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No. Single Gene Disorder Gene Ethnicity Frequency Carrier Rate  Category
1 a-thalassemia HBA1 Lt 1/2500-1/1600 4-5/100
BR AL ¥ M E M HBA2 -
2 B-thalassemia = 1/10,000-40,000 1-2/100 mig
CEEEHEMN e - ' ' '
3 Sickle cell anemia, sickle-cell disorders o A8 LT 1/500
BRJBBE M/ EAMIKER B
Spinal muscular atrophy, SMA SMN1
4 e e e EAE 1/10,000 1/50 LR
LI CEL T SMN2 / / e
Fragile x syndrome, FXS %:1/2,500-8,000 ) N
5 X S £ 58 I3 4 FMR1 EVN = 1/4.000-5,000 %:1/250 EEErENE
ic fi . F =5 1/2,500-3,500 1/26-30
6 Cyslcﬁi';rfgﬁ’ ¢ CFTR I 1/17,000 1/66 N7
IR R EEE 1/31,000 1/89
Medium-chain acyl-CoA dehydrogenase 1/17.000
7 deficiency, MCAD deficiency ACADM 2 AE i 1/2613 500 1/66-1/257
PEMEHBAES IR Z A '
Very long chain acyl-CoA dehydrogenase 1/40,000
8 deficiency, VLCAD deficiency ACADVL EIN - i 1/12’0 000 1/100-1/ 174
RIEMEE A EZSBHRZE '
Citrullinemia, type I, CTLN1 N
9 IR B [ e 2 — 7 ASS1 EPN 1/57,000 1/120
Wilson disease, WND
10 B ATP7B EIN: 1/30,000 1/87
. . BCKDHA
11 Maple syrup urine disease, MSUD BCKDHB  2A®& 1/250,000 1/250
ARl 4% bK A
DBT
Homocystinuria (HCU) due to 1/200,000
12 cystathionine beta-synthase deficiency CBS 2 ANE i 1/33é 000 1/235-1/290
= M Bz B8 PR fiE '
Carnitine palmitoyltransferase |
13 deficiency, CPT | CPT1A EPN 1/1,000,000 1/500
AR EEEEBERZE —&
Carnitine palmitoyltransferase Il .
14 deficiency, CPT II CPT2 2 A7 1/1,000,000 1/500 e
AR EEEEBERZE 8
11-beta-hydroxylase
15 deficiency CYP11BL &A% 1/2 10000'000000‘ 1/159-224
11-B- bR TR = 51 '
. 17-alpha-hydroxylase
16 Congenital  deficiency CYP17Al 2@ 1/1,000,000 1/500
Adrenal  17-o-F(EEE RS
Hyperplasia, 51 hydroxylase
17 CAH deficiency CYP21A2 =A% 1/15,000 1/62
ERMB LR 21-8(EHR=
1B EfE 3-beta-hydroxysteroid
dehydrogenase 2
18 deficiency HSD3B2 EANE 1/1,000,000 1/500
3-B-FHEEE s S B
[
. Thyroid
19 Congen!tql dyshormonogenesis 6, DUOX2 a4 1/20,000- 1/70-1/82
Hypothyroidism, - 1/26,666
TDH6 % 6%
o Thyroid
B R AR 8 yrol . e 1/20,000-
20 A B S dyshormonogenesis 5, DUOXA2 =] 1/26.666 1/70-1/82

TDH5 5 5%
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Thyroid
21 dyshormonogenesis 4, YD =3 11//22%%%% 1/70-1/82
TDH4 43 '
. Thyroid
22 Congenital dyshormonogenesis 1,  SLC5A5 =) 1/20,000- 1/70-1/82
Hypothyroidism, 5 1 7 1/26,666
TDH1 s 1#
o Thyroid
RN 6 yrol ]
73 Eﬁwﬁﬁﬁﬁ dyshormonogenesis 3, TG =) 11//22%%%% 1/70-1/82
TDH3 £ 3% '
Thyroid
24 dyshormonogenesis 2A, TPO =) e OTE 1/70-1/82

