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ICD-10-CM # 7 75

AL X Rl

OAl % % #r& ¥ Urea cycle disorders (3 = % 7 )

Al (01| % k% A%k 38Tt |Congenital Ureacycle disorders E72.20
02 | A "efh & Citrullinemia E72.23
Nitroacetylglutamate synthetase
03 |c fEfiiefe & & fs4: L g |deficiency,NAG synthetase E72.29
deficiency
b 'Rfk % 7 fiA #& # fF 4% |Ornithine transcarbamylase
0417 : E72.4
ZJE deficiency
5 ¢ gegs o o = = . o = |[Hyperornithinemia-
05 ?\ zgfﬁ*ﬁ }}ii;,if u e Hyperammonemia- E72.4
SR R T Homocitrullinuria Syndrome
© A2ii /7 E A B3R ¥ Amino acid metabolic disorders / Organic acidemias
. ot o Amino acid metabolic
P I TR
A2 |01 |5 h e 15 3B T disorders(Aminoacidopathies) E72.8
02 | % 5k V=fik n JE Homocystinuria E72.11
03|% ¥ Aiisfl o Hypermethioninemia E72.19
04 |ZL-Ak |+ 8 4 Meph e Nonketotic hyperglycinemia E72.51
05 | ¥ ik Ffie Phenylketouria E70.0
06|z & felired it 7 Tetrahydrobiopterin deficiency [E70.1
07 [i @ |45 feispen Hereditary tyrosinemia E70.21
08 |4 #% Ff i Maple syrup urine disease E71.0
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097 ke Organic acidemias E71.118
10| & e Isovaleric acidemia E71.110
T - M | B L . type [:E72.3
11 - A K Glutaric aciduria type I ~ 11 typel 1:E71.313
12|75 B s JE Propionic acidemia E71.121
13|17 Ap - o Methylmalonic acidemia E71.120
e e 3-Hydroxy-3-methylglutari
14[3-22 439 A& - pew acid}émi;y methylglutaric E71.118
2 A ¥k B & R #E B | PAH type PKU combine with
15 F &7 ﬁiﬁijt&.# ZJE Sucrase-isomaltase deficiency E74.31+E70.0
16| % 3l e o Hyperlysinemia E72.3
17| e v%eph v g Histidinemia E70.41
=" AT B el s A % it |3-Methylcrotonyl-CoA carboxylase
18 B % 4 L deficiency E71.19
19] % i pead 2 Multiple carboxylase deficiency D81.819
20| ® ¥ Meps n Hyperprolinemia E72.59
51| % A %% L-"% A 4 % % 7| Aromatic L-amino acid £70.9
AF ik 7 e decarboxylase deficiency )
22 |friaepi g5 it frak 4 g Tyrosine hydroxylase deficiency  [E70.20
4 _osn oo = o g Cobalamin C defect
23 E'AL g “(C%Jé‘ ET]")'Q F e ( Methylmalonic aciduria and E71.120+E72.11
e e = Homocystinuria, cbl C type )
24\ R R AR B R Primary Hyperoxaluria E72.53
2512, ff\fj: Alkaptonuria E70.29
© A3 g Figf
A31(01|® 2 <& Gaucher’s disease E75.22
) 4w &f oy BT ok gE 3
02 %M” GM2 # 5 %% *a 58 | GM1/GM2 gangliosidosis IV
03 [Fabry = jJx Fabry disease E75.21
E75.240:Type A
E75.241:Type B
Niemann-Pick = e > # % . . E75.242:Type C
04 B AR Niemann-Pick disease E75.243:Type D
E75.248:0ther
E75.249:unspecified
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Metachromatic
05 |MLD i i Leukodystrophy (MLD ) E75.25
b g o pE A X Globoid  Cell  Leukodystrophy
063k fm¥e 5 T4 %0k (Krabbe’s disease) E75.23
L5 ’;‘] 7% e 18 ﬁ’x 1 %5 95 i (Infantile  form Lysosomal Acid
074 £ & (> f 1L }’3‘ « |Lipase Deficiency ( Wolman|E75.5
JE ) Disease )
OA4BUK 1 & R BHE ¥
A4 101 | s En Galactosemia E74.21
E74.09:type 0
E74.01:Type I
E74.02:type 11
02 PFFE 5 # Glycogen storage disease Ezjggggg R}
E74.04:type V
E74.09:type VI-XI
E74.01:Von Gierke's
03 ’?‘Eéjnl TERY 5 n‘%ﬁs?] i# 4 |Glut (Glucose Transport) 1 E74.8
e deficiency syndrome
04 |4 fE s fis 4 2 e Transaldolase deficiency E74.8
O AS*yrpey B ¥
ET1.30 E71.314
E71.310 E71318
01 (g REa g 1t iF% 3415 Fatty acid oxidation defect E71.311 E7132
E71.312 E71.39
E71.313 :
. L e Carnitine deficiency syndrome
U } 4 ay . ?
02 | gt p dwdd 2 primary E71.41
e e em 1 e .1 ¢ |Medium-chain acyl-coenzyme A
v A# R Z hix 3 5
03| WA & R AL dehydrogenase E71.311
e deficiency (MCAD )
e ak Rt Rk b me 4l £ Short-chain acyl-CoA
e Aa ., 7 ] 3 7 .
04| Ea"s PRk 2 & fiFdn Lok dehydrogenase deficiency E71.312
© A6 R sl PR ¥
A6 |01 [# 5834 1 Mitochondrial defect E88.40
H49.811
02 |Kearns-Sayre * Jx iF ¥ Kearns-Sayre syndrome gjggg
H49.819
03 |Leigh * & # #) %o # %5 % |Leigh disease G31.82
04 MELAS Jg i 3 MELAS E88.41
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Vi ay g s ., [Mitochondrial
TEE TR M 2d . .
05 Wﬁ;%%”%’ﬁ;iﬁ 124 Neurogastrointestinal E88.49
ST RO RO B Encephalopathy Syndrome
06|f rAsBAME frddl L Pyruvate dehydrogenase deficiency [E74.4
07" g% Barth Syndrome E78.71
0815 inX i @44R4! 5%  |Leber hereditary optic neuropathy |H47.22
© ATB [ HMEHEF
A7 |01 | Bk i%eph w g Cystinosis E72.04
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 BEAESHET (6 i Fucosidosis E77.1
)
04 |BEpeps % 4 L g Sialidosis E77.1
type LE77.1
05 |Zk% T Mucolipidosis typell ~ IILE770
type IV:E75.11
06 |4 ‘5~ #k "5 4 F @5 48&  |Neuronal ceroid lipofuscinosis E75.4
07| % % 1 prplfn prd 2 JE Multiple Sulfatase deficiency E75.29
© A8*£Ff% 2 7y F B2 ¥ Cholesterol and Lipid metabolism
A8 |01 B & F 7% B "& 7 % & |Homozygous familial E7%.0
JE hypercholesterolemia ’
02 | 725 B 51 B ok v JE Familial Hyperchylomicronemia  [E78.3
03| Afse g (1) Sitosterolemia E78.0
OA9 FH~ 3+ 4% 1n
A9 |01 |= F & <& Wilson’s disease E83.01
02 [Menkes 3 & % Menkes syndrome E83.09
03 |40 # & 4% £ Molybdenum cofactor deficiency |E61.5
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© A10:FF RN BHR ¥
6“1 01 |Zellweger = Jg i ¥ Zellweger syndrome E71.510
E71.511
E71.520
02 %+ “fjl’?‘éié AR Adrenoleukodystrophy E71.521
E71.528
E71.529
03 ";J: TEAlBE R I B T A II}hizomelic Chondrodysplasia E71.540
L unctata
© A1l H & NBE ¥
E80.20
01|% Fm Porphyria E80.21
E80.29
02 |Lesch-Nyhan = jx i # Lesch-Nyhan syndrome E79.1
03 | T Fefe® 3 1 fadl £ Sulfite oxidase deficiency E72.19
04 BoR Y & 4 PE d-v9 Jg iF |Carbohydrate-deficiency E77.8
=2 glycoprotein syndrome ’
05|z ® AR Trimethylaminuria E72.52
£ x> L iy BT F £ 7 2 |Congenital generalized
06 JE lipodystrophy E88.1
07 |"a%E % B Cerebrotendinous Xanthomatosis |[E75.5
R R e : E83.39
08 | 1 Fa ik fir i JE Hypophosphatasia E83 31
09 |Beta 7 f# fis 4% 2 g Beta-Ketothiolase Deficiency E71.19
10|24 4 % peéx 2 g Biotinidase Deficiency Dg&1.810
11 = PP vpedd 2 JE Cerebral Creatine Deficiency E72.8
1 FiieZ (4 % Bl) & #F# |[Thiamine Metabolism Dysfunction E51.8
fo LR 1% # Syndromes ’
B.730 & A 5 % Sops %
. |[Multiple Sclerosis, MS/
z% M d Z L .
B1 |o1 | & A 1B /EARAT S ¥ INeuromyelitis Optica Spectrum —— [G35/G36.0
ERS Disorders, NMOSD
L sl AT (L - Amyotrophic ~ lateral  sclerosis
02 ~% .siﬁf’i’_lﬁj 2 (ALS) G12.21
03 i AA G Mo g R Ataxia telangiectasia G11.3
F
04| = 45 < Bhon Huntington disease(* #L G10

