )
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DISORDER

MYOQO7A-related conditions (AR)

(=173

ETHNICITY

WARTBERY Rbx | BURERERE
CARRIER RESIDUAL RISK
AFTER NEGATIVE RESULT

CARRIER FREQUENCY
BEFORE SCREENING

DETECTION
RATE

\ R EEEEE. 1B R MYOTA EANTE 1in 200 95% 1in 3980 )
e N
Myopathy, lactic acidosis, and sideroblastic anemia 1 (AR) .
45y B L A S A B B -1 PUS1 EANTE 1in 500 99% Reduced
\ y,
e N
M . .
%ggﬁgﬁgnge"'ta (AR) CLCNT EI\ 1in 112 99% | 1in 11100
\ y,
. N
N-acetylglutamate synthase deficiency (AR) . o
N-7, B R BEe & F B GRS I NAGS 2ANTE 1in 500 99% Reduced
g y,
. N
N li thy 2 (AR
I (AR) NEB * SAE | 1in158 95% | 1in 3140
\ y,
e N
Nephrogenic diabetes insipidus (AQP2-related) (AR
gémﬁgﬁ ic diabetes insipidus (AQP2-related) (AR) AQP2 EIN- 1in 500 99% Reduced
\ y,
e p
Nephronophthisis (INVS-related) (AR
gsg%gﬁ-lﬁvsﬁlﬂ related) (AR) INVS ZAE | 1in500 99% | Reduced
g Y,
e N
Neph hthisis (NPHP1-related) (AR
g‘gg%%”_mw'fg( related) (AR) NPHP1 EIN: 1in 500 99% Reduced
\ y,
e N
Neuronal ceroid lipofuscinosis type 1 (AR) . .
\ A TS S 18 T R PPT 12 PPT1 EYN 1in 199 98% 1in 9900
y,
e N
Neuronal ceroid lipofuscinosis type 2 (AR) . .
\ 34047 0 A B B BT L e - TPP1EY TPP1 EN 1in 250 97% 1in 8300
y,
. N
Neuronal ceroid lipofuscinosis type 5 (AR) )
S TR IS 1B B T - CLNS B CLN5 2ANTE 1in 500 99% Reduced
g y,
e B
Neuronal ceroid lipofuscinosis type 6 (AR) .
\ ST IS 1B T - CLNGE CLN6 EANTE 1in 500 99% Reduced
y,
e N
Neuronal ceroid lipofuscinosis type 8 (AR) .
\ 31408 5 0 42 S 9B T S - CLN G R CLN8 EANTE 1in 500 99% Reduced
y,
. N
Neuronal ceroid lipofuscinosis type 10 (AR) )
\ 34T U B I BT L R - CTSDEY CTSD FANE 1in 500 99% Reduced
y,
. N
Niemann-Pick di t C (NPC1-related) (AR
Eg@ﬁﬁ_cﬂ'sease ype C ( related) (AR) NPC1 2 AE 1in 183 99% | 1in 18200
g y,
. N
Niemann-Pick di t C (NPC2-related) (AR
Egﬁﬁﬁ_cz,ﬂ'sease ype C( related) (AR) NPC2 EIN 1in 500 99% Reduced
\ y,
e N
Niemann-Pick di t A and B (AR
EIEEEETIE‘_-:IA /B#:'.fease ypes Aand B (AR) SMPD1 EIN- 1in 250 95% 1 in 4980
\ y,
e p
Nijmegen breakage syndrome (AR) .
\ Nijmegen i B sz (£ 2t NBN EANE 1in 500 99% Reduced
y,
e N
Nonsyndromic deafness (LOXHD1-related) (AR) .
§ B @ IS8 OXHD1E! LOXHD1 EANTE 1in 500 99% Reduced
y,
. N
Nonsyndromic deafness (MYO15A-related) (AR) .
@M EIE-MYOL5AR MYO15A EYN 1in 500 99% Reduced
g y,
. N
Nonsyndromic deafness (OTOA-related) (AR) .
\ B IEE - OTOAR OTOA * 2ANTE 1in 500 88% Reduced
y,
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DISORDER

