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1 Blood Disorders [M& & % ° ) °

2 Muscular Diseases A% & ° ° °

3 Intellectual Disability & 1% ## [ [ )

4 Endocrine Diseases A %3 i [ ° [

5 Metabolic Disorders X # & & ® ®

6 Central Nervous System Diseases o1& 1 4% % & ° °

7 Kidney Diseases & i L °

8 Immunodeficiency Disorders % & ik b& % & ¢ L

9 Hearing Loss 218 ) ()

10 Connective Tissue Disease # ## #H & °

11 Skin Diseases K & ®

12 Congenital Heart Defect 55K /0 B ik 18 ®

13 Multi Symptom Disorders ZJE ik L

14 Vision Loss fR1#EK L
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’ Single Gene Disorder Gene Category
a-thalassemia HBA1
1 ([ o ([
FiEFMEM HBA2
B-thalassemia .
2 j ( o ([
Z BRI s
. . . . HBB
3 Sickle cell anemia, smkle—cell\dlsorders ° ° °
#RJEE M/ B AT MIKE R
Spinal muscular atrophy, SMA SMN1
4 R ] [ o
BEIAE G SMN2 s
Fragile x syndrome, FXS
5 . FMR1 S BE MR 15 o [ o
X fees B M4 SRR
Cystic fibrosis, CF o
6 CFTR S [ J o o
=B mBE
Medium-chain acyl-CoA dehydrogenase deficiency,
7 MCAD deficiency ACADM L {
hEMEIBAE SR E
Very long chain acyl-CoA dehydrogenase deficiency,
8 VLCAD deficiency ACADVL [ ] [ ]
RIEREE A ESHBHRZE vl
Citrullinemia, type I, CTLN1
g I B T 55— 2 ASSI ¢ ¢
10 Wilson disease, WND ATPTB ° °
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£5 B [ g )
8  REEER
Single Gene Disorder
11 Maple syrup urine disease, MSUD
Al 48 bK AE
Homocystinuria (HCU) due to cystathionine beta-synthase
12 deficiency
= B iR & AR E
13 Carnitine palmitoyltransferase | deficiency, CPT |
RpiREEEEBIERZ S — 8
14 Carnitine palmitoyltransferase Il deficiency, CPT Il
NpiFEEEEBERZE "8
15 11-beta-hydroxylase deficiency
11-B-{ElBER = 512
16 17-alpha-hydroxylase deficiency
Congenital Adrenal 17-a-{EBE R =
Hyperplasia, CAH 21 hvd | defici
17 R LS A ydroxylase deficiency

21-%{EhstR =

3-beta-hydroxysteroid
18 dehydrogenase 2 deficiency
3-B-HEFEERSBHRZ

19 Thyroid dyshormonogenesis 6,

Congenital TDH6 =68
Hypothyroidism, CHT
20 == A L Thyroid dyshormonogenesis 5,

TDH5 % 5%
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BCKDHA
BCKDHB
DBT

CBS

CPT1A

CPT2

CYP11B1

CYP17A1

CYP21A2

HSD3B2

DUOX2

DUOXA2
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Single Gene Disorder Gene Category
21 Thyroid ?éﬂ;rmgzo%enesis 4, YD ° °
22 Congenital Hypothyroidism, Thyroid ?éﬂfrmgnlo%enesis t SLC5A5 ® o
23 EEHKH?E%;;;&BEE;& Thyroid ?éﬂ;rmggo%enesis 3, 16 ° o
26 GIut%rEEZCEE%ia:ZﬂGAZ EEQ o ° °
ETFDH

27 Anemia, nonspherogz;ié zfg%yt(ié;:i%ug)to G6PD deficiency G6PD ° °
28 Glycogen stcggmgEg(i%s;ﬁa%e:llgiégmg%g;ease), GSD2 GAA ° °
29 GaIa;t;LS%E%GAL GALT ° °
30 Gaucjer disease GBA ° °

B BEIE

E=3

SETRE QR RERSIZR_2024.12.20 R




o
SOFIVA
GENOMICS

s RERENR

List of Genes & Disorders

FF 5%

31

32

33

34

35

36

37

38

39

40

Gl

BERERER
Single Gene Disorder

Glutaricaciduria, type I, GA1
X _BEMiEsE — 8

Fabry disease
V2 3 BC AE

Holocarboxylase Synthetase Deficiency, HCSD
ZRMBIEIBIRZE

3-hydroxy-3-methylglutaryl CoA lyase deficiency, HMGCLD
3-FXE-3-FEKX_MIRE

Mucopolysaccharidosis, type | (Hurler syndrome), MPS1
MEMESE 8 (BEHKEE)

Isovaleric acidemia, IVA
2 g MAE

cb1A type
cblA #

cb1B type

Methylmalonic aciduria, cblB E

cblC #Y

mut(0) type
mut(0) #

g Em R 2 E5IFR_2024.12.20 bR
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Gene

