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205 7 F & A g5 ICD-9-CM 5 ICD-10-CM 2 %7 7% i3 & % % 44 PR &
N B R 7
SRl e (gt EepaCGEm) chaton |21 1C0-10-C

Ak xR R

OAl %% BB~ L ¥ Urea cycle disorders (3 = & %)

AT (01 [ = #Fc % A%k * st |Congenit  al Urea cycle disorders |270. 6 ET72.20
02 |~ "=l - e Citrullinemia 270.6 ET72. 23
Nitroacetylglutamate
03 |2 Feshiieps & = a4t Lz |synthetase deficiency, NAG 270.6 ET2. 29
synthetase deficiency
E Rps & Y fie A 8 # A% 45 |Ornithine transcarbamylase
04 R deficiency 270.6 ET72. 4
3 f Jrﬁ B rg 7 _|Hyperornithinemia-Hyperammone
05|% 25 *Lﬁiﬁ & i 2 " Inia-Homoci trul linuria 270. 6 E72. 4
BN RS 5 3 Syndrome
© A2 "=iipa/F B2 ¥ Amino acid metabolic disorders / Organic acidemias
e b FA L AL Amino acid metabolic
AZ |01 728 i 7 B0 disorders(Aminoacidopathies) 2170.9 ET2.8
02| % »ersph o g Homocystinuria 270. 4 E72.11
03|% 7 Fisepi i Jx Hypermethioninemia 270. 4 E72.19
04 |27k 128 + "eph o g Nonketotic hyperglycinemia  |270.7 ET72.51
05 | ¥ Ak FRe Phenylketouria 270. 1 E70.0
06|z & Aeieddt 2 g Tetrahydrobiopterin deficiency [270. 1 E70. 1
07 i B B priepi o i Hereditary tyrosinemia 270. 2 E70. 21
08 |1 #& Ao Maple syrup urine disease 270. 3 E71.0
09|73 #¥pes Organic acidemias 270.9 E71.118
108 N pas [sovaleric academia 2'70. 3 E71.110
S I type [:E72.3 ~
11 jTJ— AR > 8 = 31 ¥ 26y taric aciduria type T~ T [270. 9 typel1:E71. 31
=
3
12|p pes e Propionic academia 2'70. 3 E71.121
13" Ap - o Methylmalonic acidemia 2'70. 3 E71.120




3-Hydroxy-3-methyl-glutaric

14|3-& £-3-7 A~ - fen g scidemia 270.9 ET71.118
= A E A fke & & R B AF PAH type PKU combine with 271. 3+270.
15 & ??$%ﬁ3%#2f%i Sucrase-isomaltase deficiency|l E74. 314ET0. 0
163 44 Ao g Hyperlysinemia 270. 7 E72.3
17| hefl w g Histidinemia 270.5 E70. 41
=z " A" = helpF A £ %|3-Methylcrotonyl-CoA
18'%é%ziﬁi j_carboxylase deficiency 2170.9 ET1. 19
9|5 spps e |jpiiple carboxylase 270.9  |D8L.819
20 B *f "=pk s R Hyperprolinemia 270. 8 E72.59
>4 % L= pe#pm 2 & |Aromatic L-amino acid
21 frdt 2 decarboxylase deficiency 210. 2 E70.9
22 |t v vz 1 ik £ rosine ydroxylase 270.2  [E70.20
© A3 3 Fitf
A3101|% 2 “ g Gaucher’ s disease 272.7 ET5. 22
i s e ok gk D ET75.19:GMI1
02 |GM1/GM2 #¢ 35 & % "5 &5 4% & (GM1/GM2 gangliosidosis 330. 1 E75. 00-GM2
03 |Fabry =& Fabry disease 272.7 ET75.21
ET75.240:Type A
ET75.241:Type B
) DAl K, Rk E75. 242 :Type C
04 §§§E§§giPICk ~E ﬁﬁ%ﬁ%ﬁrNiemanm—Pick disease 272.7 ET75.243:Type D
Fa ET75. 248:0other
ET75. 249:unspe
cified
05 MLD 72 i 22 Mﬁﬁiggromatlc Leukodystrophy 330. 0 E75. 25
b B R4 X Globoid Cell Leukodystrophy
06 |7 e o B4 & g (Krabbe' s disease) 330.0 ET5. 23
OAM Bk Y &4 B3R ¥
A4 |01 [ & 5 n Galactosemia 271.1 E74. 21
E74.09:type 0
E74.01:Type 1
E74.02:type 11
E74.03:type
02 |"FpE 5 # Glycogen storage disease 271.0 é%i 09: type IV
E74.04:type V
E74.09:type
VI-XI
E74.01:Von