Nonsyndromic deafness (SYNE4-related) (AR)

(=173

ETHNICITY

WARIFRRY RHER | BURIERER

CARRIER FREQUENCY
BEFORE SCREENING

DETECTION
RATE

CARRIER RESIDUAL RISK
AFTER NEGATIVE RESULT

H o,
BB IEE-SYNEAR! SYNE4 EYN 1in 500 99% Reduced
\ y,
e N
Nonsyndromic deafness (TMC1-related) (AR) .
EEMIEE TMCLE TMC1 EANTE 1in 500 99% Reduced
\ y,
e N
Nonsyndromic deafness (TMPRSS3-related) (AR) . o
\ @I58 - TMPRSS3® TMPRSS3 2ANE 1in 500 99% Reduced )
. N
Nonsyndromic intellectual disability (CC2D1A-related) (AR) . o
\ PR 14 50 ) B - CC2D AR CC2D1A 2ANTE 1in 500 99% Reduced )
. N
NROB1-related conditions (XL) .
\ ST LS | A p - NROB1E! NROB1 EANE 1in 500 99% Reduced )
e N
NR2E3-rel itions (AR
mm;@r%‘a{%g_;‘;g't'ons( ‘ NR2E3 | 2AE | 1in500 99% Reduced
\ y,
e p
NSMCE3 deficiency (AR) .
\ NSMCE 36k 85 NSMCE3 EPN 1in 500 99% Reduced )
e N
OCRL-related conditions (XL) .
Lowe FoiE (R OCRL EANTE 1in 500 99% Reduced
\ y,
e N
Oculocutaneous albinism type 2 (AR) . .
g y,
e N
Oculocutaneous albinism type 3 (AR) .
BB RS R 8 S R as 3 A TYRP1 EN 1in 500 99% Reduced
g y,
. N
Oculocutaneous albinism type 4 (AR) . .
BE B B2 (L s 4 B SLC45A2 FANE 1in 158 99% 1in 15700
g y,
e B
Oculocutaneous albinism types 1A and 1B (AR) . .
\ BEBS R (L 1 A TYR * FANE 1in 100 97% 1in 3300 )
e N
OPA3-related conditions (AR) .
Costeffi (EE: OPA3 EANTE 1in 500 99% Reduced
\ y,
. N
Opitz GBBB syndrome (MID1-related) (XL) .
Opitz-GBBBE {RE MID1 * FANE 1in 500 98% Reduced
\ y,
. N
Ornithine transcarbamylase deficiency (XL) ) o
\ L o oTC FANE 1in 500 85% Reduced )
. N
Osteogenesis imperfecta (BMP1-related) (AR) .
\ BEH A2 E-BMPLE BMP1 2ANTE 1in 500 99% Reduced )
e N
Osteogenesis imperfecta (CRTAP-related) (AR) .
BE A2 5E-CRTAPE CRTAP EIN 1in 500 99% Reduced
\ y,
e p
Ost isi fecta (P3H1-related) (AR
%Sﬁﬁ e%?ﬁe%e;;z;gﬂli:ﬁ al related) (AR) P3H1 2 AE 1in 500 99% Reduced
g y,
e N
Ost trosis (TCIRG1-related) (AR
gi;éﬁ’.fyé?ig.ﬁmﬂ related) (AR) TCIRG1 2 NE 1in 317 99% 1in 31600
\ y,
. N
OSTML1 deficiency associated osteopetrosis (AR) i
BEA(EE-OSTM1E OSTM1 EYN 1in 500 99% Reduced
g y,
. N
OTOF-related conditions (AR) .
\ 8 4 B 48 - O TOF & OTOF 2ANTE 1in 500 99% Reduced )
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DISORDER

Pantothenate kinase-associated neurodegeneration (AR)

