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Ichthyosis, congenital, autosomal recessive 4A

SRR 4B B

Ichthyosis, congenital, autosomal recessive 4B (harlequin)

PR EDE BT B RE 3 &Y

Surfactant metabolism dysfunction, pulmonary, 3

TSR IR I 8182

Cholestasis, progressive familial 2

HEFT IS MR MERT A B E SR

Progressive familial intrahepatic cholestasis type 3

RIGMERS ZBE 5 R IHEAE 1

Hyperinsulinemic hypoglycemia, familial, 1

IR ANER A SERE PR 3T

Diabetes, permanent neonatal 3

BFELRKEEEETR Adrenoleukodystrophy

FREL R — B PRAEAE FE = BERR BE PR AE cbld BY Methylmalonic aciduria and homocystinuria, cbl) type
AE B mAE 2 B Sitosterolemia 2

AEBEMmAE 1 5 Sitosterolemia 1

BT S A SEERZE Isobutyryl-CoA dehydrogenase deficiency
mESHMARSBEMZIE T Acyl-coa dehydrogenase, medium-chain, deficiency of
GEBBALZABRMRZE B Acyl-CoA dehydrogenase, short-chain, deficiency of
2-FETHmEE A ZSERZE 2-methylbutyrylglycinuria

GEBHALEBE XM E BRE Acyl-CoA dehydrogenase, very long-chain, deficiency of
AHSREREETR Spondyloepimetaphyseal dysplasia, aggrecan type

a- FELECBIRIE

Alpha-methylacetoacetic aciduria

BRE B EEEER = /30 TR Z 5| R BR BB A SR R BR AR

Severe combined immunodeficiency, due to adenosine deaminase deficiency / partial deficiency

RYW-EI8 —KEAEFVIICE

Ehlers-Danlos syndrome, type VIIC

PR E AR R Z 1% = TP i SRR IE

Hypermethioninemia due to adenosine kinase deficiency

REEBE ERIERE

Aspartylglucosaminuria

FFEEREFEAES la, 1lIbFY

Glycogen storage disease llla, Illb

PO LB R B3 A T RE3R

Rhizomelic chondrodysplasia punctata type 3

JRE B BB IRAE SR

Hyperoxaluria, primary, type |

AR BR MAE O S-RRE = ¥ U B /K BR BB R 2 AE

Hypermethioninemia with S-adenosylhomocysteine hydrolase deficiency

Joubert #REFE 3 B

Joubert syndrome 3

BB RRIEADMRAEIR, /AP I SIEnE S

Autoimmune polyendocrine syndrome, type I, with or without reversible metaphyseal dysplasia

SRR —ERGAIE

Sjogren-Larsson syndrome

Fructose intolerance

Se R MRS AL PRIk

Congenital disorder of glycosylation type Ik

SERMERERALIEHE Ig B

Congenital disorder of glycosylation, type Ig

S RMREEACERE |d B

Congenital disorder of glycosylation, type Id

SERMEHEEALEHE ICE

Congenital disorder of glycosylation, type Ic

SR MENEEALRRE 1| B

Congenital disorder of glycosylation, type Il

Alstrom 4R & E

Alstrom syndrome

FSRM AR 2 1Y Ichthyosis, congenital, autosomal recessive 2
Se R\ 3 A Ichthyosis, congenital, autosomal recessive 3
52 (K BEEL B MAE Hypophosphatasia, childhood

