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%Mﬁﬁﬁ%%@%%%%%ﬁﬂmﬂﬂm% (202622 =M )
01 - BRER/AMRAHRS

E SRR MmE Isovaleric academia (IVA)
AIBE [N = Propionic acidemia (PA)
RBRE 55— . —7

& Glutaric aciduria type |, I

| 0101 [mimeE
| 0102 B it i

v:mé\__xmﬁoc:.m%xcv
Homocystinuria

Methionine adenosyltransferasa deficiency (ME

wrI<o_3x<-w-Smﬂrw‘_-m_cﬂmzn acidemia
Maple SYrup urine disease (MSUD)

EWEM@%E)%FWM%M@
Nonketotic hyperglycinemia

w;im%ﬁnﬁoﬁo:u\-ﬁo\p carboxylase deficiency
BRI EBRS e

Multiple carboxylase deficiency

Hyperprolinemia

Aromatic L-amino acid decarboxylase deficiency
Cobalamin C Defect (Methylmalonic Aciduria and
IoBonz:clm, CblC type )

Alkaptonuria

Primary Hyperoxaluria

tjm:u\_xmﬂo:::.m-.ﬁmqmg\aﬁogouﬂm:.: deficiency fE

ﬁwﬁmﬁ@%ﬁmﬁg c

Hyperlysinemia — B

Other Congenital Urea Cycle Disorders

02 - REERA B2
Iwnmaﬂ::E:mg_.m-zu%maﬂ303m::.m-

0205 S B heRE M
FEREE IoBoQ.qc:_.::_‘_.mm ndrome

E &rmmmu.Hﬁmem»Mﬁm Argininosuccinic Aciduria
03 - Effitmme

-MME@-ME%%Q@

Glycogen Storage disease (type I~type V)
_;\Enobo_ﬁmnn:m:.o_ommmﬁwum | ~ type Vi)

Gaucher's disease

Medium-chain acy
deficiency (MCAD)
Pyruvate dehydrogenase deficiency

1-coenzyme Adehydrogenase
Fabry Disease

R R RS h = i
B R e s m
0308 LR
S B LM =
| 0310 | LRERERIE SHmn

R LR
| 0312 [RE mam=

| 0313 |MLD7rar

: E ks B

5

HEFE

Molybdenum cofactor defj
Iwconro%:mﬂmm_.m

Globoid Cel| rmcxo&\mqo_c%
Barth Syndrome
mmﬁmlxﬂoﬁzo_mmm Deficiency

( Infantile form Lysosomal Acid Li
(Wolman Disease) )

Multiple Sulfatase Deficiency

ciency

Carnitine Qm:Qm:Q syndrome, primary
Metachromatic _.m:wo%mqon:u\ (MLD )

2 2 Ry Ae
SEE
BRI R

Mitochondria] defect mm.mmmﬁmmmwm.mm L

Porphyria
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| 0711 [ = R e
EA- A4 B

0713 |GM1/GM23S R s T e
0714 Lesch-Nyhan FEsEfiz s

Y:c\oﬁab:_.n lateral sclerosis (ALS)

Charcot Marie Tooth Disease, CMT (Hereditary
Motor Sensory Neuropathy)

GM1/GM2 gangliosidosis

Lesch-Nyhan syndrome

| 0736 [mBh e

% 0737 ‘Dﬁm,\mﬁ AE1E 2%

| 0738 |iEE

| 0739 [EnsEn s as

_mmﬁmvao-momﬁoaima__gqmﬂ Syndrome

-

Dravet Syndrome (DS)

?m:_.m_\::m White Matter Disease
_I<_u03<m__.:mz.:@ Leukodystrophy (HLD)
Phosphalipase A2-associated neurodegeneration