GCDH

GLA

HLCS

HMGCL

IDUA

VD

MMAA

MMAB

MMACHC

MUT

Rl
Category
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41

42

43

44

45

46

47

48

49

50

Gl

BERERER
Single Gene Disorder

Phenylketonuria, PKU
7N B FR E
PCCA-related
Propionic acidemia PCCA EH1HEA

7 B& 1M AE PCCB-related
PCCB E & 48 78

Primary Carnitine Deficiency, PCD
J&R 3%t P iR R =2 AE

Citrullinemia type Il, CTLN2
JNBZ B MAESS — B

Hemophilia A M&f% A &

Hemophilia B M&%% B &Y
Muscular dystrophy, duchenne type, DMD
KERNANERIE

Muscular dystrophy, becker type, BMD
B A A ZE 4 i

Adrenoleukodystrophy, ALD
BLrRIMBBEXREE

g Em R 2 E5IFR_2024.12.20 bR
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PAH

PCCA

PCCB

SLC22A5

SLC25A13

F8

F9

DMD

ABCD1

Rl
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Single Gene Disorder Gene Category
51 Autosomal r;g;as;év;%%c%!%yﬁgrst;%?n%yﬂggease, ARPKD PKHD1 o g ° °
5> Severe combined i’rrggr;%ngggggé‘I&I__Zﬁfjﬁc;ié-related (X-linked) IL2RG o ° °
54 Fanconi anemia,gé%mégr%eﬂ;’;laﬁtfrﬁgroup A, FANCA FANCA °
55 Fanconi anemia,gé%mé;;emr]\;ticogggroup C, FANCC FANCC °
53 Severe cgéwiér;iéaéﬂni;gérggnia, SCN HAX1 °
59 ngnochromatosis\type 1, HFE1 HEE °
M#ENEE (MERINER ) $ 18
60 Hemochromatosis type 2A, HFE2A HEE2 PY

MEENEE (MBRINER ) 5 2AH
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’ Single Gene Disorder Gene Category
61 Congenital amegakaryocytic thrombocytopenia, CAMT MPL °
SERMEZA R GRZ M/ R E T E P
MR
Hemochromatosis type 3, HFE3
62 TFR2 ®
Mm#ENBE (MEEIERE ) 5 3 8
Limb-girdle muscular dystrophy type 2A, LGMD2A
63 B 5 0 L 9 5k O S 2A B CAPNS3 ¢
Congenital myasthenic syndrome 10, CMS10
o4 BlfE )RR S 10 B bOK7 ¢
Limb-girdle muscular dystrophy type 2B, LGMD2B
65 BB P A 28 B DYSF ¢
Emery-Dreifuss muscular dystrophy, EDMD
66 15 81 B - 0 55 5 1 B EMD ¢
LA
Limb-girdle muscular dystrophy type 21, LGMD?2I
67 BNk A 21 B FKRP ¢
Walker-Warburg syndrome, WWS
68 Walker-Warburg fiE 12 8% FKTN ¢
69 Charcot-Marie-Tooth disease, X-linked dominant 1, CMTX1 GJB1 °
M EEETEBS I EME
20 Nonaka myopathy, NM GNE °

Nonaka Jl| & &

E=3
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o EERER 2E Rl
’ Single Gene Disorder Gene Category

Lethal congenital contracture syndrome 1, LCCS1

& BRI E AR RS 1A GLEL ¢

Congenital muscular dystrophy

72 55 R MBI SR B LAMAZ ¢
Limb-girdle muscular dystrophy type 23, LGMDR23

73 BB LI AXEES 23 LAMAZ ¢

Myotubular myopathy, X-linked, MTMX
74 Vo O L MTMI ¢
Charcot-Marie-Tooth disease type 4D, CMT4D
7> T BN ERES 4D B NDRGL ¢
76 Nemaline myopathy 2, NEM2 NEB e °
ARSI ARES 2 8
77 Rhizomelic chondrodysplasia punctata type 1, RCDP1 PEXT °

BROGHEBARBEEEARE 1 8

Muscular dystrophy-dystroglycanopathy (congenital with
78 brain and eye anomalies), MDDGA3 POMGNT1 o
RN ARESEHBEREE(CINEEGRE (LXXEKIRESR )

Charcot-Marie-Tooth disease type 5, CMTX5

7 EITHBBNERES 5 B PRPS1 °
30 Limb-girdle muscular dystrophy type 2D, LGMD2D - .

BRERYAKEES 2D &
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’ Single Gene Disorder Gene
81 Limb-girdle muscular dystrophy type 2E, LGMD2E SGCB

B NREES 2E &

Muscular dystrophy, limb-girdle, autosomal recessive 10,
82 LGMDR10 TTN
RN REES 10 2