Huntington's chorea)
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05|73 &~ Rett syndrome F84.2
X e o . G12.0
06 | # ¥ rep % ..ﬁ}jz Spinal muscular atrophy G121
K ‘,_/‘E«:xy 2, ::l' . 22 1;,‘7% . .
07 ;ri fff"l LR A L Spinocerebellar ataxia GI1.1
S PRE
08 [& & 1/ i Tuberous sclerosis Q85.1
09 A X Mg 7* AT R g & @ & |Congenital insensitivity to pain L74.4
FE with anhidrosis ( CIPA ) :
10|14 S8 arkEizsE % - 4] |Neurofibromatosis type II Q85.02
11 |Alexander = 5 Alexander disease E75.29
12 | & %8 g i 3 Stiffperson syndrome G25.82
13| @ s $ 1T & R Hereditary spastic paraplegia Gl14
Joubert = jx i ¥ 1
14 ,Jc?gg;‘,ialgrs ,ﬁgzgf; ?_‘() R joubert syndrome Q04.3
Pelizaeus-Merzbacher =~ g . .
15 Cl M 33 A Pam ) Pelizacus-Merzbacher Disease E75.29
16| +-5 F-H 27 < Charcot-Marie-Tooth Disease G60.0
G12.20
H 1B S g (8 R R : Gl12.21
17 " f{f{‘ﬁ:}i) Kennedy Disease G12.22
G12.29
18 FOE MRt O 44 &5 |Familial Amyloidotic E85.1
T % Polyneuropathy :
19 [Moebius Jx iF ¥ Moebius syndrome Q87.0
20 [Mcleod g i ¥ Mcleod syndrome 83;3
21 |Aicardi-Goutieres g iF ¥ Aicardi-Goutieres syndrome G31.89
22| 2 g 1 Proteus Syndrome Q87.3
Methyl CpG binding protein 2
- P Duplication Syndrome
2= A = 2
23 MECP2 5= & Ji ik # ( MECP2 Duplication Q99.8
Syndrome )
24 |57 ) 2 2 Cerebro-Costo-Mandibular Q87.89

Syndrome
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25 |Dravet Jg iF ¥ Dravet Syndrome, DS gjgggi
26|%0 Fl AR Vanishing White Matter Disease  |G37.8
27 Z_FA T pcpe B OPR 2 A %5 i3 |Pantothenate Kinase Associated G23.0
AR ERER Neurodegeneration ( PKAN) '
p o %‘f g f%#f+ A2 R P 2_ 4! |Phospholipase A2-associated
28 AT A neurodegeneration (PLAN) G23.0
9| F-F 4 &2 ¥ Pitt-Hopkins Syndrome Q87.0
. Beta-Propeller Protein-
g v B2
30|Beta ¥ J‘gL 3: b Associated Neurodegeneration G23.0
B2 i % SECEMER
(BPAN)
Infantile-Onset Ascending
B b A8 +
31 };;’ FRERILER o ditary Spastic G122
i Paralysis,JAHSP
C.r¥ s 7R 5 o 8
JE 2% M BB 145 D T (L Idiopathic Infantile Arterial
Cl (01 |42 (B8 sad P il 1t Calcification Q28.8
02 |k g i e Cystic fibrosis E84.9
g Ca . .. = |ldiopathic or Heritable pulmonary
4z M 2L i & R . .
03 ;%ﬁ SRR N arterial hypertension (IPAH or 127.0
HPAH)
04 |Holt-Oram = g iF ¥ Holt-Oram Syndrome Q87.2
Andersen Lo (&
0511 i%‘l mTEEY f fﬁ- JE 1% |Andersen syndrome E74.09
E= N ﬁ\?%ﬁ.—)— it lﬁ }{i:, )
Hereditary Hemorrhagic
b oAy M
06 <8 #4201 s 44 ? Lk Telangiectasia 178.0
07 |% & M4 &g Asphyxiating thoracic dystrophy  |Q77.2
0% 4‘« X ¢ fg L4 § 7 X g|Congenital Central Hypoventilation G47 35
% Syndrome ’
Dy i % Yogs %
01 (T M ROE M PR L S Progressive familial intrahepatic K831
¥ E cholestasis,PFIC ’
024 % MRS & = [Rek Inborn errors of bile acid synthesis |E78.70
03 |al-#u% 30 frdx 2 al- Antitrypsin deficiency E88.01
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A 2 4 Cajal = B B ko # #|Congenital Interstitial Cell of Cajal
044 & & %5 i 4 5 % %7 £ |Hyperplasia with Neuronal Q43.8
¥ Intestinal Dysplasia
05 |F7 3% %t 1E 3 Alagille Syndrome Q44.7
E. § 50 B i B %
El |01 |Lowe = Jg iF Lowe syndrome E72.03
02 [Bartter = jJx ix % Bartter’s syndrome E26.81
03 fe 4 42 7 & M4 T 5 Autosomal recessive polycystic Q61.19
B of kidney disease ’
04| % 9= J i ¥ Alport Syndrome Q87.81
F.AL K 5%
Q81.0
Q81.1
F1 |01 ;2 @4 & & f244 kg5 |Hereditary epidermolysis bullosa  |Q81.2
Q81.8
Q81.9
ok g iR (P RECE M , _
02 %i,ﬁ)&' B (pwTE Ichthyosis, lamellar recessive Q80.2
=
03 %62 Collodion baby Q80.2
04 (3¢ 4 iR Harlequin ichthyosis Q80.4
kve A & X 4 4 8 Fe % %= (Bullous Congenital ichthyosiform
05|R & (% A RLf2 1 & i i |erythoderma Q80.3
BE) (epidermolytic hyperkeratosis )
06|%hi2 k¥4 2 g Ectodermal Dysplasias Q82.4
07 [Meleda § 7 Meleda disease Q82.8
08 |Darier ~jr (= % & i i ) |Darier’s disease Q82.8
09| % & it 72 2 Dyskeratosis Congenita Q82.8
Diffuse Non-epidermolytic
10(& iR & p7ed P Palmoplantar Keratoderma type Q82.8
Unna-Thost
1119 24 a5 Incontinentia Pigmenti Q82.3
12 [Netherton J % Netherton Syndrome Q80.3
Grop o
Gl |01|& % v & & Duchenne muscular dystrophy G71.0
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02 [Nemaline 4 ;% 5+ p T % Nemaline Rod Myopathy G71.2
03 [Schwartz Jampel = Jz iz # |Schwartz Jampel syndrome G71.13
04 [Fvp 5 & Myotonic dystrophy G71.11
- opn g s X Facioscapulohumeral muscular
05|% & ™ szovs % 3 dystrophy G71.0
06 "] & Jp % Myotubular Myopathy G71.2
07 b s.3ovp 4 £ Becker Muscular Dystrophy G71.0
08 [Freeman-Sheldon = jz i ¥ |Freeman-Sheldon syndrome Q87.0
09 34 A|ex % Jp Limb-girdle muscular dystrophy  |G71.0
10|£ = poed £ Congenital Muscular Dystrophy  |G71.0
11|° < #hs ﬂ“:}ﬁs Central Core Disease G71.2
12| % o dhg I Multiminicore Disease G71.2
. o ¥ Emery—Dreifuss
13 |[Emery—Dreifuss "*+% % Jr M uscular Dystrophy (EDMD) G71.0
14|GNE i 24 7“5 % GNE myopathy G71.8
15(¢ 4= B i3 3 Stormorken syndrome D69.8
H. ¥ 2 g0 ¥ 5 %
H1 |01 |#c# % 5 % 2% Achondroplasia Q774
02|=# 7 2 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
< L ek s . : M88.822 M88.869
RO E X
03 | g A4 X Primary Paget disease MR8 829 MS8 871
M88.831 M88.872
M88.832 M88.879
M88.839 M88.88
M88.841 M88.89
M88.842 M88.9
M88.849
04 |48 % jp ¥ v B ¥ Cleidocraninal dysplasia Q74.0
05 & 7 (4 it el Fibrodysplasia Ossificans M61.10 M61.152
Progressiva M61.111  [M61.159
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M61.112
M61.119 Me61.161
M61.121 M61.162
M61.122 M61.169
M61.129 M61.171
M61.131 M61.172
M61.132 M61.173
M61.139 Mo61.174
M61.141  [MOLITS
M61.142  |[MOLIT76
Mél.143  [MOLITT
M61.144  [MOLIT8
M61.145 iﬁg;i;9
M61.146 M61:19
M61.151
Q71.60 Q72.70
. . Split-hand/ Split-foot Q71.61 Q72.71
ES .

