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1 Drug Hypersensitivity Reaction Z#)%8 8§ < &

2 Hearing Loss 1218

3 Central Nervous System Disease 1 t# 48 % 47 % /i

4 Metabolic Disorders & % &

5 Blood Disorders [M& % &

6 Multi Symptom Disorders ZjE ik % &

7 Immunodeficiency Disorders % & ik b& % &

8 Pediatric Cancers /)\52 24

9 Epilepsy fE&JHE

10 Muscular Diseases A% &

11 Vision Loss R %

12 Congenital Heart Defect 4t Xt /0B fk 18
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Aminoglycoside

Drug Hypersensitivity Reaction

! AEMERMEE MTRNRI 5 )8 B R I - - N
CMV
S i | hearing | GIB2
ensorineural hearing loss . -
2 8 260 45 o B 48 GJB3 Hearing Loss 818 { [ (]
OTOF
SLC26A4
Congenital Central Hypoventilation .
3 Syndrome,CCHS PHOX2B Central g%‘ggj;gﬁ%msease ° ° °
FRPEHEIRE A EAE e
Allopurinol .
- o
4 27 1043 )| 22 HLA-B*5801 (
5 Carbamazepine HLA-A*3101 - -
~EEFE HLA-B*1502
6 D;p;‘?\ge HLA-B*13:01 ® °
A Drug Hypersensitivity Reaction
BYVBYRIE
7 Halgthﬁane ° °
EERe
Isoflurane CACNA1S
¢ = 7 6 RYR1 N N

Suxamethonium
IR I8 IE B
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10 Warfarin CYP2C9 Drug Hypersensitivity Reaction ° °
RN VKORC1 Y B ERIE
ABCD syndrome
1 ABCD 7 8 - N
EDNRB

12 Waardenburg syndrome type 4A ° °

EZBREKEMFEMHSE 4A B
13 Branchiootic syndrome type 1 ° °

Branchiootic fEf##$5 1 &Y

EYAL
14 Branchiootorenal syndrome type 1 ° °
Branchiootorenal fEEEfZ 1 &
Branchiootic syndrome type 3 . =
15 Branchiootic fE/&B % 3 & Hearing Loss 38 N N
SIX1

Sensorineural hearing loss

? CrT T N N
Branchiootorenal syndrome type 2
16 Branchiootorenal fE{ZE$55 2 B SIXS - -
COMMAD syndrome
L7 COMMAD i {3 - N
) MITF

18 Tietz syndrome ° °

Tietz AE{&EA*
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List of Genes & Disorders

1o FL B 0% RO (B B 55 2A &
Waardenburg syndrome/ocular albinism, MITF
20 digenic
EERB B REXEMRM/RBEAGE
21 Craniofacial-deafness-hand syndrome
BEEFHASE
Waardenburg syndrome type 1
22 REMERERESE 1L PAX3
23 Waardenburg syndrome type 3 Hearing Loss 218
EBREKEMRMFE 3 &
Jervell and Lange-Nielsen syndrome type 2
24 Jervell & Lange-Nielsen FRIEE#LZE 2 Y KCNEL
Oculodentodigital dysplasia
22 REIEEE L2 GIAL
26 PCWH syndrome
PCWH fE1{&#%
SOX10
27 Waardenburg syndrome type 2E

EERERERRES 2E &

SER

2 52 &

N

i iR

SOFIVA Baby Scan

v1.0 v2.0 v3.0
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® [
° ()
° ()
° [
° [
° [
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Waardenburg syndrome type 4C

28 EEHERERIES 4CH S0X10 - N
AIFM1
DIAPH3
FOXI1
GJB4
Sensorineural hearing loss
2 B 1 48 1 BB 1B GJBe N -
MYO15A
PJVK
POU3F4 )
Hearing Loss 1218
POUA4F3
Sensorineural hearing loss
2 BB AT A . .
SoSAME sund KCNJ10
e syndrome
29 SeSAME i {7 2 - N
Waardenburg syndrome type 2D
N o
30 EEBREREE DB SNAIZ N
31 Waardenburg syndrome type 4B EDN3 ° °

EEREEERERES 4B &

X-linked Charcot-Marie-Tooth disease
> 4 T 3 12 O 1T 14 kB L B AR GJB1 s -
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FF 5%

