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ICD-10-CM 2 %7 75

AL SR

© AL% % ta%k #H# ¥ Ureacycle disorders (3 = & )

ALI0L £ % 4 Fk % A%k TRet | Congenital Ureacycle disorders E72.20

02 | A d%efk X JE Citrullinemia E72.23
L FRIVRL b A A L
Nitroacetylglutamate

03 synthetase deficiency,NAG E72.29
synthetase deficiency

04 |5 "FL & ° fifk ## pF 4% Ornithine transcarbamylase £72.4
ZJE deficiency '
3 LOEE A R-B § -3 Hyperornithinemia-

05 |F & “He RS ® % Rt ®  Hynerammonemia- E72.4

A Bzg.ﬁ’;i R R 0E HF

Homocitrullinuria Syndrome

© A2 »i /4 S SR ¥ Ami

no acid metabolic disorders / Organic acidemias

Amino acid metabolic

A2\01 |7k fie 18 S e disorders(Aminoacidopathies) E72.8
02| % ok vl w JE Homocystinuria E72.11
03|% ¥ Filsefl o gz Hypermethioninemia E72.19
04 |24k 18 H P&k & Nonketotic hyperglycinemia E72.51
05 | ¥ /it Fle Phenylketouria E70.0
06| 3 Arkeddit 7 Tetrahydrobiopterin deficiency E70.1
07 |:f & |+ 3 priiefle v Hereditary tyrosinemia E70.21
08 |1 #% R e Maple syrup urine disease E71.0
09|73 ¥ e & Organic acidemias E71.118
10| 8 A pis g Isovaleric acidemia E71.110

- typell:E71.313
12|17 pew Propionic acidemia E71.121
137 Af - fan g Methylmalonic acidemia E71.120




3-Hydroxy-3-methyl-glutaric

1413-3 #£-3-7 A A - g acidemia E71.118
Vo e w1 == |PAH type PKU combine with
l . L
15 f,; %] K Jrff ?‘,E‘"_f'q J® 5 P 5 crase-isomaltase deficiency
7 WA E74.31+E70.0

16|% 4z A w Hyperlysinemia E72.3
17 | e veps v Jx Histidinemia E70.41
181 v AT B AaH s A 2 it |3-Methylcrotonyl-CoA carboxylase E71.19

i T deficiency '
19| 5 g2 v fedd Lo Multiple carboxylase deficiency D81.819
20 | B M Meps e Hyperprolinemia E72.59
21 4 %% L-v= i peosg ' 2 4L |Aromatic L-amino acid E709

v ik 7 g decarboxylase deficiency '
22 |t rmph 27 1 fe b 2R Tyrosine hydroxylase deficiency  |E70.20

a

fid o JE OB OBk OIm

Cobalamin C defect

23| =L~ : ( Methylmalonic aciduria and E71.120+E72.11
e (CDIC 31) Homocystinuria, cbl C type )
© A3%; Fig i
B2 AR
A301 Gaucher’s disease E75.22
GML/GM2#! & & 3 '3 £ ## o GM1:E75.19
02 = + Fa 17 1GM1/GM2 gangliosidosis GM2- E75.00
03 [Fabry = jx Fabry disease E75.21
E75.240:Type A
E75.241:Type B
Niemann-Pick = jx > & |\, Dl i E75.242:Type C
04 By Niemann-Pick disease E75.243 Type D
E75.248:0ther
E75.249:unspecified
05 |MLD s iz 3% I\??\t/laﬁgrgmatlc Leukodystrophy £75.25
06 sk twe %55 74 % S(I?abl:?l:l)g’s d(i:seelelise) Leukodystrophy|e75 5
B 527 % pe §8 pL M4 75 9% pe | Infantile form Lysosomal  Acid
0713 £ J&¢ (* # L f & = |Lipase Deficiency ( WolmanlE75.5
JE ) Disease )
© Adgt kit £ 4 B ¥
A401 | ¥ n Galactosemia E74.21
E74.09:type O
E74.01:Type |
E74.02:type 1l
. - E74.03:type IlI
02 |3 FpE 57 Glycogen storage disease E7 4.09:t§8e V.
E74.04:type V

