105#6°* 7p

22 F LA +H FICD-10-CM % - T4 (kA B A HLRE)
SRl eme (Ersg)  [wepaeEm) (CD-10-CM 2 578

Ak xR Y

OAL A th% ¥R ¥ Ureacycledisorders (% = & %)

ALI0L | % 4 k% A%k 38Rt |Congenital  Ureacycle disorders E72.20
02 | )~ "efh v Citrullinemia E72.23
Nitroacetylglutamate synthetase
03|z pesiixps & = izt Z g |deficiency,NAG synthetase E72.29
deficiency
04 |5 "FL & ° fifk # 4 pF 4% Ornithine transcarbamylase £72.4
ZJE deficiency '
05 B 5= k-3 % w» -8 (Hyperornithinemia-Hyperammone E72.4
PN VRAL B T 1F mia-Homocitrullinuria Syndrome '
© A2 Peflpil ¥pc 32 ¥ Amino acid metabolic disorders / Organic acidemias
il A b s Amino acid metabolic
AZ|DL |k Fik 15 B s disorders(Aminoacidopathies) E728
02 |3 #ki=fs v Jx Homocystinuria E72.11
03|% ¥ Filsefl i gz Hypermethioninemia E72.19
04 |2Lpp 128 H "<pix JE Nonketotic hyperglycinemia E72.51
05 | % Ak FRIE Phenylketouria E70.0
06|z & Fhekred 4t 2 7 Tetrahydrobiopterin deficiency [E70.1
07 |if B 5 i i Hereditary tyrosinemia E70.21
08 |1 #& e Maple syrup urine disease E71.0
09|73 ¥ e & Organic acidemias E71.118
10| A pen e Isovaleric academia E71.110
NZBARRE > B A %S : - . type 1:.E72.3
11 = = Glutaric aciduriatype I ~ II typel1:E71.313
12|17 pen Propionic academia E71.121




13|19 AfQ - fen g Methylmalonic acidemia E71.120
sy a D on 3-Hydroxy-3-methyl-glutaric
2O F A B & E 48 B% |PAH type PKU combine with
15/E ¢ 5 oEAR Ak L " |sucrase-isomaltase deficiency E74.31+E70.0
16|% 4z A w Hyperlysinemia E72.3
17 | haepl v g Histidinemia E70.41
181 v R & Aed s A it 3-Methylcrotonyl-CoA carboxylase E71.19
i3 R deficiency '
19| % g2 it fead Lo Multiple carboxylase deficiency D81.819
20 | B M Meps e Hyperprolinemia E72.59
21 > 4 %% L-9ae 7k phosg s 28 4L |Aromatic L-amino acid £70.9
v ik 2 g decarboxylase deficiency '
22 |t imph 25 1 fr b 2R Tyrosine hydroxylase deficiency  |E70.20
© A3 " Figfi
A301|3 2 <~ Gaucher’s disease E75.22
GM1/GM2 # & % " 2 4% o GM1:E75.19
02 = + P17 IGM1/GM2 gangliosidosis GM2- E75.00
03 [Fabry =& Fabry disease E75.21
E75.240:Type A
E75.241:Type B
Niemann-Pick < j - i} %554 E75.242:Type C

04|.."
g AR

Niemann-Pick disease

E75.243:Type D
E75.248:0ther
E75.249:unspecified

Metachromatic Leukodystrophy

05 |MLD g iz ## (MLD) E75.25
b oowh B o g X Globoid  Cell  Leukodystrophy
06 IT\ nre Tpw ’?ﬁ‘—}\ ?}i (Krabbe,s dlsease) E7523
ol ox we m xa o ne ae #o|INFANtIle  form  Lysosomal Acid
075 b ;;J ’('éfq %%fﬁ%pigﬁ ﬁ; Lipasé Deficiencill ( Wolman|£75.5
i e (2 AR =/ Disease )
OA4 gk it & 4 R HR ¥
A401 | 5 ¥ n Galactosemia E74.21
E74.09:type O
E74.01:Type |
02 " FpE b7 Glycogen storage disease E74.02:type 1l
E74.03:type Il