88 52 (KB EA S I AE Hypophosphatasia, infantile

BT B4 B [ Hypophosphatasia, adult

SHRBEME, RS 2 Hyperglycinemia encephalopathy 2

NS EYEAE Spinocerebellar ataxia

PR A ZE AR 2L B

Muscular dystrophy, limb-girdle, type 2L

RRSMERR 1 2

Kallmann syndrome 1

B S HTE- BN R RARAAE2

Hermansky-Pudlak syndrome 2

BRI PR AR E2 Nephrogenic diabetes insipidus 2
AR GREGAIE Androgen insensitivity syndrome
BB MR =T BURRIE Androgen insensitivity, partial
TERR B ME Argininemia
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4 =
KIARFAREIES Joubert syndrome 8
HLM B ERIVAE Metachromatic leukodystrophy
FHEERIEVIE Mucopolysaccharidosis type VI (Maroteaux-Lamy syndrome)
EHERREEERF1R X-linked chondrodysplasia punctata type 1
FHIR AR R 1 B Epileptic encephalopathy, early infantile, 1
BT —BMEBERRSE Argininosuccinic aciduria
BRI B E S B T RAE Canavan disease
MU ME Citrullinemia
HE R AN B RIE Ataxia-telangiectasia
BNEUBRPSHEE Renal tubular acidosis with deafness
A5 HTAE Menkes disease
ERERZRFCIE Wilson disease
TR R AR B E 1R Cholestasis, progressive familial intrahepatic 1
E KRS Seckel syndrome 1
XiESHE NI HE-RR IR N K TR B Mental retardation-hypotonic facies syndrome, X-linked
18U3-FRE R — B FRIE 3-methylglutaconic aciduria, type |
BRI PR BRIE 1 Nephrogenic Urogenital Disease 1
RYPH-ER - KRAE-AERET22 8 Ehlers-Danlos syndrome, spondylodysplastic type, 2
e R MR AL EBR IR Congenital disorder of glycosylation, type Iid
BH-EE _KRAE-AEEET21E Ehlers-Danlos syndrome, spondylodysplastic type, 1
BE-2ERGAE Bardet-Biedl syndrome, 1
BiE-BEERAFSIE, 10 Bardet-Biedl syndrome, 10
BE-E2EKEAE, 12 Bardet-BiedI syndrome 12
BiE-BEREREIE, 2 Bardet-Bied! syndrome, 2
RAREERET4 Retinitis pigmentosa 74
ML PRAE a2y Maple syrup urine disease, type la
HELKE FRAE b7 Maple syrup urine disease, type Ib
BB EE Bjornstad syndrome
GRACILE4R & fE GRACILE syndrome
RRIBEE A BRINBRZIE - A2 FN Mitochondrial complex Il deficiency, nuclear type 1
mERGAE Bloom syndrome
[ & P 26 & §n 8 B S R Demirhan B! Acromesomelic dysplasia, Demirhan type
B A E4AR Sensorineural deafness with renal dysfunction (Bartter syndrome type 4a)
EYRERS AE Biotinidase deficiency
X3 $5 y BRE R MAE X-linked agammaglobulinemia
—HERMERZE | BEEERE o SREAME Growth hormone deficiency, isolated, type Ill, with agammaglobulinemia
[ AR LA 4R E S5 2AR) Muscular dystrophy, limb-girdle, type 2A
R S bk S B PROE /0 [R) B S B B AR FEAK Homocystinuria / hyperhomocysteinemic thrombosis
COACH#RAfE2 COACH syndrome 2
KIAFHRAIEY Joubert syndrome 9
G RIRAES Meckel syndrome 6
R M EEDER14 Primary Ciliary Dyskinesia 14
RS TEESEE5 Primary Ciliary Dyskinesia 15
e RIS EIKA Congenital hydrocephalus 1
X-EHIgMiB = R R IE 7 X-linked hyper-IlgM immunodeficiency
Meier-Gorlinkr & fiE 7 Meier-Gorlin syndrome 7
RERARAEIDE Usher syndrome, type ID
Meier-Gorlin&z & fE4 Meier-Gorlin syndrome 4
R RKAREES Seckel syndrome 5
BiE-2ERGEE, 14 Bardet-Biedl syndrome 14
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KIARFAREIES Joubert syndrome 5

R RiRAIES Meckel syndrome 4

HIHRERIERERE0 Leber congenital amaurosis 10

e 2l Cystic fibrosis

REGATE R ERENE N RS AE6 Congenital myasthenic syndrome, 6, presynaptic
FRMEENENGFEEAEIA Congenital myasthenic syndrome, 4A
FERMERENENIREAE4B Congenital myasthenic syndrome, 4B
ERMERENENEREAE4C Congenital myasthenic syndrome, 4C

KRMENEE Myotonia congenita

Dent & 1 & Dent disease 1

[i¥zARZ o]t 275 Hypophosphatemic rickets

EASRAREIR Bartter syndrome, type 3

1A T PR B R ARIE 3 Ceroid lipofuscinosis, neuronal 3

FRAS T B IR 1R E R ABES Ceroid lipofuscinosis, neuronal 5

1BAE T AR 1B E AR AEBA Ceroid lipofuscinosis, neuronal 6A

PR AR PG48 E TR IE6B Ceroid lipofuscinosis type 6B, Kufs

FPAE T AR YR E TR AES Ceroid lipofuscinosis, neuronal, 8

(AT R B RIS, b A Ceroid lipofuscinosis, neuronal, 8, northern epilepsy variant
7TRIS-FRELN ZEAPRAE (L BE E NE - AT R IR IE AP I MR 3-methylglutaconic aciduria, type VII, with cataracts, neurologic involvement and neutropenia
JLERGAEaS Usher syndrome, type llla

2EE3 Achromatopsia 3

S REREELER IgR Congenital disorder of glycosylation, type Iig

SR MNEEACERR e Ty Congenital disorder of glycosylation, type Ile

FEHerlitzBU 22 S K p M R B SRR AE 4 Epidermolysis bullosa, junctional, 4, non-Herlitz type

DR REIR BN ET- 0% — RAREIE Ehlers-Danlos syndrome, cardiac valvular type

PR AR A TE3A, 3B B IR S Alport syndrome3A,3B, recessive

PR AR A2 BRI EE Alport syndrome 2, recessive

BRI BB MK R FRERAE Epidermolysis bullosa dystrophica, recessive
ERMUEENENGZEE 5 Myasthenic syndrome, congenital, 5

Joubert #REAE 17 B Joubert syndrome 17

OTEE fREAE6EY Orofaciodigital syndrome VI

SR B BEEE & P BB IR S IE Carbamoylphosphate synthetase | deficiency

AR R RS R R S I AR Hepatic carnitine palmitoyltransferase deficiency, type IA

PR R B EL SRS B 1 B Carnitine palmitoyltransferase Il deficiency

A MR RSB B IE, 3T R BT Carnitine palmitoyltransferase Il deficiency, lethal neonaltal
LRI SRR E Carnitine palmitoyltransferase Il deficiency, infantile

