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©Al % % %%~ 3% ¥ Urea cycle disorders (% i % &)

AT (01 [ = # % A%k * st |Congenit  al Urea cycle disorders |E72. 20 270. 6

02| "%fs v Citrullinemia ET72.23 270.6
Nitroacetylglutamate
03| ppgiiweps & = f=4t L g |synthetase deficiency, NAG ET72.29 270.6
synthetase deficiency
0 zgﬁgg VR ik 4 A BE X gg?%giléggytranscarbamylase £79. 4 970. 6
5 ¢ gess o = = . - |Hyperornithinemia-Hyperammone
053 R oo pg ™ ™ mia-flonoci trullinuria E72. 4 270. 6
yndrome

© A2 "=iipa/F B2 ¥ Amino acid metabolic disorders / Organic acidemias

A2 |01 | P i 7 S e é?éggdglc‘éc(l&?r&ggg%(ilgpathies) E72.8 2170.9
02 |8 #iuphn g Homocystinuria E72.11 270. 4
03|% 7 Fisepi o Hypermethioninemia E72.19 270. 4
04 |ZE7k 128 + "eph o Nonketotic hyperglycinemia  |E72.51 270. 7
05 | ¥ fF Fjie Phenylketouria E70.0 270. 1
06|z & Aeieddt 2 g Tetrahydrobiopterin deficiency [E70. 1 270. 1
07 i B B priepi o i Hereditary tyrosinemia E70. 21 270. 2
08 |1 #& Ao Maple syrup urine disease E71.0 270. 3
097 #¥pes Organic acidemias E71.118 270.9
108 N pas [sovaleric academia E71.110 270. 3




A - R ’Lﬁ—i‘ N N . . . : X ~
11 2 B & ] Glutaric aciduria type I ~ 1II 35211:115517.23?3 270.9
12|p e Propionic academia E71.121 270. 3
13" Ap - o Methylmalonic acidemia E71.120 270. 3
ey _q_ . _ 2+ - » [0-Hydroxy-3-methyl-glutaric
1413-3 £-3-7 A~ - fen acidenia E71.118 270.9
A F A fke & @ R B fF PAH type PKU combine with 271. 342
157k g T e A ir/fz Sucrase-isomal tase deficiency ET4. 31+E70.0 70. 1
16 (% 3s Ape w Hyperlysinemia E72.3 270. 7
17| vefs v Histidinemia E70. 41 270.5
= ® A = hed pF A 2 1 % |3-Methylcrotonyl-CoA
18 24 LR ’ carboxylase deficiency E71. 19 210.9
19| % 5 1228 1 st £ Huitiple carboxylase DS1. 819 270. 9
20 B *f "Reph s Hyperprolinemia E72.59 270. 8
4 % L=l peag s 2 fL [Aromatic L-amino acid
21 fdd 2 JE decarboxylase deficiency E70.9 210. 2
29 |t vt 2 1 pE k£ Tyrosine sydroxylase E70. 20 270. 2
© A3 '3 Fitfh
A3101|% 2 <~ Gaucher’ s disease E75. 22 212.7
02|GM1/GM2 40 5.5 3 * 4% 4# 7 |GM1/GM2 gangliosidosis piLekio- 19 GZdla30, 1
03 |[Fabry =& Fabry disease E75. 21 272.7
ET75.240:Type A
ET75.241:Type B
: Dl o, R E75. 242 :Type C
04y epanncpick =I5 HHEF enann-Pick disease E75.243:Type D |272.7
a i e E75. 248:other
E75. 249:unspecif
ied
05 MLD & i 3% M(ei/t[i]c)};romatic Leukodystrophy ET5. 95 330. 0
b Rp R G R A X Globoid Cell Leukodystrophy
06 E‘J:Ej? “ © ’%ﬁ‘}\ ’?}r’]—: (Krabbe’ S disease) E75 23 330 0
OAM Bk v &5 N BFR
A4 101 | U Galactosemia E74. 21 271.1