E74.09:type IV




E74.04:type V

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

03 |%k ¥ B § 4w %4 |Glut ( Glucose Transport ) 1., g
) deficiency syndrome '
© AL #pippcs B F
E/1.30 E71.314
E71.310 E71318
Ol|%z%5pe s it 1% 42 1n Fatty acid oxidation defect E71.311 E71 37
E71.312 E71.39
E71.313 '
P Carnitine  deficiency syndrome,
02 |z M2 p dwdk 2 JE primary E71.41
03 ¢ohhrgsrEL 4 & %% 34 2 IMedium-chain acyl-coenzyme A E71.311
E dehydrogenase deficiency( MCAD ) '
o hh Rt RE R 3 E Eeal £ Short-chain acyl-CoA
04 |24l iy ¥k 3 & s L dehydrogenase deficiency E71.312
© A6 kil BrE ¥
A6|01 [} 50 §8 32 Mitochondrial defect E88.40
H49.811
02 |Kearns-Sayre = jg i ¥ Kearns-Sayre syndrome Ejgg%g
H49.819
03|Leigh & & # " % %5 % |Leigh disease G31.82
04 |MELAS g iz ¥ MELAS E88.41
f e o ., IMitochondrial
. = 2 ks 25 BE A ;
05 Ml\JG,;I%E,,};‘E '%f; ﬂ:l]’;‘ffﬂ e Neurogastrointestinal E88.89
1Y TRIR RO B Encephalopathy Syndrome
06 |[3 fir fs B " & fis 4> L ¢ Pyruvate dehydrogenase deficiency |E74.4
07 |= =g ix# Barth Syndrome E78.71
© A7 %]t SR ¥
AT|01 | Bk repl Cystinosis E72.04

02

DM
1‘&‘-
w

%
&

Mucopolysaccharidoses

Typel: E76.01
E76.02
E76.03
Type2:E76.1
other :
E76.210
E76.211
E76.219
E76.22
E76.29

Unspecified:E76.3




03| # &M Br2 ¥ (%A% ) |Fucosidosis E77.1
04 |se pe f% % 4% L g Sialidosis E77.1
type I:E77.1
05 |4k75 e Mucolipidosis typell ~ NLE770
type IV:E75.11
06 |4 ‘&~ Mtk "4 B 5 # &  |Neuronal ceroid lipofuscinosis E75.4
© A8 *:F A% % "y F %R ¥ Cholesterol and Lipid metabolism
& F 73% 4% "2 FH fE » |[Homozygous familial
Ag|01 JE hypercholesterolemia E78.0
02 | 725 M B 5 B ik w JE Familial Hyperchylomicronemia  |E78.3
03| A g (fEF 1) Sitosterolemia E78.0
OA9 FH1 3+ 4[5
A9|01 | = f & < Wilson’s  disease E83.01
02 (Menkes g i ¥ Menkes syndrome E83.09
03 |4p 4f B 4% 2 Molybdenum cofactor deficiency |E61.5
© AL0iEF 48 R Br8 ¥
'3‘1 01 |Zellweger = jx iF ¥ Zellweger syndrome E71.510
E71.511
E71.520
02| %+ ’”j‘t’?é%}é AR Adrenoleukodystrophy E71.521
E71.528
E71.529
T x4 A Bk d F % 5 3 |Rhizomelic Chondrodysplasia
03 2 e Punctata E71.540
© ALl His 3R ¥
E80.20
01 |% B Porphyria E80.21
E80.29
02 |Lesch-Nyhan = j i % Lesch-Nyhan syndrome E79.1
O3 | Frpady (b fadl L Sulfite oxidase deficiency E72.19
04 Bk i & 3k 2 pE 39 g iE |Carbohydrate-deficiency E778
H glycoprotein syndrome '
05| % 4 e Trimethylaminuria E72.52




A x> E g Y & 3 2 |Congenital generalized
06 JE lipodystrophy E88.1
07 | Pt F Bk Cerebrotendinous Xanthomatosis|E75.5
08 | i pk ik fing fi* Hypophosphatasia Eggg?
09 |Beta & f# iz 4% 2 Jx Beta-Ketothiolase Deficiency E71.19

B et A gk L %

B1(01| % % |+A iz Multiple sclerosis G35
02 ﬂ’b%é{ﬁﬁfﬁd 2 MY Amyotrophic lateral sclerosis (ALS)|G12.21
03 i; A Mk F AR Ataxia telangiectasia G11.3