Gierke' s

o B B F ¥4 |Glut ( Glucose Transport ) 1
03 Fea deficiency syndrome 271. 8 ET4.8
© Ab Fpimpeas i B ¥
ET71. 30
ET71.31
ET71. 310
ET71.311
o R = L e Al e . . . ET1. 312
01 |PgP5pas it ie 415 Fatty acid oxidation defect |277.8 £71. 313
ET1. 314
ET1. 318
ET1. 32
ET71.39
2% o5 Carnitine deficiency syndrome,
02 |n 3 121 d& 3% 2 g primary 272.9 ET1. 41
s an s 4 5 sk 2 4 s Medium-chain acyl-coenzyme A
03 ;.&é’q KR Nl dehydrogenase deficiency 277.8 ET71. 311
h (MCAD)
oABEE REE 4§ EEAL 5 - Short-chain acyl-CoA
04 eslra PRt & pedn Lk dehydrogenase deficiency 271. 8 ET1. 312
© A6 F s B ¥
A6 |01 |2 R84t 15 Mitochondrial defect 277.9 E88. 40
H49. 811
~ o o oaw ~ H49. 812
02 Kearns-Sayre = jziz#¥  |Kearns-Sayre syndrome 277. 8 H49. 813
H49. 819
- — TRt
03 gglgh SR AN MR ioh discase 330.8 (63182
04 [MELAS g % % MELAS 758. 89 E88. 41
=2y e sn m a4 20 o= M1tochondrial
05 %Ngggm§§2%;f?:§§%§riﬁd‘”‘Neurogastrointestinal 277.9 E88. 89
QIR RO Encephalopathy Syndrome
p ok e e s . P te dehyd
06|/ prpc @ prar Lo | VHHECE TEIVArORENAse 271.8  |ET4.4
07| g iz# Barth Syndrome 759. 89 ET78. 71
© AT A/ B3R
AT |01 | % 7l o e Cystinosis 270.0 ET72.04
02 |2k % pEox Mucopolysaccharidoses 277.5 ET76. 3
03| # EdE 32 4 (845 ) |[Fucosidosis 271. 8 E77.1
04 |sepeps 2 # L Sialidosis 272.7 E77.1