(=173

ETHNICITY

WARTBERY ®Rbx | BURERERE
CARRIER RESIDUAL RISK
AFTER NEGATIVE RESULT

CARRIER FREQUENCY
BEFORE SCREENING

DETECTION
RATE

. o .
\ S g B A 2 B R AR L PANK?2 EANE 1in 289 99% 1in 28800 )
e N
Parkinson disease 15 (AR) .
IS R E5E-FBXO7 FBXO7 EANE 1in 500 99% Reduced
\ y,
e N
PCDH15-related conditions (AR) . o .
\ R EREEE. 1F B PCDH15 EYN 1in 400 99% 1in 39900 )
. N
PEX5-related conditions (AR) .
\ PEXS 1R PEX5 EN 1in 500 99% Reduced )
. N
PEX7-related diti AR
ﬂi;&ﬁﬁz;ﬁ:ﬂ;oﬁnﬁ;&é{l?ﬁ PEXT7 EIN: 1in 157 99% 1in 15600
\ y,
e N
PGM3-congenital disorder of glycosylation (AR) .
e M RSB -PGM3 PGM3 2 ANE 1in 500 99% Reduced
\ y,
e p
;m%r%gamne hydroxylase deficiency (AR) PAH 2 \TE 1in 58 99% 1in 5700
g Y,
e N
Phosphoglycerate dehydrogenase deficiency (AR) , o
\ B R B S T PHGDH EANE 1in 500 99% Reduced )
e N
PIGN-congenital disorder of glycosylation (AR) . o
\ 4 M AL B -PIGNE PIGN EN 1in 500 99% Reduced )
e N
PJVK-related conditions (AR) .
PIVKAERI RS DFNB59 EN 1in 500 99% Reduced
g y,
. N
PLA2G6-related conditions (AR) .
\ 5 £ £33 A B B S R 2 - PLA2G 6B PLA2G6 2ANTE 1in 500 99% Reduced )
e B
PLEKHG5-related conditions (AR) .
\ PLEKHGS GBI E R PLEKHG5 EANE 1in 500 99% Reduced )
e N
PLP1-related conditions (XL) . o
b 5 RS- PLP1E! PLP1 EANE 1in 500 99% Reduced
\ y,
. N
POLG-related conditions (AR) . .

\ 3342 44 51 BE L R 8- POL G B POLG 2ANE 1in113 95% 1in 2240 |
. N
ggg%ég;%g';;jse (PKHD1-related) (AR) PKHD1 x | ZAR 1in 70 99% 1in 6900
g y,
. N

Polymicrogyria (ADGRG1-related) (AR) . o
\ 8 AIEEE S\ EEB E ADGRGH1 2ANTE 1in 500 99% Reduced |
e N
POMGNT1-related conditions (AR) .
POMGNTLAEES POMGNT1 EP N 1in 500 99% Reduced
\ y,
e p
Pontocerebellar hypoplasia (TSEN54-related) (AR) .
\ BRSNS B R 2 -TSENS 4 TSEN54 EANTE 1in 500 99% Reduced )
e N
Pontocerebellar hypoplasia type 1B (AR) .
B S BB RS 1B EXOSC3 EANE 1in 500 99% Reduced
\ y,
. N
Pontocerebellar hypoplasia type 2D (AR) .
B S BB RS DR SEPSECS EN 1in 500 99% Reduced
g y,
. N
Pontocerebellar hypoplasia type 6 (AR) ,
L B/ ERE-68 RARS2 2ANE 1in 500 99% Reduced )
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CARRIER FREQUENCY @ DETECTION CARRIER RESIDUAL RISK

DISORDER BTSN BEFORE SCREENING RATE AFTER NEGATIVE RESULT

Primary carnitine deficiency (AR) . o .

\ B R S SLC22A5 EANTE 1in 71 99% 1in 7000 )

e N
Primary ciliary dyskinesia (CCDC39-related) (AR) . o .

§ B 8 44 4 S N PSR- CCDC39 R CCDC39 EANTE 1in 211 99% 1in 21000 |

e N
Primary ciliary dyskinesia (CCDC103-related) (AR) . o .

\ B 544 M B BN R R - CCDC 1037 CCDC103 2ANE 1in 316 99% 1in 31500 |

. N
Primary ciliary dyskinesia (DNAH5-related) (AR) . .

\ B 544 5 B N FE i - DN AH 5 2 DNAH5 FANE 1in 109 99% 1in 10800 )

. N
Primary ciliary dyskinesia (DNAH11-related) (AR) . .

