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77 Inherited Metabolic | Medium-chain acyl-CoA dehydrogenase deficiency ACADM
Diseases thif 2 BhEHEE A B SR = E

Short-chain acyl-CoA dehydrogenase deficiency ACADS

71 EBEEMEAENSE | A A B EREE
Very long-chain acyl-CoA dehydrogenase deficiency ACADVL
fii- (= R AN A B Sl G = E
Beta-ketothiolase deficiency ACATI
3 - B i = I
Aspartylglucosaminuria AGA
KA AR RER PR E
Glycogen storage disease type 11 AGL
M A 1 A
Sjogren-Larsson syndrome ALDH3A2
Sjogren-Larsson 45 E4HE
Hereditary fructose intolerance ALDOB
BRI SZE
Congenital disorder of glycosylation ALG6, DPM1, MOGS,
e R MR LR SLC35C1, B4GALTI,

SLC35A1, ALGI, DOLK,
PMM?2, MPI, DPAGT!

Hypophosphatasia ALPL
(R Hh e Bl

Arginase deficiency ARGI
5 R RN i

Metachromatic leukodystrophy ARSA
BIMEHEESENR

Mucopolysaccharidosis type VI ARSB
L2 BEATRIE VI &Y

Argininosuccinate lyase deficiency ASL

T @B SRR G = e

Citrullinemia type I ASS1
JNE R MIE 1 7Y

Wilson disease ATP7B
Wilson ¥

Bardet-Bied] syndrome types 1, 2 and 10 BBS1, BBS10, BBS2
E-LEZRE&GFAIE 10 2 o 108

Maple syrup urine disease types Ia, Ib and II BCKDHA, BCKDHB, DBT
B FRAE Ta BY ~ b RUAT 1T 7Y

Biotinidase deficiency BTD
VIR E
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Homocystinuria
= Mt R PRI

CBS

Dihydrolipoamide dehydrogenase deficiency
W R R SRR = T

DLD

Carnitine palmitoyltransferase I deficiency

AR EE RS AN 1 R

CPTIA

Carnitine palmitoyltransferase 1I deficiency

5 R PR PR B A I 1T A=

CPT2

Cystinosis

B BRI RE

CTNS

Neuronal ceroid lipofuscinosis
TR E AE e E ) (T

CTSD, MFSDg, CLN3,
CLNS, CLN6, CLNS, PPT1,

AR SRS = E

TPP1
Cerebrotendinous xanthomatosis CYP27A1
RS ReE =R
Smith-Lemli-Opitz syndrome DHCR7
Smith-Lemli-Opitz 47 &E
Dihydropyrimidine dehydrogenase deficiency DPYD

Glutaric acidemia type II

TR e IE 11 7Y

ETFA, ETFDH, ETFB

H =B

Ethylmalonic encephalopathy ETHE1
Z RN RIS

Tyrosinemia type I FAH

P SRR T 1 7Y

Glucose-6-phosphate dehydrogenase deficiency G6PD
%) - O- ok R R S BB ER =

Glycogen storage disease type 11 GAA

T I AR 11 2

Krabbe disease GALC
Krabbe J&

Mucopolysaccharidosis type IV, subtype A GALNS
T2 BRI RRE [V A Y

Galactosemia type | GALT
UM ITE 1 2

Glycogen storage disease type [V GBE1
IR [V &Y

Glutaric acidemia type I GCDH
TR BRIME 1A

Mucopolysaccharidosis type VII GUSB
h 2 MR RRE VI Y

Fabry disease GLA
Fabry J%

GLB1-related disorders GLB1
GM 1 &K & RS TR K Bk 2 WA RRE [VB &Y

Glycine encephalopathy GLDC, AMT
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Mucolipidosis II alpha/beta and Mucolipidosis IIT alpha/beta GNPTAB
FFEEIRE Ha /M B AUAI T a /M1 8 Y
Long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency HADHA
i 3- PR A B S G =
Hexosaminidase A deficiency, including Tay-Sachs disease HEXA
Tay-Sachs &
Sandhoff disease HEXB
Sandhoff J&
Holocarboxylase synthetase deficiency HLCS
AL 2B & R = E
3-hydroxy-3-methylglutaryl-CoA lyase deficiency HMGCL
3-FHEL-3-FH R TR ke A ZUREGER=E
Mucopolysaccharidosis type II IDS
52 BT R 11 2
Mucopolysaccharidosis type I IDUA
G2 BERTFEE 1 4
Isovaleric academia IVD
SRR IME
Lysosomal acid lipase deficiency LIPA
TG I 14 B A i G =
Alpha-mannosidosis MAN2B1
a -H eI E
Mucolipidosis type IV MCOLNI1
FhHEE MR IV &Y
MLCl1-related megalencephalic leukoencephalopathy with subcortical cysts | MLC1