type 1:E77.1

05 |2k T Mucolipidosis 272.7 type [T~ TIT:E77.0
type IV:E75. 11
06 |# s~ "q 4 5 5 f 2 |Neuronal ceroid lipofuscinosis|330. 1 E75.4
© A8 *&F A% % Fq B R ¥ Cholesterol and Lipid metabolism
F &3 7%+ 8 "2 H g x Homozygous familial
A8 |01 JE i hypercholesterolemia 272.0 ET8.0
02| 7253 51 B ok e Familial Hyperchylomicronemia|272. 3 E78. 3
03|2 AL (fE4 1) Sitosterolemia 272.0 E78.0
OA9 FH 4 B+ 4 F5
A9 |01 | = f &~ Wilson' s disease 275. 1 E83. 01
02 Menkes g iz ¥ Menkes syndrome 759. 89 E83. 09
03 |40 4 fi 4> Z Molybdenum cofactor deficiency|277. 8 E61.5
© Al0:EF ™1 BrR W
A0 |01 (Zellweger = Jg iF ¥ Zellweger syndrome 277.9 ET71.510
ET71.511
ET1. 520
02 ?ﬂj“$f§é AR Adrenoleukodystrophy 272.7 ET1. 521
ET1. 528
ET1.529
03 ﬁiiﬁfﬁ-ﬁ]g&ﬁ%.@:ﬁ;%ﬁ'? “ gﬂégggiéic Chondrodysplasia 977 8 E71. 540
© All # & NaBrR F
E80. 20
01 |% B m Porphyria 277.1 E80. 21
E80. 29
02 |[Lesch-Nyhan = j ix ## Lesch-Nyhan syndrome 277. 2 E79.1
03|IrAipa @3 i“fadd 2 Sulfite oxidase deficiency  |270.0 E72.19
Bk v & 3k £ k-9 Jg 1% Carbohydrate-deficiency
04 =2 ] glycoprotein syndrome 2779 ETT.8
054 4 & Trimethylaminuria 277.8 E72.52
A M >E Y % % 2 |Congenital generalized
06 7 Lipodystrophy 272.6 E8S8. 1
07 [Pa%E§ B Cerebrotendinous Xanthomatosis|272.7 E75.5




08 | ekt s i Hypophosphatasia 215.3  [boe 39
09 |Beta #r f2fv 4% 2 Jx Beta—Ketothiolase Deficiency 270. 3 E71.19
B "ain g A i % Kops %
B1(01|% % A - Multiple sclerosis 340 G35

02 ”“ffﬁ’ﬁ'ﬁfﬁﬂﬁ A }(\IR{%’Srophic lateral sclerosis 335. 20 019, 21

03| % P BIEE F ) taxia telangiectasia 334.8  [611.3
b o ar e R Huntington disease(* #&

0413 = 5% bt Huntington’ s chorea) 333.4 G10

05 3 4F g Rett syndrome 330. 8 F84. 2

06 [ # BEpd g {‘f’ﬁ}i Spinal muscular atrophy 335. 10 G12.9

07 & B4R E S pinocerebel lar ataxia 334.3  [611.1
LR

08 [& & m i Tuberous sclerosis 759.5 Q85. 1
A % Mg 4 AR g & # & |Congenital insensitivity to

09 TR ) pain with anhidrosis (CIPA) 705.0 L74.4

104 SaaBmrEizdE % - 4] |Neurofibromatosis type II 237.72 Q85. 02

11 |[Alexander %]ﬁs Alexander disease 331. 89 ET75.29

12 | %8 13 3¢ Stiffperson syndrome 333. 91 G25. 82

13:8 @ {4 427 £ Rk Hereditary spastic paraplegia 334. 1 Gl1.4

14 Joubert SR ORI foupert syndrone 750.89  Q04.3

15 l;ﬁl(léﬁeéi;l\gﬁ?zgef = ; Pelizaeus-Merzbacher Disease |330.0 E75.29
Charcot Maire Tooth =g

16 (_%%i 7R g £ Hg|Charcot Marie Tooth Disease (356. 1 G60.0
JE
H B2 g (F Rt B : _