0614 = A "k malformation ( SHEM) Q71.62 Q72.72
Q71.63 Q72.73

07|% ¥ % it & Osteopetrosis Q78.2

Of |t ¥ 2 5 7 > Pseudoachondroplastic dysplasia  |Q77.8

09| % MHHa48 5+ 20 Multiple Epiphyseal Dysplasia Q78.3

10 |fg ¥ dzde8 87 2 2 Craniometaphyseal Dysplasia Q78.8
L4 m o
I101|£ % g% e & § % w4 |Ehlers Danlos syndrome IV Q79.6
Joi R

01 £3l4FEpa Thalassemia major ggg(l)

02| -] & & * Thrombasthenia D69.1

H 5 £ 3 3o i 5 ) .
03 z‘;é FleF Fad T C#L Homozygous protein C deficiency [D68.59

05|28 B ARS L op g QYR Hemolytic Uremic D59.3
K101 |74 (0 1 ¢ o8 s dCilgg(;rsléc primary granulomatous D71

[

Congenital Hyper IgE syndrome  |D82.4
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BN T 5 If 7w . .
03 7;— B SLR R e Bruton’s agammaglobulinemia D80.0
04 |Wiskott- Aldrich ~ jz iz % |Wiskott- Aldrich Syndrome D82.0
D81.0
. s s Severe combined DS81.1
ol DI 7 . N
05| Bed 47 & 3 & A4 Lk immunodeficiency D81.2
D81.9
o ‘en @ 4) g Complement Component 8
¥ 5. ;
06 |4& 18 = i» 8 4% Z JE deficiency Dg4.1
07 |[IPEX 3 iF ¥ IPEX Syndrome E31.0
083 £ IR Fv Mugiz# Hyper-IgM syndrome D80.5
09y F# 2 X8 1415 Interferon y receptor 1 deficiency |D84.8
10| @ g ok Hereditary Angioedema (HAE) D84.1
L. & i o
L1 |01 [Kenny-Caffey = Jx i ¥ Kenny-Caffey syndrome Q87.1
02 [Tt ml @ S 9:}1 4 76 R Pseudohypoparathyroidism E20.1
M 5‘% 2 Wos iz £fo 2o . . .
03 "vai—%ﬁ S G X-linked hypophosphatemic rickets [E83.31
ek e cm Laron syndrome
04 |Laron = i 4k % 3 ( Laron Dwarfism ) E34.3
05 |Bardet-Biedl = jx i ¥ Bardet-Biedl syndrome Q87.89
06 |[Alstrom = ;g ix % Alsrtom Syndrome Q87.89
07 #5142 27 % § % 18 A |Persistent hyperinsulinemic E16.1
Al 1A B hypoglycemia of infancy (PHHI) :
08 [Wolfram = g iF % Wolfram syndrome » DIDMOAD |E88.9
09 |[McCune Albright = jz i # (McCune Albright syndrome Q78.1
. ... |Campomelic dysplasia with
e z 2 l 7
101/ &dp s ¥ 7 LA SIS | osomal sex reversal Q99.8
115+ glj"\ﬁl R % ACTH resistance E27.49
12 - Al @4 2 Dk |25-Hydroxyvitamin D 1-Alpha- ES3.32
73] o g Hydroxylase Deficiency '
13| % 5+ 9:}1%}‘ T Congenital adrenal hypoplasia Q89.1
14 [Kallmann = ;g iF ¥ Kallmann syndrome E23.0
15 Permanent Neonatal Diabetes P70.2

A ERTE SRR
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Mellitus

16  MIRAGE ¢ i ¥ MIRAGE syndrome Q89.8

M. L X v§ A% iF 3

M1101 [Aarskog-Scott = J i ¥ Aarskog-Scott syndrome Q87.1
023 7 O g Waardenburg syndrome E70.8
038 MfF <R Apert syndrome Q87.0
04 |Smith-Lemli-Opitz = jg i #¥ |[Smith-Lemli-Opitz syndrome E78.72
05 L:ka‘rhshegrjli ;_ g]g ;; ) CREA- Larsen syndrome Q74.8
06 %egwith Wiedemann % g Beckwith Wiedemann syndrome  [Q87.3
07 |Crouzon * jJg iF ¥ Crouzon syndrome Q75.1
08 |Fraser = ;g iF % Fraser syndrome Q87.0
09| % 2 M ¥k o g 3 Multiple pterygium syndrome Q79.8
10 |Cornelia de Lange = jr i # |Cornelia de Lange syndrome Q87.1
11|/#% & -¢ 40 % % X Jx ¥ |Hallerman-Streiff Syndrome Q87.0
12 [Kabuki J ik ¥ Kabuki syndrome Q89.8
138 #5835 (B) Jpiz# Oto-Palato-Digital syndrome Q87.0
14 g; nradi-Hunermann % e % | o i Hunermann syndrome Q77.3
15|Treacher Collins = Jg iz #  |Treacher Collins Syndrome Q75.4
16 [Robinow = g iF % Robinow Syndrome Q87.1
17 |Pfeiffer = jg ik % Pfeiffer syndrome Q87.0
| [P B prpe B o 2 4¢ 3¢ i3 Pantothenate Kinase Associated |55

idgom (# B27) Neurodegeneration (PKAN)

1913 (&) 7 8# g iz 3 Nail-Patella Syndrome Q87.2
20 |CFC Jg iF ¥ Cardiofaciocutaneous Syndrome  |Q87.89
21 |Peters-Plus ;¢ iF Peters-Plus syndrome Q134
22 |Nager J¢ ¥ ¥ Nager Syndrome Q75.4
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23 |CHARGE 3 i # CHARGE Syndrome Q89.8
Q99.8
24 |19 - AR I 1% White-Sutton syndrome F84.8
F78
R L A T wa
25 Z{ AR N B0 4 B Costello syndrome Q87.89
26 |Ayme-Gripp Ji iF 3 Ayme-Gripp syndrome Q87.89
27|Coffin-Lowry Jg i Coffin-Lowry Syndrome Q89.8
28 |Myhre Jg iF ¥ Myhre syndrome Q87.89
20| B B T G o 1 Sensenbrenner Syndrome Q87.5
30|50 7 -8 F AT R 1 H Keppen-Lubinsky syndrome ES88.1
N.4é i ¥
N1 |01 |Angelman = JE i ¥ Angelman syndrome Q93.5
02 |DiGeorge Jg i DiGeorge syndrome D82.1
03 |Prader-Willi = jg i ¥ Prader-Willi syndrome Q87.1
= f ¥ %~ & L%~ [WAGR syndrome ( Wilms’ tumor-
04| B B ¥ ~ 4 it [ % & 1% |Aniridia-Genitourinary Anomalies- |Q87.89
# (WAGREIF#) mental Retardation )
05 [Miller Dieker g i % Miller Dieker syndrome Q93.88
06 |Rubinstein-Taybi = jz iz # |Rubinstein-Taybi syndrome Q87.2
07 | = B &7 g iF F Williams Syndrome Q93.89
08 [Von Hippel-Lindau J& i # |Von Hippel-Lindau disease Q85.8
Branchio-Oto-Renal . NPT
09|Syndrome ( BOR B(r%rgg‘?}:gﬁ";g?nal I 5 ¥ Q87.89
Syndrome ) AT
ZE W AL 3P R T
Z1 |01 |Cockayne = Jg ix % Cockayne syndrome Q87.1
02]% %5 Hutchinson Gilford progeria E34.8
syndrome
03 | & -3+ g ik ¥ Tricho-hepato-enteric syndrome Q89.7
04 [Stargardt's =~ J£ Stargardt's disease H35.50
05" % M % st £ Occult Macular Dystrophy ; OMD |H35.50
06|% = L= M2 B Leber Congenital Amaurosis H35.50
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10.