Choreoacanthocytosis, CHAC

&3 I - MR AL AR B B 0 VPSL3A
Mental retardation-hypotonic facies syndrome, X-linked,
84 MRXHF
MEIEE-EERREES I WK RS K& s I IE 15 8% ATRX
85 Alpha-thalassemia/mental retardation syndrome, ATRX
BRI M EM/ BB REEERER
86 Cerebral creatine deficiency syndrome 3, CCDS3 GATM

FERMB BB R Z AERB¥ 55 3 B

Achalasia-addisonianism-alacrima syndrome (Triple A
87 syndrome) AAAS
Triple A JE & B¥

Progressive familial intrahepatic cholestasis type 2, PFIC2

88 e 17 1 5K 1 T POBE S R B A 2

ABCB11
89 Benign recurrent intrahepatic cholestasis type 2, BRIC2
90 Familial hyperinsulinism, FHI ABCCS

ZHEMRERBSIE

E=3
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Single Gene Disorder Gene Category
91 Neonatal ;;aiegifgg%litus, NDM ABCCS °
92 Corticost};r;ﬁr;ﬁg Er;g%y{l;);%dﬁa%sie;l:éeficiency CYP11B2 °
03 T uamRaE e FOAR °
2 BB R AR AY ENEER 28 e =
o5 Ao LAt °
o - : A7 W

98 Abetal;gg;g;rﬁga, ABL MTTP °
99 Congen;ézéidgla;?h%g%;jia, AHC NROB1 °
100 Congenital insensitivity to pain with anhidrosis, CIPA NTRK1 °

FERMRAGRVE S tf T IE

E=3
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’ Single Gene Disorder Gene Category
Pituitary hormone deficiency combined, 2, CPHD?2
101 AT EREWSREE 2B PROPL ¢
Alpha-1 antitrypsin deficiency, ALATD
102 al-HEEEERS SERPINAL ¢
Diarrhea 1, secretory chloride, congenital, DIAR1
103 56K 14 43 6 M S AE W BB SLC26A3 ¢
Congenital lipoid adrenal hyperplasia, LCAH
104 56 T MBS B 1 BB B2 S 0 SUAS -
A D

105 Crigler-Najjar syndrome type 1 °
TRMEEEES 18

106 Crigler-Najjar syndrome type 2 °
TRMEEEES 28

UGT1A1

Gilbert syndrome

107 = 145 B R B ¢

108 Bilirubin, serum level of, quantitative trait locus 1, BILIQTL1 °

MERAXHSUHRERESE 18
Short-chain acyl-CoA dehydrogenase deficiency, SCAD
109 deficiency ACADS o
B EBAS SR ZE £ 25
110 Beta-ketothiolase deficiency ACAT1 °

B - B £t A% B R =

E=3
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’ Single Gene Disorder Gene Category
Combined malonic and methylmalonic aciduria, CMAMMA
HH R MRPER _BAAM®IE ACSE3 °
Adenosine deaminase deficiency
1 REREBRT T ADA °
Aspartylglucosaminuria, AGU
1 X £ BB A BRRE AGA ¢
Glycogen storage disease type 3, GSD3
1 T GERES 3 ™ AcL ¢
Primary hyperoxaluria type 1, HP1
1> FRtSSHREE 10 AGKT ¢
vl
Sjogren-Larsson syndrome, SLS
116 18411 — I 7 2 ALDHIA2 ¢
Hereditary fructose intolerance, HFI
17 I8 (8 1 R R i ALDOE ¢
Congenital disorder of glycosylation type 1C, CDG1C
118 G RMELERS 1C 2 ALGE ¢
119 Glycine encephalopathy, GCE AMT °
EEL S GLDC
120 MEDNIK syndrome AP1S1 °

MEDNIK fE 1& #%

E=3
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121

122

123

124

125

126

127

128

129

130

SETHAE

£

BEREERER
Single Gene Disorder

Argininemia, ARG
5 i B8 1M iE

BEH
Gene

ARG1

Mucopolysaccharidosis type 6 (Maroteaux-Lamy syndrome),

MPS6
MEMES 6 B ( BET-IREE)