E74.09:type VI-XI
E74.01:\on Gierke's




03 |%6 ¥ B § 4w %4 |Glut ( Glucose Transport ) 1., g
& deficiency syndrome '
© AS%;%npay i B ¥
E/1.30 E71.314
E/1.310 E71.318
01 |%g%rpag it 1T%* 415 Fatty acid oxidation defect E71.311 E71.32
E71.312 E71.39
E71.313 '
e Carnitine  deficiency  syndrome,
02 |z M2 pb dwdk 2 JE primary E71.41
s n g e ., - |[Medium-chain acyl-coenzyme A
‘:‘ i 3 = Z- 7 . .
03 " WA A &R AL dehydrogenase deficiency E71.311
- (MCAD)
o hh Rt RE A 3 E EEAL £ Short-chain acyl-CoA
04|‘edd? "4 & f¥a- LIE  |jonvdrogenase deficiency E71312
© AGF A RY N HR ¥
AB|01 [ 40 88 4% [ Mitochondrial defect E88.40
H49.811
02 |Kearns-Sayre = jg i ¥ Kearns-Sayre syndrome Ejgg%g
H49.819
C e e e o pes o |LEIGH diSease
03 |Leigh =~ 3 & #p "o ¥ Bop £ G31.82
04 IMELAS jz iz %% MELAS E88.41
f a e o ., IMitochondrial
. = Y by 4 ) A ;
05 M'\V.I%%E,,E}E "%‘f;”;:i% A Neurogastrointestinal £88.49
51T TRIR RO B Encephalopathy Syndrome
06| AREC B M & frdd £ Pyruvate dehydrogenase deficiency |[E74.4
07 |= =g ix# Barth Syndrome E78.71
© AT | RE SR F
e Cystinosis
AT7|01 | vt 95 04
Typel: E76.01
E76.02
E76.03
Type2:E76.1
other :
02 |4k % pEE Mucopolysaccharidoses E76.210
E76.211
E76.219
E76.22
E76.29
Unspecified:E76.3
03 ;i f‘" HrHEF (s Fucosidosis E77.1
04 |3 pi it % 4 L Sialidosis E77.1




type ILE77.1

05 |&k#3 B Mucolipidosis typell ~ HEE770
type IV:E75.11
06 |# 5~ s e "q 4 B &5 F & |Neuronal ceroid lipofuscinosis E75.4
07| % 3 M rnphrgfsat £ g Multiple Sulfatase deficiency E75.29
© A8 = F s 2 Py B FrE ¥ Cholesterol and Lipid metabolism
Aslo1 _Fa &+ FE M F "2 F fE & \Homozygous familial hypercholeste E78.0
JE rolemia
TR B AR AOR
02 |Familial E78.3
Hyperchylomicronemia
03| 2 Ao g (FEF 1) Sitosterolemia E78.0
O A 1~ 3+ 44 14
A9 (01 | = f & <& Wilson’s disease E83.01
02 [Menkes gt iF # Menkes syndrome E83.09
03 |48 # fe 44 £ g Molybdenum cofactor deficiency |E61.5
© Al0iE 3 48 R ¥
Al |, |Zellweger =~ g iE %
0 01 Zellweger syndrome E71.510
E71.511
E71.520
02\ %1 #thiaw T4 % Adrenoleukodystrophy E71.521
E71.528
E71.529
03 E: Hah BB 13 ol i | tF;Efjilzomelic Chondrodysplasia Punc E71.540
© AL1H i R #R F
E80.20
01 % B Porphyria E80.21
E80.29
02 |Lesch-Nyhan = jz i # Lesch-Nyhan syndrome
E79.1
O3|Ir ey it fdl L Sulfite oxidase deficiency E72.19
04 Bk v & 3k £ pE k-9 g 1% |Carbohydrate-deficiency E77.8
H glycoprotein syndrome '
05 =0 RER Trimethylaminuria E72.52
L x> g g & 7 2 |Congenital generalized
06 JE lipodystrophy E88.1
Fa e B
07 |Cerebrotendinous E75.5