17 " géﬁi) Kennedy Disease 335. 8 G12.2
FEM IR S F A S Fanilial Amyloidotic

18 i % + Polyneuropathy 277.3+357. 4|E8b. 1

19 Moebius g iF # Moebius syndrome 352.6 Q87.0




20 Mcleod g iF % Mcleod syndrome 758. 81 J43. 0
21 [Aicardi-Goutieres Jg iz ¥ |[Aicardi-Goutieres syndrome 330.0 G31. 89
22 | kP BT TE Proteus Syndrome 759. 89 Q87. 3
Methyl CpG binding protein 2
23 IMECP2 = & Jp iz ¥ Duplication Syndrome 330.8 Q99. 8
(MECP2 Duplication Syndrome)
C 28 f}ﬁi%\ & .?fu:}?:, 7
CL|0 #5428 sogoriar oy |(010PAMHIC, Infantile Arterializyg gg 28 8
02 |E 4k gt Cystic fibrosis 277.00 E84.9
03 |3 2 o3 7% 3 R P{lggﬁgy Pulmonary Hypertension 416. 0 12970
04 [Holt-Oram = jz & ¥ Holt-Oram Syndrome 759. 89 Q87. 2
Andersen =~ jg i ¥ (v & 359, 34
05 |Fe %% T ¥ 8 4+ B B & 1% |Andersen syndrome 196, 89 E74.09
SV TSR ET L | | -
06 | @1 95 120 4 o8 %gll’ggggg{agngffhaglc 448. 0 178. 0
e d M Rg e d X Asphyxiating thoracic
07)F LM% 4 2o dystrophy 756. 4 QT77. 2
£ X ¢ fRMHF + Rg|Congenital Central
081z 3 Hypoventilation Syndrome 327. 25 G47. 35
D ik s %
BT RIE AN R R Progressive intrahepatic
01 T E cholestasis, PFIC _ . 751.69 K83. 1
02]% % poege & S aorn orrors of bile acidigrr g Ip78. 70
03| 1-F% 3o et 2 g al- Antitrypsin deficiency |277.6 E88. 01
4 % ¢ Cajal ~ & 5 % 3 |Congenital Interstitial Cell
04|42 & E % g4 5575 B|of Cajal Hyperplasia with 750.5 Q43.8
¥ Neuronal Intestinal Dysplasia
00 |FF £ % ®E i 3 Alagille Syndrome 759. 89 Q44.7
E L F7 B =
E1 |01 |[Lowe = jJgiF ¥ Lowe syndrome 2'70. 8 E72.03
02 Bartter = jJg iz Bartter' s syndrome 255.1 E26. 81




W WELIRETRH

Autosomal recessive polycystic

03 P kidney disease 753. 14 Q61. 19
P4
FL{0L | @424 4 & jafiokoez |forcditary epidernolysis 759 39 og] g
02 %’:{'L AR (P ARRILE @ Ichthyosis, lamellar recessive|757. 1 Q80. 2
03 %% mcva Collodion baby 757. 1 Q80. 2
04 (329 4 Gfr Harlequin ichthyosis 757.1 Q80. 4
s Bullous Congenital
05 i (R A SIS chibyosiom envthoderma 7571 o 3
hyperkeratosis)
06 |7h 52 R 3 2 2 2o Ectodermal Dysplasias 757. 31 Q82. 4
07 Meleda & s Meleda disease 757. 39 082. 8
08 Darier =& (= % % 5 )|Darier’ s disease 757. 39 082.8
09| =47 25 Dyskeratosis Congenita 757. 39 Q82.8
Diffuse Non-epidermolytic
10| EiER &L pes i Palmoplantar Keratoderma type|757. 39 Q82. 8
Unna-Thost
11|¢ 2438 Incontinentia Pigmenti 757, 33 082. 3
12 Netherton J i# ## Netherton Syndrome 757.1 Q80. 3
G o #
G1 |01 };?}* LS BE S 2 Duchenne muscular dystrophy [359.1 GT71.0
02 [Nemaline #a ks ep fﬁa%‘ Nemaline Rod Myopathy 359.0 GT1.2
03 |Schwartz Jampel = jz &% |Schwartz Jampel syndrome 756. 89 GT71.13
04 |3~p % 2 % Myotonic dystrophy 359. 2 G71.11
05| £ mizsed £ gigigggﬁgulohumeral muscular 359 1 G71.0
06 (5] & I 7 Myotubular Myopathy 359.0 GT71.2
078 sua]rep 4 £ Becker Muscular Dystrophy 359.1 GT71.0
08 [Freeman-Sheldon = Jg iz ¥ |Freeman-Sheldon syndrome 759. 89 Q87.0
09 34 Aped £ Limb-girdle muscular dystrophy|359. 1 G71.0