\ [ 5 4 T S SIS R - DNAH 112 DNAH11 EPN 1in 211 99% 1in 21000 )

e N
Primary ciliary dyskinesia (DNAI1-related) (AR) . .

\ [ 5 4 i T S B RS B - DNAI 1 DNAI1 EPN 1in 250 99% 1in 24900 |

e p
Primary ciliary dyskinesia (DNAI2-related) (AR) . .

\ [ B 4 i T B B BE R - DN A2 DNAI2 EANTE 1in 354 99% 1in 35300 |

e N
Primary hyperoxaluria type 1 (AR) . .
E S S R 1R AGXT EANTE 1in 135 99% 1in 13400

\ y,

e N
;g;;%gﬁ';%‘;g‘ga type 2 (AR) GRHPR ZAE | 1in500 99% Reduced

g y,

e N
;g&%g&%ﬁﬂga type 3 (AR) HOGA1 2AE | 1in354 99% | 1in 35300

g y,

. N
Primary microcephaly (MCPH1-related) (AR) .

\ S EERS T - MCPH 1R MCPH1 EJN 1in 500 99% Reduced )

( Progressive early-onset encepahlopathy with brain atrophy h
and thin corpus callosum (PEBAT) (AR) TBCD FANE 1in 500 99% Reduced

\ FEEITMRRS (R E R LT AR RS )

e N
Progressive familial intrahepatic cholestasis 3 (AR) . o .

§ ST DREE -38 (AR) ABCB4 EANTE 1in 204 99% 1in 20300 |

. N
Progressive pseudorheumatoid dysplasia (AR) . o

\ BT B R RS RE R WISP3 FANE 1in 500 99% Reduced |

. N
Prolidase deficiency (AR) . o
S L A A R S T PEPD FANE 1in 500 99% Reduced

g y,

. N
ggﬁpﬁg_‘zpaccgg'a (PCCA-related) (AR) PCCA 2 \E 1in 224 96% 1in 5575

\ y,

e N
;gﬁpﬂfg_cpaccgg'a (PCCB-related) (AR) PCCB 2AE 1in 224 99% | 1in 22300

\ y,

e p
Prothrombin-related thrombophilia (AD) . o .

\ 3 1 S AR R T A2 F2 FANE 1in 62 99% 1in 6100 )

e N
PRPS1-related conditions (XL) . o

§ PRPS 1R PRPS1 EANTE 1in 500 99% Reduced |

. N
PSAP-related conditions (AR) . o

\ £ S PESAPERS 5 PSAP EYN 1in 500 99% Reduced )

. N
fﬁ’g&)ﬂ%’;;gg (AR) CTSK 2 \E 1in 438 99% | 1in 43700

g y,
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DISORDER

Pyridoxal 5'-phosphate-dependent epilepsy (AR)