EEUS O FEREMSERE Cystinosis, late-onset juvenile or adolescent nephropathic type
BRI R BAAE Cystinosis, nephropathic

IR MM R BAAE Cystinosis, non-nephropathic

FRAS T IR R B R ABE10 Neuronal ceroid lipofuscinosis type 10

BHERSFER 4 Chronic granulomatous disease 4

12 IER S ERR Granulomatous disease, chronic

EREB EREETE Congenital adrenal insufficiency

FERME EIRE B AR, HEER11- 8- KL EsRR Adrenal hyperplasia, congenital, due to steroid 11-beta-hydroxylase deficiency
NRERRESCES | B 5 R MBS E FRE Hypoaldosteronism, congenital, due to cmo | deficiency
FREEREECES || BLE So R RS E B AE Hypoaldosteronism, congenital, due to cmo Il deficiency
17,20- 2R B IR Z A 17,20-lyase deficiency
FOFREAFZRMEFREMERAE KR 3A R Glaucoma 3A, primary open angle, congenital, juvenile, or adult onset
S RME EIRE B AAE SERAV I RIB SR, 21- K LB S Adrenal hyperplasia, congenital / hyperandrogenism, nonclassic type, due to 21-hydroxylase deficiency
BB 1 Cerebrotendinous xanthomatosis
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AR DKL R 1AT

Vitamin D-dependent rickets type 1A

A AR DKL R 1BE

Vitamin D-dependent rickets, type IB

AR PROE N1 3

Maple syrup urine disease, type Il

BPIKERE

Omenn syndrome

e RARERFERS, P HT-REY

Severe combined immunodeficiency Athabaskan-type

SEERHT-HAR - R AR A E

Smith-Lemli-Opitz syndrome

RBRERRE59

Retinitis Pigmentosa 59

FERMENE B LFE R 1 bR

Congenital disorder of glycosylation, type 1bb

X-BHHF R AT 2L REH

Dyskeratosis congenita, X-linked

— AR R S R

Dihydrolipoamide dehydrogenase deficiency

B r A E4aE Muscular dystrophy, Becker type

T E A ZE 4R Muscular dystrophy, Duchenne type
R 1 1 (275 Hypophosphatemic rickets

R M R BB BT Primary Ciliary Dyskinesia 7

R M EEBER3 Primary Ciliary Dyskinesia 3

JRE M B BRI Primary Ciliary Dyskinesia 1

SBI3-FAE R —BAIRIE

3-methylglutaconic aciduria, type V

RRRIE-EN TR E- AR FEAE

Immunodeficiency-centromeric instability-facial anomalies syndrome 1

FREBENENEFEAAET0

Myasthenic syndrome, congenital, 10

FERIEERA LR BEImA

Congenital disorder of glycosylation, type Im

/|NERESAAE- B ¥ %/)\-PU BB 7

Microcephaly, short stature, and limb abnormalities

e R MR LR BRIEY

Congenital disorder of glycosylation, type Ij

FERMENERA LR B

Congenital disorder of glycosylation, type le

EMINEEE TR THESIEGRAE 3 8

Short-rib thoracic dysplasia 3 with or without polydactyly

[P B LA 2 B A 55 2B

Limb-girdle muscular dystrophy, type 2B

HETINEEEE TR Ectodermal dysplasia 1, hypohidrotic
EN RSP Familial dysautonomia
Emery-Dreifuss KU Z 4R 1E 1 Emery-Dreifuss muscular dystrophy 1
EBE 1252 Hypophosphatemic rickets 2

AFBREEZEREETREAE 15

Trichothiodystrophy 1, photosensitive

BRAE GRS, ERMAD

Xeroderma pigmentosum, group D

FBA
FRAEZE MR, G MRF

Xeroderma pigmentosum, group F

BRAZE TR LG Xeroderma pigmentosum, group G
S E KER A EBE Cockayne syndrome type B
SR KEREIEATY Cockayne syndrome type A
= BR MAE AR Glutaric acidemia IIA
K=& sEIBR Glutaric acidemia IIB
K=& MiENCAY Glutaric acidemia IIC

CERNZBERRE

Encephalopathy, ethylmalonic

RAMERAEAIE

Ellis-van Creveld syndrome

FEN0RIMEA T ZfE Factor X deficiency
FVURMEAFHRZIE, BIEEE Factor X| deficiency, recessive
3R MEFERZIE Factor XIIIA deficiency
F13BREIME FHRZ AE Factor XIIIB deficiency
FERM A FRZIE Factor V deficiency

MARA Hemophilia A

MmA®%B Hemophilia B

B & BR M AE 1 ) Tyrosinemia, type |

ETREKEM, EHEA

Fanconi anemia, complementation group A

SETRKEM, E#HEC

Fanconi anemia, complementation group C
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BT RKAMD2E! Fanconi anemia type D2

SBFRKEM, BEHEG Fanconi anemia, complementation group G
BFRREMmIE Fanconi anemia type |