33

34

35

36

37

38

39

40

41

42

=R )
Disorder/Medicine

3-Hydroxy-3-methylglutaryl CoA lyase
deficiency, HMG
3-FEE-3-FENMIRE

3-Methylcrotonyl-CoA carboxylase 1 deficiency

S-RPEETMBBRALCBRRMRZAES 1 8

3-Methylcrotonyl-CoA carboxylase 2 deficiency

S-FEEOMBHEBRECERMR=ZES 28

Anemia, nonspherocytic hemolytic, due to G6PD

deficiency
G6PD R Z iE (BT IE)

Biotinidase deficiency, BD
EMERBERZE

Carnitine palmitoyltransferase
deficiency type 1, CPT |
REpiREEE SRR ZES 1 8

Carnitine palmitoyltransferase
deficiency type 2, CPT Il
RipiREEE SRR ZES 2 8
Citrullinemia type 1, CIT |
JARZBE MAESS 1 BY
Citrullinemia type 2, CIT Il
AR MAESS 2 8
Congenital adrenal hyperplasia due to 21

hydroxylase deficiency, CAH
21- K MEBERZ 2 AR M E LIRIBAE

2HF # Rl
Gene Category

HMGCL

MCCC1

MCCC2

G6PD

BTD

Metabolic Disorders 1 & & %
CPT1A

CPT2

ASS1

SLC25A13

CYP21A2

v1.0

v2.0

v3.0
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Congenital nongoitrous hypothyroidism-1

43 RN R ET RS 1B TSHR N
Congenital nongoitrous hypothyroidism-2

M 5o K 1 P IR IR IS AEAE RS 2 B PAXS -
Congenital nongoitrous hypothyroidism-4

“ 5o K 1 OB AR IR 4 BEAE R 2 4 ToHE N
Congenital nongoitrous hypothyroidism-5 )

40 5o K 1 P IR RIS AEAE RS 5 B Nix2-=5 -
Congenital nongoitrous hypothyroidism-6

Y o K 1 OB IR IR BEAE R 2 6 THRA N

48 Dihydrolipoamide dehydrogenase deficiency DLD °

— SR 3 R R AR S B BR = Metabolic Disorders X # & &
Galactosemia, GAL
49 3,48 GALT N
Glutaricaciduria type 1, GA |
>0 R EMES 1w GCDH -
Holocarboxylase synthetase deficiency, HCSD

- 25 (L6 A LS IS HLes N
Homocystinuria due to cystathionine beta-

52 synthase deficiency, HCU CBS ()

53 Isovaleric academia, IVA VD °

F M MIE
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Long-chain 3-hydroxyacyl-CoA dehydrogenase
54 deficiency, LCHAD HADHA [ (]

REI-XREMEWHE A RSBHRZE

BCKDHA
Maple syrup urine disease, MSUD
55 88 R BCKDHB [ o
DBT
Medium-chain acyl-CoA dehydrogenase
56 deficiency, MCAD ACADM [ ([ ]
PHEMEHBASSBHRZE
MMAA o \
.- Methylmalonic academia, MMA A Metabolic Disorders & &% R R
FERIKME
MUT
ETFA

Multiple acyl-CoA dehydrogenase deficiency,
58 MADD ETFB [ (]
R MES 2 B

ETFDH
Phenylketonuria, PKU
59 7 B fR AiE il - .
- Primary carnitine deficiency, PCD SLC22A5 . .

&R 3% 1 P R R =
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Propionic academia, PA PCCA
o1 s M - N
= PCCB
Thyroid dyshormonogenesis type 6
62 < s s ey s ) DUOX?2 o [
FRBBREAMGE 6 2 Metabolic Disorders f{ i %
Trifunctional protein deficiency, MTPD
o3 SHREEARSE HADHB e °
Very long chain acyl-CoA dehydrogenase
64 deficiency, VLCAD ACADVL () [ ]
MEEEHE A EZSBHRZE
65 Beta-thalassemia
OEEEHEMN . o
: i HBB Blood Disorders [Mi& % & ® ®
66 Sickle cell anemia
R E M
Familial transient neonatal hyperbilirubinemia Multi Symptom Disorders
— o
o/ 5 1 B 0 B 2 52 MR A I UeTIAL B R A N
CDH23
TECTA
Sensorineural hearing loss TMIE . e
2 5 260 45 12 B 45 TMPRSS3 Hearing Loss 18 °
TPRN

