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E2A il

AL X 5 #+2 ¥ Inborn errors of metabolism

OAl A% & #rE ¥ Urea cycle disorders

Al

01

A AR VTR R PR

Congenital urea cycle disorders

E72.20

02

PN VREL

Citrullinemia

E72.23

03

bﬁgg_ )Jéeﬁ’xb%\'ﬁﬁ}ﬁr—7 ]_EE

Nitroacetylglutamate synthetase
deficiency, NAG synthetase deficiency

E72.29

04

5ORALE U kAR WA P Ak

Z

"|Ornithine transcarbamylase deficiency

E72.4

05

¥ bR B £ oL -
JNVRER X fE fE T EE

Hyperornithinemia-Hyperammonemia-

Homocitrullinuria syndrome

E72.4

@ A2 A R/F B A BFE ¥ Disorders of amino acid/organic acid metabolism

Amino acid metabolic disorders

A2 |01 i ik 1 S II% (Aminoacidopathies) E72.8
02 | % 2 epl FRE Homocystinuria E72.11
03|% ¥ Fiisefl o gz Hypermethioninemia E72.19
04 [ZLar 123 H "= o Jx Nonketotic hyperglycinemia E72.51
05 | % A FRE Phenylketonuria E70.0
06|z & felied it 7 Tetrahydrobiopterin deficiency E70.1
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07 |:# @ |+ 5 fLiiept n Hereditary tyrosinemia E70.21
08 |4 4% 7k i Maple syrup urine disease E71.0
093 #pka Organic acidemias E71.118
10| Vs Isovaleric acidemia E71.110
N ARE > R- Ay B D . type I: E72.3
11 3 Glutaric aciduria type I ~ 11 typell: E71.313
12|75 B JE Propionic acidemia E71.121
137 Af - fen Methylmalonic acidemia E71.120
14|3-#2 7L-3-7 A - B s g |3-Hydroxy-3-methylglutaric acidemia [E71.118
A R AR Aife & 3 R #E BF [PAH type PKU combine with sucrase-
Sk & T MEepE Ak L isomaltase deficiency E74.31+E70.0
16| % 3=l v JE Hyperlysinemia E72.3
17 | fevepa i g Histidinemia E70.41
= 9 A= B AR fF A2 i % (3-Methylcrotonyl-CoA carboxylase
1812 ., 4. - E71.19
¥ deficiency
19| % 212 i fedd 2 g Multiple carboxylase deficiency D81.819
20| ® ¥ teph Hyperprolinemia E72.59
54 % L=l pa gz L |Aromatic L-amino acid decarboxylase
21 ] « . : E70.9
fis 3k Z_JE deficiency
22 |BReph iR i prak 2 g Tyrosine hydroxylase deficiency E70.20
~osn o oo = o ge./Cobalamin C defect (Methylmalonic
23 gﬁ 2 ‘ﬁ - B - LS acidemia and Homocystinuria, cb1C |[E71.120+E72.11
i ff(-}ﬁ;,cblc A type)
24 |\ R B KRB R Primary hyperoxaluria E72.53
25| 2. f}}i Alkaptonuria E70.29
©A3 % -] W& # & Lysosomal storage disorders
A3 013 2 “ g Gaucher disease E75.22
GMI/GM2 # ‘& & H g kEf Co GM1: E75.19
02 = GM1/GM2 gangliosidosis GM2- E75.00
03 |[Fabry = jJx Fabry disease E75.21
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E75.240:Type A
E75.241:Type B
Niemann-Pick = g - &V %&£k |\ . . E75.242:Type C
04 % AR Niemann-Pick disease E75.243-Type D
E75.248:0ther
E75.249:unspecified
05 |MLD g ix ¥ Metachromatic leukodystrophy (MLD) [E75.25
Boowl g o g X Globoid cell leukodystrophy
06 |3k fm¥e Kol T4 0k (Krabbe’s disease) E75.23
07 B2 527 A fF 48 Bk 14 P9 %5 B |Infantile form lysosomal acid lipase E75.5
i L JE(* LILE & “yg)  |deficiency (Wolman disease) :
08 |k v=ps i Cystinosis E72.04
Typel: E76.01
E76.02
E76.03
Type2: E76.1
AL % FE. . Other: E76.210
09 |&k 5 proE Mucopolysaccharidoses E76211
E76.219
E76.22
E76.29
Unspecified:E76.3
10 | et <38 ¥ (A &) |Fucosidosis E77.1
1T | pl % % 4% L Sialidosis E77.1
Type 1: E77.1
12 A% B Mucolipidosis Type IT ~ 11T : E77.0
Type IV : E75.11
13 14 g~ 4 B -  |[Neuronal ceroid lipofuscinosis E75.4
14| % 3 M piph g e 4> L e Multiple sulfatase deficiency E75.29
QA4 B ki £ % ~# B ¥ Disorders of carbohydrate metabolism
A4 |01 | 54w Galactosemia E74.21