F
Y TS Huntington disease(* #
043 7 = i Huntington's chorea) G10
05 (3§ 4 < g i 3 Rett syndrome F84.2
06 | # BLiti~p % S5 Spinal muscular atrophy G12.9
07 ,f; s AL Spinocerebellar ataxia G11.1
FLERE
08| & 4/ v Tuberous sclerosis Q85.1
09 A X Mg H AT R g & & & |Congenital insensitivity to pain L74.4
T with anhidrosis ( CIPA) '
10|# S8 aBE % - 3 |Neurofibromatosis type 11 Q85.02
11 |Alexander = 35 Alexander disease E75.29
12 | & %8 % Stiffperson syndrome G25.82
13| @ s 1T LR Hereditary spastic paraplegia Gl14
Joubert = g i 2 ( p2E]
14 s sl en g = 2 j;_ ) Joubert syndrome Q04.3
Pelizaeus-Merzbacher = Jg|q.: .
15 (B 52 )P0 i ) Pelizaeus-Merzbacher Disease E75.29
Charcot Maire Tooth = jg (i& : :
1612 A0 K ) Charcot Marie Tooth Disease G60.0
T G12.20
17 oD Lo (VAL R Kennedy Disease Gl2.21

¢ % )

G12.22




G12.29

PR 'S 2 - e L i

Familial Amyloidotic

18 i % Polyneuropathy E851
19 |Moebius Jx i ¥ Moebius syndrome Q87.0
20 [IMcleod i i ¥ Mcleod syndrome 88;2
21 |Aicardi-Goutieres Jx iF % Aicardi-Goutieres syndrome G31.89
22 |8 e B Hrm 1 Proteus Syndrome Q87.3
Methyl CpG binding protein 2
23 [MECP2 % & Jr g ¥ Duplication Syndrome Q99.8
(MECP2 Duplication Syndrome )
s s gy Cerebro-Costo-Mandibular
24 | P4 o 4R e 1F Syndrome 1bu Q87.89
C R SR
1 M BE 1 9 2T L - Idiopathic Infantile Arterial
Cl|01 |43 |+ 8 2f "M v Calcification Q28.8
02 [F g miv g Cystic fibrosis E84.9
03| 2 143 7% B R Primary Pulmonary Hypertension 1270
(PPH)
04 [Holt-Oram = jx iz ¥ Holt-Oram Syndrome Q87.2
Andersen < g i (< & &
05 (K 7% T i¥ 8 1t B & % |Andersen syndrome E74.09
il Sk B Rk )
B h L A1 b o S RE Hereditary Hemorrhagic
06| @4 o § HRE Telangiectasia 178.0
07 (% L34 & p Asphyxiating thoracic dystrophy  |Q77.2
A X M P fRiEHE § # Xz |Congenital Central Hypoventilation
08 % Syndrome G47.35
D i ks
7 ROE MR OPE S IProgressive intrahepatic
01 T i cholestasis,PFIC K83.1
02 |4 = M PERs & & [R7E Inborn errors of bile acid synthesis |E78.70
03 |ol-#%% F-v fiFdk 2 al- Antitrypsin  deficiency E88.01
4 % M Cajal ~ FF 5 %% 3 |Congenital Interstitial Cell of Cajal
044 & & %5 g # 5~ % 5 B |Hyperplasia with Neuronal Q43.8
3 Intestinal Dysplasia
05 |F@ + &+ %o 1F 2% Alagille Syndrome Q44.7




E TR AR

E1|01|Lowe = jxiF¥ Lowe syndrome E72.03
02 |Bartter = jx ix % Bartter’s syndrome E26.81
03 %ﬁg d REM TR Gtétnoes;r(?igggggessive polycystic Q61.19

FARp®

F1(01[:8 @ % & & fZi4-kiz e |Hereditary epidermolysis bullosa |Q81.9
02 %’)# Agge (P AREILE @ Ichthyosis, lamellar recessive Q80.2
03 | %} 5% Collodion baby Q80.2
04 |pad 4 #Rx Harlequin ichthyosis Q80.4

ke A R X M & 8 R 1 4= |Bullous Congenital ichthyosiform
054 % (% & £:f24+ & i i A |erythoderma Q80.3
) (epidermolytic hyperkeratosis )
06 |#h "2k 3 4 7 2oz Ectodermal Dysplasias Q82.4
07 [Meleda & i Meleda disease Q82.8
08 |Darier <~z (= % & iv i ) |Darier’s disease Q82.8
09| x M & it 72 2 Dyskeratosis Congenita Q82.8
Diffuse Non-epidermolytic
1014 BiER & L g7 i Palmoplantar Keratoderma type Q82.8
Unna-Thost
111¢ 24 A% Incontinentia Pigmenti Q82.3
12 |Netherton s ik ¥ Netherton Syndrome Q80.3

G o ®

G101 £ iig; v 4 K Duchenne muscular dystrophy G71.0
02 [INemaline #a ik »vp T % Nemaline Rod Myopathy G71.2
03 |Schwartz Jampel = g iz# |Schwartz Jampel syndrome G71.13
04 |»vp 58 8 Jx Myotonic dystrophy G71.11
05|5 A m szivd % gsgti;)ggﬁgulohumeral muscular G710
06 |7~ & s % Myotubular Myopathy G71.2