TRIOBP
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Sensorineural hearing loss

2 B A 1 B -
USH1C
63 Usher syndrome type 1C °
RERHKRSES 1CH
5 Sensorineural hearing loss °
RBEMEHIEE . -
WHRN Hearing Loss 18
69 Usher syndrome type 2D °
RERHFRSRES 2D &
Usher syndrome type 1G
70 RERREES 16 B USHIG N
71 Usher syndrome type 2A USH2A °

RERKRSES 2AE
17-Beta hydroxysteroid dehydrogenase 3
72 deficiency HSD17B3 {
17-B-KREFEEREMBHRZES 3 8

2-Methylbutyryl-CoA dehydrogenase

73 deficiency ACADSB o . ®
) EETHERAESHRESE Metabolic Disorders & & &
74 3-Methylglutaconyl-CoA hydratase deficiency AUH °
3-FFE X% T ¥ B AK R0 B 6R = AE
75 Adrenoleukodystrophy, ALD ABCD1 °

BLRMEEXRELE
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76

77

78

79

80

81

82

83

84

=R )
Disorder/Medicine

Alpha-methylacetoacetic aciduria
(Mitochondrial acetoacetyl-CoA thiolase
deficiency)

K 4R B2 O MR EH G A TR AR BB GR = F

Argininemia, ARG
15 B% B [ fE
Argininosuccinic aciduria
BT _MBRGRZE
Carbamoylphosphate synthetase 1 deficiency
PO AES 18
Carnitine acylcarnitine translocase deficiency,
CACTD
A i ZF 25 P& Tt

Congenital adrenal hyperplasia due to 17-
alpha-hydroxylase deficiency
17-0-F{EBMRZ SR ZAEREE LIRIEE
Congenital adrenal hyperplasia due to 3-beta-
hydroxysteroid dehydrogenase 2 deficiency
3S-B-HEEBEERIMBHRZSIEZXRRAME LIRIE
£5 248
Congenital amegakaryocytic thrombocytopenia
FREZMBGHRZ M/NRET E

Ethylmalonic encephalopathy, EE
OER_MAEmE

2HF # Rl
Gene Category

ACAT1

ARG1
ASL

CPS1

SLC25A20 Metabolic Disorders Xt % 7%

CYP17A1

HSD3B2

MPL

ETHE1

v1.0

v2.0

v3.0




SOFIVA EFRERERMNR SHMEREREER

crEnomes List of Genes & Disorders SOFIVA Baby Scan

v1.0 v2.0 v3.0

Fabry disease

& 70 I GLA N
Familial hypercholesterolemia
80 = 1t 5 0 EL S 1 0 LDLR -
37 Familial hyperinsulinism °
EEERERBZIE

. ABCC8

33 Neonatal diabetes °
WMERKERE
39 Familial lipoprotein lipase deficiency, LPL LPL °
REMBEEOBRRENEARE
Galactokinase deficiency
90 BB R GALKL N
. Metabolic Disorders & %%
91 Gaucher disease GBA °
5B KE

Glycine encephalopathy, GCE AMT
92 (Nonketotic Hyperglycemia, NKHG) GCSH )

Ha iR s GEIR ¢ S B MR & M AE) GLDC

Glycine N-methyltransferase deficiency

%3 H 8 N-PEB BB GNMT -
94 Glycogen storage disease type 1A, GSD1A G6PC °

FEEREAEES 18

Glycogen storage disease type 2, GSD I
95 (Pompe Disease) GAA ([ ]
FriEmEEs 2 8 (EEKIE)
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Gyrate atrophy of choroid and retina, HOGA
96 (Hyperornithinemia with gyrate atrophy) OAT
= 55 M BE M AE 1 B8 Ak 45 A2 & 48 48 B2 08 e ik 25 43
Hyperammonemia, Hyperornithinemia,
97 Homocitrullinuria Syndrome, HHHS SLC25A15
SRaM-slla-5/NKERS R
Hypermethioninemia with S-
adenosylhomocysteine hydrolase deficiency