11.

12.

13.

14.

15.

16.

17.

18.

[

PEAFOIE LT TP FRET F 092401548 5L 2 Tk § 4 vz g5 (Nesidioblastosis) | FIB Eeup % 0 0 f TP A
» F BB s B 5. 107 55 Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) ¢ ¥ -

PEREO3ELY TP RFEEE Y 002401548 5L 2 Tk f 2 vz By (Nesidioblastosis) | F1/@ Gep e o p T p AR~
F AR B %5 107 %5 Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) & ¥ -

dERARISE 9 12 p FHEFF % 09504009072 5o 2 [ Tyrosinemial [~ I ~ T (B g - 4~ %241~ %=24)) |
B ASE ~F A B 5. A207 %5 Hereditary tyrosinemia (iff &+ 3 feiepia ) - H -

PERFEICE ST 22 P F42FF § 09604006002 513 i © 2 2 Urea cycle disorders 5 Congenital Urea cycle disorders °
PEAFOBET T 3P FRET F 0980400742 5L £ F A o A 5L B107 5L Spinocerebellar ataxia 0 B ¥ o &0 A R Mt
EAAR BT L AR R PR TR AR

¢

FEIAFI9E 3T 19p FHEF H 0990400103 522 F LB rffa F 55 K102 55 Congenital Hyper IgE syndrome (£ % {3 4%
9 Epiz¥) > RICD-9-CM %#% ¢ 72799, > 5 ¢ 2881, -
¢ERE 106 # 10 * 25 P F R F § 1060402678 5L 2 £ 373 F L A B A 5 G13 5L Emery-Dreifuss #~% 4% jg (Emery-Dreifuss
Muscular Dystrophy) : ICD-10-CM % # " G71.0 ; ~ K10 5.8 & &5 ¢ |-k * (Hereditary Angioedema) : ICD-10-CM % 75
TD84.1, o
PEXREL07E S50 30 p g % 1070401231 5L 2 #73 F A A 75 B %L B1-25 5L Dravet Jg i ¥ (Dravet Syndrome, DS) :
ICD-10-CM s " G40.311, ~ v Hij % j& (Vanishing White Matter Disease) : ICD-10-CM %45 "G37.8, ; B 1 % L A i B
5. A11-05 5L & 4. g (Trimethylaminuria) i3 & 2 = 7 Z %A (Trimethylaminuria) ~ & 5L L1-12 50 la-#3 i A5 4% £ ¢ i ¥ (1o-hy-
droxylase deficiency) : ICD-10-CM $n#% TE25.0 ; 8 & 5 % - 41k @244 % D i 4 4| & (25-Hydroxyvitamin D 1-Alpha-
Hydroxylase Deficiency) : ICD-10-CM %7 "E83.32 , ~ & 5. G13 5.%~% % jg (Emery—Dreifuss Muscular Dystrophy, EDMD) 4" %f
RELZE L GI-13~ AHLKI0 5L @ {2 ¢ 2k #(Hereditary Angioedema,HAE) 4 # A %L1 & % KI-10 -
PEARI08E 1715 P ERR@ T ¥ 1070403736 B2 4 ATH F 5 5 & 5L G1-14 5L GNE i 2% 74 % (GNE myopathy) : ICD-
10-CM %75 "G71.8 ; ~ G1-15 85 ¢ 4= B3¢ % #¥ (Stormorken syndrome) : ICD-10-CM %% "D69.8 | 2 M1-25 853 #14% & <38
#3564 Kok (Costello syndrome) : ICD-10-CM %075 " Q87.89 |
PEARI09E 7P 3P R F F 1090402037 5L & ATH F L A gp A 5L M1-26 5L Ayme-Gripp i % # (Ayme-Gripp syn-
drome) : ICD-10-CM %78 " Q87.89 ; 2 MI1-27 55 Coffin-Lowry g ik ¥ (Coffin-Lowry Syndrome) : ICD-10-CM %75 "Q89.8 ; -
250 F LA -FEA 5 CL-03 5L 3 |49 §#% 3 /& (Primary Pulmonary Hypertension ,PPH) 2 it 5 $#4 14 2¢ if i 2.9 $2 0% 3 R
(Idiopathic or Heritable pulmonary arterial hypertension (IPAH or HPAH ) % A %. B1-05 534 4 < ji i% 3 (Rett syndrome) % & % F
¥ < (Rett syndrome) ©
PELRE 109 & 107 13 p KT % 1090402740 5L 2 373 F LA f}ﬁﬁﬁv%ﬁBl-Zig BBy B g fRpE A2 BE T2 A AT R P
(Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM %7 TG23.0, - % ¥ L5 i B L MI-18 5Lk 3 jpcfis b 25
z_#9 %1% i 145 5 (Pantothenate Kinase Associated Neurodegeneration,PKAN ) 4 #f & 512 i+ 5 B1-27 55 o
¢oERRE1I0# ? 3 EREF % 1100460016 5L £ AT F LA B A 5L A6-08 BLF 19N i B HARA Eh % (Leber hereditary
optic neuropathy) : ICD-10-CM 4% #% "H47.22 ; = B1-29 5L 4 #-F ¥ £ 27 i # (Pitt-Hopkins Syndrome) : ICD-10-CM ¥ #%
rQ87.0, » 2 ¥ F L 5 i F %5 B1-16 %5 Charcot Maire Tooth = jJg (i& {7 f£ 40 0§ % “7& )( X-linked hypophosphatemic
rickets)i2 & 5 % 3-8 J1- #1 < jx (Charcot-Marie-Tooth Disease) + A 5. L1-03 L4 it & 3] (< gkt B 5 (% (X-linked hypophos-
phatemic rickets) i i 5 145k & ) Mpips @ 5 iz (X-linked hypophosphatemic rickets) °
PEAEIIOE 1L P 23 p R RF % 1100461161 52 £ 373 F L A i F 55 M1-28 55 Myhre Jg 1% % (Myhre syndrome) : ICD-
10-CM %75 " Q87.89 ; ~ Z1-06 %% in < % % {# 2 g5 (Leber Congenital Amaurosis) : ICD-10-CM %% " H35.50 ; ~ L1-16 %5
MIRAGE 3 % 3 (MIRAGE syndrome) : ICD-10-CM %/ " Q89.8 , % E1-04 % & ia % j ig # (Alport Syndrome) : ICD-10-CM %
7 TQ87.81, -
PEAEIIOE 1LY 24 p R EF % 1100461168 5L £ i3 & F A A P B 5. B1-01 %5 % 3 144 g (Multiple sclerosis) @ ICD-
10-CM %75 "G35 , B & 5 % % A L4 5 % % ¢ (Multiple Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders,
NMOSD) : ICD-10-CM %:#% " G35~ G36.0,
PEAFIILE L 12 P FREF $ 1100461686 52 2 ATH F LA i B 5 M1-29 54 & % ik 4k 1% ¥ (Sensenbrenner
Syndrome) : ICD-10-CM % # " Q87.5 ) ~ A4-04 % 4% f¥ % fiv 4% £ Jg (Transaldolase deficiency) : ICD-10-CM %4 "E74.8 ; %
MI1-30 55 & & § #74 k i% #¥ (Keppen Lubinsky Syndrome) : ICD-10-CM %% "E88.1, » 2 i3 & ¥ 2 5 A 5L F1-01 5Ll @4
% 4 & f& 1 ok g¢ 5 (Hereditary epidermolysis bullosa) & ICD-10-CM % #% : " Q819 , - # & 4
TQ81.0 ~ Q81.1 ~ Q81.2 ~ Q81.8 ~ Q81.9, »
PEARIIIE4 Y 13 p EHREATF 1110460962 522 2 373 F LA :}]ir,ﬁw%;i B1-30 %. Beta d% %5k -0 B B2 A 539 B P
(Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM %% "G23.0, » 2 B & F L 5 v B 5L A2-143 5L 3-55
#&-3-7 A& A - B o g (3-Hydroxy-3-methyl-glutaric academia) 12 & 5 3-¥g 2 -3-7 & A - Bk & % (3-Hydroxy-3-methylglutaric
academia) ~ A 5L A2-16 5% 4t % FA k. g (Hyperlysinemia)if & 5 % #i% Ak & o (Hyperlysinemia) ~ % & 5 /& 5. D1-01 HLi&
7 i ROE AR R E 9 o (Progressive intrahepatic cholestasis,PFIC) 1 I & i& {7 14 R2& {437 ) 2+ 3% 2 55 (Progressive familial
intrahepatic cholestasis,PFIC) -
PEAFIILETY I3p #HERATF 1110461992 522 £ 373 F L A Ud B 5L HI1-10 5248 F iz 45552 ¥ 7 2 (Craniometaphy-
sealDysplasia) : ICD-10-CM %7 "TQ78.8 ; ~ A 5. B1-31 5.8 w23 + (s 4 @ 1% % 12 B (Infantile-Onset AscendingHereditary
Spastic Paralysis,JAHSP) : ICD-10-CM %% " G12.2 , ~ F 85 Al11-11 8.+ #59 vt 44 £ g (Cerebral Creatine Deficiency) ICD-10-
CM %78 "TE72.8 % B 5L A11-12 3ipiied (24 % Bl) & #f# it K& 1% ¥ (Thiamine Metabolism Dysfunction Syndromes) ) :
ICD-10-CM %45 "E51.8 , » 2 ¥ F LA I B 5L M1-12 880 # o 1% ¥ (Kabuki syndrome) ® < £ #i 5 Kabuki & % ¥ (Kabuki
syndrome) ~ A 52 N1-02 %% DiGeorge’s Ji i ¥+ (DiGeorge’s syndrome) £ = DiGeorge Ji % ¥ (DiGeorge syndrome) °
CEARI2E LY 17 P FERF F 1120460003 52 £ ATH F L5 g B 5 A224 SR 4L ¥ i B g (Primary Hyperox-
aluria) : ICD-10-CM %45 "E72.53 ; » 2 ¥ F L 5 :}ﬁaﬁr 5 B1-06 354 #5149 % % (Spinal muscular atrophy) /& ICD-10-CM
%8 1 TGI29, » % : TGI20 -~ GI2.1, ~ A % B1-25 % Dravet 5 i 3 (Dravet syndrome) /& ICD-10-CM % 7% :
FG40.311, » 8@ % © TG40.803 ~ G40.804 ; -
t‘r FAEI2#47 19p #FREF 5 1120460969 5= £ 373 F LA T B 5. A2-25 51 2 ke (Alkaptonuria) © ICD-10-CM 4%
E70.29 | o
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2EFLAR L EIO-10-0l% - F
EA 106 # 10 » 25 p r# W F % 1060402648 52 =