E74.09:type 0
E74.01:Type 1
E74.02:type 11
E74.03:type III
02 |PFp% & F e Glycogen storage disease E$i'823%§gg %V 271.0
E74.09:type
VI-XI
E74.01:Von
Gierke's
on B B IR F 8 i¥ 4 |Glut ( Glucose Transport ) 1
03 Fea deficiency syndrome E74.8 211.8
© Ab Pqimpey B ¥
ET1. 30
ET1. 310
ET1. 311
ET1. 312
01|%q9rpay 1 18% 315 Fatty acid oxidation defect |E71.313 277. 8
ET1. 314
ET1. 318
ET1. 32
ET1.39
2% o5 Carnitine deficiency syndrome,
02 | Jn 3 121 d& 3% 2 g primary ET1. 41 272.9
s an s 4 5 sk 2 4 s Medium-chain acyl-coenzyme A
03 ;.&é’q KR Wi dehydrogenase deficiency E71. 311 277. 8
" (MCAD)
e hB R SR EE 4 E EEAL 5 Short-chain acyl-CoA
04 |74ty 35ped & etk 2 g dehydrogenase deficiency ET1. 312 277.8
© A6 ks fh R F
A6 |01 [k s B8t 15 Mitochondrial defect E88. 40 277.9
H49. 811
B PR B H49. 812
02 Kearns-Sayre = jziz#¥  |Kearns-Sayre syndrome H49. 813 277. 8
H49. 819
- — TRt
03 gglgh SEEDS B ioh discase G31. 82 330. 8
04 MELAS g % # MELAS E88. 41 758. 89
=2y ae sn m a4 2 o= M1tochondrial
05 %Ngggm§§§%;fﬁ:§§%§ktﬁ‘”‘Neurogastrointestinal E88. 89 277.9
W A R Encephalopathy Syndrome
06 |75 7 7 3 % & sl £ gg?ﬁ?gﬁcgehydmgenase E74. 4 271.8
07 % ~giz3 Barth Syndrome ET78. 71 759. 89
© AT 3 | R 8 §
AT 101 % ¥=pi o Cystinosis E72. 04 270.0




02 |3k % P Mucopolysaccharidoses E76. 3 277.5
03| Bt 32 ¥ (&4 ) [Fucosidosis ET7.1 271.8
04 |3 papt % 4 Lk Sialidosis ET7.1 272.7
type [:E77.1
05 |2k% T Mucolipidosis type 11~ IIL:ET7.0 (272,77
type IV:E75.11
06 |# 5~k g g4 |[Neuronal ceroid lipofuscinosis|ET5. 4 330.1
© A8 *£H)% % #5 T 3% % Cholesterol and Lipid metabolism
B &3 7%+ 3 " H A x Homozygous familial
A8 |01 JE ; hypercholesterolemia E78.0 272.0
02 | 7E M3 54 Bk 2 e Familial HyperchylomicronemialE78. 3 272. 3
03|2 AL g (fE47 1) Sitosterolemia E78.0 272. 0
OA9 F4 3+ 4 k4
A9 |01 = f &~ Wilson' s disease E83. 01 275. 1
02 Menkes g iz ¥ Menkes syndrome E83. 09 759. 89
03 |4p #f = 4> Z e Molybdenum cofactor deficiency|E61. 5 277.8
© AlO:EF 19 FR W
A0 |01 [Zellweger = Jg iF ¥ Zellweger syndrome ET71.510 277.9
ET71.511
ET1.520
02|% ¢ “ﬁt’-"&—}é AR Adrenoleukodystrophy ET1.521 272.7
ET1.528
ET1.529
ity Al el i F % v % [Rhizomelic Chondrodysplasia
03 2 - Punctata ET1. 540 277.8
© All 2 N3R §
E80. 20
01 |% 5w Porphyria E80. 21 277.1
E80. 29
02 [Lesch-Nyhan = jg i# % Lesch-Nyhan syndrome ET79. 1 277, 2
03|fr /i@ s I fsdd 2 Sulfite oxidase deficiency [ET72.19 270.0
BLok iv & 3k £ F=9 g 1% Carbohydrate-deficiency
04 H ) glycoprotein syndrome ETT.8 271.9