(=173

ETHNICITY

WARTBERY ®ibx | BURERERE
CARRIER RESIDUAL RISK
AFTER NEGATIVE RESULT

CARRIER FREQUENCY
BEFORE SCREENING

DETECTION
RATE

H 0,
\ BT I 12 B (88 A T PNPO EANTE 1in 500 99% Reduced )
s N
Pyridoxine-dependent epilepsy (ALDH7A1-related) (AR) . .
§ 46 - =B 6 R IB 14 FE-ALDH7AL R ALDHTA1 EANTE 1in127 99% 1in 12600 |
s N
Pyruvate carboxylase deficiency (AR) . o .
\ ARSI (LEE S S PC FANE 1in 250 95% 1in 4980 )
s N
Pyruvate dehydrogenase complex deficiency (PDHA1-related) (XL) . o
\ S B R B A S - PDHA L B PDHA1 2ANTE 1in 500 99% Reduced )
s N
Pyruvate dehydrogenase complex deficiency (PDHB-related) (AR) : o
\ RS B R B B b S - PDHBE PDHB EANE 1in 500 99% Reduced )
s N
RAPSN-related conditions (AR) . o .
\ S A4 L 58 ) e (R B -RAPSN A RAPSN FANE 1in 283 99% 1in 28200 |
e N
RDH12-related conditions (AR) . o .
\ O R M B 138 RDH12 EANTE 1in 460 99% 1in 45900 |
s N
Refsum disease (PHYH-related) (AR) .
m =S -PHYHE PHYH EIN 1in 500 99% Reduced
g Y,
s N
?&;;g;gg?;:;;ja 2(Xb RP2 2 A8 1in 500 99% Reduced
N y,
s N
*Rﬁeﬁ%’;gg%?ﬁ%ﬁgt;’; 25 AR) EYS* | 2AE 1in 129 99% | 1in 12800
N J
s N
e e oes 25 (AR FAMIGIA| 2A% | 1in289 | 99% | 1in 28800
N J
e N
Retinitis bi AR
;;;%?ég%%%ﬁg?g 36 (AR) PRCD 2AE 1in 296 99% 1in 29500
N J
s N
Retinitis pigmentosa 62 (AR) . ;
3548 S 5 2 s 08 6 0 MAK EANTE 1in 274 99% 1in 27300
g Y,
s N
Rhizomelic chondrodysplasia punctata type 2 (AR) . o
\ B D R Bk B B B B R 2 T GNPAT FANE 1in 500 99% Reduced |
s N
Rhi lic chondrodysplasi tata t 3 (AR
iyl il (AR) AGPS 2AE 1in 500 99% Reduced
N J
s N
RLBP1-related conditions (AR) . .
\ RLBPLAERIZE TS RLBP1 2ANTE 1in 296 99% 1in 29500 |
s N
Roberts syndrome (AR) .
\ Robertsie {2 ESCO2 EANTE 1in 500 99% Reduced )
e N
RPE65-related conditions (AR) . .
\ RO R M B 2R RPEG65 EANTE 1in 228 99% 1in 22700 )
s N
RYR1-related conditions (AR) .
RYRLAEEIE S RYR1 EANTE 1in 500 99% Reduced
g Y,
s N
SAMDO9-related conditions (AR) . o
\ B B O - SAMD9E SAMD9 EFN 1in 500 99% Reduced )
s N
ggzjzzcm;fidwease (AR) HEXB 2 \E 1in 180 99% 1in 17900
N J
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DISORDER

Schimke immuno-osseous dysplasia (AR)