02

PR AR

Glycogen storage disease

E74.09:type O
E74.01:Type I
E74.02:type 11
E74.03:type III
E74.09:type IV
E74.04:type V
E74.09:type VI-XI
E74.01:Von Gierke's

03 Yorx B B F F 862 45 |Glut (Glucose transport)1 deficiency E74.8
Fea syndrome :
04 |4 fE ps s 4 2 e Transaldolase deficiency E74.8
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OAS5 " %»pe § i B ¥ Disorders of fatty acid oxidation
E71.30  |E71.314
E71.310  |g-1'31g
A5 |01 |7 "mpas 1V iT% & 15 Fatty acid oxidation defect E71.311 15913,
E71.312 159139
E71.313 )
- L\ s Carnitine deficiency syndrome
o L5 X ?
02| mz P &G4 2 JE primary E71.41
03 vo4arg AL 3 3 pE % 4 Z [Medium-chain acyl-coenzyme A E71311
JE dehydrogenase deficiency (MCAD) :
kgt e wh 1 e we i)t Short-chain acyl-CoA dehydrogenase
T AEL z A }’ 7 .
04 ‘4P ipfe 4 & frdk Lo deficiency E71.312
QA6 # % R ¥ Mitochondrial disorders
A6 |01 |5 88 3 Mitochondrial defect E88.40
H49.811
02 [Kearns-Sayre = J i ¥ Kearns-Sayre syndrome Eiggg
H49.819
03 |Leigh * & & # %o ¥ % % |Leigh disease G31.82
04 IMELAS g ik ¥ MELAS E88.41
05 MNGIE g i #5048 {44 Mitochondrial neurogastrointestinal E%8.49
A Mo h R OE 1F H encephalopathy syndrome )
06 ([ fv s B & frdx 2 g Pyruvate dehydrogenase deficiency  |E74.4
07|% =g i3 Barth syndrome E78.71
08 |F 1< if @AY %%  |Leber hereditary optic neuropathy H47.22
OA7 a2 % X 32 ¥ Disorders of vitamin metabolism
A7 (01|24 2ps4 L Biotinidase deficiency D81.810
QA8 " F|f% 2 *g F * #& ¥ Disorders of cholesterol and lipid metabolism
AR |01 ‘P\—’ﬂ £ F %M B "2 FH A& & |[Homozygous familial E78.0
JE hypercholesterolemia
02 | 725 M B 54 B ok v JE Familial hyperchylomicronemia E78.3
03 |E Ffs & E(FEd~ 1) Sitosterolemia E78.0
- ) '/ w - X X '53'»
04 A2 ERFTY R R Congenital generalized lipodystrophy |E88.1

