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©Al % % HE A 32 ¥ Urea cycle disorders (% = & %)

AT (0T | = # 0k % Pask i Hfast  |Congenit al Urea cycle disorders |E72. 20
02| "=k v Citrullinemia ET72.23
Nitroacetylglutamate
03| ppgii=eps & = f=4t L g |synthetase deficiency, NAG ET72. 29
synthetase deficiency
04 53 YRfL & 7 fikz # # p¥ 4% |Ornithine transcarbamylase £79. 4
- deficiency )
05\3 PR BB AR Egggggﬁﬁg{lla— B72. 4
Homocitrullinuria Syndrome
© A2 "=iipa/F B2 ¥ Amino acid metabolic disorders / Organic acidemias
AZ O Peis i 07 o é?éggdggé%&?r&ggg%cilgpathies) E72.8
02| % = ieph o JE Homocystinuria E72.11
03|% 7 Feisepi i Hypermethioninemia E72.19
04 |2L-p8 1+ 8 + "epk 2 Nonketotic hyperglycinemia  [E72.51
05 ¥ A FRoe Phenylketouria E70.0
06|z & Aeereddt 2 Tetrahydrobiopterin deficiency [E70.1
07 i &4 5 friefe o i Hereditary tyrosinemia E70. 21
08 |1/ #& A Maple syrup urine disease E71.0
097 #¥pes Organic acidemias E71.118
103 ~pee g [sovaleric academia ET1.110
11 ;]: Aefici > % = 3 % 2oy aric aciduria type 1~ 1 gggd%g%gm
12|p pes e Propionic academia E71.121




13

T AP - e

Methylmalonic acidemia

ET1.

120

14

34 A-3-" AN i g

3-Hydroxy-3-methyl-glutaric
acidemia

ETI.

118

53 F PR A £ B R AR

PAH type PKU combine with

15 P& 7 pEst L Sucrase-isomal tase deficiency'E74'31+E70'0
16 |3 4 g AP e Hyperlysinemia E72. 3
17| peps v Histidinemia E70. 41
18 ) EL\W & fiedi pr A 26 1 % |3-Methylcrotonyl-CoA B71.19
& A carboxylase deficiency :
9|5 spps e |jpiiple carboxylase D81. 819
20 B *f Meph s Hyperprolinemia E72.59
91 = F % L= peap s 2 A |Aromatic L-amino acid £70. 9
frdt 2 decarboxylase deficiency )
P Tyrosine hydroxylase
22 PR T A Lk deficiency ET0. 20
© A3 '3 Fitfh
A3 |01 |% £ <~ Gaucher’ s disease ET5. 22
02 |GML/GM2 #¢ 5 & *5 @5 4% & (GM1/GM2 gangliosidosis GM1:E75.19 GM2: E75.00
03 |[Fabry =& Fabry disease E75. 21
E75.240:Type A
E75.241:Type B
Niemann-Pick = jz » &V %], . - . ET5. 242:Type C
04 % R Niemann-Pick disease E75. 243 Type D
ET75. 248:0ther
E75.249:unspecified
05 MLD 72 i 22 Mﬁﬁiggromatic Leukodystrophy E75. 25
b B R4 X Globoid Cell Leukodystrophy
063 dm e 30 74 &z (Krabbe’ s disease) E75.23
OAM Bk Y &4 B3R ¥
A4 (01 [ & 5 b n Galactosemia E74. 21
E74.09:type 0
E74.01:Type 1
E74.02:type 11
02 ¥ B2 F4 e Glycogen storage disease E;i:gg;%igg %%I
E74.04:type V
E74.09:type VI-XI

E74.

