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©AL A% 7Bk 3% ¥ Ureacycle disorders (% s % 7 )

Al (01| | X M hZ BT S BHRE Congenital Urea cycle disorders 270.6
02| |/ '=phs JE Citrullinemia 270.6
03 L FEOREL & & frat 2 Nitroacetylglutamate synthetase 270.6

deficiency,NAG synthetase
deficiency
04| |5 =ftz 7 fesi#& 4 f=4: 2 Jg |Ornithine transcarbamylase 270.6
deficiency
05| |® B "=pan Jr-%8 2 o JE-5 /4 |Hyperornithinemia-Hyperammone| 270.6
VRFE e fE RE 1F FF mia-Homocitrullinuria Syndrome
© A2 "=fpe/7 ¥ 238 ¥ Amino acid metabolic disorders / Organic acidemias
A2 |01 |PRzpE ™ F5 7 Amino acid metabolic 270.9
disorders(Aminoacidopathies)
02| |[B #eoephw Homocystinuria 270.4
03| |8 7 Fii=fhn g Hypermethioninemia 270.4
04| |2pr 143 H "Rt o Nonketotic hyperglycinemia 270.7
05| |F @A Phenylketouria 270.1
06| |z & Akt Lz Tetrahydrobiopterin deficiency 270.1
07| |if &3 pei=psn Hereditary tyrosinemia 270.2
08| |##E e Maple syrup urine disease 270.3
09| |7 Bpke Organic acidemias 270.9
10| |8 “ped g Isovaleric academia 270.3
11 |~ = g » % - 31 ~ % = 3] (Glutaric aciduria type T ~ I 270.9
12| |p e e Propionic academia 270.3
13| |" AP - feu g Methylmalonic acidemia 270.3
14| 13- A-3-7 £ A - Ee g 3-Hydroxy-3-methyl-glutaric 270.9
acidemia
15| |& ) ¥/ Aok & B EERF R & [PAH type PKU combine with 271.3+
T ERT A 2 Sucrase-isomaltase deficiency 270.1
16| |% 4z Ao g Hyperlysinemia 270.7
17| | v=pl s e Histidinemia 270.5
18| (= " A7 & fel fr A v 2% [3-Methylcrotonyl-CoA 270.9
i+ 2 carboxylase deficiency
19| (2@ M ivfsad 2 Multiple carboxylase deficiency 270.9
20| |®B % '=pha g Hyperprolinemia 270.8
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21| > % *% L=z pa#g " % L f= 4% |Aromatic L-amino acid 270.2
2 decarboxylase deficiency
22| |prrsephig it fsdk 2 E Tyrosine hydroxylase deficiency 270.2
© A3 " [kt
A3 (01| (3 2 <5 Gaucher’s disease 272.7
02| |[GM1/GM2 #! 5 & # s k548 2 |GM1/GM2 gangliosidosis 330.1
03| |Fabry =& Fabry disease 272.7
04| |Niemann-Pick =z > & %g#+"5 |[Niemann-Pick disease 272.7
e it
05| |MLD iz i % Metachromatic Leukodystrophy 330.0
(MLD)
06| |sRiwmPerae B4 %R Globoid Cell Leukodystrophy 330.0
(Krabbe’s disease)
OA4 mok i £ 1 T F
A4 01| |54 E Galactosemia 271.1
02| "FEEiEf e Glycogen storage disease 271.0
03| |"ox ¢ E@Fﬁ%“%’%%ﬁi%]ﬁ% F& o |Glut (Glucose Transport) 1 271.8
deficiency syndrome
© A5 Py ippe s it B
A5 01| |Pgimphs it i 315 Fatty acid oxidation defect 277.8
02| |hop k42 Carnitine deficiency syndrome, 272.9
primary
03| |¢4&m9sped 4 f¢434 2  |Medium-chain acyl-coenzyme A 277.8
dehydrogenase deficiency
(MCAD)