JE
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05 "o Ett % B Cerebrotendinous xanthomatosis E75.5
©OA9 £ B~ #% ¥ Disorders of metal metabolism
A9 01 |= &S Wilson’s disease E83.01
02 (Menkes Jg iF ¥ Menkes syndrome E83.09
03 |40 # & 4% £ Molybdenum cofactor deficiency E61.5
OA10:§5 “ 4R ¥ Peroxisomal disorders
A10 |01 |Zellweger * jx iz ¥ Zellweger syndrome E71.510
E71.511
E71.520
02 |%+ ”fjl’?%i—‘; vOE A &R Adrenoleukodystrophy E71.521
E71.528
E71.529
R il T I ) . .
03 1, T AR B Rhizomelic chondrodysplasia punctata |[E71.540
O©A1l H # 2 %2 ¥ Other metabolic disorders
E80.20
A1l (01 % B Porphyria E80.21
E80.29
02 [Lesch-Nyhan = jJg iF ¥ Lesch-Nyhan syndrome E79.1
03 L Fipe s it fadk 2 Sulfite oxidase deficiency E72.19
04 W\J‘ ft Z_p% 3-v Jg iF |Carbohydrate-deficiency glycoprotein E77.8
+# syndrome
05 (= ¥ A" Trimethylaminuria E72.52
06 | 15k ik fin f* Hypophosphatasia Eggg?
07 Beta & fi= 4% 2 Jx Beta-Ketothiolase deficiency E71.19
08 |~ "o ? v fkdt Z JE Cerebral creatine deficiency E72.8
yaR b ( ‘w4 % Bl) ™ #f# it |Thiamine metabolism dysfunction
09 1 o E51.8
e 1% B syndromes
B.An3R et 4d &2 %k 5L R ¥ Disorders of the brain or nervous system
58 M T e /i AR A & Multiple sclerosis, MS/ Neuromyelitis
BI ol LE optica spectrum disorders, NMOSD (35/G36.0
02 % MRl 2 Mg Amyotrophic lateral sclerosis (ALS) |G12.21
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03 i; A GH Mok B RO 5 Ataxia telangiectasia GI11.3
i3
. g Huntington disease
= i . .
04|% 7 N BH>E (* # Huntington's chorea) G10
053 #F g Rett syndrome F84.2
X e N . G12.0
06| # #Frep % HERE Spinal muscular atrophy G121
KRR ST LM E (TR . .
07 ifﬁtj R Spinocerebellar ataxia Gl1.1
F‘ﬁl PR
08 | & & 1/ i+ Tuberous sclerosis Q85.1
09 £ % Mg # ATR g & & & |Congenital insensitivity to pain with L74.4
FE anhidrosis (CIPA) )
10 |4 S8 afrizsE % - 4]  |Neurofibromatosis type 1T Q85.02
11 |Alexander * 5 Alexander disease E75.29
12 | Rl g ¥ Stiffperson syndrome G25.82
13| @i SHT L RR Hereditary spastic paraplegia Gl11.4
Joubert = J i (7% ]
14 Fglﬂlﬁﬁgﬂ ,% J’?‘;’t ; )( R Joubert syndrome Q04.3
Pelizaeus-Merzbacher * jJg . :
15 (BAE 525 2] P5AT 1 ) Pelizaeus-Merzbacher disease E75.29
16| +-5 f-# 27X Charcot-Marie-Tooth disease G60.0
G12.20
H B i R (F R R . G12.21
17 s =) Kennedy disease G12.22
G12.29
2 M SRR kS ’,7);': 2l B3 e . .
18 I?%;: R RS Familial amyloidotic polyneuropathy |E85.1
19 [Moebius i iE 3 Moebius syndrome Q87.0
20 |Mcleod Jx iz ## Mcleod syndrome 88;2
21 |Aicardi-Goutieres Jx i ¥ Aicardi-Goutieres syndrome G31.89
Methyl CpG binding protein 2
22 IMECP2 = & jx g+ duplication syndrome Q99.8
(MECP2 duplication syndrome)
23 |Dravet Jg i ¥ Dravet syndrome, DS gjgggi
24 \Maw FOF A Vanishing white matter disease G37.8
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o5 [ A Fa g fis B OB 2 49 ¢ 19 |Pantothenate kinase associated G23.0
RERCE S neurodegeneration (PKAN)
2% BkPq B Pg fRfF A2 R 55 24! |Phospholipase A2-associated G23.0
HT R neurodegeneration (PLAN) '
27 |\ -2 8 & 27 % Pitt-Hopkins syndrome Q87.0
28 Beta 42 > 4% 3-v B B 2_4? & |Beta-Propeller protein-associated G23.0
SRR neurodegeneration (BPAN) :
29 B o2a| b oF i @4 g % |Infantile-onset ascending G122
S RN hereditary spastic paralysis, IAHSP '
3017 A % M ¢ {4 § 2 &z |Congenital central hypoventilation G47.35
=4 syndrome
31 |Von Hippel-Lindauwjt i #  |Von Hippel-Lindau disease Q85.8
CrHu gl 4 3B ¥ Disorders of the respiratory/circulation system
Idiopathic infantile arterial
4 BB
CL |01 [ af (LA vade WAL 1tk calcification Q28.8
02 | % e gk i e Cystic fibrosis E84.9
03 g MR 845 $2% F |Idiopathic or Heritable pulmonary 7.0
R arterial hypertension (IPAH or HPAH) )
04 [Holt-Oram = jf ik ¥¥ Holt-Oram syndrome Q87.2
Andersen X g i EH (v & &
05 |Fr7e T3 8 M e Be 1% 3 5 |Andersen syndrome E74.09
W %)
068 @+ 4w g #HkE |Hereditary hemorrhagic telangiectasia |178.0
077 L34 £ Asphyxiating thoracic dystrophy Q77.2
D.ij v & 3R ¥ Disorders of the digestive system
T M RIE M RS L Progressive familial intrahepatic
bl 01 ¥ E i cholestasis, PFIC K83.1
02| % MPERS & & ek Inborn errors of bile acid synthesis E78.70
03 |al-Fi% Fov frdr 2 JE al- Antitrypsin deficiency E88.01
£ X ]“:‘ Cajal = ¥ %‘r kLS i% Congenital interstitial cell of Cajal
04 £ @ H R ig A L 5 B |hyperplasia with neuronal intestinal — |Q43.8
dysplasia
05 [P £ & ®oE 13 3 Alagille syndrome Q44.7
06 |5 -3+ Jp 1% ¥ Tricho-hepato-enteric syndrome Q89.7