Argininosuccinic aciduria, ASA
BT _BEBERGRZIE

Asparagine synthetase deficiency, ASNSD

RIS MR ZE

Pseudocholinesterase deficiency
1R 14 BZ i s i R = JE

Biotinidase deficiency, BD
£ R Z A

CLN3-related neuronal ceroid lipofuscinosis

CLN3 HHE - A& T B xRS BB

Ceroid lipofuscinosis, neuronal, 5, CLN5

M TER GBS EREES 58

ARSB

ASL

ASNS

BCHE

BTD

CLN3

CLN5S

Ceroid lipofuscinosis, neuronal, 6A, CLN6A

BETERIEBEMBEES 6A &

CLNG6

Ceroid lipofuscinosis, neuronal, 6B, CLN4B

HETHIZIEBEMIRIES 6B &
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’ Single Gene Disorder Gene Category
Ceroid lipofuscinosis, neuronal, 8, CLN8
131 ST BB E RS 8 T cLng ¢
132 Carbamoylphospi\ateﬂsz‘nihéeta\si 1 deflcifncy: CPS1 deficiency cps1 °
D PEME S ABRAES 1 8
Cystinosis, CTNS
133 B B B CTNS {
134 Dihydrolipoamide dehydrogenase deficiency, DLD Deficiency DLD °
_SMFEHRRS g E
Ethylmalonic encephalopathy, EE
135 ZER MRS FTHEL ¢
vl
Tyrosinemia type 1, TYRSN1
10 BB I E B 1 2 PR °
Fumarase deficiency, FMRD
137 R B A S Fr °
Glycogen storage disease type 1A, GSD1A
138 R REES 1 & Gopc ¢
139 Glycogen storage disease type 4, GSD4 °
FTEERE AR AE S5 4 BY
. GBE1
140 Polyglucosan body disease, adult form, APBD °

BABRBERZ RER

E=3
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’ Single Gene Disorder Gene Category
141 GM1-gangliosidosis type 1 °
GM1 WL EEREFBES 1 8
142 GM1-gangliosidosis type 2 °
GM1 WL EEREHEBES 2 B
GLB1
143 GM1-gangliosidosis type 3 °
GM1 WL EE R HEBIES 3 &
144 Mucopolysaccharidosis type 4, MPS4 °
MEMES 4 8
Mucolipidosis type 2 alpha/beta
145 BIEHES 2 °
GNPTAB e 5t
146 Mucolipidosis type 3 alpha/beta °
MIEEBEES 38
Primary hyperoxaluria type 2, HP2
147 FRtSSHREE 20 GRHPR ¢
Long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency,
148 LCHAD [ ]
RIEI-KAHEWHE ARSERZE HADHA
149 Mitochondrial trifunctional protein deficiency, MTPD °
HMIAREE —INBEE QIR Z fiE
150 Alkaptonuria, AKU HGD PS

& PR E

E=3
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’ Single Gene Disorder Gene Category

Mucopolysaccharidosis type 3C (Sanfilippo syndrome) ,
151 MPS3C HGSNAT (]
FZMERES 3C B ( EEIEMNMEELE )
17-beta hydroxysteroid dehydrogenase 3 deficiency, 17--
152 HSD3 deficiency HSD17B3 [ ]
17-B-REHERERSBRZES 3 8

Mucopolysaccharidosis type 2 (Hunter syndrome), MPS2

153 HEMEE 2 E (RBRE) DS ¢

155 B_methgl-c oy Eréyg PS;E?E; @?%b%ﬁ';;% ;;ldieg; M Mccct - ®

157 M“%é%dggg j'i'}/' L4 MCOLN1 °

159 Niemann—%cjé%sﬁegectly%e C1, NPC1 NPC1 °
Niemann-Pick disease type C2, NPC2

160 EECsE C2 & NPC2 °

E=3
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161l

162

163

164

165

166

167

168

169

Gl

EERER
Single Gene Disorder

Ornithine transcarbamylase deficiency, OTC deficiency
ERMaPHEEEBBRZE

Pyruvate dehydrogenase El-alpha deficiency, PDHAD
) B B4 B8 PR SR8 iR = AE E1l-alpha 2Y

Pyruvate dehydrogenase E1l-beta deficiency, PDHBD
A B % BB R SR iR = AE E1-beta &

Prolidase deficiency
b & B4 BR BB OR = i

Glycogen storage disease type 7, GSD7
FTEErETEAESS 7 BY

Phosphoglycerate dehydrogenase deficiency, PHGDHD
Tt e B O BE P S B R = AE

Ceroid lipofuscinosis, neuronal, 1, CLN1
M TTEEEBSEREES 18

Glycogen storage disease type 5 (McArdle disease), GSD5
HHRESESSE (XFEHIE)

Gitelman syndrome, GTLMNS
BN S EER

g Em R 2 E5IFR_2024.12.20 bR
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Gene

OTC

PDHA1

PDHB

PEPD

PFKM

PHGDH

PPT1

PYGM

SLC12A3

Rl
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Andermann syndrome

Lo Andermann fE % &f SLC12A6 °
o BEERER HEE ¥ B
Single Gene Disorder Gene Category

Hyperammonemia, hyperornithinemia, homocitrullinuria
171 syndrome, HHHS SLC25A15 o
SRERM-5 M-S /N mIE &2

Carnitine-acylcarnitine translocase deficiency, CACTD

172 B 2 706 80 10 B 4 I SLC25A20 ¢
173 Glycogen storage disease 1B, GSD1B °
FriEfETEfES 1B B
SLC37A4
174 Glycogen storage disease 1C, GSD1C ®
FriEfETEfES 1C &Y
175 Niemann-Pick disease type A, NPA £ 25 °
E2ULswiE AT
SMPD1
Niemann-Pick disease type B, NPB
176 BB B & ¢
Multiple sulfatase deficiency, MSD
17 BB IR I B SUMFL ¢
Tyrosinemia type 2, TYRSN2
178 R R B I 58 2 TAT °
179 Ceroid lipofuscinosis, neuronal, 2, CLN2 TPP1 °

