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I AL EFIRLE Acyl-CoA dehydrogenase-9 (ACAD9) Deficiency ACADY a A fE <1/500
. ; g 1/20
8, 4 YR
2 |PAlAEERL Alpha thalassemia HBA1/ HBA2 W 4 f; B [ 1/8
" 8 L/ R 1/5
b g R )
3 |WIREREF R L Arginase deficiency ARGI wi 2 ?; B PR 1/296
- . . W WEL
4 | - BEER LR Argininosuccinate lyase deficiency ASL a4 rAfE 1/132
b L g R )
S5 |2FFEEELE Biotinidase deficiency BTD W 4 ?; s P 1/124
b L g R )
6 |FTHAREE Bloom syndrome BLM h%jzmﬁ RS ] 1/800
b L g R
7 |k Canavan disease ASPA o @ ?; B rAfE 1/300
" . . W WEL
8 RRSEFHIES- A Carnitine palmitoyltransferase IA deficiency CPTIA a4 AR 1/354
" . . W WEL
9 REkBEFRIES - D Carnitine palmitoyltransferase II deficiency CPT2 a4 PR <1/500
At . R WL REL ERE 1/119
10 | A vept i gk Citrullinemia ASS1 a s 132
LAY 2 23 »ﬁug EX 3 Congenital adrenal hyperplasia due to L prE .
1 -17a @i pREL A 17-alpha-hydroxylase deficiency CYPI7AI ] B 1/300
LR HE »ﬁug EX 3 Congenital adrenal hyperplasia due to AL prE .
12 21 AR A R 21-hydroxylase deficiency CYP21A2 Fg] B el
Lo . W WEL
13 |AxH@BRArA 2 -1a3) Congenital disorder of glycosylation type 1a PMM2 a4 PR <1/500
24 AR A fh 1/32
14 g jegimi Cystic fibrosis CFTR ﬁ4§§“f iQ- o4
C R L X
I5 |fEpp1igaidy Familial dysautonomia ELP1 W 4 ?; s PO 1/300
b L g R
16  |Fanconi % ﬁ‘_\ﬁ C 4 Fanconi anemia group C FANCC " %j?; Bt rAfE 1/535
R L
17 | X s g Galactosemia GALT h%ﬁgmﬁ 2A48 1/110
b L g R )
18 |BZ<g Gaucher disease GBA " %éfg Bt 2AAE 1/77
b L g R
19 | Az gh-13) Glutaric aciduria, type I GCDH o 4 ?; B PAAE 1/87
b L g R )
20 | F@EREHEY 1A T Glycogen Storage disease, type 1a G6PC wi @ ?; B rAfE 1177
Homocystinuria due to W WEL
B g, 4
s i YRR otk cystathionine beta-synthase deficiency CBS f ] B 11224
2¢ R A fh 1/167
22 [RARE R Isovaleric acidemia IVD Wi " E A }‘g\ Ej— 207
. e WAL .
23 WA -Ta A Maple syrup urine disease, type Ia BCKDHA A DA 1/321
. e WA AL .
24 A -1b A Maple syrup urine disease, type Ib BCKDHB A DA 1/364
. e WAL .
25 AR 1L | Maple syrup urine disease, type II DBT A DA 1/481
. - Medium-chain acyl-CoA dehydrogenase (MCAD) WA g A 1/69
¢ ¥ .
26 |¢sprmpd iERLin deficiency ACADM aw s o8
 rian . Wk S ALER .
27 |R ke ?xﬂf A Metachromatic leukodystrophy ARSA A ESR i 1/100
2¢ AR A fh 1/195
28 |? AP - g E-MUTH Methylmalonic acidemia, MUT-related MUT A . ?g £t =
i) [N 1/53
P - B g REIE
290 |® A7 PR H F SRR 2 -cbI1C ) Methylmalonic aciduria and homocystinuria, MMACHC 1 74». ‘/&E M o U134
cblC type Fg]
ot s N o WA MERL .
30 AR = B E-cblAF) Methylmalonic aciduria, cblA type MMAA a4 > AR 1/301
ot s N R WA MERL .
31 AR = B g-cb1Bi Methylmalonic aciduria, cbIB type MMAB a4 > AR 1/435
Mucopolysaccharidosis, type I W WEL
4 -1 7 b K A
32 &S -1 3 (9 ) (Hurler syndrome) IDUA R 2 <1/500
el AT TA B Neuronal ceroid lipofuscinosis, W REN .