04| |Espérysrped & frad 2 Short-chain acyl-CoA 277.8
dehydrogenase deficiency
© A6 F 58 R ¥
A6 |01| [k aglit s Mitochondrial defect 277.9
02| |Kearns-Sayre = jg iz ¥ Kearns-Sayre syndrome 277.8
03| |Leigh =<3 & # %5 % % % Leigh disease 330.8
04| |MELAS j iz MELAS 758.89
05| |MNGIE & & #4844 5% |Mitochondrial 277.9
" M RO ¥ Neurogastrointestinal
Encephalopathy Syndrome
06| |PAvPaB M a fedd 2 e Pyruvate dehydrogenase 271.8
deficiency
07| | VN piz¥ Barth Syndrome 759.89
OAT [ HEHEF
A7 |01] |[®ereps i o Cystinosis 270.0
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02| |Ak 7 pEm Mucopolysaccharidoses 277.5
03| |[# &t aﬁl ¥ (AR Fucosidosis 271.8
04| |stpaps2 4 2 % Sialidosis 272.7
05| Ak 7 -fi Mucolipidosis 272.7
06| |# g~ T MR Neuronal ceroid lipofuscinosis 330.1
© A8 *£E g 2 Py B~ 38 ¥ Cholesterol and Lipid metabolism
A8 (01| [k &3 RIEM B "LHFE - Homozygous familial 272.0
hypercholesterolemia
02| |RIEMF I Bk & e Familial Hyperchylomicronemia 272.3
03| |2 Afn iz () Sitosterolemia 272.0
OA9 Tt~ =+ - 15
A9 (01| [=@ &~ & Wilson’s disease 275.1
02 Menkes )fg (=4 Menkes syndrome 759.89
03| |4p 4 pedt 2 Molybdenum cofactor deficiency 277.8
OA10:E 3 18~ g&fﬂ #ﬁ
Al10|01| |Zellweger ~ jz i ¥ Zellweger syndrome 277.9
02| (% %Wiee FF2 25 Adrenoleukodystrophy 272.7
03| |Mig=aalgtkiF &5y » 2 Rhizomelic Chondrodysplasia 277.8
Punctata
OAlLl B i3 % #R F
All|01| [% F Porphyria 277.1
02| |Lesch-Nyhan = jg i ¥ Lesch-Nyhan syndrome 277.2
03| [LAipe@ 3 it frdt 2 Sulfite oxidase deficiency 270.0
04| [gR-kiv &3 £ 539 Jpig3  |Carbohydrate-deficiency 277.9
glycoprotein syndrome
05| |% 4k Trimethylaminuria 277.8
06| |£=x2>EPF ¥ &% 2 |Congenital generalized 272.6
lipodystrophy
07| |"a%ElF B Cerebrotendinous Xanthomatosis 272.7
08| | mpsfig fro Hypophosphatasia 275.3
09| |[Beta #if#p=4 2 & Beta-Ketothiolase Deficiency 270.3
B "uifai A i k Sup %
Bl (01| | % % MM i Multiple sclerosis 340
02| [pvx% < eall =M Y Amyotrophic lateral sclerosis 335.20
(ALS)
03| [ A% A ice B 5k E FH Ataxia telangiectasia 334.8
04| |37 H < ﬁr&ta.)fa Huntington disease(* #- 333.4
Huntington's chorea)
05| [BHEH g Rett syndrome 330.8
06| |# ¥l p % 458 Spinal muscular atrophy 335.10
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07| [# %L | "ei¥i 4 H (THLA Rs% |Spinocerebellar ataxia 334.3
08| [&& M ivg Tuberous sclerosis 759.5
09| [+ =7/ 72 R e & & & 7 & |Congenital insensitivity to pain 705.0

with anhidrosis (CIPA)
10| W ERaBEEFES - A Neurofibromatosis type I 237.72
11| |Alexander = 5 Alexander disease 331.89
12| | &R m iz Stiffperson syndrome 333.91