AR B EG ERZ AE Fumarase deficiency

WUAZHRE-2 BT RIEEAKKAGE

Muscular dystrophy-dystroglycanopathy, type A5

WUAZHRE-2 BT RIEEAKKBSE

Muscular dystrophy-dystroglycanopathy, type B5

WAZEHRE-2 BT RIEERAKKCHE

Muscular dystrophy-dystroglycanopathy, type C5

WAZMEE-2 BT RIEEAKKAIE

Muscular dystrophy-dystroglycanopathy, type A4

WA EHEE- 25T RIEE R KBB4

Muscular dystrophy-dystroglycanopathy, type B4

PAZEBE-E BT RIEREAKKCIE

Muscular dystrophy-dystroglycanopathy, type C4

ERALLAR, 1XE

Cardiomyopathy, dilated, 1X

= RERKRIE Trimethylaminuria

PEMEXEREE Fragile X mental retardation syndrome

A FE K EEREY Enlarged vestibular aqueduct
ERETIBE Fucosidosis

[FERREAESE F laBY Glycogen storage disease la

GBPC3h = B & K MR XM= fiE Severe congenital neutropenia due to G6PC3 deficiency
G6PDRZ /A & M Hemolytic anemia due to gépd deficiency
[FEEREESIE Glycogen storage disease Il

RAEKE Krabbe disease

R M R B E Galactose epimerase deficiency
FILERER R AT B ARE Galactokinase deficiency with cataracts
FHZFEIEIVALY Mucopolysaccharidosis type IVA

FZLHE MmAE Galactosemia

S BR ER = E2 Cerebral creatine deficiency syndrome 2

TR R H R KRB B 2 AE

Arginine:glycine amidinotransferase deficiency

BRESBHURSRE

Gaucher disease, perinatal lethal

=EREFIE Gaucher disease, type |

SEREFIE Gaucher disease, type Il

BEEERNE Gaucher disease, type |l

BERESNICE Gaucher disease, type IIIC
FFEEETRIEEIVE Glycogen storage disease IV
RAZEEBRERERE Polyglucosan body neuropathy, adult form
K ZBRMEIY Glutaric acidemia |

BH4 BRZ ARSI C A

Hyperphenylalaninemia, BH4-deficient, C

—HERMERRTIE AR

Growth hormone deficiency, isolated, type IA

—HERMERZIE B R

Growth hormone deficiency, isolated, type IB

LaronfR A iE

Laron syndrome

E—ARPRRZIE 45

Growth hormone deficiency, isolated, type IV

WOE—ERHRRZIE

Growth hormone deficiency, isolated partial

1021.1 B M BRR A EAE AEIR B

1g21.1 recurrent microdeletion/microduplication syndrome

= BIEEa

Deafness, recessive 1a

B RBIHEE8

Deafness, autosomal recessive 1B

AR

Fabry disease

GM1-1 & EH R A TR AE 551 B

GM?1-gangliosidosis, type |

GM1-t & B E AR A TR 5611 2L

GM?1-gangliosidosis, type Il

GM1- 1845 B E AR B AE 115

GM1-gangliosidosis, type Il

T BRAEIVBAY

Mucopolysaccharidosis type IVB (Morquio)

it

= HARERMIE, B 2

Hyperglycinemia encephalopathy 1

FEREEE o/ B ENIA

s

Mucolipidosis alpha/beta Il
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FPEEE /B FINFY

Mucolipidosis alpha/beta llI

FAEEESE IR

Mucolipidosis type Il

S BRAEIIDAY

Mucopolysaccharidosis, type 1D

(BE— B EEEATE AT

Bernard-Soulier syndrome, type A1

Bernard-Soulierér & iEB Y

Bernard-Soulier syndrome, type B

BRE—HEBLGAIE C

Bernard-Soulier syndrome, type C

X-EGHFERIERIRESR 6 5

Nystagmus 6, congenital, X-linked

REVE R EBRAEEE

Hyperoxaluria, primary, type Il

HEBFAES

Fraser syndrome 3

FHEZEEEVIEY

Mucopolysaccharidosis type VII

/e PSR R R AW EAS ARSI

Medium/short-chain 3-hydroxyacyl-CoA dehydrogenase deficiency

RES-RAMARHWASTRRRZIE

Long chain 3-hydroxyacyl-CoA dehydrogenase (LCHAD) deficiency

=WREEARZIE

Trifunctional protein deficiency

SRR =T RE R B RZIE

Mitochondrial trifunctional protein deficiency

BRE SR rh MR AR R A E 55 3L

Neutropenia, severe congenital, 3

A AEE M Alpha-Thalassemia

A FIBE M Beta-Thalassemia

RIEE M Sickle cell anemia

FR L9 B E 1 1= B AR B IO cbIX AL methylmalonic acidemia and homocysteinemia, cblX type
HE e ATE Tay-Sachs disease

25, SOFRKALBEXRKE Sandhoff disease, infantile, juvenile, and adult forms
mem Hemochromatosis

2IRIE Alkaptonuria

FHZFEAEINCEY Mucopolysaccharidosis, type IIIC (Sanfilippo C)
EEME M ER2AT Hereditary hemochromatosis type 2A