01:Von Gierke’ s
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Glut ( Glucose Transport ) 1

i
03 Fea deficiency syndrome E74.8
© Ab Faimpas i B ¥
ET1. 30 E71. 314
ET71. 310 E71 318
01|%q%mpay 1 18% 315 Fatty acid oxidation defect |E71.311 E71 39
ET7I. 312 '
E71.313 E71. 39
2% s Carnitine deficiency
02| Fuar (2 ¢ deds Lok syndrome, primary ET1. 41
s an s 4 5 sk 2 4 s Medium-chain acyl-coenzyme A
03 ;.éé’q P &R AL dehydrogenase deficiency ET71. 311
h (MCAD)
B T Short-chain acyl-CoA
04 madrq 7kl & fisak Lk dehydrogenase deficiency ET1. 312
© AB s Ed N BrR ¥
A6 |01 [F s B84k 1 Mitochondrial defect E88. 40
H49. 811
~ o o oaw ~ H49. 812
02 Kearns-Sayre = jziz#¥  |Kearns-Sayre syndrome H49. 813
. _ _ H49. 819
03 igieh A E W OB eigh disease G31. 82
04 MELAS g i # MELAS E88. 41
= 2v e a4 20 o= M1Tochondrial
05 %Ngggm§§géifﬁjfzﬁgktﬁ‘q‘Neurogastrointestinal E88. 89
WIp A R Encephalopathy Syndrome
f o Rg 5 FE AL 5 - Pyruvate dehydrogenase
06 ﬁ ]ﬁR’ ﬁ”&ﬁ gRi ﬁj ﬂ#‘\}i defiCiency E74. 4
07| ~piz# Barth Syndrome E78. 71
© AT 3 | R 8 ¥
AT |01 % veps o Cystinosis E72. 04
02 |2k % pEox Mucopolysaccharidoses E76. 3
03| # Ed: B2 % (%48 ) |[Fucosidosis E77.1
04 |sepaps %+ 2 Sialidosis E77.1
type 1:E77.1
05|3k%g B Mucolipidosis type II ~ III:E77.0
type IV:E75.11
06 |0 15 = o g5 7 70 T 6578 Neuronal ceroidipos 4

lipofuscinosis




© A8 "EFf% % #q F i~ #B ¥ Cholesterol and Lipid metabolism

oA FORIL A AR

Homozygous familial

A8 |01 JiE hypercholesterolemia E78.0
02 | 7% 1B 5¢ B fokn Familial HyperchylomicronemialE78. 3
03|82 A g (fEdrid) Sitosterolemia E78.0

OA9 Tt 3+ 4 15

A9 |01 |= F &< Wilson" s disease E83. 01
02 Menkes g iF # Menkes syndrome E83.09

s a) o Molybdenum cofactor
03 |40 f p= ik Lk deficiency E61.5
© Al0 B 5 1SR F
a0 |01 (Zellweger = Jg iF ¥ Zellweger syndrome E71.510
E71.511
ET1.520
02 ?ﬂj“$f§é AR Adrenoleukodystrophy ET1.521
ET1.528
ET1.529
it Al ek i % v % [Rhizomelic Chondrodysplasia
03 2 - Punctata ET1.540
© All H  NSR ¥
E80. 20
01 |% 5w Porphyria E80. 21
E80. 29
02 |[Lesch-Nyhan = j ix ## Lesch-Nyhan syndrome E79.1
03|IrAipa @3 i“fadd 2 Sulfite oxidase deficiency [E72.19
04 BRoK v & 3% £ k-9 Jg 1% Carbohydrate-deficiency B77.8
+H glycoprotein syndrome )
054 4% Trimethylaminuria E72.52
06 L >Eg Y £ 2 2 |Congenital generalized £88.
T lipodystrophy )
07 [Pa%EMF B Cerebrotendinous Xanthomatosis|E75. 5
08 | Ak s fig fe Hypophosphatasia Egg'g?
09 |Beta #r f2f 4% 2 g Beta-Ketothiolase Deficiency E71.19