B SERBBMEAES-RE- LB YR KRS ARCY
ik = E

99 Hyperphenylalaninemia, BH4-deficient, Type A PTS
ABNERIRIRGRZ 75X KK M1 Metabolic Disorders & &%

100 Hyperphenylalaninemia, BH4-deficient, Type B GCH1
BAMNMESERIZGRZ 75 KWK ME

101 Hyperphenylalaninemia, BH4-deficient, Type C QDPR
CRNSEIRIIRZ Z 5 F A KM M AE

Hyperphenylalaninemia, BH4-deficient, Type D
102 D B E B IR 12 5 T 2 B K A BB I PeBbL
Hypophosphatasia
103 16t B B B ALPL
Isobutyryl-CoA dehydrogenase deficiency,
104 IDBB ACADS8

RTH®WHE AESHERZE
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Malonyl-CoA decarboxylase deficiency

105 W AREBRSE MLYCD -
Maternal vitamin B12 deficiency MMACHC

( Methylmalonic aciduria and homocystinuria

106 [
cblIC type)
PR B MRS & E R B12 PRDX1
Menkes syndrome

107 4 55 5 12 ATPTA N

Methionine adenosyltransferase I/l deficiency
108 PR RS RE SIS /11| RS MATIA -

Mucopolysaccharidosis type 1, MPS | Metabolic Disorders X & % /&

109 (Hurler syndrome) IDUA ®

HMEMES 1B (EHKE)

Mucopolysaccharidosis type 2
110 (Hunter syndrome), MPS Il IDS o
MBS 2 B (BBFFECHE)

Mucopolysaccharidosis type 3C

111 (Sanfilippo Syndrome), MPS 3C HGSNAT °®
MZEEAES 3C BI(EFEFMAKAE)

Mucopolysaccharidosis type 6
112 (Maroteaux-Lamy syndrome), MPS VI ARSB ®
MEZMIES 6 BL(HBRTE-AIKEKIE)




SOFIVA EFRERERMNR SHMEREREER

crEnomes List of Genes & Disorders SOFIVA Baby Scan

v1.0 v2.0 v3.0

Niemann-Pick disease type A

113 BEILHE AL .
Ni Pick di t B SMPDL
iemann-Pick disease type
L4 BB B & N
Niemann-Pick disease type C1
1 E8LEEE Cl & NPCl -
Ornithine transcarbamylase deficiency, OTC
116 ERMAPEENBBRTE ore N
Permanent neonatal diabetes mellitus
17 KN R 4 5248 R KCNJLL -
118 Pyruvate carboxylase deficiency, PC PC °
7 i B ¥4 {0 B R = E Metabolic Disorders £ i &
Short chain hydroxy acyl-CoA dehydrogenase
119 deficiency, SCHAD HADH {

MEAEGEWHE ARNSEBRZIE
Short-chain acyl-CoA dehydrogenase
120 deficiency, SCAD ACADS [
MBEMBEAESBHRZE
Tyrosine hydroxylase deficiency
121 (Segawa syndrome) TH ®
FERe Be S (CRB IR = E (B)IIECIE)

Tyrosinemia Type 1, TYRSN1
EEhZBE MAESS 1 BY

122 FAH [
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Tyrosinemia Type 2, TYRSN2

123 e TR B 1 56 2 AT -
Tyrosinemia Type 3, TYRSN3
124 A BB I 7 3 HPD N
Metabolic Disorders X # &%
Vitamin D-dependent rickets
12 @ E D RER B VR -
Wilson disease
126 B 2 ATP7B o
127 Cyclic neutropenia °
iR MEE o B I EKOR D E ELANE
Severe congenital neutropenia
128 (Neutropenia, severe congenital) ®
B S B 55 K M 9 0 BB D HAXL
199 Hereditary hemorrhagic telangiectasia ACVRL1 -
EEMEMYE Y MEERE SMAD4 Blood Disorders &% &
Hereditary spherocytosis type 1
130 BEURFANRESES 15 ANKL N
Hereditary spherocytosis type 2
131 BEURTANRESES 25 SPTB N
132 Hereditary spherocytosis type 3 SPTAL °

BEEMIKAMMKIEZAES 3 8
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Hereditary spherocytosis type 4

133 BRGNS RS 41 SLCAAL . . N
ST—— . rosic ¢ : Blood Disorders IR &%
ereditary spherocytosis type
134 S AL MR R S5 5 B EPBaz -
Achondroplasia
133 HERBEF2E N
H hond lasi FGFR3
ypochondroplasia
130 REBREFDE N
Alagille syndrome
137 ] 1 = B JAG1L (]
COL4A3
Alport syndrome
138 75 4 B 1 B COL4A4 o
COL4AS Multi Symptom Disorders
Apert syndrome Z AR ER
139 B 45 FGFR2 (]
Congenital insensitivity to pain with anhidrosis
140 5o R B B B 0 ST I NTRICL N
Cystic fibrosis
141 18 4 4 5 CFTR o
Familial Mediterranean fever
142 5 15 1 4t o 35 3 MEFY N
143 Protein C deficiency PROC °