)E‘f' Y 2 200 E ) P - -
SEE| Rt (EBRY) H2 R L GRR) et
E.T 5k 4 5t & ¥ Disorders of the renal/urinary system
E1 |01 |Lowe = jr iz ¥ Lowe syndrome E72.03

02 [Bartter = g iF % Bartter’s syndrome E26.81

44 WEM 5 & T % Autosomal recessive polycystic kidney
03| - Q61.19
i disease
04 |37 16~ g 1k F Alport syndrome Q87.81
F.A K% 4«32 ¥ Disorders of the cutaneous system
Q81.0
Q81.1
F1 |01if @4+ 4 & & 314 -Kg& 5z  |Hereditary epidermolysis bullosa Q81.2
Q81.8
Q81.9
: 3] o8

02 f}Jf}L BRER(P WA D Ichthyosis, lamellar recessive Q80.2

=

03 |} w2 Collodion baby Q80.2

04 |3ad d R Harlequin ichthyosis Q80.4

SSERTERN Y fa:ﬁi ‘= |Bullous congenital ichthyosiform
O5|A (% A £ fE 1 & it 1§ & |erythoderma (epidermolytic Q80.3
i) hyperkeratosis)

06 (*h32 fk ¥4 2 g Ectodermal dysplasias Q82.4

07 Meleda § s Meleda disease Q82.8

08 |Darier % 7z (= % % i* J5)  |Darier’s disease Q82.8

09|47 25 Dyskeratosis congenita Q82.8

Diffuse non-epidermolytic
104 iR & e I palmoplantar keratoderma type Unna- |Q82.8
Thost

11| 2% AR Incontinentia pigmenti Q82.3
G.¥vp x 3v B ¥ Disorders of the muscular system
Gl |01|% % v 4 E o Duchenne muscular dystrophy G71.0