05 % 4% Trimethylaminuria E72.52 277. 8
06 ; TP XEREFY LA (f(;ggg;é’;%pﬁineralized 188, 1 979 6
07 [Pa%EMF B Cerebrotendinous Xanthomatosis|E75. 5 272. 7
08 | iz f fig f i Hypophosphatasia Egg g? 275.3
09 |Beta #r f2fv 4% 2 Jx Beta-Ketothiolase Deficiency ET1.19 270. 3
B Ragma Al gk ML %
B1(01|% % A - Multiple sclerosis G35 340
02 |5 b % AL 1 }(\IR{CS)’grophic lateral sclerosis 612,21 335. 20
03|75 P B IR Fytaxia telangiectasia G1.3 334. 8
s gamien et sl g gy .1
05 |3 4F “miz 3 Rett syndrome F84. 2 330. 8
06 | # B g i“‘f’ﬁ}i Spinal muscular atrophy G12.9 335.10
07 é;’f?]‘ EECRES Spinocerebellar ataxia G11.1 334. 3
08 |5 & 4/ i Tuberous sclerosis Q85. 1 759. 5
oo 3 P T R & & Congenial nsenei LG 7o g 105.0
104 S8 aEiEdEs - 4 |Neurofibromatosis type II Q85. 02 237. 72
1T |Alexander = Ja Alexander disease E75. 29 331. 89
12 | & 48 1 3 Stiffperson syndrome G25. 82 333. 91
138 @ ST &R Hereditary spastic paraplegia G11.4 334.1
14 Joubert SR ORI foupert syndrone Q04. 3 759. 89
15 Elg%ﬁ?;i;hgﬁlgzgff " ; Pelizaeus-Merzbacher Disease [ET5. 29 330.0
Charcot Maire Tooth =&
16|(:& 7 4 &2 % %5|Charcot Marie Tooth Disease |G60.0 356. 1

)




G12. 20
17 ;13§‘ﬁ ;i<:§'ﬁiﬁ£&if}quKennedy Disease g%%:%% 335. 8
G12.29
18 FOEMIK A F A4 EFamilial Amyloidotic B85, 1 277. 3+35
i % Polyneuropathy ' 7.4
19 Moebius JE ix # Moebius syndrome Q87.0 302.6
20 Mcleod g iF % Mcleod syndrome J43. 0 758. 81
21 [Aicardi-Goutieres Jx iz ¥ |[Aicardi-Goutieres syndrome G31. 89 330.0
22 | kP BTE 1E Proteus Syndrome Q87. 3 759. 89
Methyl CpG binding protein 2
23 MECP2 37 & Jp iz # Duplication Syndrome Q99.8 330.8
(MECP2 Duplication Syndrome)
W ah | AT 1 2 Cerebro-Costo-Mandibular
24 |74 | 4R TR H Syndrome Q87. 89 759. 89
C o ATRk SH R
CL |01 4% |38 sadsvimd 1t (I:gigli')?’idgé%icl)gfantile Arterial 028. 8 747 89
02| % gk i e Cystic fibrosis E84.9 277.00
03 |3 2 o3 7% 3 R P{égﬁgyPulmonaryHypertension127.0 416. 0
04 [Holt-Oram = Jz & ¥ Holt-Oram Syndrome Q87. 2 759. 89
Andersen * g i # (& & & 359. 3+
05 fﬁ‘i ’%E T ¥ M B e 0% [Andersen syndrome E74.09 426, 89
Wk Sk Rk ) e " - i
b b D b o S ZE ereditary Hemorrhagic
063ﬁ1§fiﬂ|L~ﬁJL’F$%5gﬁi Telangiectasia [78.0 448.0
v h b Rg ae 4 X Asphyxiating thoracic
07| LM% 4 2o dystrophy Q7T. 2 756. 4
£ X Y fRMHF + Rz |Congenital Central
081%*1 Hypoventilation Syndrome G47. 35 327. 25
D it k%
T M RIE N e R Progressive intrahepatic
0l 5 cholestasis, PFIC K83. 1 701.69
02|% = Hokps & & e ggiﬁgsies”"fs of bile acidgg 7 977. 9
03| 1-Fu% 30 et 2 ¢ al- Antitrypsin deficiency [E88. 01 277.6
4 %M Cajal ~ & 5 % 3 |Congenital Interstitial Cell
04 of Cajal Hyperplasia with Q43. 8 750. 5