B st s gk s %




B1(01|% % A - Multiple sclerosis G35
092 B“%f{ﬁﬁfﬁd? A }(\IR{%’Srophic lateral sclerosis 612,21
03 ;’;&}‘ W ot B R Ataxia telangiectasia G11.3
s pmes  funtiion dismeeCs gy
05 3% 4F o iE ¥ Rett syndrome F84. 2
06 | % #gitoep % 35 Spinal muscular atrophy G12.9
07 J‘ggj Mo i3 i L d TE A5 Spinocerebellar ataxia Gl1.1
08 [& & i Tuberous sclerosis Q85. 1
09 i X 2oF # stR ok £ # & |Congenital insensitivity to L74. 4
TR pain with anhidrosis (CIPA) :
104 FakaBmrEizdE % - 4 |Neurofibromatosis type II Q85. 02
1T |Alexander * Alexander disease E75. 29
12 |88 13 3% Stiffperson syndrome G25. 82
138 @ ST &R Hereditary spastic paraplegia G11.4
14 JJOE{EEEK%I%";%; )( TR Joubert syndrome Q04. 3
15 Eléﬁeéi;hgﬁ?zgef = ; Pelizaeus-Merzbacher Disease |E75.29
Charcot Maire Tooth * &
16 (& 7 4 g2 F % 5|Charcot Marie Tooth Disease |G60. 0
Ii) o o G12.20
17 ;1 %%};)}i( AL R Kennedy Disease g%% %%
G12.29
18 ?;g e o A C 2 L gg%ﬁéﬁiogg{}lfy)idmic 185, 1
19 Moebius JE iF # Moebius syndrome Q87.0
20 Mcleod & iF % Mcleod syndrome J43. 0
21 |Aicardi-Goutieres Jg % # [Aicardi-Goutieres syndrome G31. 89




22|F B ETEFF Proteus Syndrome Q87. 3
Methyl CpG binding protein 2
o A otz oay Duplication Syndrome
23 MECPZ % & i i # (MECP2 Duplication Q9.8
Syndrome )
Pk 1 Atz Ak Cerebro-Costo-Mandibular
24 [P 74 | 4R 1 3 Syndrone Q87. 89
C e s f}ﬁ& 4 .?fu:}?:, 7
Vb2 M BR A 9T 2T 1L - Idiopathic Infantile Arterial
CLIOT 5 (20 w2 *R AT o Calcification 028.8
02| % g i e Cystic fibrosis E84. 9
e P Primary Pulmonary
03| Fo 5 427 8% 5 Hypertension (PPH) 127.0
04 [Holt-Oram = jz & ¥ Holt-Oram Syndrome Q87. 2
Andersen ~ g i (v & &
05 |Ffeg T3 8P MR Be 12 3 5 |Andersen syndrome ET74. 09
AR E)
#ma o om o s meen (Hereditary Hemorrhagic
068 B2l 42l FHRE  I7c)angiectasia 178.0
S PN Asphyxiating thoracic
07|% L84 2o dystrophy Q7.2
08 A XM g 5 7 &g |Congenital Central A7, 35
% Hypoventilation Syndrome )
D ik .?fu‘flii 7
01 T M RIE N e R Progressive intrahepatic K83. 1
T E cholestasis, PFIC )
02| % preps & & e é;g%l;relSiesrrors of bile acidjpre 7
03| 1-Fu% 3o et 2 g al- Antitrypsin deficiency |E88. 01
4 % M Cajal ~ B 7 % 3 |Congenital Interstitial Cell
04|42 & E % g4 5575 B|of Cajal Hyperplasia with Q43. 8
(3 Neuronal Intestinal Dysplasia
05 [P & "o i 3 Alagille Syndrome Q44.7
E T i o
E1 |01 |Lowe = jg i ¥ Lowe syndrome E72.03
02 Bartter = jJg iz Bartter' s syndrome E26. 81
03 4 WEM S M T % Autosomal recessive Q61. 19
P polycystic kidney disease )
P




Hereditary epidermolysis

F1|01 ;8 @2 4 A& f2ld ke bul losa Q81.9
09 %H’L AR (pRrEEE D %gkclgslg?sés, lamellar 080. 2
03 " w2 Collodion baby Q80. 2
04 (¢ 4 iR Harlequin ichthyosis Q80. 4
s s . o ¢ . |Bullous Congenital
R
hyperkeratosis)
06 [¢h 92 kg 3 2 2 2 Ectodermal Dysplasias Q82.4
07 Meleda & Jm Meleda disease 082.8
08 Darier ~jx (= ﬁ,iTLﬁ%) Darier’ s disease Q82. 8
09| L= &2 25 Dyskeratosis Congenita Q82. 8
Diffuse Non-epidermolytic
10[4 BiER & psed T Palmoplantar Keratoderma type|Q82. 8
Unna-Thost
114 2425 Incontinentia Pigmenti Q82. 3
12 Netherton J % # Netherton Syndrome Q80. 3
G
G101 ﬂi?%iAVb# % & Duchenne muscular dystrophy |G71.0
02 [Nemaline @k 3wp ﬁ%ﬁ% Nemaline Rod Myopathy G71. 2
03 |Schwartz Jampel = jz & # |Schwartz Jampel syndrome G71.13
04 |5©“p 3 & & Myotonic dystrophy GT71.11
05 |5 A = szsed %o gégigggﬁgulohumeral muscular 671, 0
06 [~ & T % Myotubular Myopathy GT71.2
07[E so&»vp 4 &g Becker Muscular Dystrophy G71.0
08 |[Freeman-Sheldon = jz & # [Freeman-Sheldon syndrome Q87.0
00 s 4 ) ses % 5;2$;§éﬁgle muscular G71. 0
Ho 2 g0k o %
H1 |01 | % % 5 % 25 Achondroplasia Q77.4