13| BB $HT 2 pR Hereditary spastic paraplegia 334.1
14| [Joubert =~ jx iz ¥ ( 72%1%-] %% |Joubert syndrome 759.89
BT A )
15| |Pelizaeus-Merzbacher =z (& [Pelizacus-Merzbacher Disease 330.0
M2 F A P g )
16| |Charcot Maire Tooth = jz (i& = [Charcot Marie Tooth Disease 356.1
Al g b £ r)
17| |4 @z < ogp (4 fgas g oep % |Kennedy Disease 335.8
)
18| |RIEME s 1R 5 3 A ;;ﬁsé?é Familial Amyloidotic 277.3+
Polyneuropathy 357.4
19| |Moebius Jx iF ¥ Moebius syndrome 352.6
20| |Mcleod i ix Mcleod syndrome 758.81
21 | [Aicardi-Goutieres Jx iF # Aicardi-Goutieres syndrome 330.0
22 | |F R ETE EF Proteus Syndrome 759.89
23| |MECP2 % & Jg iz ¥ Methyl CpG binding protein 2 330.8
Duplication Syndrome
( MECP2 Duplication
Syndrome )
24 | e ) HoEiE Cerebro-Costo-Mandibular 759.89
Syndrome
Crfex JTk 4 Sm %
Cl |01 |3 B sad i i Idiopathic Infantile Arterial 747.89
Calcification
02| [ k&g Cystic fibrosis 277.00
03| |Fa s s ik 3 R Primary Pulmonary Hypertension 416.0
(PPH)
04| |Holt-Oram = jz ig #* Holt-Oram Syndrome 759.89
05| |Andersen =~ jxix# (. & =& [Andersen syndrome 359.3+
P T P MR M 0 40 3R 426.89
W %)
06| |:R@Mdia 2 ¢k Hereditary Hemorrhagic 448.0
Telangiectasia
07| |2 A2 2R Asphyxiating thoracic dystrophy 756.4
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08| |£ %% fRidk 5 2 Xz |[Congenital Central 327.25
Hypoventilation Syndrome
D itk Aim %
D1 01| |i& 7 groEFp 22 F o [Progressive intrahepatic 751.69
cholestasis,PFIC
02| |A X PP & = IR Inborn errors of bile acid synthesis| 277.9
03| |al-#Fui% v prdt 2 JE al- Antitrypsin  deficiency 277.6
04| |£ = Cajal < %" w?e 3 4 & |Congenital Interstitial Cell of 750.5
CREE LR e N Cajal Hyperplasia with Neuronal
Intestinal Dysplasia
05| [P+ < wm iz Alagille Syndrome 759.89
E?%M@}w@%
E1l |01| |Lowe =iz Lowe syndrome 270.8
02| |Bartter = ;g iz % Bartter’s syndrome 255.1

03| |84 ¢ 27 £ HTWE Ji |Autosomal recessive polycystic 753.14
kidney disease

FAK 5%
F1 |01 s @& & o f2fd ke Hereditary epidermolysis bullosa 757.39
02| [k & & @8R (p 48*E 113 @7)) |Lchthyosis, lamellar recessive 757.1
03| [ Collodion baby 757.1
04| |[zd b Bk Harlequin ichthyosis 757.1
05| |kie Ak = M 4 Btk = £ & [Bullous Congenital ichthyosiform 757.1
(£ A REH & VB R E) erythoderma ( epidermolytic
hyperkeratosis )
06| [*h"ak34 72 g Ectodermal Dysplasias 757.31
07| |Meleda § 75 Meleda disease 757.39
08| |Darier ~jg (£ % & i* ) Darier’s disease 757.39
09| [£ =& i 7 2 Dyskeratosis Congenita 757.39
10| (A EER & Cpsed I Diffuse Non-epidermolytic 757.39
Palmoplantar Keratoderma type
Unna-Thost
11 |§ 2425 Incontinentia Pigmenti 757.33
12| |Netherton j i ¥ Netherton Syndrome 757.1