WETERRBEMEES 2 &

E=3

SETRE QR RERSIZR_2024.12.20 R




%ﬁ& SOFIVA ERREEAHR =& w HNER

cEnomies List of Genes & Disorders SOFIVA Carrier Scan

Bilateral frontoparietal polymicrogyria, BFPP

B 6 4%
180 o B 2E B E S )\ BB R ADGRG1 o 1 48 {
o EERER HEE 5 7
Single Gene Disorder Gene Category
181 Metachromatic leukodystrophy, MLD ARSA °

ERAMMBAERIBE

Canavan disease
1 EMER (BERKABESEREE) G S

Krabbe disease
183 Krabbe FCHE ( Bk 40 M0 0SB 25 sk & 0 ) GALC y

Galactokinase deficiency, GALK

184 ISR GALKL ¢
185 sanehol diseese HEXB o 18 18 £ o
187 Rett s%/gn%rér;ie, RTT °
188 Severe n}};g;;;l%nﬂe%)glopathy MECP2 °
189 Autism susceptibility, X-linked 3, AUTSX3 °

MEHEESRMEERMES 3 &

E=3
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190 Mental retardation, X-linked, syndromic 13, MRXS13 °

M EEEREERERTEIERNS 13 2
o BERER HEE 5 7

Single Gene Disorder Gene Category
Leukoencephalopathy with subcortical cysts

o1 A ER SR RE MLCL ¢
192 Neu-Laxova syndrome 1, NLS1 PHGDH °

Neu-Laxova fE 12 £

193 Pelizaeus-merzbacher disease, PMD °
EMRERKE(EE <5 1>

PLP1
194 Spastic paraplegia 2, X-linked, SPG2 °
MHEEREM NEMESE 2 8 <5 1>

Salla disease, SD o

' E 18 4%
195 I 2 B B TR TR ¢

SLC17A5
196 Sialic acid storage disorder, infantile, ISSD °
IEREAITEERGE
Amish infantile epilepsy syndrome
= Amish 5852 58 7 7 B¢ ST3GALS ¢
Spinocerebellar ataxia, autosomal recessive 7, SCAR7

198 BAERENESSE ) NERES 7D PPl ¢
199 Aicardi-Goutieres syndrome type 1, AGS1 TREX1 °

Aicardi-Goutieres fE{Z#f 55 1 B

SETHEERERRERFIZER_2024.12.20 ik
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Pontocerebellar hypoplasia type 1A, PCH1A
200 NERBASES 1A & VRK1 o
o EERER HEE ¥ B
Single Gene Disorder Gene Category

Spastic paraplegia 15, autosomal recessive, SPG15

B A8
201 ARG E A TS T LS FUES 15 1 ZFYVE26 iR ¢
Bartter syndrome type 4
202 Bartter Fo/E (R B¢ 26 4 & BSND ¢
Nephrotic syndrome type 1, NPHS1 —
203 B = = 2 7 NPHS1 = {
Steroid-resistant nephrotic syndrome
204 A8 318 11 58 1 5 MR B NPHS2 ¢
Autoimmune polyglandular syndrome type 1
205 HEEESREEEES 1 & AIRE ¢
Chronic granulomatous disease, autosomal recessive, CYBA
206 Deficiency CYBA [ ]
RirERBHEEEEREATEER
207 Chronic granulomatous disease, X-linked, CGDX ok °
MHEEEEAFBER
CYBB
208 Immunodeficiency 34, mycobacteriosis, X-linked, IMD34 °
MEEBEREREAERSE 34 8 - PRIEEKRE
209 Omenn syndrome DCLRELC °

BR P9 ECJE 1% 2%

E=3
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Severe combined immunodeficiency, autosomal recessive, T
210 cell-negative, B cell-positive, NK cell-negative JAK3 [ ]
LRt EEREEAEREMRZE

o EERER HEE ¥ B
Single Gene Disorder Gene Category
211 Immunodeficiency due to defect in MAPBP-interacting protein LAMTOR2 °

MAPBP #HEFHERMRIE Z RETRZE

Severe combined immunodeficiency, autosomal recessive, T
212 cell-negative, B Cell-positive, NK Cell-negative [ ]
CRERBHEERERSERRIRZIE

Combined cellular and humoral immune defects with
213 granulomas RAG1 ®
MR e RGRNE ( HMBATFE )

Alpha/beta T-cell lymphopenia with gamma/delta T-cell
214 expansion, severe cytomegalovirus infection, and [ ]
autoimmunity

Usher syndrome type 1D, USH1D

215 KEEEERESE 1D &

CDH23
216 Deafness, autosomal recessive 12, DFNB12 ®
BroEEMEEEEsE 128

I8
Usher syndrome type 3A, USH3A
217 KRR 2E 3A B CLRNT ¢
Sensorineural hearing loss OTOF
>3 CrT T MR ¢