Xanthomatosis




08 | i pk s fing fi* Hypophosphatasia Eggg%
09 |Beta 7 f3 fis 4 2 J& Beta-Ketothiolase Deficiency E71.19
102 H 2 ps4k L Biotinidase Deficiency D81.810
B fadt et A 5k S
B1(01|% % |+4 iz Multiple sclerosis G35
02 Hszfﬁw_iﬁnj i ész'gtlrophlc lateral sclerosis (ALS)
03 i;ﬁﬁ'\e" At B R T Atayia telangiectasia G11.3
3
5 o e 4 e Huntington disease(* #&
043 7 = b Huntington's chorea) G10
05 |38 4 X g g 3 Rett syndrome F84.2
06 | # BLiti~p % S5 Spinal muscular atrophy G12.9
07|% he L B Spinocerebellar ataxia G11.1
Fl?-\ﬁ‘t
BE Mg g
08 T‘aberous sclerosis Q851
09 £ A Mgf # AT R R £ # & |Congenital insensitivity to pain L74.4
T with anhidrosis ( CIPA) '
10\# S8 aBEiEsE % - 3 |Neurofibromatosis type II Q85.02
11 |Alexander = T Alexander disease E75.29
12 | & %8 % Stiffperson syndrome G25.82
B
13 Hereditafyqépasticparaplegia G114
Joubert = gz i ¥ O
14 o] B Al 2R %{i?"z F;_g % joubert syndrome Q04.3
Pelizaeus-Merzbacher =~ JE|q.: ) .
15 (B 52 ) P61 ) Pelizaeus-Merzbacher Disease E75.29
Charcot Maire Tooth = jz (:& . .
16| 2 A 0 ) Charcot Marie Tooth Disease G60.0
171E % &) G12.22
Kennedy Disease G12.29
18 FOE MR R w4 & |Familial Amyloidotic E£85.1
i # Polyneuropathy '
19 |Moebius jE ix % Moebius syndrome Q87.0

5




20

Mcleod jr ix %

Mcleod syndrome

Q97.8

Q98.8
21 |Aicardi-Goutieres Je & ¥  |Aicardi-Goutieres syndrome G31.89
e
22 Pro?eus Syndrome Q8.3
Methyl CpG binding protein 2
v A s gy Duplication Syndrome
23|MECP2 = & Jg iz ¥ ( MECP2 Duplication Q99.8
Syndrome )
24 |57 Ak 1 girr]%?g?r-](é:OSto-MandlbUIar 087.89
25 Dravet Jt i ¥ Dravet Syndrome, DS G40.311
P v ’E’r ) B
26
Vanishing White Matter G37.8
Disease
C rfex {}%‘I%\ 4 ,?ft,:[li; 7
CLI01 |42 422 va g viar 1o g?cﬁ?it?z;gion Infantile  Aurterial 028.8
02 | & g miv g Cystic fibrosis E84.9
03 |7 5 15 9% 3 P(riFrJE)all_rl)/) Pulmonary Hypertension 127.0
04 [Holt-Oram = jg ix % Holt-Oram Syndrome Q87.2
Andersen = jx iz # (v &
05 | & et T i ¥ 1 Jp B e i |Andersen syndrome E74.09
il Sk B Rk )
O T Hereditary Hemorrhagic
06|:f @ 4w K EYA Telangiectasia 178.0
07 % L M0 s & p Asphyxiating thoracic dystrophy  |Q77.2
4 % ¥ ¥4 5 7 &k |Congenital Central Hypoventilation
08 i ¥ Syndrome G47.35
D itk b %
T RIEEOFPN LR
¥
01 Progressive intrahepatic K831
cholestasis,PFIC
02| % M rPEpg & o g Inborn errors of bile acid synthesis |E78.70
03 |ol-#%% F-v fiFdk £ al- Antitrypsin deficiency E88.01