Gm#@%
G1 |01 % ARk & R Duchenne muscular dystrophy 359.1
02| [Nemaline Htfe s -p 5 % Nemaline Rod Myopathy 359.0
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03| |Schwartz Jampel = g i % Schwartz Jampel syndrome 756.89
04| |P*F ®ERE Myotonic dystrophy 359.2
05| |® A mzsex %op Facioscapulohumeral muscular 359.1
dystrophy
06| "% R Myotubular Myopathy 359.0
07| B s ADup & % g Becker Muscular Dystrophy 3591
08| [Freeman-Sheldon = jx iz %* Freeman-Sheldon syndrome 759.89
09| |3 Alves £ Limb-girdle muscular dystrophy 359.1
H¥ 2 3 d p%
H1 (01| &% &5 * > Achondroplasia 756.4
02 [=% 7 > Osteogenesis imperfecta 756.51
03| (a5 EF X Primary Paget disease 731.0
04| |G g v EF Cleidocraninal dysplasia 755.59
05| [:&7 {1 iv el Fibrodysplasia Ossificans 728.11
Progressiva
06| [H+H g Split-hand/ Split-foot hand755.58
malformation (SHFM) foot755.67
o7| |*EFE Osteopetrosis 756.52
o8| |BlEgcH 5 72 > Pseudoachondroplastic dysplasia 756.4
09| |P#MEFIEET 2 2R Multiple Epiphyseal Dysplasia 756.56
EXEEY L.
11 jo1| [A*&FHFamE W 5e Ehlers Danlos syndrome IV 756.83
J o B R
n loi| [ERAFEEE Thalassemia major 282.4
02| =&+ R Thrombasthenia 287.1
03| [FAFIEF v F Ca# Lz [Homozygous proetin C 273.3
deficiency
04| Lo M RFL =k ik Paroxysmal Nocturnal 283.2
Hemoglobinuria
05| |24 A AR5 73 & g i 3 Atypical Hemolytic Uremic 283.11
Syndrome
K & & B Jh
K1 (01] |Bh& g ?Fﬁ_:}}% Chronic primary granulomatous 288.1
disease
02| [ =3 L& HIv E iz |Congenital Hyper IgE syndrome 288.1
03| [# &% Mg FEEv o  |Bruton’s agammaglobulinemia 279.04
04| [Wiskott- Aldrich = sz iz ¥ Wiskott- Aldrich Syndrome 279.12
05| [BeEdf &AL KL Severe combined 279.2




AR Y ept (EREE) #2p ¢ (HB) oM
immunodeficiency
06| (#8847 ¢ Complement Component 8 279.8
deficiency
07| |IPEX iz iz#f IPEX Syndrome 759.89
(279.8 »
569.89 -
259.8 » 758.89)
08| [B &Iy M iz Hyper-1gM syndrome 279.05
09| |y #2115 Interferon y receptor 1 deficiency 279.4
Lp&eitE )?5
L1 |o1| |Kenny-Caffey = iz ix % Kenny-Caffey syndrome 759.89
02| |ElEE P & Hﬁ’r\ % 8% Pseudohypoparathyroidism 275.49
03| |Hu:E @A Meppe@@E  |X-linked hypophosphatemic 275.3
rickets
04| |Laron = if &g iz % Laron syndrome ( Laron 259.4
Dwarfism )
05| |(Bardet-Biedl = ;g iz + Bardet-Biedl syndrome 759.89
06| [Alstrom = j iF % Alsrtom Syndrome 759.2
07| |#F % 2a%% 5 %8 & & % |Persistent hyperinsulinemic 251.1
Mo B E hypoglycemia of infancy (PHHI)
08| [Wolfram = jg iF %f Wolfram syndrome - DIDMOAD 277.9
09| [McCune Albright =~ jg i ¥ McCune Albright syndrome 756.59
10| |=dp s 5 * 2 (LU g i Campomelic dysplasia with 758.89