TDH2A % 2A &Y 1/26,666

Congenital nongoitrous
25 hypothyroidism-1, CHNG1 TSHR aE 1/3,500-1/4,700 1/30-1/34
FRMPIRREEEE N AES 1 8

o ETFA 1/212,000,000 1/7280
26 ¢l vere ;fﬁ;g%a_%;fm ETFB &% 1/1324960000  1/18200
- — ETFDH 1/518,400 1/390

Anemia, nonspherocytic hemolytic,
27 due to G6PD deficiency G6PD a 3/100 1/50
G6PD iR Z iE (ERE)

Glycogen storage disease Il
28 (Pompe Disease), GSD?2 GAA EVN ] 1/40,000 1/100
FriEEERES B (BER KE)

Galactosemia, GAL

29 el GALT 2 AE  1/33,000-62000  1/91-125

30 Ga”f%_h%f Egif‘iease GBA 2\ 11/38888 1/112-159 o
31 Glumjjizcaicﬁigﬁ\i{;%y_peﬁ" GAL GCDH = A\iE 1/111,000 1/167

32 F‘z; %’%i;s;ge GLA £ A% 1/40,000-60,000  1/100-123

33 Holocarboxylase Synthetase Deficiency, HLCS > A8 1/81.000 1/143

HCSD Z &M EEER=ZE

3-hydroxy-3-methylglutaryl CoA lyase
34 deficiency, HMGCLD HMGCL EDN ] 1/1,000,000 1/500
3-FXE-3-FERX_MIRE

Mucopolysaccharidosis, type |

= 1. =z 25 AU
35 (Hurler syndrome), MPS1 IDUA ENE e Bmmla
HEMEE N (R SUR1/500, T
36 lsovaleéfjaﬁzﬁﬂeg'a' VA IVD EIX 1/250,000 1/250
cblA type - 1/250,000-
37 b1A E MMAA EAE 440,000 1/250-333
cb1B type N 1/250,000-
38 Methylmalonic CblBy;:LZ MMAB 2 \iE /440000 1/250-333
aciduria, !
39 BER_MME MATES Dpe MMACHC 2 A% 1/250,000 1/250
mut(0) type N 1/250,000- )
0 mut(0) # MUT EJN 440,000 1/250-333
41 Phenylketonuria, PKU PAH £ A 1/10000-15000  1/50-62

i AR JE
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PCCA-related
acidemia SCCB related
43 R [0 reare PCCB EIN 1/100,000 1/159
PCCB = H AR =AM / / -
Primary Carnitine Deficiency, PCD
44 B RS SLC22A5 EFN 1/40,000 1/100
Citrullinemia type I, CTLN2 1/100,000-
45 TTL B B [ 95 26 — B SLC25A13 EANE 1/230,000 1/159-1/240
46 Hemophilia A MA&%w A & F8 YN 1/4,000-5000  1/2000-2500 .
P
47 HemophiliaB MmA&J% B £ F9 EAE 1/20,000 1/10,000
Muscular dystrophy, duchenne type, DMD
48 ZBRRENAZHIE AR
DMD 1/3,300-5,200 1/29-36 AL B
49 Muscular dystrophy, becker type, BMD 2 0iE
B 5E BB Y2 4 i
Adrenoleukodystrophy, ALD -~ i 1/10,000- = st s
50 BY | I BT A ABCD1 EPN 1/20,000-50,000 25000 oh A& 18 A4S
Autosomal recessive polycystic kidney
51 disease, ARPKD PKHD1 EPN 1/10,000-40,000 1/50-100 B W
BRErERRUESEME R
Severe combined immunodeficiency, 1/25,000-
52 IL2RG-related (X-linked) IL2ZRG EAE 1/50,000-100,000 50 600 R&E
MHEBEERERKRE '
GJB2 EAE 1/3,300-4300 1/29-33
Sensorineural hearing loss =) 1/156 1/6.25 -
>3 BB A1 I R
X SLC26A4 EPN 1/3,300-10,000 1/29-50