02 (=% 72 25 Osteogenesis imperfecta Q78.0
M88. 0
M88. 1 M88. 851
M88. 811 M88. 852
M88. 812 M88. 859
M88. 819 M88. 861
M88. 821 M88. 862
03|k 825 % X Primary Paget disease mgg ggg xgg gs?
M88. 831 M88. 872
M88. 832 M88. 879
M88. 839 M88. 88
M88. 841 M88. 89
M88. 842 M88. 9
M88. 849
04 |4 ¥ et 5 B ¥ Cleidocraninal dysplasia Q74.0
Mb1.10 M61. 152
M61. 111
M61.159
M61. 112
M61. 161
M61.119
M61. 162
M61. 121
M61. 169
M61. 122
M61. 171
M61. 129
. N M61. 131 M61. 172
05 e 7 A v ot g;grodyspla31a Ossificans M61. 132 M61. 173
gressiva M61. 174
M61.139 '
M61. 175
M61. 141
M61. 176
M61. 142
M61. 177
M61. 143
M61.178
M61. 144
M61.179
M61.145
M61. 18
M61.146 MB1.19
M61. 151 '
Q71. 60 87%.;?
, e Split-hand/ Split-foot Q71.61 2.
06| = A " malformation ( SHFM) Q1. 62 Q7. 72
Q71.63 Q72.73
07|#% 5 % iz Osteopetrosis Q8.2
. o e = Pseudoachondroplastic
08| ® 275 3 > dysplasia Q77.8
097 #HF 8773 2 Multiple Epiphyseal DysplasialQ78. 3
I Bausp®
[1]01 x5 esd ¥ %4 [Ehlers Danlos syndrome IV Q79.6




J xR A
0L |E£ 3B FEE T Thalassemia ma jor ggg?
02| -] & 4 Thrombasthenia D69. 1
T 3y W5 R Homozygous proetin C
03|fF A F1&+ 3 FCa# L E\jeficiency D68. 59
M R e d F Paroxysmal Nocturnal
e e Hemoglobinuria D59.5
05|28 A g Ad kg iy |SIVRICal Hemolytic Uremic —p5q 5
K AR
. . Chronic primary granulomatous
K1 (01 |/ 4t pg 5 B‘?}ﬁa disease D71
02 i% B Rk I Bk i Congenital Hyper IgE syndrome|D82. 4
03 z; BN LR B Bruton’ s agammaglobulinemia [D80.0
04|} skott Aldrich =& & ly;skott- Aldrich Syndrome  [D82. 0
D81.0
oA g 4l s Severe combined D81. 1
05| B A4F & 3] ki Lk immunodeficiency D81.2
D81.9
. . Complement Component 8
07 [IPEX & iE % IPEX Syndrome E31.0
08| £ AR I MpigH Hyper-IgM syndrome D80. 5
Interferon 7 receptor 1
09 7’ J‘%% %ﬁl’l}l"h"l deficiency D848
Lo P& ish g
L1 |01 [Kenny-Caffey = jz i ¥ Kenny-Caffey syndrome Q87.1
02 | ml @ s ﬂfjl %R e Pseudohypoparathyroidism E20.1
Mg g A Mpipt @ 0 @ |X-1linked hypophosphatemic
03 = Fickets E83. 31
Kk ey Laron syndrome
04 Laron = & & g 1%+ (Laron Dwarfism) E34.3
05 |Bardet-Biedl = jz &% Bardet-Biedl syndrome Q87. 89
06 [Alstrom = Jg % ¥ Alsrtom Syndrome Q87. 89