EFARI0TE LY 30 P FERF % 1070401231 %fi?%
EARI08E1 " 15 p wREF % 1070403736 5L =
EARI09# 72 31 p #REF % 1090402037 5= 4
FAF 109 10 7 13w W F % 1090402740 52 = £
EFARII0E8 " 3p wREF % 1100460016 5L =

EFARII0E 117 23 p W W F % 1100461161 5= £
EARII0E 117 24 p w3 ®F % 1100461168 52 = £
EFARIILAELD Y 12 p #FREF % 1100461686 5= 4
FARIIIE4 13 P wiREF % 1110460962 5= 2
EFARIIIET? 13 P FW®F % 1110461992 5L 2
FARLIZ2E]1 Y 17 p #FREF % 1120460003 5= 4

L T = T O O O T T T T T B

S EAF 112447 19 P GBI % 1120460969 4 > 2

(e zapR)

H2 o LGB

St (R

ICD-10-CM %75

al- Antitrypsin deficiency al-F% Fev frar 2 E88.01
%?A}llgfg?ﬁgflcvlriinﬁgsgDeﬁciency Fodld el & DAk | E83.32
3-Hydroxy-3-methylglutaric acidemia 3-Fg 3-8 A AN e E71.118
glélgl(itehgcl}c]rotonyl-COA carboxylase U AT BAMAFA L 2R 4 2L [E71L19
Aarskog-Scott syndrome Aarskog-Scott = J i ¥ Q87.1
Achondroplasia wHEFT AR Q77.4
ACTH resistance Tt ’Jﬁui R % it E27.49
E71.511
E71.520
Adrenoleukodystrophy E s ’Jﬁi’v’&q‘ v A &R E71.521
E71.528
E71.529
Alagille Syndrome Fe & RO ik Q44.7
Alexander disease Alexander = 5 E75.29
Alkaptonuria 2 RIE E70.29
Alport Syndrome 17 6 R E H Q87.81
Alstrom Syndrome Alstrom = J i ¥ Q87.89
disorders(Aminoacidopatties) kB E728
Amyotrophic lateral sclerosis (ALS) X ST R A Gl12.21
Andersen syndrome ﬁ;ngl_e ;ﬁfe}g_; ;}If; ]%li ’1 ﬁa(v %;_T j; :gl 7 g% E74.09
Angelman syndrome Angelman = Jg i ¥ Q93.5
Apert syndrome CRRGEE= N Q87.0
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ICD-10-CM %78

Aromatic L-amino acid decarboxylase

deficioncy 54 % Ly iR s RSk 2o [E70.39
Asphyxiating thoracic dystrophy LML R Q77.2
Ataxia telangiectasia £ AR A B R R R R GI11.3
Atypical Hemolytic Uremic Syndrome L AR E R b g E D59.3
Qilslégzgmal recessive polycystic kidney EYE T URE LA 1 i Q61.19
Aicardi-Goutieres syndrome Aicardi-Goutieres JE iF ¥ G31.89
Ayme-Gripp syndrome Ayme-Gripp Jg iF ¥ Q87.89
Bardet-Biedl syndrome Bardet-Bied] =~ ;g ix ¥ Q87.89
Barth Syndrome TN g E R E78.71
Bartter’s syndrome Bartter = Jg iF ¥ E26.81
Becker Muscular Dystrophy B A v 4 o G71.0
Beckwith Wiedemann syndrome Beckwith Wiedemann = jg i ¥ Q87.3
NeurodegenerationBPAN) Beta % 35 M M2 A T 5 s |G23.0
Beta-Ketothiolase Deficiency Beta Fi f# fr 4% 2 E71.19
Biotinidase Deficiency Ll §icE R D81.810
g}ranchio-Oto-Renal Syndrome ( BOR Brinchlo -Oto-Renal Jx i # (BOR & Q87.89
yndrome ) i)
Bruton’s agammaglobulinemia U RGN I s e = O D80.0
crythoderma.(epidermolyic KA LABERELE (2L gy
hyperkeratosis )
rCeit/r:rI;(;{nelic dysplasia with autosomal sex A E TR A R Q99.8
SCyaLrg;);gIlgrate-deﬁciency glycoprotein BRI S 8L pE R E77.8
Cardiofaciocutaneous Syndrome CFC iz # Q87.89
Carnitine deficiency syndrome, primary ol L TR E71.41
Central Core Disease s fihy T G71.2
Cerebral Creatine Deficiency < MLt 2 E E72.8
Cerebro-Costo-Mandibular Syndrome fa %t ) A 1E Q87.89
Cerebrotendinous Xanthomatosis e E B E75.5
Charcot-Marie-Tooth Disease -5 - A G60.0
CHARGE Syndrome CHARGE g i ## Q89.8
Chronic primary granulomatous disease R X ek Rel B 3 i D71
Citrullinemia SN RfL ) E72.23
Cleidocraninal dysplasia Lol T S Q74.0
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ICD-10-CM %78

Cobalamin C defect (Methylmalonic
aciduria and Homocystinuria, cbl C type )

AR g B skRE L g (Chl
cil

E71.120+E72.11

Cockayne syndrome Cockayne = J i ¥ Q87.1
Coffin-Lowry Syndrome Coffin-Lowry Jx iF 3 Q89.8
Collodion baby L XI5 Q80.2
g}(])rrllgreélrir‘igl Central Hypoventilation LAY R F F LR B G47.35
Complement Component 8 deficiency AR > 84 L D84.1
Congenital adrenal hypoplasia L X MF B%%ﬁ T AR Q89.1
Congenital generalized lipodystrophy A2 EREFERET LR E88.1
Congenital Hyper IgE syndrome AXAMBAEIE Y ERizHE D82.4
Hyperplasia with Neuronal Intestnal | % 3 1 Cajal S Wm0 2 665 |45 g
Dysplasia A EAET RS