EHCEEE KBRS AE Holocarboxylase synthetase deficiency

FREL — B IS AR RS R 2 E

Hydroxymethylglutaryl-coa lyase deficiency

3-FEE-3-F RN —MWEBASKE 2 R IE

HMG-CoA synthase-2 deficiency

17q12 B LR

17912 recurrent (RCAD syndrome) region

% B B IMAE 55 1118

Tyrosinemia type lll

R R KRS

Hermansky-Pudlak syndrome 1

2 M- E R R KA A ES

Hermansky-Pudlak syndrome 3

SUREERR ILEEAE

Pseudohermaphroditism, male, with gynecomastia

FERVEE LRRR EIRASE, 3- B - EMEREH S 5250

Adrenal hyperplasia, congenital, due to 3-beta- hydroxysteroid dehydrogenase 2 deficiency

8HU3-FREL N —BASRIE

3-methylglutaconic aciduria, type VIII

Xp11.2200 NEEERETE

Xp11.22 micro-repeat syndrome

SR ERAEIXE Mucopolysaccharidosis type IX
MZRENR Mucopolysaccharidosis, type Il
FhEZBRIEINEY Mucopolysaccharidosis Ih
HZBRAEIN/IsE! Mucopolysaccharidosis Ih/s
HZRIEISTY Mucopolysaccharidosis Is

BB A RRRIER

Severe combined immunodeficiency

IL7R- o« R Z B EH A RE AR

Severe combined immunodeficiency due to IL7R-alpha deficiency

AR SR B SR B FR ARE £ BB 14 P PR $H6

Junctional epidermolysis bullosa with pyloric atresia 6

FEHerlitzZY 2 7R B 1 3R B SRARAESA

Epidermolysis bullosa, junctional, 5A, non-Herlitz type

2SR SR S FARRAE 4 BE 4 P A ER5B

Junctional epidermolysis bullosa with pyloric atresia 5B

ESyqiiiknd Isovaleric acidemia
JAKBERZ BRE A R B IE R Severe combined immunodeficiency due to JAK3 deficiency
ERR A E2R Bartter syndrome type 2

SR A A EEKEAERET

Enlarged vestibular aqueduct, digenic

I
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PRI S = B E 2 MK M FEE2 Hyperinsulinemic hypoglycemia, familial, 2

BB R KB R SRR 1 B Epidermolysis bullosa simplex, recessive 1
B R KB R SRR 2 B Epidermolysis bullosa simplex, recessive 2
RS K B 1 R K Hydrocephalus due to aqueductal stenosis
R EMerosin AR B YA Z4EE Muscular dystrophy, congenital, merosin deficient or partially deficient
BAEBEBIEREE N EEAE 23 2 Muscular dystrophy, limb-girdle, autosomal recessive 23
HerlitzZ 32 A4 /K B 1 2R B2 FRARIE 2B Epidermolysis bullosa, junctional, 2B, Herlitz type
B2 MK BB 1 2R R BRI Epidermolysis bullosa, generalized
WE-FR-RAREAE Laryngoonychocutaneous syndrome
FEHerlitzB 22 A KRR R R FRARAE 1A Epidermolysis bullosa, junctional, 1A, non-Herlitz type
HerlitzZ 33 14 7K B 14 21 52 SR ARIE 1B Epidermolysis bullosa, junctional, 1B, Herlitz type
FEHerlitz ) 22 R KB 1 3R B2 SR ARIE 3A Epidermolysis bullosa, junctional, 3A, non-Herlitz type
HerlitzZ 32 S 1% 7K g 14 21 52 SR AR IE 3B Epidermolysis bullosa, junctional, 3B, Herlitz type
NAEEE-EETREERRR Muscular dystrophy-dystroglycanopathy
NREMEE-E B TRIEEQLRMKBS B (HEEHERERT) Muscular dystrophy-dystroglycanopathy (congenital with impaired intellectual development), type B, 6
S e [ B2 I E 1 Familial hypercholesterolemia 1
BEEME T ERMERZAE 3 Combined pituitary hormone deficiency 3
AR REER 1 AR BE B E Lysosomal acid lipase deficiency (includes Wolman disease and Cholesterol ester storage disease)
Cobalamin F it = fE Cobalamin F deficiency
R BB bmTE Albinism, oculocutaneous, type VI
Donnai-Barrow4r & i Donnai-Barrow syndrome
BEMRE- BRI EBRE R A TE Osteoporosis-pseudoglioma syndrome
RRIREE Chediak-Higashi syndrome
o -HERERESB, IRIE Mannosidosis, Alpha B, types |, II
IFEC MR CERIRZE 3-methylcrotonyl-CoA carboxylase 1 deficiency
IFEC oM R CERORZE 3-methylcrotonyl-CoA carboxylase 2 deficiency
FER -_BESBAZRERIHRZAE Methylmalonyl-CoA epimerase deficiency
FIEEIERIVE Mucolipidosis IV
[REE /NSRS FUAE Primary microcephaly
MECP2E 4R A E MECP2 Duplication Syndrome (Mental retardation, X-linked syndromic, Lubs type)
X28(MECP2) iR S AR Rett fiE IR EF Rett syndrome
KIRIEH R GE, B IEEE Familial mediterranean fever, recessive