Eh&

ETHNICITY

WRAREERY bR | EERIERERE

CARRIER FREQUENCY
BEFORE SCREENING

DETECTION
RATE

CARRIER RESIDUAL RISK
AFTER NEGATIVE RESULT

ochimke 2. RERFE SMARCAL1| 2 A& 1in 500 99% Reduced )
2
g:zt::%;g;ome (CEP152-related) (AR) CEP152 | 2 AE 1in 500 99% Reduced )
2
;&gg%%&di”gase deficiency (AR) SPR 2 \E 1in 500 99% Reduced |
S bined i defici d A
S bined i deficiency d )
D3 epsion deficiency (AR) BERABSBER-Cosew | OD% | AR | 1500 | 99% | Redued |
. . . . . . )
;g;;g’g;’;;&g?gﬁ?ﬂigﬁ"‘y due to CD45 deficiency (AR) | prppe & | 2 1in 500 99% Reduced |
S bined i defici d DCLRE1C A
(Aremis) defcency (AR) BB %0 S DCLRELCE | PCLREIC | AR | TS0 | 99% | Reduced |
. . . . A
. . . . . . )
;g;;ggggg*g;;ngglency due to JAK3 deficiency (AR) JAK3 2\ 1in 455 99% 1 in 45400 |
. . . . . . h
;g;;gggggxggfgidé{%ency due to RAGL deficiency (AR) RAGT 2\ 1in 301 99% 1 in 30000 |
. . . . . . A
;g;;gggggxggﬂc;?;%ency due to RAG2 deficiency (AR) RAG?2 2\ 1in 500 99% Reduced |
. . . . )
. . . . A
. . . . )
?ﬁfg;;%‘éﬁg t”,;‘,‘/ltf{;p\‘;:'sa 4%;.: to VPS45 deficiency (AR) | \/pgy5 2 \iB 1in 500 99% Reduced
J
usgg;;ﬁg%;éorage diseases (AR) SLC17A5 | 2@ 1in 500 99% Reduced |
2
;Egg;%;;g% NEU1 2\E 1in 500 99% Reduced )
S... )
sjgg:::::::zg: ;’E_yﬂg?me (AR) ALDH3A2 | 2 A%@ 1in 500 99% Reduced
SLC12A6-rel iti <
e ;ﬂ;‘ﬂ*;g?”d'tms (AR) SLC12A6 | 2 A 1in 500 99% Reduced
SLC26A2 iti <
P Az;fé%';;;%w”d'““s (AR) sLC26A2 | A 1in 158 95% 1in 3140 )
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SLC26A4-related conditions (AR) . .
B 3 S T 1B -S| C26 A4 R SLC26A4 EANE 1in 80 99% 1in 7900
N J
s N
SLC37A4-related conditions (AR) . o .
§ PTRE L RS RE- 1B R SLC37A4 EANE 1in 354 95% 1in 7060 |
( h | d )
Smith-Lemli-Opitz syndrome (AR) . o .
| Smith-Lemii-Opitz TR DHCRT 2AE 1in 71 99% 1in 7000 )
s N
Spastic paraplegia type 15 (AR) .
\ FR T 5 RS 155 ZFYVE26 EANE 1in 500 99% Reduced )
s N
Spastic paraplegia type 49 (AR) .
w5 RS- 497 TECPR2 EANE 1in 500 99% Reduced
N\ Y,
( S i legia, thi Il d i A
pastic tetraplegia, thin corpus callosum, and progressive . o
| microcephaly (AR) 77t/ BRI S BHIERS IS SEE TR SLC1A4 | =A@ 1in 500 99% Reduced )
s N
SPG11-related conditions (AR) . o .
| AT AR -SPG 1R SPG11 EANE 1in 141 99% 1in 14000 )
s N
Spinal muscular atrophy (AR) . o .
§ BB AEEE SMN1 * EANE 1in 49 94% 1in 800 |
( S bell O10-related A
pinocerebellar ataxia (AN -related) (AR) . o
\ B8\ S A S - ANO10 R ANO10 * EANE 1in 500 99% Reduced )
s N
Spondylocostal dysostosis (DLL3-related) (AR) . .
BB RE RS- DLLIE DLL3 EPN 1in 350 99% 1in 34900
N J
s N
Spondylocostal dysostosis (MESP2-related) (AR) . o .
§ BB B R 2 -MESP2 MESP2 PN 1in 224 99% 1in 22300 )
( Steel synd A
teel syndrome (AR) .
g COL2T7AT1 EANE 1in 500 99% Reduced
L 18 358 i 1 ¥ )
s N
Steroid 5-alpha-reductase deficiency (AR) . o
§ SBE RS o B E R S SRD5A2 2 ANTE 1in 500 99% Reduced )