MLCI B ERS LRSS BB B8 RIS T FefE

Isolated methylmalonic academia

FRA AL R T

MMAB, MMAA, MUT

Methylmalonic acidemia with homocystinuria type cblC MMACHC
FREL PN R IMUE AR (5] 2R FBE & B2 IUE cblC %Y

Abetalipoproteinemia MTTP

it G -HaE A IE

Ornithine transcarbamylase deficiency OTC

52 R AAER R = E

Phenylalanine hydroxylase deficiency PAH

KN A LR = IE

Pyruvate carboxylase deficiency PC

N EEEE 2 A LB G = i

Propionic academia PCCA, PCCB
NI ITE

Peroxisome biogenesis disorders, Zellweger syndrome spectrum PEX6, PEX1
WA CYIRS A Y e R R REE KR B B AR AT B RS B

Rhizomelic chondrodysplasia punctata type 1 PEX7

BT R RS S 5 B 1A

BH4-deficient hyperphenylalaninemia
PO @ A PR IS G = i

PTS, QDPR, GCHI

Glycogen storage disease type V
M R AT e Vv &Y

PYGM
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Mucopolysaccharidosis type I1I SGSH, NAGLU, HGSNAT,
it 2 WEHTREE 11T A GNS
Sialic acid storage disease, including Salla disease SLC17AS
IR AT FEE (FLFE Salla 95 )

Systemic primary carnitine deficiency SLC22A5
JR S AR =

Citrin deficiency SLC25A13
R E A= E

Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome SLC25A15

e 5 BB IILE -1 S - (R A\ S R PRIE SR S i

Glycogen storage disease type I, subtypes Ia and Ib
i SR s 1 2

SLC37A4, G6PC

Lysinuric protein intolerance

FE IR PR 2 A A TS SZHE

SLCTAT

Niemann-Pick disease types A, B, C1 and C2
JEE-ULFifK A » B » C1 f1 C2 #l

SMPD1, NPCI, NPC2

e R4 EAZ SRR AR R R M i/ MR D

Multiple sulfatase deficiency SUMF1
2 T I Bl = I
Tyrosine hydroxylase deficiency TH
I8 R A LR =
Ataxia with vitamin E deficiency TTPA
KA R E 2

15 Inherited Blood X-linked adrenoleukodystrophy ABCD1

Immune Diseases X EgHE IR EEERN R
Adenosine deaminase def1c1ency ADA

15 EEMEMREIEEE | AR iR &=
R X-linked agammaglobulinemia BTK

X g P A EK £ T
Immunodeficiency with hyper-IesM type 1 CD40LG
157 [gM Rt [ 2
X-linked chronic granulomatous disease CYBB
X RIS ME R S HE R
Fanconi anemia, complementation group C FANCC
#in] e &l A fiRf C &Y
Autosomal recessive severe congenital neutropenia G6PC3, HAX1
AL RS RE M EE S R M P M 3 AR REDE
Alpha-thalassemia HBA1/HBA2
o - EI
Beta-hemoglobinopathies, including beta-thalassemia and sickle cell disease | HBB
B-MalE AR (BiE [ #fvsEmAIs 2 A miE)
Chediak-Higashi syndrome LYST
Chédiak-Higashi 47&E
Congenital amegakaryocytic thrombocytopenia MPL

Autosomal recessive chronic granulomatous disease

R R S AR M A

NCF1, CYBA, NCF2

Familial hemophagocytic lymphohistiocytosis

S P AR PR S 2H AR AR 22 i

PRF1, UNCI3D




£7R0K

EN

" FamilyCODE

BIOSCIENCE TR0
X-linked lymphoproliferative syndrome type 1 SH2DIA
X SR TR & A 1 1Y
WAS-related disorders (including Wiskott-Aldrich syndrome, X-linked WAS
congenital neutropenia and X-linked thrombocytopenia)
WAS MR (EEETR —BREEESGEE - X 3R
g i (5 BB E AT X A I MR E )
12 Inherited Ataxia-telangiectasia
Neurological/ Muscular | 7754 a1 E 4 ERIERE ATM
Disorders Limb-girdle muscular dystrophy type 2, subtypes 2A, 2C, 2D and 2E CAPN3, SGCG, SGCA,