45 E g cAg TR
7

Neuronal Intestinal Dysplasia




05 |F" % ®CE 1% #* Alagille Syndrome Q44.7 759. 89
E TGO S %
E1 |01 |[Lowe = g iF ¥ Lowe syndrome E72.03 270. 8
02 Bartter = jJg iz ¥ Bartter s syndrome E26. 81 255.1
03 %ﬁg dREEM S f TR ﬁlilggg?mg}geeacseessive polycystic 061. 19 753. 14
PR
FL{01| @424 4 & jafiokie sz [orcditary epidermolysis —og) g 081. 9
02 ?;]J’;FL R (fHEIE @ Ichthyosis, lamellar recessive|Q80. 2 Q80. 2
03 |45 v2 Collodion baby Q80. 2 Q80. 2
04 |z2d 4 Gfir Harlequin ichthyosis Q80. 4 Q80. 4
o . o ¢ . |Bullous Congenital
05 ?;; [y vk igglﬁ?g‘g%‘f‘;igryth‘)dema 080. 3 080. 3
hyperkeratosis)
06 |7F 52 R 3 2 2 2 Ectodermal Dysplasias Q82.4 Q82. 4
07 Meleda & s Meleda disease 082. 8 Q82. 8
08 Darier ~jx (= ﬁ,iTLﬁ%) Darier’ s disease Q82. 8 082.8
09| =47 25 Dyskeratosis Congenita Q82. 8 082. 8
Diffuse Non-epidermolytic
10| BiBA & bpsed i Palmoplantar Keratoderma type|Q82. 8 Q82.8
Unna-Thost
114 24 AR Incontinentia Pigmenti Q82. 3 Q82.3
12 Netherton J % ¥ Netherton Syndrome Q80. 3 Q80. 3
G o #
G101 ﬂi?%iAVb# % & Duchenne muscular dystrophy |G71.0 GT71.0
02 Nemaline:ﬁukﬁ“wﬁﬁ%ﬁé Nemaline Rod Myopathy G71.2 G71.2
03 [Schwartz Jampel = Jg i ¥ |Schwartz Jampel syndrome G71.13 G71.13
04 p~p % 2 Myotonic dystrophy GT71.11 GT71.11
05 |5 A mozsud % Facioscapulohumeral muscular G71. 0 C71. 0

dystrophy




06

ol

Myotubular Myopathy

G71.2

GT71.2

07

B Aliep 4 R

Becker Muscular Dystrophy

G71.0

G71.0

08

Freeman-Sheldon * jt iF ¥

Freeman-Sheldon syndrome

087.0

Q87.0

09

S ELE P

Limb-girdle muscular dystrophy

G71.0

G71.0

5 Hb

11

01

wEFETH R

Achondroplasia

Q77.4

756. 4

02

= 7 >

Osteogenesis imperfecta

Q78.0

756. 51

03

Ul Ll S TEa SR

Primary Paget disease

M88. 0
M88. 1
M88. 811
M88. 812
M88. 819
M88. 821
M88. 822
M88. 829
M88. 831
M88. 832
M88. 839
M88. 841
M88. 842
M88. 849
M88. 851
M88. 852
M88. 859
M88. 861
M88. 862
M88. 869
M88. 871
M88. 872
M88. 879
M88. 88
M88. 89
M88. 9

731.0

04

BEGFEFTREF

Cleidocraninal dysplasia

Q74.0

755. 59

05

L

Fibrodysplasia Ossificans
Progressiva

M61. 10

M61. 111
M61. 112
M61.119
M61. 121
M61. 122
M61. 129
M61. 131

728. 11

10




M61.