( S Wied d (AR) A
tiive-Wiedemann syndrome . o
\ Stuve-Wiedemann %22 LIFR * 2ANE 1in 500 99% Reduced )
s N
Sulfite oxidase deficiency (AR) .
1in 500 % Reduced
| SREBELERRTE suoX— | zAm n 99% sduced
s N
SURF1-related conditions (AR) . o .
\ SURFLIEMIER SURF1 2N\ 1in 128 99% 1in 12700 )
( Sachs d A
Tay-Sachs disease (AR) . .
. , HEXA 2 AE 1in 250 99% 1in 24900
L i 52 B fiE )
( CE-related d )
TBCE-related conditions (AR) . o
TBCEARRIE S TBCE * 2ANE 1in 500 99% Reduced
N J
( h lobl )
Thiamine-responsive megaloblastic anemia (AR) .
N " SLC19A2 1in 500 99% Reduced
| HEEBLR IR R ENE " ° sevees |
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Thyroid dyshormonogenesis (SLC5A5-related) (AR) .
§ RIS S B B -SLC5ASE SLC5A5 EPN 1in 500 99% Reduced |
e N
Thyroid dyshormonogenesis (TG-related) (AR) .
RIS & B S TGH TG * EANE 1in 500 99% Reduced
\ y,
e N
Thyroid dysh is (TPO-related) (AR .
A é’;ié%“_‘;%gﬁines's( related) (AR) TPO EIN: 1in 129 99% | 1in 12800
N Y,
( 6 lated d A
TMEMG67-related conditions (AR) . o .
§ TMEMG67ERIER TMEM67 EPN 1in 316 99% 1in 31500 |
( bal def A
Transcobalamin Il deficiency (AR) . o
\ WS TCN2 EANE 1in 500 99% Reduced )
( fantile | fail A
Transient infantile liver failure (AR) . o
\ o 7 A £3 BT 25 8 TRMU 2 ANE 1in 500 99% Reduced )
( lated d A
TREX1-related conditions (AR) . o
§ TREX1AHRIE RS TREX1 EPN: 1in 500 99% Reduced |
( hoh d lated A
Trichohepatoenteric syndrome (SKIV2L-related) (AR) . o
| B FRERE-SOV2LE SKIV2L 2ATE 1in 500 99% Reduced )
( hoh d c3 lated A
Trichohepatoenteric syndrome (TTC37-related) (AR) . o
\ S [T ISm(REE-TTC37H TTC37 EANE 1in 500 99% Reduced )
( lated d A
TRIM32-related conditions (AR) . o .
§ Bardet-Bied| FE5E 2 25-TRIM32 TRIM32 EANE 1in 408 99% 1in 40700 |
( . . . \
gg;ﬁthy'am'“““a (AR) FMO3 2AE | 1in500 99% | Reduced
" Y,
e N
Triple A syndrome (AR) . o
Triple A FEfRE AAAS EPN 1in 500 99% Reduced
\ Y,
e N
TSHR-related conditions (AR) . o .
TSHRAGRIE S TSHR 2 ANTE 1in 158 99% 1in 15700
\ y,
e N
TULP1-related conditions (AR) . o .
| TuLPLAEER TULP1 2 ATE 1in 296 99% | 1in 29500 )
e N
Tyrosine hydroxylase deficiency (AR) :
1 500 %
| mmmE Rz ™ Z\E in 9%% | Redued
e N
Tyrosinemia type | (AR) . .
Egﬂiﬁﬁﬂ]lﬁ—lfijp FAH 2 \iE 1in 125 95% 1in 2480
\ Y,
e N
Tyrosinemia type Il (AR) . .
Egﬂﬁﬁ’sﬁﬂ]lﬁ-ZfiJ/p TAT EIN: 1in 250 99% 1in 24900
N Y,
e N
T i iat Il (AR .
Eg’g;g;&;ggi{pe (AR) HPD 2 \iE 1in 500 99% Reduced
\ Y,
e N
USH1C-related conditions (AR) % . .
1 ()
\ FEREER. 1C R USH1C 2ANE in 353 90% 1in 3521
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USH2A-related conditions (AR) . .
§ R REE- 2A B USH2A EPN 1in112 99% 1in 11100 |
( | h I dehyd def A
Very long-chain acyl-CoA dehydrogenase deficiency (AR) . o .
§ 1= E SRR A SIS ACADVL EANE 1in 100 99% 1in 9900 )
e g N
Vici syndrome (AR) . o
Vici BB B EPG5 2ANE 1in 500 99% Reduced
N Y,
( d d k 1 )