Congenital Muscular Dystrophy L X Mok o G71.0
Congenital urea cycle disorders L AR TR SRR E72.20
Conradi-Hunermann syndrome Conradi-Hunermann = Jg i ¥ Q77.3
Cornelia de Lange syndrome Cornelia de Lange = Jg i ¥ Q87.1
Costello syndrome BT A NSH M Fv AR Ko Q87.89
Craniometaphyseal Dysplasia REF i v 7 2 Q78.8
Crouzon syndrome Crouzon = Jg iF ¥ Q75.1
Cystic fibrosis FoR R R E84.9
Cystinosis Bl v E72.04
Darier’s disease Darier . (£ & & iv T ) Q82.8
Dife Nowepdermoly Pamorlanar |3 5.+ 1 g7 5 ons
DiGeorge syndrome DiGeorge JE i ¥ DS82.1
Duchenne muscular dystrophy x ‘g; S A G71.0
Dyskeratosis Congenita AR AT 2o Q82.8
Dravet Syndrome, DS Dravet J ik ¥ gjgggi
Ectodermal Dysplasias MR S A3 Q82.4
génDeﬁ'/Iy]S]))reifuss M uscular Dystrophy Emery—Dreifuss 7“4 % s G71.0
Ehlers Danlos syndrome IV IR _E’_.?f%‘i B¥ye Q79.6
Fabry disease Fabry = je E75.21




H R LR

St (ERE)

ICD-10-CM %78

Facioscapulohumeral muscular dystrophy

B R FozRuE Fon

G71.0

Familial Amyloidotic Polyneuropathy

E85.1

Familial Hyperchylomicronemia

TR R IR AR

E78.3

Fatty acid oxidation defect

BELE T Ak

E71.30

E71.310
E71.311
E71.312
E71.313

E71.314
E71.318
E71.32
E71.39

Fibrodysplasia Ossificans Progressiva

TNSRER RPN

M61.152
M61.159
Mé61.161
Mé61.162
M61.169
M61.171
M61.172
M61.173
M61.174
M61.175
M61.176
M61.177
M61.178
M61.179
M61.18

M61.19

M61.10

Mé61.111
M61.112
M61.119
M61.121
M61.131
M61.132
M61.139
M61.141
M61.142
M61.143
M61.144
M61.145
M61.146
M61.151

Fraser syndrome

Fraser = g iF #¥

Q87.0

Freeman-Sheldon syndrome

Freeman-Sheldon = jt iz 2%

Q87.0

Fucosidosis

PR R Y (e )

E77.1

Galactosemia

L i

E74.21

Gaucher’s disease

325

E75.22

Glut ( Glucose Transport ) 1 deficiency
syndrome

CIR P UE Y TR

E74.8

Glutaric aciduria type [ ~ 11

Type I:E72.3
Type II:E71.313

Glycogen storage disease

R

E74.09:Type 0
E74.01:Type I
E74.02:Type I
E74.03:Type 111
E74.09:Type IV
E74.4:Type V
E74.09:Type VI-XI
E74.01:Von Gierk’s

Globoid Cell Leukodystrophy (Krabbe’s

disease) himie iy A R E75.23
N ) um sk age s ‘ GM1:E75.19/
GM1/GM2 gangliosidosis GM1/GM2 #? 5 & H " A GM2-E75.00
GNE myopathy GNE i 7 % G71.8
Hallerman-Streiff Syndrome PEN I R A A S (4 Q87.0
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St (ERE)

ICD-10-CM %78

Harlequin ichthyosis i d A R Q80.4
Hereditary Angioedema (HAE) RN ALK e S D84.1
Q81.0
Q81.1
Hereditary epidermolysis bullosa BB A A AR AERE Q81.2
Q815
Hereditary Hemorrhagic Telangiectasia R B B RE 178.0
Hereditary spastic paraplegia B EE e RET R Gl11.4
Hereditary tyrosinemia £ QA L E70.21
Histidinemia ORPL R fE E70.41
Holt-Oram Syndrome Holt-Oram = g i% ¥ Q87.2
Homocystinuria B BRIRPL B fE E72.11
Homozygous familial hypercholesterolemia| e & 3 73% 1+ % & 7 i o g E78.0
Homozygous protein C deficiency PAFIEF o FCHL D68.59
I;lli)nrg;l)gton disease(* #i- Huntington’s 2 S B G10
Hutchinson Gilford progeria syndrome 5 o E34.8
Hyper-IgM syndrome B LAY Mg iEE D80.5
Hyperlysinemia g R N E72.3
Hypermethioninemia BT ORURR L R E72.19
Hyperornithinemia-Hyperammonemia- %5 VRl JE- B & 5 E- B N R E72.4
Homocitrullinuria Syndrome JE R T ¥
Hyperprolinemia B RfL w E72.59
Hypophosphatasia 1L By e Egg g?
Ichthyosis, lamellar recessive Rt bR (pHAEEE BT Q80.2
B A DR AL T S A
Idiopathic Infantile Arterial Calcification —|47%F |4 38 s2d "% AT 1 e Q28.8
Inborn errors of bile acid synthesis A X MIERL L AR E78.0
Incontinentia Pigmenti F 24 AR Q82.3
Infantile form Lysosomal Acid Lipase R 52303 pE R Lt g AR A L g (X E75.5
Deficiency (Wolman Disease) fp- T ﬁ XRE)
ot Pomsi A ep e Heretan o mp g R $RRR (G122
Interferon y receptor 1 deficiency yFHEZWH 5 Dg84.4
IPEX Syndrome IPEX Jg iF # E31.0
Isovaleric acidemia 2 AR e E71.110
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ICD-10-CM %78

Joubert = i3 ( FIEH ) Bodsl IR

Joubert syndrome T 3) Q04.3
Kabuki syndrome Kabuki jx iz # Q89.8
Kallmann syndrome Kallmann = g iE % E23.0
H49.811
Kearns-Sayre syndrome Kearns-Sayre = jx i ¥ gjggg
H49.819
G12.20
Kennedy Disease 0w (F R AR ) |05 9)
G12.29
Kenny-Caffey syndrome Kenny-Caffey = g ix # Q87.1
Keppen-Lubinsky syndrome o R -l AT R 1 E88.1
Laron syndrome ( Laron Dwarfism ) Laron = & & i ¥ E34.3
Larsen syndrome Iﬁ‘;;;e? SR CRA-A R R Q74.8
Leber Congenital Amaurosis PR A N2 33 H35.50
Leber hereditary optic neuropathy 7l AR S % H47.22
Leigh disease Leigh * & # 3 7 ¥ 4 % G31.82
Lesch-Nyhan syndrome Lesch-Nyhan = jx i # E79.1
Limb-girdle muscular dystrophy S AeA R o G71.0
Lowe syndrome Lowe = g iF % E72.03
Maple syrup urine disease W PR E71.0
McCune Albright syndrome McCune Albright = jJg i ¥ Q78.1
Mcleod syndrome Mcleod Jg 1% ¥ gggg
R N e
MELAS MELAS g iF # E88.41
Meleda disease Meleda § i Q82.8
Menkes syndrome Menkes Jx iF ¥ E83.09
Metachromatic Leukodystrophy (MLD ) |MLD 3 i ¥ E75.25
Methyl CpG binding protein 2 Duplication
Syndrome ( MECP2 Duplication MECP2 %7 & Jg iF 3% Q99.8
Syndrome )
Methylmalonic acidemia TAP E71.120
Miller Dieker syndrome Miller Dieker g ik ¥ Q93.88
Mitochondrial defect R | E88.40
Mitochondrial Neurogastrointestinal MNGIE g & # E88.49

Encephalopathy Syndrome

R SUREAY S R o 1R 3
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ICD-10-CM %78

MIRAGE syndrome MIRAGE g iz ¥ Q89.8
Moebius syndrome Moebius i iF % Q87.0
Molybdenum cofactor deficiency 4p o 4k 2 g E61.5

Typel: E77.1

Mucolipidosis

W5

Typell ~ T: E77.0
Type IV: E75.11

Mucopolysaccharidoses

DM
1‘3—,—
e
R
F‘ﬂ

Typel: E76.01
E76.02
E76.03

Type2: E76.1

other: E76.210

E76.211
E76.219
E76.22
E76.29
Unspecified: E76.3

Multiminicore Disease

% f?‘ﬁ"] %3‘; gm;}%

G71.2

Multiple carboxylase deficiency SR pra Lo D81.819
Multiple Epiphyseal Dysplasia SEERAEE T 2R Q78.3
Multiple pterygium syndrome 0 el e R Q79.8
G oot NG | 5 LA 1 AR 5 A G35/G36.0
Multiple Sulfatase deficiency PR pr a2 E75.29
Myhre syndrome Myhre Jg iF 3¥ Q87.89
Myotonic dystrophy Uk 5 B fE G71.11
Myotubular Myopathy el o G71.2
Nail-Patella Syndrome i () 7 WH R iz Q87.2
Nager Syndrome Nager Jg iF ¥ Q75.4
Nemaline Rod Myopathy Nemaline U i wp o % G71.2
Netherton Syndrome Netherton ¢ i # Q80.3
Neurofibromatosis type 11 A e AR Y - Q85.02
Neuronal ceroid lipofuscinosis AR AT AR E75.4