132

M61.139

M61.
M61.
M61.
M61.

141
142
143
144

M61.145
M61.146

M61.
M61.

151
152

M61.159

M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.

161
162
169
171
172
173
174
175
176
177
178
179
18

M61.19

06

HEH U

Split-hand/ Split-foot
mal formation ( SHFM)

QTl.
QTl.
QTl.
QTl.
Q2.
Q2.
Q2.
Q2.

60
61
62
63
70
71
12
73

hand755
.H8
foot7h5
.67

07|% 7 &

Osteopetrosis

Q8.

2

756. 52

08

Qe e g S

Pseudoachondroplastic
dysplasia

Q.

8

756. 4

09

0L ek i =0 el o 3

Multiple Epiphyseal Dysplasia

Q8.

756. 56

i

e s

I1

01

AARBEREF S

E:Al
=

|

Ehlers Danlos syndrome IV

Q79.

156. 83

R P T

01

U Pe RS E o

Thalassemia major

D56.
D56.

—_—0

282.4

02

Lol R R

Thrombasthenia

D69.

287. 1
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Homozygous proetin C

03|F A F1 &+ Fv B Cax L deficiency D68. 59 273.3
S M Y e B R Paroxysmal Nocturnal
04 "L 4 % B o 2% FoiE Hemoglobinuria D59.5 283. 2
05|21 214 A d i3 s 72 3 3 é’ytrylg;ggé Hemolytic Uremic  |pg5g 3 283. 11
K £z R
2% b S Chronic primary granulomatous
K101 |f s it 7 " disease D71 288.1
02 ;‘j LR SR Congenital Hyper IgE syndrome|D82. 4 288.1
03 ;;'é TR A AT B Bruton’ s agammaglobulinemia [D80.0 279. 04
04 Wiskott- Aldrich = jz % #|Wiskott- Aldrich Syndrome D82.0 279.12
D81. 0
c Al g a5 Severe combined D8I. 1
05| B 4F & 3] d ki Lk immunodeficiency D81. 2 219. 2
D81.9
R R 4 5 Complement Component 8
06 71‘#%%’ =i 8 ﬁ#‘—»/ﬁi deficiency D84. 1 279. 8
07 (IPEX & i % [PEX Syndrome E31.0 759. 89
08| & FZ 3k Fv Mipiz# Hyper-IgM syndrome D80. 5 279. 05
% ) e Interferon ¢ receptor 1
09|y FH#EXH 14215 deficiency D84. 8 279.4
L1 |01 [Kenny-Caffey = jz i # Kenny-Caffey syndrome Q87. 1 759. 89
02 %ikt%J“}R“$ﬁﬂ€éﬁi Pseudohypoparathyroidism E20.1 275. 49
MidiE @A) < ps @ 9 @&[X-1inked hypophosphatemic
03 7 rickets E83. 31 275. 3
K E o e 2y Laron syndrome
04 |Laron = i iz ix # (Laron Dwarfism) E34. 3 259.4
05|Bardet-Bied]l = jz &% Bardet-Biedl syndrome Q87.89 759. 89
06 [Alstrom = J& iF ¥ Alsrtom Syndrome Q87.89 759. 2
07 F 2% § % i & Persistent hyperinsulinemic F16. 1 951 1
A R hypoglycemia of infancy (PHHI)["" " .
08 Wolfram = Jg iz ¥ Wolfram syndrome > DIDMOAD E88. 9 277.9
09 McCune Albright =g %% |McCune Albright syndrome Q78.1 756. 59