FRAC T A B R L R FRE 7 Ceroid lipofuscinosis, neuronal 7
Opitz-GBBB#r & IE Opitz GBBB syndrome
BiE-BERGETE, 13 Bardet-Biedl syndrome, 13
R ATE Meckel syndrome 1
ESMERE RSO S T EE Megalencephalic leukoencephalopathy with subcortical cysts 1
N ER SRR AR A B R Malonyl-CoA decarboxylase deficiency
FREL ZBAPRIE, 4 anB 126U Methylmalonic aciduria, vitamin B12-responsive
FRER Z B FRIEChIBEY Methylmalonic aciduria, cbIB type
R AL — BRPRE AN B & B PR E, cbI Y Methylmalonic aciduria and homocystinuria, cblC type
RER ZEE IR/ R RBE FRIE, coIDRL, #8212 Methylmalonic aciduria’/homocystinuria, type cbID, variants 1, 2
SHEEBRZIEA Molybdenum cofactor deficiency A
SRR LR IIBEY Congenital disorder of glycosylation, type Ilb
SRR AL R BRI Congenital disorder of glycosylation, type If
SRR E(LERIBAL Congenital disorder of glycosylation, type Ib
AE AP Myotubular myopathy
cobalamin GiZ = bz B FRE Homocystinuria due to cobalamin G deficiency
B B EBE FRE, chIERY Homocystinuria, cobalamin E type
FRER ZBRRAE - mut(0)Y Methylmalonic aciduria, mut(0) type
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mREREADIRAE Hyper IgD syndrome
BRI S FRAE Mevalonic aciduria

I

HE [BIHEES

Deafness, recessive 3

B RIEE2

Deafness, recessive 2

LERARAIEIBR

Usher syndrome, type IB

2,4-Z G TR B AR RES R E

2,4-dienoyl-CoA reductase deficiency

a -N-Z B FUMERR R R = AE

Alpha-N-acetylgalactosaminidase deficiency I/1ll

FZBRIENIBEY

Mucopolysaccharidosis, type IlIB (sanfilippo B)

N-ZBEA BB A BRI

N-Acetylglutamate synthase deficiency

RTFREGEE Nijmegen syndrome

1B ER Chronic granulomatous disease 1

&P EFRE R 2 Chronic granulomatous disease 2

1P EFRE R 3 Chronic granulomatous disease 3, autosomal recessive
Norrie X7 Norrie disease

IEAREENPRE2 Nemaline myopathy 2

JESUL5AECT, DAY Niemann-Pick disease, types C1, D
IE=Jusandeys:l Niemann-pick disease, type C2

R MRAIE Meckel syndrome 7

EEREm3 B Nephronophthisis 3

B-FF-REEE TR 1A Renal-hepatic-pancreatic dysplasia 1
BREREIES1R Nephrotic syndrome, type 1

BRERSIEH 2R Nephrotic syndrome, type 2

it e 2B B B 3% B R Maroteaux % Acromesomelic dysplasia, maroteaux type
ERUB EREETR Adrenal hypoplasia, congenital

EITIERIRVERT AR B B AESTY

Cholestasis, progressive familial intrahepatic 5

Seckel#RARE10 B

Seckel syndrome 10

BREERMRZAE Ornithine aminotransferase deficiency
IR B w28 Oculocutaneous albinism type 2
Dent & 2 & Dent disease 2

KIBFHRAIET0

Joubert syndrome 10

3BI3-FAE N —BAIRIE

3-methylglutaconic aciduria, type Il

Meier-Gorlin&r A E1

Meier-Gorlin syndrome 1

Meier-Gorlinkr & fiE2

Meier-Gorlin syndrome 2

Meier-Gorlin4z & fiE3

Meier-Gorlin syndrome 3

REaRaRmESBERSE Ornithine transcarbamylase deficiency

HE BliHEH9 Deafness, autosomal recessive 9

KRBAFRAE Phenylketonuria

EYER RS i AR B MAED Biopterin-deficient hyperphenylalaninemia D
P B M AE Propionic acidemia

HEE23 Deafness 23

LERARSIEIFE

Usher syndrome, type IF

BEALYEEEEEIRKAEIA

Peroxisome biogenesis disorder 1A (Zellweger)

BEALYIEGEE £ IRKFBAECA

Peroxisome biogenesis disorder 6A (Zellweger)

BE BRI EIRARFIESA

Peroxisome biogenesis disorder 3A (Zellweger)

BRI ERKIETA

Peroxisome biogenesis disorder 7A (Zellweger)

ALY DIRKFEAA

Peroxisome biogenesis disorder 4A (Zellweger)