EHs A% 2B

Persistent hyperinsulinemic

07»¢ﬁ&7ﬁﬁ:$%ﬁi ?gﬁﬁ%%ycemia of infancy E16.1
08 Wolfram = jJg iz # Wolfram syndrome > DIDMOAD E88. 9
09 McCune Albright =g i % |McCune Albright syndrome Q78.1
ofmiys 7w porspa |Componclic dyoplasia with gy g
1152 ﬁlﬁ.ﬁ;%‘ﬁikt ACTH resistance E27. 49
121 a-55 1 fedd 2 g E 3 1 @ -hydroxylase deficiency |E25.0
13 ia%'kt?i}9$é§§’7 > Congenital adrenal hypoplasia|Q89. 1
14 |KalImann = J& & ¥ Kallmann syndrome E23.0

M A ewwagiz

M1 |01 |Aarskog-Scott =¥ |Aarskog-Scott syndrome Q87. 1
023 % MO g Waardenburg syndrome E70.8
03|€ < Apert syndrome Q87.0
045 th-LemliOpitz =5 %y th-Lenli-Opitz syndrome  |E78. 72
05 E?Eiigaiéﬁéiii (%Eég_i“Larsen syndrome Q74.8
06 %;%gWith Wiedemann u)\"’)ﬁ"Beckwith Wiedemann syndrome |Q87.3
07 |Crouzon = J iF ¥ Crouzon syndrome Q75. 1
08 [Fraser = jg iz ¥ Fraser syndrome Q87.0
09| % 2 8 prg i3 Multiple pterygium syndrome |Q79.8
10 ggrnelia de Lange " i& Cornelia de Lange syndrome Q87. 1
11]/#% & -¢ 4% %2 “ypiz# |Hallerman-Streiff Syndrome  |Q87.0
12 |8 # Lo 13 3 Kabuki syndrome 089. 8
13|82 —#5—4p (i) gk i # Oto-Palato-Digital syndrome [Q87.0
14 Conradi-Hunermann * g i Conradi-Hunermann syndrome Q77.3

a2
pi:

10




Treacher Collins = jJg &

15 2% Treacher Collins Syndrome Q75.4
16 [Robinow * j iF ¥ Robinow Syndrome Q87.1
17 |Pfeiffer =g ig# Pfeiffer syndrome Q87.0
18 %E;jf};f o b2 A e iiﬁi@fﬁiﬁitﬁeﬁiﬁizmmion 623. 0
(PKAN)

193 (&) ® B gz Nail-Patella Syndrome Q87.2
20 |CFC sz 5 % Cardiofaciocutaneous Syndrome|Q87. 89
21 |Peters-Plus & & # Peters-Plus syndrome Q13.4
22 Nager JE & # Nager Syndrome Q75.4

N #mE¥

N1 |01 [Angelman = j& ix ¥ Angelman syndrome Q93.5
02 |DiGeorge’ s Jg i ¥ DiGeorge’ s syndrome D82.1
03 |Prader-Willi = iz ¥ Prader-Willi syndrome Q87.1

N 1 - . [WAGR syndrome (Wilms™  tumor-
nfFEE s e s ™ g
Retardation)
05Miller Dieker i iF%#* Miller Dieker syndrome Q93. 88
06 l;};binstein—Taybi R i Rubinstein-Taybi syndrome 087. 2
07 | = B &7 < g iz 3% Williams Syndrome Q93. 89
08 \%fgn Hippel - Lindau s i Von Hippel - Lindau disease Q85.8
09 Branchio-0Oto-Renal Branchioji)tg—Renal JE i 087. 89
Syndrome (BOR Syndrome) | (BOR & %% )

// Hi AL PR T

71 |01 |Cockayne = j ix ¥ Cockayne syndrome Q87.1
02]% %5 I;I%g?(i)gzon Gilford progeria 34,8
03| 53755 s 13 2 'glil(clkggl;}elepato—enteric 089. 7
04 [Stargardt’ s ~Jg Stargardt’ s disease H35. 50
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