SETHEERERRERFIZER_2024.12.20 ik
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Deafness, autosomal recessive 1B, DFNB1B

218 B e B8 08 1R ISR 55 1B &Y ¢
GJB6
18 Deafness autosomal dominant 3B, DFNA3B °
LR tEERIEs 3B A
[, BERER 2EH =R
Single Gene Disorder Gene Category
219 Usher syndrome type 1B, USH1B °
NEKREERS 1B &
MYO7A

220 Deafness, autosomal recessive 2, DFNB2 °
BreEEUHEEREF 2 E

Usher syndrome type 1F, USH1F

221 LEREERFSE 1F 8

PCDH15 [ ]

=18
Deafness, X-linked 1, DFNX1
222 EEEIIES 1 B PRPS1 °
223 Usher syndrome type 1C, USH1C
NEKEERSE 1CE

USH1C
224 Deafness, autosomal recessive 18A, DFNB18A ®
BAEEIEMEMEIEIES 18A B

Ehlers Danlos syndrome type 7C, EDS7C

225 BEESAREES (B SR FEE)

ADAMTS2 [ ]

Chondrodysplasia punctata, X-linked recessive, CDPX1 ARSE °

e MBS - R B RE RS
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Desbuquois dysplasia type 1, DBQD1

227 Desbuquois K#EBAEES 1 8 ¢
CANT1
228 Epiphyseal dysplasia, multiple, 7, EDM7 °
ZRUBREBAZESE 78
[, BEERFER 2HF Rl
Single Gene Disorder Gene Category
Pycnodysostosis
229 MR BRI crsK ¢
Vitamin D hydroxylation-deficient rickets type 1B, VDDR1B
230 HEEDRSRAEEES 18 & CYPaR ¢
Vitamin D-dependent rickets type 1, VDDR1
231 EEEAEEED RAENEES 1 & CYpa7el ¢
Hyperphosphatemic familial tumoral calcinosis, HFTC1
232 6 M 58 B MR M SB EE E GALNTS ¢
Du Pan syndrome, DUPANS
233 5 i 17 B ¢
GDF5
234 Chondrodysplasia, Grebe type °
BB %¥BE AR, Grebe &
Stuve-Wiedemann syndrome, STWS
235 Stuve-Wiedemann JEf{% % HIFR ¢
236 Geroderma osteodysplastica SCYL1BP1 °

EERHNBERARRBEBAR

E=3
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Achondrogenesis 1b, ACG1B

237 RBERF2E 1b T ¢
SLC26A2
Atelosteogenesis type 2, AO2
238 BERBER2E 21 ¢
. EERER 2HF Rl
Single Gene Disorder Gene Category
239 Epiphyseal dysplasia, multiple, 4, EDM4 °
ZRUBREBAZTE 48
SLC26A2
Diastrophic dysplasia, DTD o X
240 BEZBEAR e L ¢
Osteopetrosis, autosomal recessive 1, OPTB1
241 BREREEEBBEALES 1 TCIRGL ¢
Dystrophic epidermolysis bullosa, autosomal recessive, RDEB
242 B850 08 0B 148 18 35 255 R A BT COL7AL ¢
UV-sensitive syndrome 1, UVSS1
243 UV SRR 1 & FRCCE ¢
UV-sensitive syndrome 2, UVSS2 -
244 UV §E R (R 35 2 B ERCCS B ¢
Erythrokeratodermia variabilis et progressiva 1, EKVP1
243 HREANBEES 1B GJB3 °
246 Junctional epidermolysis bullosa, Herlitz type LAMB3 °

Herlitx B3R 57 3 B2 7K BB iE

E=3
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Junctional epidermolysis bullosa, Non-Herlitz type

s RERENR

List of Genes & Disorders

247 3 Herlitx 5% 824 B K L
248 Autosomal recessive woolly hair/hypotrichosis LIPH

RrERBMEEFENBE/EERIE
[, ERERER 2HF Rl

Single Gene Disorder Gene Category

Oculocutaneous albinism type 2, OCA2

249 BRLA 208 E fE 7E 88 2 OcAz
Tumoral calcinosis, normophosphatemic, NFTC
250 B 1 5 B SAMDS
Acrodermatitis enteropathica, AEZ
251 B 5 2 1 i O 2 A 36 SLE39A4
BB
Ichthyosis, congenital, autosomal recessive 1, ARCI1