PO BRI BB A TR E1T

Rhizomelic chondrodysplasia punctata, type 1

FRFEBESVIE

Glycogen storage disease VII

R REAEIE 8 IX0EY

Glycogen storage disease IXb

B, RBIHEEs

Deafness, autosomal recessive 59

I

A
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4

ZEBE S

Polycystic kidney and hepatic disease

FEAETY R AR BRIE SR SRR BRAE P RE 1A P B 84

Epidermolysis bullosa simplex 5C, with pyloric atresia

FER R KR IER M FRRRAE FERE N ZE M AE

Epidermolysis bullosa simplex 5B, with muscular dystrophy

AEROIIRSE-E% - KGEAE

Ehlers-Danlos syndrome, kyphoscoliotic type

Pelizaeus- Merzbacher &

Pelizaeus- Merzbacher's disease

SR MEREECERIAR

Congenital disorder of glycosylation, type la

ARIREDNAREIBER S IE4A

Mitochondrial DNA depletion syndrome 4A

LRRIEEDNAREIBAR A AE4B

Mitochondrial DNA depletion syndrome 4B

MAEHEE- 25T RIEERKRKB3E

Muscular dystrophy-dystroglycanopathy type B3

AZEBEE-E BT RIEEAKMBCIA

Muscular dystrophy-dystroglycanopathy type C3

WA ZEAEE-2 BT RIEEAKRA3E

Muscular dystrophy-dystroglycanopathy type A3

MAZEBEE- SR TRIEEARMCIE

Muscular dystrophy-dystroglycanopathy, type C1

MAZEEE-E R TRIEEAKRMC2E

Muscular dystrophy-dystroglycanopathy (limb-girdle), type C2

AT FRARRZIE 1

Combined pituitary hormone deficiency 1

1A T A R A B R AR Ceroid lipofuscinosis, neuronal 1

FRELTR — Be PRI AE £ = AR & FRE cblIC B Methylmalonic aciduria and homocystinuria, cblC type, digenic
SR EENE NERESAE22 Myasthenic syndrome, congenital, 22

195 1T A4 D M SR 2 40 A AR P 456 2 E 2 Y Familial hemophagocytic lymphohistiocytosis type 2

i TE BB A BE AR TV

Panhypopituitarism

-2
TR B E 4R IED

Charcot-Marie-Tooth disease 5

BEBRAZNE SRR A AR BB RS 1R RUE

Gout/ phosphoribosylpyrophosphate synthetase superactivity

SAP-bERFAFIEGEA FIMAEEETR"

Heterozygous cerebral leukodystrophy due to SAP-b deficiency

HEEE £ FBlomstrandf!

Chondrodysplasia, Blomstrand type

CD45iR Z B E M A SR R

Severe combined immunodeficiency due to CD45 deficiency

SEGSE Y dliknd Hyperphenylalaninemia
FFFBR RIS AE B VIEY Glycogen storage disease VI
FFERFETRE S VA McArdle disease

EYRRRE S AR KB MAEC

Biopterin-deficient hyperphenylalaninemia C

RAGTRZ B BB & R R AR

Severe combined immunodeficiency due to RAG1 deficiency

BEBARRRIER, BARRE

Severe combined immunodeficiency (B cell negative)

FRMEENENGFEEAEN Congenital myasthenic syndrome, 11
FEIEAN =i Sealor] Pontocerebellar hypoplasia type 6

S RMEREEAL R R INEY Congenital disorder of glycosylation, type In
Aicardi-Goutieresér & iE2 Aicardi-Goutieres syndrome 2
KIEFHREIET Joubert syndrome 7

R RERAIES Meckel syndrome 5

BB D BYE Retinoschisis

REIEAE, DYRP-HIERD

Spastic ataxia, Charlevoix-Saguenay type

Shwachman-Diamond4r & i

Shwachman-Diamond syndrome

FRMEEENENERESIE16 Myasthenic syndrome, congenital, 16
oy ke Cardioencephalomyopathy
I-FEL _FIRAEMTEE « MRS RRKBESE 3-methylglutaconic aciduria with deafness, encephalopathy, and Leigh-like syndrome

a-1-HUREABRZE

Alpha-1-antitrypsin deficiency

PSRN Z MR E 52D 5

Muscular dystrophy, limb-girdle, type 2D

PSR LA Z R E S5 26 Y

Muscular dystrophy, limb-girdle, type 2E

PR T LA 2 R S5 2F 7Y

Muscular dystrophy, limb-girdle, type 2F

AT LA Z R 5 2CH)

Muscular dystrophy, limb-girdle, type 2C

FHZFREIARY

Mucopolysaccharidosis, type IlIA (Sanfilippo A)

16p11.2 EIE RIS (3Rif - BP2-BP3)

16p11.2 recurrent region (distal, BP2-BP3)