04

A x4 Cajal ~ B F e 3
2EEBEA EAFT R

Congenital Interstitial Cell of
Cajal Hyperplasia with
Neuronal Intestinal Dysplasia

Q43.8




05 (P 4= & %o iF 2% Alagille Syndrome Q44.7

B FH08 IR 8 S %

E1|01 |Lowe = jE iF ¥ Lowe syndrome E72.03
02 |Bartter = ;g iF ¥¥ Bartter’s syndrome E26.81
03 %ﬁg d REM ST R Gtétnoes;r(?igggggessive polycystic Q61.19

F AR %

F101 ;8 @4 & & fZ4-kiz e |Hereditary epidermolysis bullosa |Q81.9
02 é"ﬁ)‘%’ sefe (p g Ichthyosis, lamellar recessive Q80.2
03 |} 552 Collodion baby Q80.2
04 |pad A @R Harlequin ichthyosis Q80.4

ke A R = M 4 8 R % 4= |Bullous Congenital ichthyosiform
05|/ 5 (% A RLfF 1+ & 1 iB |erythoderma Q80.3
R ) (epidermolytic hyperkeratosis )
06 |#h "2k 3 4 7 2oz Ectodermal Dysplasias Q82.4
07 |Meleda & T Meleda disease Q82.8
08 |Darier ~ & (= % & i- i ) |Darier’s disease Q82.8
09|E=x & it 2 Dyskeratosis Congenita Q82.8
Diffuse Non-epidermolytic
10|/ F iR & 72 @ Palmoplantar Keratoderma type Q82.8
Unna-Thost
11¢ 24 A% Incontinentia Pigmenti Q82.3
12 |Netherton sz iF Netherton Syndrome Q80.3

G e

G1|01 | £ *’g; v 4 K g Duchenne muscular dystrophy G71.0
02 [INemaline 4 jk 3~p v & Nemaline Rod Myopathy G71.2
03 |Schwartz Jampel =< jz iz # |Schwartz Jampel syndrome G71.13
04 |pvp 52 8 Jx Myotonic dystrophy G71.11
05| & moazsvs % gsgti;)ggﬁgulohumeral muscular G71.0
06 |7~ & s % Myotubular Myopathy G71.2
07 | B su A e 4 B Becker Muscular Dystrophy G71.0




08 |[Freeman-Sheldon = jz & # |Freeman-Sheldon syndrome Q87.0
09 3L 4 A ed £ Limb-girdle muscular dystrophy  |G71.0
10 [k = vt %o Congenital Muscular Dystrophy ~ |G71.0
11 |¢ wdhg T Central Core Disease G71.2
12| 5 Heo) h Rl Multiminicore Disease G71.2
: o X Emery-Dreifuss
13 [Emery-Dreifuss #+4 % j Muscular Dystrophy (EDMD) G71.0
H # 2 #ic ¥k :}I;«,é%
H101 |gc % 28 v 7 2% Achondroplasia Q774
02 (=% 72 > 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
e Lt ek . . M88.822 M88.869
’; M &5 M
03 | {25854 X Primary Paget disease M88.629 MS8 871
M88.831 M88.872
M88.832 M88.879
M88.839 M88.88
M88.841 M88.89
M88.842 M88.9
M88.849
0414 fp¥ v 2% Cleidocraninal dysplasia Q74.0
M61.10 )
M61.111 M61.15
M61.112 M61.159
M61.119 M61.161
M61.121 M61.162
M61.122 M61.169
M61.129 M61.171
i o dvenlasia O M61.131 M61.172
05 [i& 17 1 & 1 oy Plrofq(;egssie/:&a ssificans M61.132 M61.173
M61.139 M61.174
M61.141 M61.175
M61.142 M61.176
M61.143 M61.177
M61.144 M61.178
M61.145 M61.179
M61.146 mgﬁg
M61.151 '
- - . 1Q71.60 Q72.70
06 |2 < 3 Tp SFISILET\%/ Split-foot malformation O71.61 O72.71
Q71.62 Q72.72