Vitamin D-dependent rickets type 1A (AR) . o
§ WS D KB AEE -1AR CYP27B1 EPN 1in 500 99% Reduced |
e N
Vitamin D-dependent rickets type 2A (AR) . o
\ A D (REER B AR VDR EANE 1in 500 99% Reduced )
e N
VPS53-related conditions (AR) . o
\ VPS534ERIE R VPS53 * FANE 1in 500 99% Reduced )
e N
VRK1-related conditions (AR) .
\ RS SRS RS- 1AR VRK1 EPN: 1in 500 99% Reduced )
e N
VSX2-related conditions (AR) .
INIBEE-VSX 2 VSX2 2ANE 1in 500 99% Reduced
\ Y,
e N
Warsaw syndrome (AR) . o
Warsaw e {2 DDX11 % EANE 1in 500 15% Reduced
\ Y,
e N
WAS-related conditions (XL) . o
§ WASHE R WAS EPN 1in 500 99% Reduced |
e N
Werner syndrome (AR) . o .
Wernerf {22 WRN * PN 1in 224 99% 1in 22300
\ Y,
e N
Wilson disease (AR) . .
ATPTB PN 1in 90 98% 1in 4450
= s
L BT AR ECIE )
e N
WNT10A-related conditions (AR) . o .
§ WNT10AAERI &R WNT10A PN 1in 305 99% 1in 30400 )
e N
Wolcott-Rallison syndrome (AR) . o
\ Wolcott-Rallison %28 EIF2AK3 PN 1in 500 99% Reduced )
( dh Sak d A
Woodhouse-Sakati syndrome (AR) . o
\ Woodhouse-Sakati %= {8 & DCAF17 PN 1in 500 99% Reduced )
( linked ad leukod h A
X-linked adrenoleukodystrophy (XL) .
N s 1in 500 9 Reduced
| HBEEE DRAHELE ABCDT | 2Am n 99% sduced |
( linked lobul A
X-linked agammaglobulinemia (XL) .
1 9 Reduced
| AEAREREREANE BTK 2AE n500 ) 99% sduced |
( linked chondrodyspl A
X-linked chondrodysplasia punctata type 1 (XL) ARSE 1in 500 99% Reduced
| EEESERRBRE TR 1D 2AE " ° sevees |
( linked def A
X-linked creatine transporter deficiency (XL) .
s SLC6A8 1in 500 99% Reduced
| R ENE " ° et
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\ gg‘gig%‘g’&%ﬁ%;mm””°deﬁde"cy (XL) CD40LG | 2 AE 1in 500 99% Reduced J
( . . . . .. )
\ ?é;;;‘%gg;@;ggg“cms's (XL) RS1 2\ 1in 500 99% Reduced )
( . )\
\ ?é;;;‘%‘;;ﬂm\gggarmwpathy (XL) MTM1 EIN 1in 500 96% Reduced J
( . . . . . )
\ Eé;:éggé;g&gﬂggé’;m“"°def'c'e"cy (XL IL2RG 2AE 1in 500 99% Reduced J
( )\
\ )‘;:e;;;;r};:;ip_iggentosum complementation group A (AR) XPA 2 0B 1in 500 99% Reduced |
4 N\
; )ﬁ;g&;;g;ﬁggentosum complementation group C (AR) XPC 2\ 1in 500 99% Reduced |
( )
\ g;&;;gjggaeﬁgsum, variant type (AR) POLH EIX: 1in 500 99% Reduced )
( . )\
\ i:%gé%eéﬁg%‘;ﬂﬂzrder (PEX1-related) (AR) PEX1 * 2 ATE 1in 144 99% | 1in 14300 )
4 . N\
\ g%zg%eé}sggfmggder (PEX2-related) (AR) PEX2 2AE 1 in 500 99% | Reduced J
( . N
\ ;:%‘g;%%;g;;‘_ﬂ;&rder (PEX6-related) (AR) PEX6 EIN: 1in 294 99% | 1in 29300 |
( . N\
\ i:%gg%?fgg;;ﬂ;ﬁ‘ger (PEX10-related) (AR) PEX10 2\ 1in 500 94% Reduced )
4 . N\
; g%zg%eégggfm;fz%der (PEX12-related) (AR) PEX12 2 \i 1in 409 99% | 1in 40800 |
( . )\
\ g%‘gg%%g%‘gg;gﬁer (PEX13-related) (AR) PEX13 2 \i8 1in 500 99% Reduced )
4 . N\
; ;:%zg%eéfgg;;ﬂﬂzzder (PEX16-related) (AR) PEX16 2 \E 1in 500 99% Reduced |
( . N
; i:%?;%%ggg?gg;}fer (PEX26-related) (AR) PEX26 2 \iE 1in 500 99% Reduced |
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