autosomal sex reversal
11| (B iR 2 Fufd ACTH resistance 253.4
12| [lo-Zg i fedk £ g i la-hydroxylase deficiency 268.0
13| [ F T B'ﬁjﬁ T A Congenital adrenal hypoplasia 759.1
14| |Kallmann = jg i # Kallmann syndrome 253.4
M £ X vd A5 iF 25
M1 01| [Aarskog-Scott = jx iz % Aarskog-Scott syndrome 759.89
02| |1 % BN EiEE Waardenburg syndrome 270.2
03| [€ < g Apert syndrome 755.55
04| |Smith-Lemli-Opitz = jz & ¥ Smith-Lemli-Opitz syndrome 759.89
05| |Larsen =g iz# (%7 4-- % {& |Larsen syndrome 755.8
S 1 )
06| [Beckwith Wiedemann = jx iz % |Beckwith Wiedemann syndrome 759.89
07| |Crouzon = jg i ¥ Crouzon syndrome 756.0
08| [Fraser = jr ik % Fraser syndrome 759.89
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AR Y ept (EREE) #2p ¢ (HB) oM
09| |% B ME AR IFHE Multiple pterygium syndrome 759.89
10| |[Cornelia de Lange * jg i ¥ Cornelia de Lange syndrome 759.89
11| [(4% & -2 14 % 2 N Jpiz 3 Hallerman-Streiff Syndrome 756.0
12 | |8 g i 3 Kabuki syndrome 759.89
13| |2-#8-3y (W) g3 Oto-Palato-Digital syndrome 759.89
14 | |Conradi-Hunermann = jx i # [Conradi-Hunermann syndrome 756.59
15| |[Treacher Collins = g iF #f Treacher Collins Syndrome 756.0
16| |Robinow = i Robinow Syndrome 759.89
17| |Pfeiffer < g i ¥ Pfeiffer syndrome 755.55
18| [iZ s @ jgcpe B B5 2_ A 519 1 (4 |Pantothenate Kinase Associated 277.9
P I Neurodegeneration (PKAN )
19| [Hp (&) 7 ¥¥ i # Nail-Patella Syndrome 756.89
20| |CFC Jx % # Cardiofaciocutaneous Syndrome 759.89
21| |Peters-Plus jJx ix ¥ Peters-Plus syndrome 743.44
22| |Nager J i # Nager Syndrome 756.0
23| |CHARGE g i ¥ CHARGE Syndrome 759.89
N#Zs e ¥
N1 lo1 | [Angelman = g ix 3+ Angelman syndrome 759.89
02 | |DiGeorge’s jk iz # DiGeorge’s syndrome 279.11
03 | [Prader-Willi = ;g iz # Prader-Willi syndrome 750.81
04| |= 4 <" g~ ERIWAGRsyndrome (Wilms’ 759.89
¥~ A s 123 (W A G Rjtumor-Aniridia-Genitourinary
JE 1E FF) Anomalies-mental Retardation )
o5| |Miller Dieker g i # Miller Dieker syndrome 742.2
06| |Rubinstein-Taybi ** jg i ¥ Rubinstein-Taybi syndrome 759.89
07| = BRET SR F Williams Syndrome 759.89
08| [Von Hippel-Lindau g i # Von Hippel-Lindau disease 759.6
09| |Branchio-Oto-Renal Syndrome |[Branchio-Oto-Renal iz ix % 759.89
(BOR Syndrome ) (BOR s iz%f)
ZH s AL TP R T
71 |o1!| |Cockayne = g i % Cockayne syndrome 759.89
02| |% 2 Hutchinson Gilford progeria 259.8
syndrome
03| [E-PF% o iF ¥ Tricho-hepato-enteric syndrome 759.7
04| |Stargardt’s =g Stargardt’s  disease 362.75
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Occult Macular Dystrophy ; OMD| 362.76
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