O7 B s.3ovp 4 £ Becker Muscular Dystrophy G71.0
08 [Freeman-Sheldon = jz iz # |Freeman-Sheldon syndrome Q87.0
09 (3L 4 A4 & Limb-girdle muscular dystrophy  |G71.0
10|4£ = Hrex % Congenital Muscular Dystrophy G71.0
H 2 5F 5%
H1|01 (sc % 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
03| f 4 #2527 4 Primary Paget disease mggggg mggggi
M88.831 M88.872
M88.832 M88.879
M88.839 M88.88
M88.841 M88.89
M88.842 M88.9
M88.849
04|14 FReh s~ 2% Cleidocraninal dysplasia Q74.0
M61.10 5
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 [ie 17 1 it o P:ogoreg/ssi[\)/:sm ssificans M61.132 M61.173
M61.139 M61.174
M61 141 M61.175
M61.142 M61.176
M61.143 Mé1.177
M61.144 M61.178
M61.145 M61.179
M61.146 VISR
M61.151 '
" " . 1Q71.60 Q72.70
062 < 3 Tp SFISILET\%/ Split-foot malformation O71.61 O72.71
Q71.62 Q72.72




Q7163 Q72.73

07 |% 5% it Osteopetrosis Q78.2
08|t # 25 2 > Pseudoachondroplastic dysplasia  |Q77.8
09| #MFAe8 v+ 20 Multiple Epiphyseal Dysplasia Q78.3

| % son %

11101} = % w2 % % = 4] |Ehlers Danlos syndrome IV Q79.6

J EORIEER
01|& A% F i Thalassemia major ngtl)
02| | & 4 g Thrombasthenia D69.1
03| A F1& + &0 F C4% £ jz|Homozygous protein C  deficiency|D68.59
LS AY TS 2T I sttt D59.5
05|28 A Ak it i v |QRCE Hemolytic Uremic D59.3

K L&A

KL|01 | 7 2 1200 2 g ?hgﬁ:% ((j:izggrsléc primary granulomatous D71
02 ;% % AR IR I Bk iz Congenital Hyper IgE syndrome  |D82.4
03 :; BN ARI I S g ons agammaglobulinemia D80.0
04 (Wiskott- Aldrich < g & #  |Wiskott- Aldrich Syndrome D82.0

D81.0
05| ptiy b i ann R D612
D81.9

06 |if & % & 8 4 £ Gefiopanment Component 8 D84.1
07 [IPEX g ix % IPEX Syndrome E31.0
08|% &Ik v Mgz Hyper-1gM syndrome D80.5
0Oy *# =M 141m Interferon y receptor 1 deficiency |D84.8

L P ARER

L1|01 [Kenny-Caffey = jx iF ¥ Kenny-Caffey syndrome Q87.1




02 |t g ;IH? 4 5E e Pseudohypoparathyroidism E20.1
03 g‘@ SR R X-linked hypophosphatemic rickets |[E83.31
04 [Laron % ff @ g 3 Lf[‘;’}jg’rg,rv%ﬂfsm E34.3
05 |Bardet-Biedl =z iz ## Bardet-Biedl syndrome Q87.89
06 |Alstrom = jx iF 2 Alsrtom Syndrome Q87.89
o7 [#F 1L % 2] % § & 18 A& |Persistent hyperinsulinemic £16.1
b 1A e M hypoglycemia of infancy (PHHI) '
08 \Wolfram = g i ¥ Wolfram syndrome - DIDMOAD |E88.9
09 |McCune Albright <z iz # |McCune Albright syndrome Q78.1
P += - |Campomelic dysplasia with
10/ 24p 5 ¥ 3 X2 ALNIBEL | iosomal sex reversal Q99.8
11 (524 H:jl;i % fulr ACTH resistance E27.49
12 |lo-23 it frdx 2 g 1% 3% la-hydroxylase deficiency E25.0
13| % 5+ H$%§ TA Congenital adrenal hypoplasia Q89.1
14 |[Kallmann = jg iz ¥ Kallmann syndrome E23.0
15 AR AERTA S PR Permanent Neonatal Diabetes P70.2
Mellitus
M L X v A i
?/l 01 [Aarskog-Scott = jt ix ¥ Aarskog-Scott syndrome Q87.1
023 7 ofs g iz 3 Waardenburg syndrome E70.8
03| & ivdF < g Apert syndrome Q87.0
04 |Smith-Lemli-Opitz = jz i ¥ |Smith-Lemli-Opitz syndrome E78.72
Larsen = jg iz ¥ (8g 4)-& =
05 5% - i %I“) Larsen syndrome Q74.8
06 I%eigwith Wiedemann % Beckwith Wiedemann syndrome  |Q87.3
a3
07 |Crouzon = g iF % Crouzon syndrome Q75.1
08 [Fraser = jg i ¥ Fraser syndrome Q87.0