Niemann-Pick disease

Niemann-Pick = g » & 8887 R

E75.240:Type A
E75.241:Type B
E75.242:Type C
E75.243:Type D
E75.248:other
E75.249:unspecified

Nitroacetylglutamate synthetase

deficiency,NAG synthetase deficiency © PRARIR £ s L E72.29
Nonketotic hyperglycinemia AR % o SR e E72.51
Occult Macular Dystrophy ; OMD R R A R H35.50
Organic acidemias 7 e E71.118
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Ornithine transcarbamylase deficiency BRfhg " fEARM A L E72.4
Osteogenesis imperfecta =7 >E Q78.0
Osteopetrosis TR R Q78.2
Oto-Palato-Digital syndrome B#dn (B i # Q87.0
PAH type PKU combine with Sucrase- £ AE M R & B R 5 TR |54 310870.0
isomaltase deficiency i 2 ' '
Pantothenate Kinase Associated T N L I TR
Neurodegeneration (PKAN ) AL B A R bR 1G23.0
Paroxysmal Nocturnal Hemoglobinuria PR 2F R D59.5
Permanent Neonatal Diabetes Mellitus A MERTA TR )T\}ﬁﬁ P70.2
: - o (B
Pelizacus-Merzbacher Disease E,el,,lgaeu,f Merzbacher o (BT E75.29
_:tJ " T }fF_)
Persistent hyperinsulinemic hypoglycemia |# 3152 24%& 5 % F & & s Mu E16.1
of infancy (PHHI) JE :
Peters-Plus syndrome Peters-Plus Jx i ¥ Q134
Pfeiffer syndrome Pfeiffer = jg iz #* Q87.0
Phenylketouria F i AR E70.0
Phospholipase A2-associated Bt B i fRps A2 BEE2 A0 it i G23.0
neurodegeneration(PLAN) P I :
Pitt-Hopkins Syndrome REF-F4 &3R5 Q87.0
E80.20
Porphyria 3 E80.21
E80.29
Prader-Willi syndrome Prader-Willi =~ jJg ix ¥ Q87.1
Primary Hyperoxaluria R g ¥R R E72.53
MS88.0
MS8S8.1 MS88.851
M88.811 |M88.852
M88.812 |M88.859
M88.819 |M88.861
M88.821 |M88.862
Primary Paget disease R gyt mggg%g Mgggg?
M88.831 |M88.872
M88.832 |M88.879
M88.839 |M88.88
M88.841 |M88.89
M88.842 |M88.9
M88.849
Progressive familial intrahepatic = M B oL S dp |
cholestasis ( PFIC ) EFILFIREITR RS K83.1
Propionic acidemia P E71.121
Proteus Syndrome TR /BT Q87.3
Pseudoachondroplastic dysplasia Bra BT A > Q77.8
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H R LR

St (ERE)

ICD-10-CM %78

Pseudohypoparathyroidism [ZE RIS ’Jij‘t R fE E20.1
Pyruvate dehydrogenase deficiency PAkEE B R E fRAE L g E74.4
Rett syndrome TR F84.2
Rhizomelic Chondrodysplasia Punctata PRl BB 1321 s g Sy S E71.540
Robinow Syndrome Robinow = jg i ¥ Q87.1
Rubinstein-Taybi syndrome Rubinstein-Taybi = Jx iE ¥ Q87.2
Schwartz Jampel syndrome Schwartz Jampel = Jx iF ¥ G71.13
Sensenbrenner Syndrome S T N2 Q87.5
D81.0
Severe combined immunodeficiency o gg% é
D81.9
Slelgzti-e(ﬁlca;n acyl-CoA dehydrogenase ‘mbary e £ A LR E71312
Sialidosis MEFLEE E AL E77.1
Sitosterolemia EHBEBEE () E78.0
Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz = Jg iF ¥ E78.72
Spinal muscular atrophy TR X R gg(l)
Spinocerebellar ataxia PR i B TR R Gl1.1
‘ ' Q71.60  |Q72.70
malformation ( SHEM) A oe |07
Q71.63  |Q72.73
Stargardt’s disease Stargardt ’s =~ Je H35.50
Stiffperson syndrome R G25.82
Stormorken syndrome g 3 g g D69.8
Sulfite oxidase deficiency LAy Cpsad L E72.19
Tetrahydrobiopterin deficiency T & ghelied 3k 5o E70.1
Thalassemia major A PERE - o ggg?
Thiamine Metabolism Dysfunction /ETM;-% (fa4 2 Bl) ™ s o st i E51.8
Syndromes T+
Thrombasthenia oo EE A R D69.1
Transaldolase deficiency HRE R P4k £ E74.8
Treacher Collins Syndrome Treacher Collins = jx iF ¥ Q75.4
Tricho-hepato-enteric syndrome B0 o E Q89.7
Trimethylaminuria =7 AR E72.52
Tuberous sclerosis EE A g Q85.1
Tyrosine hydroxylase deficiency e ieph 27 i Ba 4k 2 E70.20
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EF2 o5 L(5B) Peom b () ICD-10-CM %75
Von Hippel-Lindau disease Von Hippel-Lindau Jz i ¥ Q85.8
Vanishing White Matter Disease Baw B AR G37.8
WAGR syndrome (Wilms’ tumor- B R HEL
Aniridia-Genitourinary Anomalies-mental S R g g (WAGR & &%) Q87.89
Retardation ) b IR AR
Waardenburg syndrome XE ORR R EIER E70.8
Q99.8
White-Sutton syndrome 1R - 4R I 1 F84.8
F78
Wolfram syndrome Wolfram = jg iF ¥ E88.9
Williams Syndrome o BBT R R Q93.89
Wilson’s disease o R E83.01
Wiskott- Aldrich Syndrome Wiskott- Aldrich = Jg i ¥ 279.12
X-linked hypophosphatemic rickets MR B MR B o R E83.31
Zellweger syndrome Zellweger = Jg i ¥ E71.510
fr
L Ea@o3e 1 7p F4£MF 5 092401548 58 24 M9 4 * ‘e 5 (Nesidioblastosis) | FUVR Eep &% 2 0 o T p A
»~ Z L 7 5 B % L07 55 Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) % ¥ -
2. P EAFEOIELT TP EFHEEFEY 002401548 5.2 T § 2 vz B (Nesidioblastosis) | rﬂ@,%m}?s L E o pTpAE
F LB 5 B 5. L07 %5 Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) & ¥ -
3. ¢ ERARISEOI Y 12 p FHFF & 09504009072 5 £ [ Tyrosinemial [~ I ~ I (fei=ikfm - 2~ %3 ~%=3)) , »
pTPASE A F LA B 5. A207 %5 Hereditary tyrosinemia (iff &+ 3 feiefia ) - H -
4. ¢ FAREI6E 82 22 p HFEF ¥ 09604006002 5512 it ¢ 24 Urea cycle disorders % Congenital Urea cycle disorders -
5. ¢ ERAREOISETE 3P EHEEF F 0980400742 5o A F LAk :fﬁaﬁr ¥ B107 %L Spinocerebellar ataxia > Jn ? < i A T
EALA B PR R R TR BB
6. ¢

10.

11.

12.

13.