H1 {01 |#c % % 5 % > Achondroplasia 756. 4 Q77.4
02|=# 7 2 Osteogenesis imperfecta 756. 51 Q78.0
03|/ g5 F X Primary Paget disease 731.0 M88. -
04 |44 ¥ g 2 v 2 ¥ Cleidocraninal dysplasia 755. 99 Q74.0

o Mt Fibrodysplasia Ossificans
05 [3& (7 % i el Progressiva 728. 11 M61. 1
Q71. 60
Q71.61
QT71.62
: R Split-hand/ Split-foot hand755. 58|Q71. 63
06| A = A malformation ( SHFM) foot755. 67|Q72. 70
Q72.71
Q72.72
Q72.73
07|% 5 # iz Osteopetrosis 756. 52 QT8. 2
T Pseudoachondroplastic
08 |t dicF 2 v 2 2 dysplasia 756. 4 QT77.8
092 ZFHF 485 3 2R Multiple Epiphyseal Dysplasia|756. 56 Q78. 3

I Bausp®

[1]01|=x %% _EL?:.‘HEL # %2 %] |Ehlers Danlos syndrome IV 756. 83 Q79.6

I ERAR

Ak ol B . . D56. 0
0L EAlsFEE T Thalassemia major 282.4 D56 1
02 (s & 4 Thrombasthenia 287.1 D69. 1
_—y . 5 . [Homozygous proetin C
03|FF & F1& & F-v ?C*"&deficiency 273. 3 D68. 59
S A e d Paroxysmal Nocturnal
04 8 P P =% Foi Hemoglobinuria 283.2 D59.5
o - 2,2 |Atypical Hemolytic Uremic
05244 AL A4 i sk 38 g0 Ch y 283.11  |D59.3
K f&AR
% M s e Chronic primary granulomatous

K101 |f 3 it p 7 "o disease 288.1 D71
02 i% BB Rk Fd Bk i Congenital Hyper IgE syndrome|288.1 D82.4
03 fff FRMARIR I L b ton s agammaglobulinemia [279.04 D8O, 0
04 Wiskott- Aldrich = jz % #|Wiskott- Aldrich Syndrome 279.12 D82. 0