292 BABHEEEBRERE 1D oMl

Oculocutaneous albinism type 1, OCA1l
253 RS K28 M LS 18 TR

Xeroderma pigmentosum, XP
254 Fee it xPe
255 Generalized arterial calcification of infancy type 2, GACI2 ABCC6
ey 1
256 Early onset myopathy with fatal cardiomyopathy, EOMFC TTN
PRUNARESH OB
SETRE QR RERSIZR_2024.12.20 R
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Pseudoxanthoma elasticum, PXE
257 T 1 4 R ABCCE °
Mitochondrial complex 1 deficiency nuclear type 20, ZIEM
258 MC1DN20 ACAD9 (
HARSEEY | tRZRESE 20 B
. EERER 2HF Rl
Single Gene Disorder Gene Category
Alstrom syndrome, ALMS
299 ] 7 55 1 7 17 ALMSL °
Hypophosphatasia, HPP
260 fia e AL o
Ataxia-telangiectasia, AT
261 5478 5% 38 4 1 5 1 36 U 1 B ATM °
Bardet-Biedl syndrome type 1, BBS1
262 ER-PEREREE 1L 8BS °
ZE R
Bardet-Biedl syndrome type 10, BBS10
263 B RELEEHE 10D BBS10 °
Bardet-Biedl syndrome type 12, BBS12
264 ER-PEREREE 120 BBS12 °
265 Bardet-Biedl syndrome type 2, BBS2 °
ER-Z2EKEGENSE 28
o BBS2
266 Retinitis pigmentosa 74, RP74 °

Gl

BREEERRESE 74 8
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GRACILE syndrome

267 GRACILE fEf2 3 °
BCS1L

Bjornstad syndrome, BJS
6 Bjornstad EC¥iE 12 £% °
[ BEERFER 2HF Rl

Single Gene Disorder Gene Category

Mitochondrial complex 3 deficiency nuclear type 1, MC3DN1
269 HSEESM 3 RTES 18 BCSIL ¢
270 Joubert syndrome 5, JBTS5 °
Joubert RAEGERFE S & (XEU/NEBIHMEEFAT )

Meckel syndrome 4, MKS4
27 o M R 4 5 CEP290 ¢
272 Senior-Loken syndrome 6, SLSN6 °

ZHEBRBEEEEARE 6 B

. ZE R
Bare lymphocyte syndrome type 2, complementation group A,
273 BLS2 CIITA [
BHEREGERHSE 28 AA

Alport syndrome type 3, ATS3

2 EAEAE R B 3 B COL4A3 °
Alport syndrome type 2, ATS2

e DRECREIRAF 55 2 &Y COL4A4 °

276 Alport syndrome, X-linked, ATS COLAAS .

4 Bt 38 {8 oo 1A £ E 1% B¥

E=3
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Cerebrotendinous xanthomatosis, CTX

277 B 2 e CYP27A1 {
Smith-Lemli-Opitz syndrome, SLOS
278 Smith-Lemli-Opitz % 12 B DHCRY ¢
[, EERER 2HF Rl
Single Gene Disorder Gene Category

Dyskeratosis congenita, X-linked, DKCX

279 EEEBERERLRRE bkcl e
Dihydropyrimidine dehydrogenase deficiency, DPD Deficiency
280 CERRREBRTE PPYD ¢
Lethal congenital contracture syndrome 2, LCCS2

281 B SR MR RS 2 B ERBE3 ¢
282 Cerebrooculofacioskeletal syndrome 1, COFS1 °

REE-RIE-MM-SRESEGRSE 18

ZE R
Cockayne syndrome type B, CSB
283 HE R B A ERCCe ¢
284 De Sanctis-Cacchione syndrome °
E-REE - ER AR
Cockayne syndrome type A, CSA

28° ANERERES AR ERCCS ¢
286 Cerebral creatine deficiency syndrome 2, CCDS2 GAMT °

= EwH

£

5% KV P BB L BR R = E R B S8 2 BY
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Combined oxidative phosphorylation deficiency 1, COXPD1

287 N GFM1 ®

meMEBMIctR=RES 18

Tay-Sachs disease, TSD
288 MERESE (REERERRE) HEXA ¢
[, EERER 2HF Rl

Single Gene Disorder Gene Category

GM2 gangliosidosis
289 GM?2 8 48 85 £ Bl G 7 7 ¢
HEXA

290 Beta-hexosaminidase A pseudodeficiency °

B-EEEEE A RERE

Hermansky-Pudlak syndrome type 3, HPS3
291 Hermansky-Pudlak (R 25 3 & HPS3 ¢
292 D-bifunctional protein deficiency °
DAEMEEAHRZIE
HSD17B4 % fiE A

293 Perrault syndrome 1, PRLTS1 ®

Perrault ECREERF 25 1 &2

Leigh syndrome, French-Canadian type, LSFC
294 B 1112 K B 5 2 1 M S HRPPRC ¢
Chediak-Higashi syndrome, CHS

295 Chediak-Higashi i % &% LYsT ¢
296 Alpha-mannosidosis MAN2B1 °

oBUH FEHEIE

E=3
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Familial Mediterranean fever, FMF

297 % 5 M o 35 2 MEFY ¢
Congenital disorder of glycosylation type 1B, CDG1B
298 %6 % 1 M B L0 5258 1B 2 MPI ¢
[, ERERER 2HF Rl
Single Gene Disorder Gene Category