02 |Nemaline &tk i-p 5 % Nemaline rod myopathy G71.2

03 |Schwartz Jampel = jJg i3 |Schwartz Jampel syndrome G71.13
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04 |3vp 5 & e Myotonic dystrophy G71.11
< g R g X Facioscapulohumeral muscular
05 |% A %9 3z9vd H o dystrophy G71.0
06"~ & J % Myotubular myopathy G71.2
07| B s Asvp 4 % e Becker muscular dystrophy G71.0
08 |[Freeman-Sheldon = Jg iz # |Freeman-Sheldon syndrome Q87.0
09 |33 Aex & p Limb-girdle muscular dystrophy G71.0
10|£ % Hrex £ o Congenital muscular dystrophy G71.0
11|¢ wfhz Ve Central core disease G71.2
12| 5 ] #h T Multiminicore disease G71.2
13 |Emery-Dreifuss 7% % 5 Félll)eﬁ'/lyl—)]?reifuss muscular dystrophy G71.0
14 |GNE & = -5 % GNE myopathy G71.8
15 |8 4= BA9 g iz ¥ Stormorken syndrome D69.8
H.%# 2 #xF £ ¥ Disorders of bone and cartilage
H1 |01 |¢cH # 5 % 25 Achondroplasia Q77.4
02 (=% 72 > Osteogenesis imperfecta Q78.0
MS&8.0
M88.1 M88.851
M88.811 |M88.852
M88.812 |M88.859
M88.819 |M88.861
M88.821 |M88.862
v ks . . M388.822 |M88.869
R gt X
03 | 25 F X Primary Paget disease M88.829 |MS8.871
M88.831 |M88.872
M88.832 |M88.879
M88.839 |M&8.88
M88.841 |M88.89
M88.842 |M88.9
M88.849
04 (4% # jrf v B ¥ Cleidocraninal dysplasia Q74.0
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SEE| Rt (EBRY) H2 R L GRR) et
M61.10
M61.111 M61.152
M61.112  |M61.159
M61.119 M61.161
M61.12]  |M61.162
M61.122 M61.169
M61.120 |[M61.171
M61.13]  [M61.172
05 |38 (7 44 it psel Fibrodysplasia ossificans progressiva |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 [MO15
M61.151 )
Q71.60 Q72.70
, , Split-hand/ Split-foot malformation Q71.61 Q72.71
FARER | B
06| = H L (SHEM) Q7162 Q7272
Q71.63 Q72.73
07|% % it m Osteopetrosis Q78.2
O8 [t 2 5 2 > Pseudoachondroplastic dysplasia Q77.8
095 #EFa8 7T 73 20 Multiple epiphyseal dysplasia Q78.3
10 |fp #F sz ds:8 8 5 7 2 Craniometaphyseal dysplasia Q78.8
11 %% 74 -] 48 1F 3 Cerebro-Costo-Mandibular syndrome |Q87.89
12 |Crouzon = Jg i ¥ Crouzon syndrome Q75.1
13 |Pfeiffer = g iE 2¥ Pfeiffer syndrome Q87.0
L.2% .?:5%‘2 £ ¥ Disorders of the connective tissue
I 01|53 2%2 % %we 3] (Ehlers Danlos syndrome IV Q79.6
J.i % 4 3B ¥ Disorders of the hematologic system
JI. (01|£3]3 FE e Thalassemia major ng?
02| ] & 4 Thrombasthenia D69.1
03| AT &+ F-v F C# £ Jz [Homozygous protein C deficiency D68.59
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04 "L 4 R B i 2 % FOR Paroxysmal nocturnal hemoglobinuria |D59.5
05 A X Mg 2w | % M T [Congenital thrombotic M31.1
E SR thrombocytopenic purpura )
K. % %32 ¥ Disorders of the immune system