12




Campomelic dysplasia with

101 =g s ¥ 7 2 L0 autosomal sex reversal 099.8 758. 89
11]% ¢ ﬁlﬁ»ﬁ;%‘ﬁikt ACTH resistance E27. 49 253.4
121 a-55 1 fedd 2 g 3 3 1 a -hydroxylase deficiency E25.0 268. 0
13 id%'ﬁ;?iiﬂ$é§?’% E Congenital adrenal hypoplasia|Q89. 1 759. 1
14 |KalImann = J& iF ¥ Kallmann syndrome E23.0 253.4

M 22w, pigs

M1 |01 [Aarskog-Scott =~ Jz iz % |Aarskog-Scott syndrome Q87.1 759. 89
02|X % B N EiEHE Waardenburg syndrome E70. 8 270. 2
03|& g Apert syndrome Q87.0 755. 55
045t th-LemliOpitz 5 &y th-Lenli-Opitz syndrome  |E78. 72 759. 89
05 E?Ei%gaiéﬁéiii <%§ég_i“Larsen syndrome Q74.8 755. 8
06 zgckwitk1Wiedemann I i Beckwith Wiedemann syndrome [Q87. 3 759. 89
07 |Crouzon = J iF ¥ Crouzon syndrome Q75. 1 756. 0
08 [Fraser = jg iz ¥ Fraser syndrome Q87.0 759. 89
097 % B ng g Multiple pterygium syndrome |Q79.8 759. 89
10 ggrnelia de Lange * i Cornelia de Lange syndrome Q87. 1 759. 89
[1[/a% & -¢ 48 % 2 “ i (Hallerman-Streiff Syndrome |Q87.0 756. 0
12 |80 6L g 3 Kabuki syndrome Q89.8 759. 89
138 —#8—4p (&) i3 Oto-Palato-Digital syndrome [Q87.0 759. 89
14 %gnradi—Hunermann I i Conradi-Hunermann syndrome Q7T7. 3 756. 59
15|Treacher Collins = Jg i # Treacher Collins Syndrome Q75.4 756. 0
16 |Robinow = Jx i Robinow Syndrome Q87.1 759. 89
17 |Pfeiffer =~ g iE# Pfeiffer syndrome Q87.0 755. bh
18 2 fk H pcps BB 2. #1519 |Pantothenate Kinase Associated 623. 0 977 g

iR

Neurodegeneration (PKAN)

13




1914 (&) ® B¥ e G # Nail-Patella Syndrome Q87.2 756. 89
20 |CFC J 5 # Cardiofaciocutaneous Syndrome|Q87. 89 759. 89
21 |Peters-Plus & & # Peters-Plus syndrome Q13.4 743. 44
22 Nager JE & #* Nager Syndrome Q75.4 756. 0
N % mE¥
N1 |01 [Angelman = j& ix ¥ Angelman syndrome Q93.5 759. 89
02 |DiGeorge’ s J i #¥ DiGeorge’ s syndrome D82. 1 279.11
03 |Prader-Willi = jg g% Prader-Willi syndrome Q87.1 759. 81
= ¥ R > &~ 4 (WAGR syndrome (Wilms'
04| B2 ¥ ~ i edge i 3 (Wtumor-Aniridia-Genitourinary |Q87. 89 759. 89
AGREZH#H) Anomalies-mental Retardation)
05 Miller Dieker g iF%f Miller Dieker syndrome Q93. 88 742. 2
o6 |Rubinstein-Taybl = 4 &g binstein-Taybi syndrome  |Q87.2 759. 89
07 |= B BT = g i Williams Syndrome Q93. 89 759. 89
08 \%f;)n Hippel - Lindau & i Von Hippel - Lindau disease  |Q85.8 759. 6
oo franchic-dio el | Bramchio Doskenal 554 gy g 7.0
Z Hi AL PR T
71101 |Cockayne = Jg iF ¥ Cockayne syndrome Q87.1 759. 89
02|15 x5 gl%cclll}élrﬁzon Gilford progeria 348 959 8
03| 5 7% 5 i3 3 Lricho hepatoenteric 089. 7 759. 7
04 |Stargardt’ s ~ g Stargardt’ s disease H35. 50 362. 75

14