12 TR AT/

BRI R B 2A » 2C » 2D Al 2E ikl

SGCB

Congenital myasthenic syndrome

CHRNE, COLQ, DOKT7,

RER SRR 145 AE RAPSN, CHAT, CHRNA1
Leukoencephalopathy with vanishing white matter EIF2B5
H B E R B RS
Congenital dystroglycanopathies, including Fukuyama congenital muscular | FKTN, LARGE,
dystrophy, muscle-eye-brain disease and Walker-Warburg syndrome POMGNT1, POMT1,
S RMEAVEE R BEH B RS (S Fukuyana B KMEIVEELR | POMT2
K, A-BR-BEZ9%  F1 Walker-Warburg 85750
Nonaka myopathy GNE
Nonaka LI
L1 syndrome L1CAM
L1 4&75E
PLA2G6-associated neurodegeneration PLA2G6
PLA2G6 HHEAFHECRITIRE (B MSHREERNR)
POLG-related disorders POLG
POLG HHE# 7
Autosomal recessive spastic ataxia of Charlevoix-Saguenay SACS
AL RSP M Charlevoix-Saguenay J& 88 M 78 56 3
Hereditary motor and sensory neuropathy with agenesis of the corpus SLC12A6
callosum
EEMES B R A IR e 2
Spinal muscular atrophy SMN1
BREVEAZE Y
8 Inherited Sensory Usher syndrome type 3A CLRN1
Organ Disorders Usher 4740E 3A
CYP1Bl1-related glaucoma CYP1BI1
SEEMAELH | CYPIBI MHBHFE R
GIB2-related nonsyndromic hearing loss type DFENB1 GIB2
GIB2 tHRHIE&FE e 1iE5 1 A
X-linked Ocular albinism GPR143

X HHIR RS AL

Usher syndrome type 1
Usher 47&9E 1 #Y

MYO7A, USHIC, CDH23,
PCDHI15, USHIG

Pendred syndrome and non-syndromic deafness type DFNB4
HER-HRIRES S U et E FI RS e IR ek
DFNB4 #Y

SLC26A4
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Oculocutaneous albinism types 1A, 1B, 2 and 4
IR 7S 106 1A > 1B » 2 #1 4 Y

TYR, OCA2, SLC45A2

Usher syndrome type 2A
Usher 45 &E 2A #Y

USH2A

4 Tnherited Endocrine
[Urinary Diseases

4 BRI

Familial hyperinsulinism
KGR S TRE TUE

ABCCS, KCNJ11

Laron syndrome GHR
Laron ¢ &E
X-linked adrenal hypoplasia congenital NROB1

X HP RS EIREE A2

Combined pituitary hormone deficiency types 1, 2 and 3
e RS EG T IE 1 2 /13 A

POUIFI, PROPI, LHX3

19 Multi-system and
Other inherited diseases

19 EZ AR aTEN
AR PR

Ehlers-Danlos syndrome, cardiac valvular form
o AE ] Ehlers-Danlos 45 &0E

COL1A2

Autosomal recessive congenital ichthyosis type 4

AR MR R M i 4 A

ABCAI2

Autosomal recessive epidermolysis bullosa dystrophica

EEA AR E

COL7Al

Ehlers-Danlos syndrome type VI
Ehlers-Danlos %#&iE VI A

PLOD1

Autosomal recessive congenital ichthyosis type 1

A R 5 e R 1 2

TGM1

Primary hyperoxaluria

SRS E R RE

AGXT, GRHPR

Autosomal recessive Alport syndrome
VR Alport 7 AE

COL4A3, COL4A4

Nephrotic syndrome types 1 and 2
iR a1 A2 A

NPHSI, NPHS2

Polycystic kidney disease, autosomal recessive type
ARk A S B

PKHDI

Cystic fibrosis
ML

CFIR

Alpha-1-antitrypsin deficiency
o 1-JUiEE H B = IE

SERPINA1

ABCBI11 deficiency, including progressive familial intrahepatic cholestasis
type 2 and benign recurrent intrahepatic cholestasis type 2

ABCBII = (EFEAETHERIGEER AIETIE 2 2900 B4R
SEMERTFAIRE MR 2 )

ABCBI1

ATP8B1 deficiency, including progressive familial intrahepatic cholestasis
type 1 and benign recurrent intrahepatic cholestasis type 1

ATP8BI = fE (EFEEEITIEZRIEMER AIE HIAMEIE 1 2R BIEE
ZEMERFAIREE 1 8

ATP8B1

SLC26A2-related disorders, including atelosteogenesis type 11,
achondrogenesis type 1B, diastrophic dysplasia and multiple epiphyseal
dysplasia-4

SLC26A2 fHEAER (BfEFEE A2 I8 SFER2 B
FEEE N BRZ ST EHES)

SLC26A2
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Shwachman-Diamond syndrome
Shwachman-Diamond 47 & E

SBDS

Joubert syndrome

AHIIL, CEP290

SRHIAE —DIREER HBAZIE

Joubert 4EEE

Nijmegen breakage syndrome NBN
Nijmegen Er%d&s &

Lowe syndrome OCRL
Lowe 4% &E

Mitochondrial trifunctional protein deficiency HADHB
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