0715 HBER BN S mErmay Ataxia telangiectasia 0740 wﬁmm_@mmg@mmmaWN*ﬂ@w@w.ﬁﬁwm (PLAN)
0716 | M= = Sialidosis 0741 |R%-BEtiriea Pitt-Hopkins Syndrome
0717 TR BAREES fim T Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 CDKL5#4 = 5E CDKLS Deficiency Disorder
0718 | MR BTS2y Hypothalamic dysfunction syndrome 0743 |FOXG1liERe FOXG1 Syndrome
" - Beta-P ller Protein- Associated
0719 |Miller Diekerf g2 Miller Dieker syndrome 0744 |Beta R IEE S BIR! > 0 /miR s zmwaﬁmmmawmﬁmsmmmu >7w ciake
0720 | W4T 18 B8 e e Neuronal ceroid lipofuscinosis 0745 |BBSIE b (i mmtt s e Hmﬁmwﬁm%ﬁa5@ Fereditary Spastic
N T i - iaX-Li Intel | Disabili
0721 | AlexandertEsi Alexander disease 0746 |octhom S M & e P @m%oﬂwammsax nked Intellectual Disability
0722 |{@perrima Stiffperson syndrome 0747 |Schaaf-Yangyir iz s Schaaf-Yang syndrome 11_
. . - ﬁmmumE%@ﬁﬂNﬂWﬁi@mﬁ_ﬁ TBCD gene associated neurodegenerative
A ¥R Y
0723 |BERR M S (L et = i Tyrosine hydroxylase deficiency 0748 g encephalopath
0724 |WolframE fefz 8¢ Wolfram syndrome - DIDMOAD 0749 |Basilicata-Akhtarfc{zzf Basilicata-Akhtar syndrome
0725 | iR E 4wt i T 5 s Hereditary spastic Paraplegia (HSP) 0750 RS- MAT At = e mroﬂmm-mnmiroﬁﬁoﬂm
08 - iEmss
0801 BEMRESD R KT (FEEEE) Imﬂmazmémn_amﬂao?ma bullosa (EB) 0809 RV S M EEEs Infantile systemic hyalinosis
0802 |Eikmmine ﬁmmmmm\ﬁﬁmw& Ichthyosis, lamellar recessive 0810 |Meleda E5% Meleda disease
0803 |SMFfE 14 R e Ectodermal Dysplasias 0811 UmzmﬁmﬂmﬂﬁtMBFﬁJ Darier's disease
0804 |mpzes Collodion baby 0812 |SeXMBER2mE Dyskeratosis Congenita
0805 |Bies i Harlequin ichthyosis 0813 | B BB AL T s oiffuse Non-epidermolytic Paimoplantar ]

Keratoderma type Unna-Thost

%@Ewmwm_ﬁﬂﬁmﬁwmﬁmﬁﬁﬁ\m%mm Bullous Congenital Ichthyosiform Erythoderma, .
i AL Epidermolytic Hyperkeratosis 0814 |Nethertoniz ¢

0807 | &&=k e Incontinentia pigment; 0815 [ERMEARE @z
0808 |RREER S S 1L Oculocutaneous albinism

Netherton Syndrome

Giant Congenital Melanocytic Nevus (GCMN)

09 - MNPy
Hereditary cytoplasmic body myopathy 0910 | BB py sk S

0901 B AR R HEE) Becker Muscular Dystrophy (BMD)

0902 [ REENmERE

Duchenne muscular dystrophy (DMD)

0911 TmmBmB-m:m_c_o:mmﬁﬁMm

Freemam-Sheldon syndrome

0903 |t Ehzefl s ( Al Rayzess )

Central Core Disease ( Central Core Myopathy )

0912 | BB Rp sk = ve

Limb-girdle muscular Dystrophy

0904 Nemaline# ik il 795k 2

Nemaline Rod Myopathy

0913 |SEXR MM L

Congenital Muscular Dystrophy

0905 Schwartz Jampel Ly {3 2%

Schwartz Jampel syndrome

0914 | vmhz= 5%

Multiminicore Disease

0906 |3 B e

Myotonic dystrophy

0915 |Emery-Dreifussil % &5

Emery-Dreifuss Muscular Dystrophy (EDMD)

0907 | FLtth ) py2=gavie

0916 |GNEE Ak

GNE Myopathy

0908 |AN/I ey

Myotubular myopathy

0917 |shHEmE R ey

Stormorken Syndrome

0909 |E/= ML 2 & 1

Facioscapulohumeral muscular dystrophy

N
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Von Hippel-LindaufE1ZE# - EHEB-#