Q71.63 Q72.73
07 | % 7 it m Osteopetrosis Q78.2
08| ¥ v 4 > Pseudoachondroplastic dysplasia  |Q77.8
(ORI el & = S B4 Multiple Epiphyseal Dysplasia Q78.3

| 4 o gop %

11 101|£= %% _3_9_31—‘;;@ £ % %= 4] |Ehlers Danlos syndrome IV Q79.6

J A RA R
01|44 F e Thalassemia major ngg
02| | & 4 Thrombasthenia D69.1
03 i:;z%rﬂ Bk C#L Homozygous protein C deficiency |D68.59
05 |24 A1 A4 73 i 5 é%ﬁi%"’}:]g'emo'yﬁc Uremic D59.3

K% & A

K101 | % e dg 4 p o8 i ((j:ir;g(;géc primary granulomatous D71
02 i; BB LRI B Congenital Hyper IgE syndrome  |D82.4
03 Z:; BN ILRIAE g ons agammaglobulinemia D80.0
04 |Wiskott- Aldrich = jz iz ¥  |Wiskott- Aldrich Syndrome D82.0

D81.0
S|t pnLausn el bet

D81.9
06 i 48 4 -84 £ Gomplement Comporent & D841
07 |IPEX g &+ IPEX Syndrome E31.0
08|% B Zk v Mgpiz# Hyper-1gM syndrome D80.5
09y *4F % X B4k 1& Interferon y receptor 1 deficiency |D84.8
10:8 B2 g 2 R Hereditary Angioedema (HAE) D84.1

L P il o

L1|01 |Kenny-Caffey = j& iF 3 Kenny-Caffey syndrome Q87.1
02 |t ml ® ;IH;]‘L e Pseudohypoparathyroidism E20.1
03 G R R X-linked hypophosphatemic rickets [E83.31