10




D81.0
A g Ak 5 Severe combined D8I1.1
05| B 48 & Al ALkt Lk immunodeficiency 219. 2 D81. 2
D8I.9
06l a8 = o 844 5 Complement Component 8 979 8 D84 1
2= O A deficiency : :
07 \IPEX e iE % IPEX Syndrome 759. 89 E31.0
08| £ FZ 3k Fe Mgz Hyper-IgM syndrome 279. 05 D80. 5
- L) g Interferon 7y receptor 1
L RARER
L1 1|01 |[Kenny-Caffey = jx iz Kenny-Caffey syndrome 759. 89 Q87. 1
02 |t ml @ s ﬂfjl 4 R Pseudohypoparathyroidism 2'75. 49 E20.1
Mgl @A Mgk @ 9 &[X-1inked hypophosphatemic
03 = = Fickets 275. 3 E83. 31
K E o e 2y Laron syndrome
04 |[Laron = ]ii o EE % ¥ (Laron Dwarfism) 259. 4 E34. 3
05 |Bardet-Biedl = jz &% Bardet-Biedl syndrome 759. 89 Q87.89
06 [Alstrom = J& iF ¥ Alsrtom Syndrome 759. 2 Q87.89
07 F oA § %8 B Persistent hyperinsulinemic 951 1 E16. 1
A A e MR hypoglycemia of infancy (PHHI)|=“*" :
08 Wolfram = Jg iF ¥ Wolfram syndrome > DIDMOAD 277.9 E88. 9
09 McCune Albright = jz % # McCune Albright syndrome 756. 59 Q78. 1
it % = 9 3oz Moular e jcampomelic dysplasia with
101 edp s 37 A L autosomal sex reversal 758. 89 099.8
11 (%2 ”ﬁl}i B Fult ACTH resistance 253.4 E27. 49
12|1 @ —25 1 prdt 2 Jp 1F ¥ 1 a -hydroxylase deficiency 268. 0 E25.0
138 = 5+ ﬂfjl’sﬁ‘ EEE Congenital adrenal hypoplasia|759. 1 Q89.1
14 |KalImann = Jg % ¥ Kallmann syndrome 253.4 E23.0
I EEEREEIE L
M1 |01 |Aarskog-Scott =~ & # |Aarskog-Scott syndrome 759. 89 Q87. 1
023 & o iz Waardenburg syndrome 270. 2 E70. 8
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03§ a4 < ¢ Apert syndrome 755. b5 Q87.0
o4 omt th-LemliOpitz = & iy th-Lenli-Opitz syndrome  [759.89  [E78.72
05 E?Ei%gﬁié%;iii (%Eég_i“Larsen syndrome 755. 8 Q74.8
06 zgckwi111Wiedemann I i Beckwith Wiedemann syndrome |759. 89 Q87. 3
07|Crouzon = Jg ix ¥ Crouzon syndrome 756. 0 Q7h. 1
08 |[Fraser = jg g% Fraser syndrome 759. 89 Q87.0
09| 7 2 M8 prmg i Multiple pterygium syndrome |759. 89 Q79. 8
10 %grnelia de Lange "t i Cornelia de Lange syndrome  |759. 89 Q87.1
1148 & -¢ 40 % £ S iE# |Hallerman-Streiff Syndrome  |756.0 Q87.0
12|80 # g iE 3 Kabuki syndrome 759. 89 089. 8
138 —#8—4p (&) i3 Oto-Palato-Digital syndrome |759. 89 087.0
14 ggnradi—Hunermann I i Conradi-Hunermann syndrome 756. 59 Q77.3
15|Treacher Collins = jg i # Treacher Collins Syndrome 756. 0 Q75.4
16 [Robinow = jx iF ¥ Robinow Syndrome 759. 89 Q87.1
17|Pfeiffer =~ g iz % Pfeiffer syndrome 755. 55 Q87.0
5 R R e D W 5 ) 4w s : :

18 g rodegencration (R [PTY (6280
1914 (&) ® B pizs Nail-Patella Syndrome 756. 89 087.2
20 |CFC sz & ¢ Cardiofaciocutaneous Syndrome|759. 89 Q87.89
21 |Peters-Plus Jx & # Peters-Plus syndrome 743. 44 Q13.4
22 Nager JE & # Nager Syndrome 756. 0 Q75. 4

N ZsR¥

N1 |01 |Angelman = Jg & ¥ Angelman syndrome 759. 89 Q93.5
02 |DiGeorge’ s Jg i # DiGeorge’ s syndrome 279.11 D82.1
03 |Prader-Willi = jg &% Prader-Willi syndrome 759. 81 Q87. 1
04 w 4 SR~ & o ~ M WAGR syndrome (Wilms' 759. 89 Q87. 89

BEA A s (W

tumor-Aniridia-Genitourinary
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AGREZFH)

Anomalies-mental Retardation)

05Miller Dieker iz ¥ Miller Dieker syndrome T42.2 Q93. 88
o6 |Subinstein—laybl = % &g binstein-Taybi syndrome  [759.89  |Q87.2
07 | = B &7~ g i 3 Williams Syndrome 759. 89 Q93. 89
pg|yon Hippel Lindaw & & lyon ippel - Lindau disease [759.6  [085.8
09 ranhio OigRernl ey B 5 sgg asn o

Z BB ALEAIP R

71 |01 |Cockayne = j iF ¥ Cockayne syndrome 759. 89 Q87.1
02]% %5 Eggg?égzon Gilford progeria 959 8 34,8
03| 5 -7 5 3 oo epatorenteric 759.7 (0897
04 |Stargardt’ s ~ g Stargardt’ s disease 362. 75 H35. 50
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