EHE CRZIE
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Multi Symptom Disorders

Thrombophilia due to protein S deficiency

o
Lad EEESHIE PROSI 2 R
Ataxia telangiectasia
145 ST % 38 P10 5 RO O MR B ATM -
Bare lymphocyte syndrome type 2
146 R (R BESE 2 B ClITA N
Bruton's Agammaglobulinemia
147 (X-linked hypogammaglobulinemia) BTK ()
HBERKEREXEEE
Cartilage-hair hypoplasia
148 REEERELR2 RMRP N
Hyper IgE syndrome type 1 Immunodeficiency Disorders
149 BREIKEH EEERSE 18 DU & 95 T A R TS N
Nijmegen breakage syndrome
150 =18 W R A NEN N
ADA
IL2RG
151 Severe combined immunodefciency, SCID IL7R °
BEESMNRBERZAE JAK3
PTPRC

ZAP70
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Immunodeficiency Disorders

X-linked hyper IgM syndrome

152 HEEBSRERES M ERH chaoLe 512 64 16 B S N
Fraiser syndrome
153 Fraiser fiE & #% Wl -
Li-Fraumeni syndrome
154 - 2 2 1R B 1Pe3 -
Multiple endocrine neoplasia type 1
15 SRUERNHBEEE 1 B MENT -
Neurofibromatosis type 1
126 S S 1 B NFL -
Nevoid basal cell carcinoma syndrome Pediatric Cancers /)\52 % E
157 (Gorlin syndrome) PTCH1 o
K A0 PRV R E 1R B¥ (30 MR MR B¥)
Peutz-Jeghers syndrome
198 551 % - 18 B 7 M B (5B B8 P U ) STl -
Retinoblastoma
159 RIS R 10 RB1 N
160 Von Hippel-Lindau syndrome VHL °
EHRB-MEEGR(RAR/\E NS EAE)
161 Benign familial infantile epilepsy °
RURGEMREBHIE .
- o - o PRRT2 Epilepsy 7
162 Familial paroxysmal kinesigenic dyskinesia °

PERMBIFFEERRIE
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SCN2A
61 Benign familial infantile epilepsy SCNBA -
RURGEUERERIE KCNQ?2
KCNQ3
163 Early infantile epileptic encephalopathy °
FHEREBMKE
. KCNT1
164 Nocturnal frontal lobe epilepsy °
REBREBERE
Glucose transport type 1 deficiency syndrome Epilepsy &
163 B 1 5 5 P 2 W B R SLC2AL prepsy = N
Pyridoxine-dependent epilepsy
166 W 5 B2 fc 98 A R ALDHTAL -
Pyridoxamine 5'-phosphate oxidase deficiency
167 W 5 2 T B B 1 6 0 PNPO N
Severe myoclonic epilepsy in infancy
168 B 2 28 52 AL 26 B SCNIA -
169 Tuberous sclerosis complex TSC1 °
EETMETE(EAE TSC2
170 Becker Muscular Dystrophy, BMD °
B AZELEE .
DMD Muscular Diseases Al %%
171 Duchenne muscular dystrophy, DMD °

REBERNAZEMIE
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172 Spinal muscular atrophy, SMA SMN1

25 88 1 7L P 25 4 Muscular Diseases L% & [
175 Oculocutanious aIbin‘isrlltypfe 1, OCAl TYR °
176 Oculocutﬁaﬁnﬂziggaijiifj t?/fi 2, OCA2 OCA2 Vision Loss FTER °

IREEBECRES 2 8

177 OcuIocutﬁaﬁnﬂ;y)igaéb;ggr%tzg 4, OCA4 SLCASA2 °
179 Arrhythrr:ttz?%e;%t&g%tlgg'%;g;r%dyspIaS|a TMEM43 °
180 Baﬂé“g;’ﬁ[‘%g“e TAZ °
12 W R A -
183 Marfan syndrome FBN1 °

55 N ECIE 1% %