— - Chronic primary granulomatous
7z 1 } 4 U } )? N
K1 01|32l it p 7 " disease D71
; M ® & gr Tk v 0 E .
02 j; FEB AR I B i Congenital hyper IgE syndrome D82.4
i3
W& -‘—l'v"_ 3 g, 7= IF F} y . .
03 ?1 LR S Bruton’s agammaglobulinemia D80.0
04 (Wiskott-Aldrich = jz iz %  |Wiskott-Aldrich syndrome D82.0
D81.0
05 (Bt 4 6 A& ¥ 2L Severe combined immunodeficiency Bg% ;
D81.9
06 (47 %8 = i» 8 4% £ ¢ Complement component 8§ deficiency |D84.1
07 IPEX g iF % IPEX syndrome E31.0
08|38 A& dv Myriz#  |Hyper-IgM syndrome D80.5
0Oy F#E X1 14K Interferon y receptor 1 deficiency D84.8
10[:8 @2 F ok Hereditary angioedema (HAE) D84.1
11 |Netherton Jz & ¥ Netherton syndrome Q80.3
12258 A R4 3 & g ¥ |Atypical hemolytic uremic syndrome |D59.3
L.p 423 % 32 ¥ Disorders of the endocrine system
L1 |01 Kenny-Caffey = jJg i % Kenny-Caffey syndrome Q87.1
02 [/l @ Sk ”ﬁt 4 R I Pseudohypoparathyroidism E20.1
PR R L i .
03 E‘E&P S X-linked hypophosphatemic rickets  |E83.31
04 (Laron = & i J& i ¥ Laron syndrome (Laron Dwarfism) E34.3
05 [Bardet-Biedl = Jg i # Bardet-Biedl syndrome Q87.89
06 |Alstrom = Jg iF ¥ Alstrom syndrome Q87.89
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07 1§ 1% 2% § % i A& |Persistent hyperinsulinemic E16.1
A i A B hypoglycemia of infancy (PHHI) '
08 [Wolfram = jf ik ¥¥ Wolfram syndrome, DIDMOAD E&&.9
09 McCune Albright = Jx i # |McCune Albright syndrome Q78.1
e ey ... |Campomelic dysplasia with autosomal
10/ 8dp s ¥ 7 X2 SIEE | versal Q99.8
115+ “ﬁl}i L& F X e ACTH resistance E27.49
- Al @ad % Dk |25-Hydroxyvitamin D 1-alpha-
12" A & | yaroxyvitm) P E83.32
¥ A hydroxylase deficiency
134 = 5+ 95:}{’;} T A Congenital adrenal hypoplasia Q89.1
14 [Kallmann * g ik ¥ Kallmann syndrome E23.0
15 | R AERTA S AT Permanent neonatal diabetes mellitus |P70.2
16 MIRAGE g i% # MIRAGE syndrome Q89.8
M. X w335/ i ¥ Congenital malformations/syndromes
M1 |01 |Aarskog-Scott = Jg iF ¥ Aarskog-Scott syndrome Q87.1
023 % MO g g Waardenburg syndrome E70.8
03 |8 mEF <R Apert syndrome Q87.0
04 |Smith-Lemli-Opitz * g i ¥ |Smith-Lemli-Opitz syndrome E78.72
L S (A -4 %
05 ,];_1 g;efr:l‘: 7 g%’;)" (3 A Larsen syndrome Q74.8
06 E: ckwith Wiedemann * ;¢ i Beckwith Wiedemann syndrome Q87.3
i3
07 |[Fraser =~ jJr iE ¥ Fraser syndrome Q87.0
08| % 28 4 3 K o g 3 Multiple pterygium syndrome Q79.8
09 |Cornelia de Lange = jJg i¥ # |Cornelia de Lange syndrome Q87.1
10|/ % & -¢ 4L % % < g ¥ |Hallerman-Streiff syndrome Q87.0
11 |Kabuki Jg iE 3 Kabuki syndrome Q89.8
12|18 -#5-4n (i) g i # Oto-Palato-Digital syndrome Q87.0