XESUME I AAERET 1 5L

Lymphoproliferative syndrome, X-linked, 1

;f
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RPEHEETR Langer mesomelic dysplasia
EAHRATE1E Bartter syndrome type 1
HRHERGEE Gitelman syndrome
PHREEE T2 EAESERE Agenesis of the corpus callosum with peripheral neuropathy
EYEREHEEER Biotin-responsive basal ganglia disease
IR R Z fE, R AL REE M Carnitine deficiency, systemic primary
R BBk, VIE Albinism, oculocutaneous, type VI
4 5 NS AE |, Citrullinemia, type Il, neonatal-onset
A I &UBE ME N, Citrullinemia, adult-onset type Il
= R U -= & IUE - = IR B 4R & TE Hyperornithinemia-hyperammonemia- homocitrullinuria syndrome
AR E (B ER= E Carnitine-acylcarnitine translocase deficiency
HERET2FE 0T Achondrogenesis, type Ib
BERBETREF R Atelosteogenesis, type Il / De la Chapelle dysplasia
BAEETR Diastrophic dysplasia
SR EHREETRS Epiphyseal dysplasia, multiple, 4
HE RBitEEe Deafness, recessive 4
FARBRER O AR A Pendred syndrome
BB ER M R RS Hypophosphatemic rickets with hypercalciuria
e RMEREEAL BB IIFEY Congenital disorder of glycosylation, type IIf
SRR LR IICE! Congenital disorder of glycosylation, type lic
R ETRIE B IbEY Glycogen storage disease Ib
FRFEEESICE Glycogen storage disease Ic
BREH-E R _KGAE-AHEET23 1 Ehlers-Danlos syndrome, spondylodysplastic type 3
REF AR, IVE Albinism, oculocutaneous, type IV
P A BR ER = RE1 Cerebral creatine deficiency syndrome 1
SCHIMKE®&-B# B TR Schimke immuno-osseous dysplasia
BN ZEMEE Spinal muscular atrophy 1
AN ZEEE2 Spinal muscular atrophy 2
AN ZELEES Spinal muscular atrophy 3
BEHENAELEES Spinal muscular atrophy 4
S TRAEALY Niemann-pick disease, type A
B8R EBE Niemann-pick disease, type B
Netherton 4R & fiE Netherton syndrome
BRI IBREGIAZIE Sepiapterin reductase deficiency
R e R EARRT B G AT Lipoid congenital adrenal hyperplasia
X-EfH Ichthyosis, X-linked
W 11T 4 D M PR 4R A AR P 4SS4T Familial hemophagocytic lymphohistiocytosis type 4
095 1T 4 4 SR 48 Ak AR P 486 22 i Y Familial hemophagocytic lymphohistiocytosis type 5
B AR B4 M AE 55118 Tyrosinemia type Il
BRAGFEAE Barth syndrome
FEAR BAVEMIERRE 16 A Epileptic encephalopathy, early infantile, 16
22011.2 R KA EREIE IR B 22q11.2 microdeletion/microduplication syndrome
16p11.2 #8315 (L% - BP4-BP5) 16p11.2 recurrent region (proximal, BP4-BP5)
BEAIE Osteopetrosis
BEIEORSE Atransferrinemia
memRE3R Hemochromatosis, type 3
SR M AR Ichthyosis, congenital, 1
BRI EERZIE Segawa syndrome
ORY3-FRE [, — R FRAE 3-Methylglutaconic Aciduria type 9
TSR MR AT A B 47 Cholestasis, progressive familial intrahepatic 4
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G AEREET Nonsyndromic deafness 7
KIARFAREIE2 Joubert syndrome 2
R RRAIE Meckel syndrome
COACH#FAIET COACH syndrome 1
KIAREFAIES Joubert syndrome 6
R MRAIES Meckel syndrome 3
BEER11E Nephronophthisis 11
REET-E8 AR A LA Ehlers-Danlos syndrome, classic-like, 1
FRAC T A B A (R FRE 2 Ceroid lipofuscinosis, neuronal 2
REESLA - BT - B - REF Mulibrey nanism
HEEBT2EIAR Achondrogenesis, type IA
B AR P E 4R e 5207 Muscular dystrophy, limb-girdle, type 2J
RS B1bsm, AR Albinism, oculocutaneous, type IA
RS B1bs, 1IBEY Albinism, oculocutaneous, type IB
IR A7 Bk im 38 Oculocutaneous albinism type 3
RRNER RS EIR Crigler-Najjar syndrome, types |
RN EIENE Crigler-Najjar syndrome, types Il
WWEE I 400 D 1 SR ED AR A A R 38 2 E 3R Familial hemophagocytic lymphohistiocytosis type 3
HE®18A Deafness 18A
TERARAEICE Usher syndrome, type IC
LERARAEIGE Usher syndrome, type 1G

ERLRAENaTY Usher syndrome, type lla
Hh an DARRR M AR 1ATY Vitamin D-dependent rickets type 2A
BBEGZE Cohen syndrome
X2 §H R 3 S KM FR MR 4R R A FiE Neutropenia, severe congenital, X-linked
XiEB SH I/ MR A Thrombocytopenia, X-linked
Wiskott-Aldrich4R & JiE Wiskott-Aldrich syndrome
Wolfram #RE&E 1 &L Wolfram syndrome 1
LERARAIE2DE! Usher syndrome, type 2D
X SRS B A IR AF 2R Lymphoproliferative syndrome, X-linked, 2
& OMREE, B HAA Xeroderma pigmentosum complemetation group A
EEMREE, B #AC Xeroderma pigmentosum complemetation group C
Int22h1/Int22h24EXq28 EE AR A IE Int22h1/Int22h2-mediated Xq28 duplication syndrome
MR/ NN ERTE- R 2 A D) BEFE R Short stature - microcephaly - endocrine dysfunction
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