09| % 3 M ¥ K s i3 Multiple pterygium syndrome Q79.8
10|Cornelia de Lange = jt i # |Cornelia de Lange syndrome Q87.1
11|/ % -¢ 4L % 2 X ypiE¥ |Hallerman-Streiff Syndrome Q87.0
12 |80 5 o 1 3 Kabuki syndrome Q89.8
13|18 -d8~d4p (&) g i #¥ Oto-Palato-Digital syndrome Q87.0
14 gfnradi-Hunermann I Conradi-Hunermann syndrome Q77.3
15|Treacher Collins = jz i¥#  [Treacher Collins Syndrome Q75.4
16 |Robinow = g iz ¥ Robinow Syndrome Q87.1
17 |Pfeiffer = jx iF # Pfeiffer syndrome Q87.0
18]% fie % s B 85 2 40 & 19 |Pantothenate Kinase Associated G23.0
M ERE Neurodegeneration (PKAN)
194 (&) 7 ®0F iz 3 Nail-Patella Syndrome Q87.2
20 |CFC g iz ¥ Cardiofaciocutaneous Syndrome  |Q87.89
21 |Peters-Plus g ik ¥ Peters-Plus syndrome Q134
22 |Nager Jx & ¥ Nager Syndrome Q754
23 |CHARGE g iz # CHARGE Syndrome Q89.8
N %782 F
N1|01 [Angelman = j iF % Angelman syndrome Q93.5
02 | DiGeorge’s Jg iF ¥ DiGeorge’s syndrome D82.1
03 |Prader-Willi = 3 iz # Prader-Willi syndrome Q87.1
4 R - & Ao~ 4 \WAGR syndrome ( Wilms®
04 |= B § ~ 4 i M #@f i ¥ tumor-Aniridia-Genitourinary Q87.89
(WAGR giE*) Anomalies-mental Retardation )
05 [Miller Dieker sz &+ Miller Dieker syndrome Q93.88
06 |Rubinstein-Taybi = jz i # |Rubinstein-Taybi syndrome Q87.2
07 | = B BT g i 3 Williams Syndrome Q93.89
08 |Von Hippel-Lindau 7 iz # [Von Hippel-Lindau disease Q85.8




09 Branchio-Oto-Renal Branchio-Oto-Renal i iz # 087.89
Syndrome ( BOR Syndrome )| (BOR g i %% ) :
z His A2 P R 7
Z1|01 |Cockayne = jg 1%+ Cockayne syndrome Q87.1
Hutchinson Gilford progeria
x .

02 |5 < e syndrome E34.8
03 |5 -37-% g i Tricho-hepato-enteric syndrome Q89.7
04 (Stargardt's = Stargardt's disease H35.50
O5'2% M % st & £ Occult Macular Dystrophy ; OMD |H35.50

1.

2y

%3

PEREI3IEL Y TP %ERNF S 092401548 82 o2 Tk g 2 'mve % (Nesidioblastosis) | F1&
Bepm &2 > pTFpAeE 2 F AR )Fﬁ)i%i L07 %. Persistent hyperlnsulmemlc hypoglycemia of
1nfancy (PHHI) % ¥ -

dERE9 E QY12
EFE-A~F 3 w2
PR RS E) FH .

vEAEOI6ES Y 220 FEF ¥ 096040060025 12 i = =2 Ureacycle disorders % Congenital
Urea cycle disorders °

¢ EIEOIEE T 3P %‘#’“W 980400742 %’i 4 FALA f,}?ﬁ?%{ B107 5. Spinocerebellar
ataxia® B *® 2 & ¢ R Bt ’3 BV IE-SE R - MEFECATN C SR S B - K g

¢ o K99 & f 19 B %‘*ﬁ@]—? % 0990400103%{ a2 F AR }faﬁ%iKlOZ%iCongemtal Hyper IgE
syndrome (£ X3 LA Fd Epiz3 ) 7 ICD-9-CM %% 1 7279.9 > 2 5 :7288.1,

3R F % 09504009072 5. =2 "Tyrosinemial T ~ I ~ I (pei=skps
)y B TpAE > F LA 1?5)?»% A207 5 Hereditary tyrosinemia (:if i#
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Al