Mitochondrial DNA depletion syndrome 6 (Hepatocerebral
299 type), MTDPS6 MPV17 [
HI#R %S DNA TR Z E1=#R¥55 6 B ( ATAdm & AL )

Ataxia-telangiectasia-like disorder 1, ATLD1

300 1B I B RO MRELLA ¢
Nijmegen breakage syndrome, NBS
301 15 IR I 17 B NEN ¢
Mitochondrial complex 4 deficiency
302 . PET100 {
MAREEEY 4 R
MR ESY 4 RZIE S5
Peroxisome biogenesis disorder type 6
303 BELBEAAEE 6B PEX10 ¢
Peroxisome biogenesis disorder type 3
304 BELBEAMEE 3 H PEX12 ¢
Peroxisome biogenesis disorder type 5
30 BE(LEESAES S5 o PEX2 ¢
306 Peroxisome biogenesis disorder type 4A (Zellweger), PBD4A PEX6 °

BEACEBESAHMAES 4A R (BEERKIE )
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Heimler syndrome 2, HMLR2
307 Heimler fE{ZA¥55 2 &Y ¢
Peroxisome biogenesis disorder type 9B, PBD9B
308 BE LIS AES 9B PEXT ¢
[, BEEREER 2HF Rl
Single Gene Disorder Gene Category
Congenital disorder of glycosylation type 1A, CDG1A
309 ERUEMEERE 1A B PMM2 ¢
Arts syndrome, ARTS
310 54 1 17 2 PRPS1 ¢
Mitochondrial myopathy and sideroblastic anemia
1 149 B2 L 75 5 148 40 40 40 AR B PUSt ¢
Carpenter syndrome 1, CRPT1
312 EABRERNE 1 & RABZ3 ¢
ZE R
313 Bloom syndrome, BLM RECQL3 °
h [ 98 iE 1 3% (BLM)
Aicardi-Goutieres syndrome type 3, AGS3
314 Aicardi-Goutieres fEfZ %25 3 B! RNASEH2C ®
Horizontal gaze palsy with progressive scoliosis, HGPPS
R K SRR T F 2 4 ) ROBO3 ¢
316 Spastic ataxia of Charlevoix-Saguenay, SACS SACS °

SETHAE

£
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Aicardi-Goutieres syndrome type 5, AGS5

s RERENR

List of Genes & Disorders

37 Aicardi-Goutieres fEf##£55 5 B! SAMHD1
Shwachman-Diamond syndrome, SDS
318 R SBDS
[, BEEREER 2HF L
Single Gene Disorder Gene Category
Arthrogryposis, mental retardation and seizures, AMRS
319 B, B AL 5 R B AR R B SLC3SA3
Corneal dystrophy and perceptive deafness syndrome, CDPD
320 BEABEEARSHARE SLCAALL
X-linked creatine deficiency
321 VR LB A SLCOAS
Joubert syndrome 2, JBTS?2
322 Joubert BERBE 28 (RBEENEBBEEF2 ) TMEM216
ZE R
Mulibrey nanism
323 PRSI < - B - RS TRIM37
324 Combined oxidative phosphorylation deficiency 3, COXPD3 TSEM
HeMa B bR ES 38
Ataxia with vitamin E deficiency, AVED
32 HEABEGELE ERTE TTPA
326 Cohen syndrome, COH1 VPS13B

Gl

RVIE 1= 2%
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Choroideremia, CHM

327 AR 4 P 2 CHM ¢

B/
Achromatopsia 2, ACHM2
328 EYRBARES 28 CNGA3 °
[, BEEREER 2HF Rl
Single Gene Disorder Gene Category
Achromatopsia 3, ACHM3
329 EYBBRAETS 3 & CNGES ¢
Primary congenital glaucoma, PCG
330 5 1 28 4 SR 7 O R cYPiBl ¢
Retinitis pigmentosa 59, RP59
331 REBEERRE 9 R DHDDS ¢
Nonarteritic anterior ischemic optic neuropathy, NAION

332 S B0 B 3 4T 20 B 0 1 48 40 A 2 GPLBA ¢

R_
Leber congenital amaurosis type 5, LCAS
333 FAAE R RS 5 & LCAS ¢
Macular dystrophy with central cone involvement, CCMD
334 E N DR R B MFSDE ¢
335 Enhanced S-cone syndrome, ESCS °
B A S-[B] 3 fiE 1% ¥
- NR2E3
336 Retinitis pigmentosa 37, RP37 PY

BHEECRRES 37 8

E=3
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3-methylglutaconic aciduria type 3, MGCA3

337 3-BERMMES 3 A OPA3

. EERER 2HF Rl
Single Gene Disorder Gene Category

340 e EWAE AAREAE RSl w7

341 Dyskeratosis congenita, autosomal recessive 5, DKCB5 RTELL

RreERBMEETRMEA(EAZES S5 A
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