e

9




Laron syndrome

04 |Laron = i 1 4k % ¥ ( Laron Dwarfism ) E34.3
05 |Bardet-Bied| = j ix ## Bardet-Biedl syndrome Q87.89
06 |Alstrom = jg iz ¥ Alsrtom Syndrome Q87.89
o7 [ 1L % 22 3% § % i A |Persistent hyperinsulinemic E16.1
A s T R hypoglycemia of infancy (PHHI) '
08 [Wolfram = jg iz ¥ Wolfram syndrome > DIDMOAD |E88.9
09 [McCune Albright < j i # |McCune Albright syndrome Q78.1
1t S o B 7 == |Campomelic dysplasia with
10| &dp s ¥ 7 2 LB autosomal sex reversal Q99.8
11|54 ’ﬂj‘ui B % Fuft ACTH resistance E27.49
12|%- Ald @24 % Dk (25-Hydroxyvitamin D 1-Alpha-  |E25.0
el B Hydroxylase Deficiency
13| £ % 454 B:j‘t’e} TR Congenital adrenal hypoplasia Q89.1
14 |Kallmann = jg iz ¥ Kallmann syndrome E23.0
15 A NERT A TR SRR Permanent Neonatal Diabetes P70.2
Mellitus '
M £ XA izE
?/' 01 |Aarskog-Scott = jg iF # Aarskog-Scott syndrome Q87.1
023 7 ofs < g iz 3 Waardenburg syndrome E70.8
03 |& ivgF < Apert syndrome Q87.0
04 |Smith-Lemli-Opitz = jg & ¥ [Smith-Lemli-Opitz syndrome E78.72
Larsen = g iE# (B 4-4
05 | as Ti:)iifg ) (B H -2 arsen syndrome Q748
06 Iﬂ?%egwnh Wiedemann % it \po i with Wiedemann syndrome  |Q87.3
07 |Crouzon = jJg i % Crouzon syndrome Q75.1
08 |Fraser = jg iz ¥ Fraser syndrome Q87.0
09| % & £ 3 bk Mg i #% Multiple pterygium syndrome Q79.8
10 |Cornelia de Lange = jz iz # |Cornelia de Lange syndrome Q87.1
11|75 %+ & - 46 % £ <z 3 [Hallerman-Streiff Syndrome Q87.0
12 |8r 4 B i Kabuki syndrome Q89.8
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13|18 -d8~dp (&b ) g i+ Oto-Palato-Digital syndrome Q87.0
14 S;nradi-Hunermann S i Conradi-Hunermann syndrome Q77.3
13
15 [Treacher Collins = jz iz ¥ |Treacher Collins Syndrome Q75.4
16 |Robinow = ;g i ¥ Robinow Syndrome Q87.1
17 |Pfeiffer =< jx iz ¥ Pfeiffer syndrome Q87.0
18 | &= o fpE B B 2. 40 4T 19 |Pantothenate Kinase Associated G23.0
M ERE Neurodegeneration (PKAN)
1914p () ® ¥ g iz 3 Nail-Patella Syndrome Q87.2
20 |CFC jx iF 2% Cardiofaciocutaneous Syndrome  |Q87.89
21 |Peters-Plus jx ix % Peters-Plus syndrome Q134
22 Nager Jg % ¥ Nager Syndrome Q754
23 |CHARGE g i ¥ CHARGE Syndrome Q89.8
Q99.8
24 ks 43w 4E o (2 2y White-Sutton syndrome F84.8
1R - [ 5P R % 3 F78
N Zd R ¥
N1|01|Angelman = jg ix ¥ Angelman syndrome Q93.5
02 |DiGeorge’s Jg i ¥ DiGeorge’s syndrome D82.1
03 |Prader-Willi = ;zx iF %% Prader-Willi syndrome Q87.1
w e R~ & b~ [WAGR syndrome ( Wilms® tumor-
04 | B 2 F ~ FF a I #% & 1% |Aniridia-Genitourinary Anomalies- |Q87.89
# (WAGRJEGEH) mental Retardation )
05 [Miller Dieker sz i ¥ Miller Dieker syndrome Q93.88
06 |Rubinstein-Taybi = jt iz # |Rubinstein-Taybi syndrome Q87.2
07 | = B &7 < g iE 3 Williams Syndrome Q93.89
08 [Von Hippel-Lindau ;& % ¥ [Von Hippel-Lindau disease Q85.8
Branchio-Oto-Renal . e sy
09 |Syndrome ( BOR B{%”gg";ﬂi%ﬁg”a' T 7 087.89
Syndrome ) HETE Y
Z Hi AL PR T
Z1|01|Cockayne = jJg iz ¥ Cockayne syndrome Q87.1
i Hutchinson Gilford progeria
02 |% % e syndrome E34.8
03 |5 -4F-9 3 1 3 Tricho-hepato-enteric syndrome Q89.7

11




04 |Stargardt's = jx Stargardt's disease H35.50

05" % M§ sa3k4 % ¢ Occult Macular Dystrophy ; OMD [H35.50

it

1 ¢ #aRO3£1" 7p F M F % 09240154855 =2 "% § # vz (Nesidioblastosis) ; 1% ¥ g % 2 » p T pAi » F
2P T B 55 LO7%. Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) & ¥ -

2. ¢ ERE95E9Y 12p F I % 0050400907255 £ T Tyrosinemial T~ 11~ T (i ftm % - 2 ~ &% = 4

pacE » F LA :;riaﬁ 55, A207%: Hereditary tyrosinemia (i @445 peiephin g ) L H o

¢ 2% ®96£8% 22p ¥ F ¥ 0960400600255 i i+ = = £ Urea cycle disorders 5 Congenital Urea cycle disorders -

P2 R98ET Y 3P R LW ¥ 0980400742502 F LA :)ﬁs}i%,{ B107%. Spinocerebellar ataxia > & ¥ < it TR s

AAA BRI AR RIT T R TR R

5. ¢ FAMI9EIP 19p F R EF 509904001035 = £ F A g s A 5L K1025L Congenital Hyper IgE syndrome (4 % 123 4 % 3%
9 Egiz# ) R ICD-9-CM ¥ 72799 ;- i % :7288.1 -

~EZAD) g p

pw
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