SR Y em s (EREE) #2 L (HB) RIS
13 %onradi-Hunermann I % | Conradi-Hunermann syndrome Q77.3
14 |Treacher Collins = jz iz # |Treacher Collins syndrome Q754
15 [Robinow = J i ¥ Robinow syndrome Q87.1
16 |4p (B) ° Whopiz Nail-Patella syndrome Q87.2
17 |CFC g i ## Cardiofaciocutaneous syndrome Q87.89
18 |Peters-Plus g iF ¥ Peters-Plus syndrome Q134
19 [Nager Jg iF ¥ Nager syndrome Q75.4
20 |[CHARGE i iz ## CHARGE syndrome Q89.8

Q99.8

21 (- g iF ¥ White-Sutton syndrome 11;%18
22 i{%”rﬁ LS ;”Costello syndrome Q87.89
23 | Ayme-Gripp i 1% % Ayme-Gripp syndrome Q87.89
24 |Coffin-Lowry JE i ¥ Coffin-Lowry syndrome Q89.8
25 [Myhre Jg i ¥ Myhre syndrome Q87.89
26 | & G o IEE Sensenbrenner syndrome Q87.5
27 |5 B -8 F AT AR 1 ¥ Keppen-Lubinsky syndrome ES88.1
28 |Angelman = Jg i ¥ Angelman syndrome Q93.5
29 |DiGeorge JE i ¥ DiGeorge syndrome D82.1
30 [Prader-Willi = jx iF ¥ Prader-Willi syndrome Q87.1

» 4 X R & AR~ 14 [WAGR syndrome (Wilms’ tumor-
31 (B R § ~ 47 &t B 7% e 1% ¥ |aniridia-genitourinary anomalies- Q87.89

(WAGR Jg i% ) mental retardation)
32 |Miller Dieker JE i ¥ Miller Dieker syndrome Q93.88
33 |Rubinstein-Taybi * Jx i # |Rubinstein-Taybi syndrome Q87.2
34| RETR R IEF Williams syndrome Q93.89




A P et (EEEY) L (HR) e
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35 Branchio-Oto-Renal Jg i # |Branchio-Oto-Renal syndrome Q87.89
(BOR g iz #) (BOR syndrome) '

36 |4 A iE Proteus syndrome Q87.3

37 |Cockayne = jJg iF # Cockayne syndrome Q87.1

38| % £ E Hutchinson Gilford progeria syndrome (E34.8

N.fR

2 ¥ Eye disorders

N1

01 [Stargardt's = £ Stargardt's disease H35.50

02"& % % o4 & Occult macular dystrophy ; OMD H35.50

03 | o= L =% 42 gz Leber congenital amaurosis H35.50

7.3

# AL 88 7 PR % Unclassified or unknown

%3t

1.

PERAROIIEL Y TP ELETF 092401548 5L 2 T4 £ 2 fmez 2 (Nesidioblastosis ) | F1/6 &,
s L% iz o poT B A® ~ F LA s A L LO7 5 Persistent hyperinsulinemic hypoglycemia of infancy
(PHHI) +H -

PERAROIIEL Y TP EFLETF 092401548 5L 2 T4 £ 2 'z 2 (Nesidioblastosis ) | F1/6 &,
s L% iz p T B A® ~ F LA s A %L LO7 5 Persistent hyperinsulinemic hypoglycemia of infancy
(PHHI) %+ ¥ -

PEAREISEIY 12 p FHEEF % 09504009072 52 2 T Tyrosinemial I ~ 11 ~ TIT ( fis b=k fd
-~ A F A H=ZA) 0 p TR AE N~ F LA Ffiﬁ» 5% A207 %5 Hereditary tyrosinemia (i§ & |+
friiphn g ) LH o

PER 96 E 8 22 p FREF F 09604006002 52 i+ © o 2 Ureacycledisorders 5 Congenital

Urea cycle disorders °

PEIRE IS E T3 pERERFF 0980400742 B 2 F iﬁ:fﬁaﬁﬁi B107 %% Spinocerebellar

ataxia > R ¥ v o bt ARD] TR R AR > B S D AR @ e TR A e

PEIRE 9 E 3 19 p FEEFE T 0990400103 B £ F iﬁ[ﬁa}% . K102 %% Congenital Hyper

IgE syndrome (£ X 4% G5 3k 39 E i3 ) > & ICD-9-CM %#% 112799 ;> 2 & 5 :7288.1 o
PEAR 106 £ 10 7 25 pERRF 5 1060402678 HLo 2 ATH F LA m A 5. G13 5L Emery-