> -CLN3 ¥ CLN3-related CLN3 q E A 1230
. A W WEL
34 |R§ T RE-A/BA Niemann-Pick disease, type A/B SMPD1 a4 rAdE 1/250
2¢ AR E B/E A Fh 1/42
35 [m e @ RRE-GIB2 ¥ Nonsyndromic hearing loss, GJB2-related GJB2 A thrﬂ“ﬁr if S é’;/;’& 1148
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36 |up g #E Al @R -GIB6 3 Nonsyndromic hearing loss, GJB6-related GIB6 Wi gﬁ {gr—.f wE ERy 1 1/423
3 LEER 3o i 1/80
37 |Pendred *Xj Pendred syndrome SLC26A4 =
B y d %I 1/74
. ; Phenylalanine hydroxylase deficiency WA HEE i 1/93
1> 3] L B
B FRARGR SR EALE) (Phenylketonuria) Al i L& 1/59
30 | s s . WE I MEN
g EET R #i -PKHD1 4 Polycystic kidney disease, PKHD1-related PKHD1 4 A fE 1/70
. WA REN i 1/100
40 A A L EP A Pompe disease GAA b
R ECFREMES =3 p i [ 1/112
S04 RHE M
41 |f pra g-PCCA T Propionic acidemia, PCCA-related PCCA Rl jg s ERE 1 1/224
24 M
42 |{f ps sE-PCCB 3 Propionic acidemia, PCCB-related PCCB Rl jg s ERE 1 1/224
SO ¢ b " Arodvenlac WA WEL
43 (BT ABRETET A AF - 1) Rhi chondrodysy punctata, type 1 PEX7 4 A 1/158
; . P Short-chain acyl-coA dehydrogenase (SCAD) [ L e A 1/85
44 |Zeddy % L2
sr S § R L Deficiency ACADS 4 5 /A 1/51
S 1/158
45 &7 A SRk Sickle cell disease; HBB WA G AR ia‘\ qfﬁ 1/50
A AER R 2 CAY Beta thal ia; hemoglobin C di d i =
RS R EARE ALY 2] bi ) TR 5
A4 RYrE
46  |Smith-Lemli-Opitz Jt % 3% Smith-Lemli-Opitz syndrome DHCR7 o @ E Bt M 1/30
- . WL RE E i 1/54
47 |4 4 »u E S MN1 =
FRppep £ MR pinal muscular atrophy S 4 e /59
A fh 1/129
. . o wa ey
48 |REMHP KELE Systemic primary carnitine deficiency SLC22A5 Y [ 1/77
i % L/ R 1/51
S04 RHE M
49 | R ERME Tay-Sachs disease HEXA Rl jfﬁ 2 PP 1/300
; inemi LEER L Tea i 1/99
50 paeps g -1 3 Tyrosinemia, e 1 FAH =
B AR -1 3 y , typ a0 PR 172
24 M
51 |Bpevkphs -2 3 Tyrosinemia, type II TAT Wi j)fi s 2AfE 1/250
s Very long-chain acyl-CoA WA REN E 1/118
52 Frs g Fx
L FALEpEeLe dehydrogenase (VLCAD) deficiency ACADVL i3 /e B 1/73
S 4 RHOE M
53 |REHE Wilson disease ATP7B Rl 4 fﬁ i PP 1/87
: o WA AR
54 |RF R ESEE-PEX1E Zellweger syndrome, PEX1-related PEX1 Y A 1/147
A4 MBS
55 gg'& L IR -3 Duchenne muscular dystrophy DMD X% jf; 155 ERY ] 1/2,350
A4 MBS
56 |EERE Fabry diseaset GLA X% @ T; 155 R 1/25,000
A4 MBS
57 |X % ¢ Wit Fragile X syndrome+t FMR1 X 4£T§ 5% R 1/151
TEB-~-BpRd ipidig . X %4 41m
58 _ * Glucose-6-phosphate dehydrogenase deficienc G6PD ) E R A 1/7
Fzr) phosp| ydrog vt @ i
, - X % ¢ 4o
4y |
59 | ?3 A3 Hemophilia At F8 @ A 1/3,250
A4 MBS
60 (& i:ﬁ B F) Hemophilia Bt Fo X %Ljfn 5 ESR i 1/15,000
, P . . X % d s o
61 |MMRBEREFEULER LR Severe combined immunodeficiency, X-linked} IL2RG a4 ERE:t 1/25,000
19 1LF Rt A 6 R A
L
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