EA®9E 3 19 p FFEEF % 0990400103 5L 4 F 2 A rj}% 7 55 K102 5. Congenital Hyper IgE syndrome (% % + 3 ¢ %
9 Epiz¥) > RICD-9-CM %#% ¢ 72799, » & 5 ¢ 2881, -
¢ERE 106 # 10 * 25 p R F § 1060402678 52 £ 373 F L B B A 5 G13 5L Emery-Dreifuss #~% #& jg (Emery-Dreifuss
Muscular Dystrophy) : ICD-10-CM % # " G71.0 ; ~ K10 %::% i# |+ & ¢ |-k * (Hereditary Angioedema) : ICD-10-CM % 7%
'D84.1,
PEXREL07E S 30 p FERREF Y 1070401231 L2 £ 273 F LA U B 85 B1-25 % Dravet Jg & # (Dravet Syndrome, DS) :
ICD-10-CM % #% " G40.311, ~ % i} 4 & (Vanishing White Matter Disease) : ICD-10-CM % #% "G37.8, ; &1 F L5 i P
5. A11-05 5L & 4. g (Trimethylaminuria) i3 & 2 = 7 Z %A (Trimethylaminuria) ~ & 5L L1-12 5L la-#3 i A5 4% £ ¢ i ¥ (1o-hy-
droxylase deficiency) : ICD-10-CM $n#% TE25.0 ; 8 & 5 % - 41k @244 % D i 4 4| © & (25-Hydroxyvitamin D 1-Alpha-
Hydroxylase Deficiency) : ICD-10-CM % #% "E83.32, ~ A %5 G13 5L3%% % ji (Emery—Dreifuss Muscular Dystrophy, EDMD) 4" %8
RELIZE L GI-13~ AHLKI05LHE @ {2 § 2k #(Hereditary Angioedema,HAE) 4 # A %L1 & % KI-10 -
S ELFEI08E 10 15 P @R T & 1070403736 5.2 2 475 F LA i A 3 G1-14 5 GNE 1 24 7 % (GNE myopathy) : ICD-
10-CM %45 " G71.8; ~ G1-15 85 ¢ 4= B 49 ¢ i ¥ (Stormorken syndrome) : ICD-10-CM %75 "TD69.8 | % MI1-25 555 #74% & < 38
#3564 Kok (Costello syndrome) : ICD-10-CM %075 " Q87.89 |
PEARI09E 7 31 P R F F 1090402037 5L & ATH F L A gp A 5L M1-26 5L Ayme-Gripp i % # (Ayme-Gripp syn-
drome) : ICD-10-CM %7 " Q87.89 ; 2 MI1-27 55 Coffin-Lowry g i % (Coffin-Lowry Syndrome) : ICD-10-CM %:#5 " Q89.8 ; -
250 F LA LA 5 CL1-03 5L 3 |49 §#% 3 /& (Primary Pulmonary Hypertension ,PPH) 2 it 5 $#4 14 2¢ if i 2.9 §5 0% 3 R
(Idiopathic or H[Zritable pulmonary arterial hypertension (IPAH or HPAH ) % 7 55 B1-05 L33 4 < g 1% ¥ (Rett syndrome) i & % F
# < Jg(Rett syndrome) °
PELRE109E 107 13 p KT % 1090402740 5L 2 373 F LA f[ﬁﬁﬁ\%%ﬁ,Bl-ZE; BBy B P fRpE A2 BE T2 A AT R I
(Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM %7 TG23.0, » % ¥ L5 i B e MI-18 5Lk 3 jpcfs b 25
2_ A 39 i B g5 (Pantothenate Kinase Associated Neurodegeneration, PKAN ) 4 %8 & 5512 & % BI1-27 %% o
¢ER R0 # ? 3 EERF % 1100460016 5L £ RT3 F LA JY’F, BB A6-08 355 i @ AR A Eh % (Leber hereditary
optic neuropathy) : ICD-10-CM 4% #% "H47.22 ; = B1-29 5L 4 3 -2 ¥ £ #7& i # (Pitt-Hopkins Syndrome) : ICD-10-CM ¥ #%
FQ87.0, » 2B F L % F+ 5 B1-16 5% Charcot Maire Tooth = i (i& 7 #£ 40 ' 12 %2 % % 455 )( X-linked hypophosphatemic
rickets)i2 & 5 % 47 -5 J1- #1 <z (Charcot-Marie-Tooth Disease) ~ 5 5. L1-03 3143 it & 4] (< gt B o (% (X-linked hypophos-
phatemic rickets) i i 5 7R & ) Mpifs @ 5 iz (X-linked hypophosphatemic rickets) °
PEAREIIOE 11 P 23 p R AT 5 1100461161 5L £ 275 F A 2 g5 A 5L M1-28 5L Myhre ji % 3¥ (Myhre syndrome) : ICD-
10-CM %76 " Q87.89 ; ~ Z1-06 %% ia < % % {# 2 g5 (Leber Congenital Amaurosis) : ICD-10-CM %% " H35.50 ; ~ L1-16 %5
MIRAGE 3 # % (MIRAGE syndrome) : ICD-10-CM % " Q89.8 ; & E1-04 53 ia1 < s ig #¥ (Alport Syndrome) : ICD-10-CM
7% TQ87.81, o
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14.

15.

16.

17.

18.

PEARELI0E 110 24 p R BT ¥ 1100461168 5L £ 2 & F A 5 5 A 5L B1-01 50 5 4 {44 i* 7z (Multiple sclerosis) : ICD-
10-CM 4 7% "G35 ) B 1 5 % 2 {8 g L4 5 4 % (Multiple Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders,
NMOSD) : ICD-10-CM %% G35~ G36.0 -
PEAFIILE L 12 P FREF $ 1100461686 52 2 ATH F LA i B 5L M1-29 54 & % ik 4k 1% ¥ (Sensenbrenner
Syndrome) : ICD-10-CM %7 " Q87.5 ; - A4-04 5% fix it fis 44 2 i (Transaldolase deficiency) : ICD-10-CM 4% "E74.8 ; %
MI1-30 5.5 5 & § #7 2k ik iF #¥ (Keppen Lubinsky Syndrome) : ICD-10-CM %45 "E88.1, + 2 B & ¥ LA 5 A 5L F1-01 5L @2
% 4 & f& 1 -k g¢ g (Hereditary epidermolysis bullosa) & ICD-10-CM % #% : " Q819 , - # & 4
TQ81.0 ~ Q81.1~Q81.2~Q81.8~Q81.9, -
PEARIILE A 13 P #RRRT 5 1110460962 52 2 374 F L5 g5 5 %5 B1-30 5 Beta 150K Fov M2 4 5191 B g
(Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM %% "G23.0, » 2 B & F L 5 v B 5L A2-143 5L 3-55
#4-3-7 A A - B g (3-Hydroxy-3-methyl-glutaric academia) i & 5 3-#3 3£-3-7 A A = f& & & (3-Hydroxy-3-methylglutaric
academia) ~ 5 5L A2-16 5% 4t & ko g (Hyperlysinemia)i$ & 5 % #to%fhpk o o (Hyperlysinemia) ~ # &L 5 5 /& 52 D1-01 5Li&
{7 R2E MR BE L % gk (Progressive intrahepatic cholestasis,PFIC) 12 it 5 i {7 & R3& H9F ) " 74 3% 4 5 (Progressive familial
intrahepatic cholestasis,PFIC) o
PEAEIILET Y I3p FERRAFF 1110461992 520 £ 3718 F L A i B 3L HI1-10 548 # #7 4558 3 7 7 2 (Craniometaphy-
sealDysplasia) : ICD-10-CM % 7§ "TQ78.8 ; ~ A 5. B1-31 5.8 w23 + (s 4 @ 1% % 12 B (Infantile-Onset AscendingHereditary
Spastic Paralysis,JAHSP) : ICD-10-CM % " G12.2, ~ F 5 Al11-11 3.+ #g»epa 4 2 Jg (Cerebral Creatine Deficiency) ICD-10-
CM %25 TE72.8 ) % B 5L AL1-12 8pro=% (24 % B1) i #fs it B #g i ¥ (Thiamine Metabolism Dysfunction Syndromes) ) :
ICD-10-CM $o#% TE51.8, > 2 B & F %7 % & 5. M1-12 5.8 & o i 1% ¥ (Kabuki syndrome) ® < # 4 5 Kabuki & % ¥ (Kabuki
syndrome) ~ A %L N1-02 5% DiGeorge’s Ji i ¥ (DiGeorge’s syndrome) ¢ - % DiGeorge i i ¥ (DiGeorge syndrome)
PEIRELI2ELDT 17 p ERREF F 1120460003 5L 2 £ 373 F LA i B 5L A2-24 5. % 12 % X 4 B R (Primary Hyperox-
aluria) : ICD-10-CM %45 "E72.53 ; » 2 ¥ F L 5 :}?‘51% B B1-06 5% fxid iep {%ﬁ:}j‘g(Spinal muscular atrophy) & ICD-10-CM
0 TGI29, - @21 5t TGI2.0 ~ G12.1 5 ~ 5 3 B1-25 55 Dravet 5 i ¥ (Dravet syndrome) & ICD-10-CM % 75 :
TG40311, » 23 % : G40.803 ~ G40.804 | -
E‘r FAEI2#47 19p #FREF 5 1120460969 5L = £ 373 F LA i B 5. A2-25 51 2 ke (Alkaptonuria) @ ICD-10-CM %%
E70.29 , -
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