1504 |34 E Neuroblastoma 1507 N Von Hippel-Lindau Disease (VHL)
16 - SMERE
1601 |E{ARERE Apert syndrome 1619 (E-#5-15 ( Bb ) FEIREE Oto-Palato-Digital syndrome
1602 |CrouzonEGfEE 8 Crouzon Syndrome 1620 |RobinowEGCHEEE Robinow Syndrome
1603 |ZE=-TFHEIE Russell-Silver syndrome 1621 |PfeifferECHE (2% Pfeiffer Syndrome
1604 Womwjm__m 9 Langebr it - M Cornelia de Lange syndrome 1622 |15 (it ) FPRSERS Nail-Patella Syndrome
1605 [X MeriE Fragile X syndrome 1623 |CFCREERY Cardiofaciocutaneous Syndrome
1606 |CHARGEfEIZES CHARGE Syndrome 1624 |Peters-PlusfE{EEf Peters-Plus Syndrome
1607 |Aarskog-Scott ECREF: 3% Aarskog-Scott syndrome 1625 |NagerfEfzE Nager Syndrome
1608 |Smith-Lemli-OpitziE1&E% Smith-Lemli-Opitz syndrome 1626 |Coffin-Siris fEfE#: Coffin-Siris syndrome
1609 |Bardet-Bied|EciE{R B Bardet-Bied| syndrome 1627 |5 -EEEIZET White-Sutton Syndrome
1610 Wmv_.mm:mmﬁﬂmﬁwﬁmﬂm-mmw@ﬁmmﬁﬁﬁ Larsen syndrome 1628 |Ayme-GrippfiE&af Ayme-Gripp syndrome
1611 |HEWESKRE Pierre Robin Syndrome 1629 |Coffin-LowryfiEfzEs Coffin-Lowry Syndrome
1612 |Treacher CollinsEGiE1RSE Treacher Collins syndrome 1630 |MyhrefiE(&#% Myhre Syndrome
1613 |Z a3 EREAE R R Multiple pterygium syndrome 1631 |RHFETIRMEEES Sensenbrenner Syndrome
1614 (23EEECAE Noonan syndrome 1632 |=F - EEMEEEE Keppen - Lubinsky syndrome
1615 |m=HRIRIE OB E B IS (NBASE)  |Costello Syndrome 1633 |Galloway-Mowat fEI1EEF Galloway-Mowat syndrome
1616 |(Fraser ECfEIZEE Fraser syndrome 1634 |Pierpont fE1&E Pierpont syndrome
1617 |FERMR R OB/ VE Mwﬂﬂwwﬂmwj_:,_Om_ml_ughom._m-mu_nm:ﬁr:m IENEESS 1635 |Wiedemann-SteinerfEI&2 Wiedemann-Steiner syndrome
1618 |KabukifE{%EF Kabuki Syndrome
17 - :EBREE
1701 |Prader-WilliEGHEIRES (/)\BERELF]) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fEfE#¥ Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanECiE{R B (HRLLT{E) Angelman syndrome (AS) 1708 |Kleefstra fE{zEE Kleefstra Syndrome
1703 |EBRHrECAE Williams Syndrome 1709 |FER-BHrERERER Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'sfEIEEE (IKFAKE) DiGeorge's Syndrome 1710 |Phelan-McDermid fE{ZEf Phelan-McDermid syndrome
1706 |Rubinstein-TaybiFCHE(EEE Rubinstein-Taybi syndrome
18 - Bty FHay R IEREE
1801 |R&%E Hutchinson Gilford progeria syndrome 1809 | 55K 1475 R B 112 5 AR A fER B Klippel-Trenaunay syndrome
1802 |CockayneFCiEMES! - WElAKEESE  |Cockayne syndrome 1810 |FEE M4 Mt M E R Hereditary Hemorrhagic Telangiectasia
1803 [(B# S-S EHEFEERE Hallermann-Streiff syndrome 1811 [Stargardt's (BfE Stargardt's disease
1804 |% - BT - IBE1REE Tricho-hepato-enteric syndrome 1812 |FeR MRl g Aniridia
1805 |SERMKEEIREE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos &R &iiE Kohlmeier-Degos Disease
1806 | ABIE EIE Werner Syndrome 1814 |[EEME I L ERE Occult Macular Dystrophy (OMD)
1808 |RIEHEFREMAIEE Campomelic dysplasia with autosomal sex reversal | 1815 |F{HEET B Leber Congenital Amaurosis (LCA)
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