Dreifuss "% % j& (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM % #5 " G71.0 ;~ K10 5Lif & |4
& f -k ¥ (Hereditary Angioedema) : ICD-10-CM %a#% "D84.1 -

PEARI07E S5 30 p R RF % 1070401231 Lo £ AR F ﬂ.:ﬁ::}];‘ﬁﬁ«%’,iBl-ZS ¥, Dravet Jg i%
# (Dravet Syndrome, DS) : ICD-10-CM % # " G40.311 ;~ *5 ¢ H i 4 j& (Vanishing White Matter

Disease) : ICD-10-CM %#% "G37.8 ;5 B & F L5 i B 5L A11-05 5L % &k (Trimethylaminuria) i
» = 7 2% H o (Trimethylaminuria) ~ 5 5t L1-12 52 lo-25 i s 4% £ g i #¥(1a-hydroxylase deficiency):

ICD-10-CM %% TE25.0, 31 % % - A @22 3 D %48 3] & @i (25-Hydroxyvitamin D 1-

Alpha-Hydroxylase Deficiency) : ICD-10-CM %75 "E83.32 |~ & ¥ G13 ¥.5+% % jz (Emery—Dreifuss

Muscular Dystrophy, EDMD) 4 #f B L2 & 2 G1-13 ~ A 5. K10 5L @ 2 % ¢ 14 -k "6 (Hereditary

Angioedema,HAE)4 #f & %12 & 5 K1-10 -

PEARE 108 £ 10 15 p FREF % 1070403736 B 4 RT3 F iﬁ%ﬁsﬁ»%’i G1-14 5 GNE &3

®



10.

11.

12.

13.

14.

15.

16.

17.

18.

#of; % (GNE myopathy) : ICD-10-CM $:#6 " G71.8 ;~G1-15 5L ¢ 4= B 19 i #(Stormorken syndrome) :
ICD-10-CM %45 " D69.8 | 2 M1-25 55 5. #73% & <34 F-v 3% [ (Costello syndrome) : ICD-10-CM
iB TQ87.89 -
PEARILOE T 31 R FERRT % 1090402037 HL 2 ATH F LA Rk A 5L M1-26 5 Ayme-Gripp
JE 1% ¥ (Ayme-Gripp syndrome) : ICD-10-CM ##5" Q87.89 ;2 M1-27 %5 Coffin-Lowry Jg iz ¥ (Coffin-
Lowry Syndrome) : ICD-10-CM %:#§ "Q89.8 ;> 2 i3 * F L 5 i ©AEF 5L C1-03 BUR 3 5% 69 0% 3
& (Primary Pulmonary Hypertension ,PPH) 2 it % 43 {4 2% if & 4 9% #5 7% 3 /R (Idiopathic or Heritable
pulmonary arterial hypertension (IPAH or HPAH ) % 5 %5 B1-05 534 4 < J 1% ¥ (Rett syndrome) i it
% % 4~ Jz(Rett syndrome) °
PEAR 09 E 10 7 13 p R EF F 1090402740 5L 2 AT F LA m A 5L B1-28 5Lk g
fREF A2 BEBi2 A (iR 4B s (Phospholipase A2-associated neurodegeneration,PLAN) - ICD-10-CM
$r% TG23.0,0 2 F oA AL MI-18 BLILAL B jkcps B 9 2 40 (033 i {4 5 5 (Pantothenate Kinase
Associated Neurodegeneration, PKAN ) 4 #f & 5512 i+ 5 B1-27 55 -
¢EAFE D0 £ 87 3 P EREF % 1100460016 5L 2 2 273 F LA gk A 5L A6-08 5T < @
AR AY B % (Leber hereditary optic neuropathy) : ICD-10-CM %% "H47.22 | 2 B1-29 54 -7
4 & #7ik i ¥ (Pitt-Hopkins Syndrome) : ICD-10-CM %45 "Q87.0 > 2 2 i ¥ & 5 J5 /& 5L B1-16 5L
Charcot Maire Tooth = (i& {7 $247 5 145 ¥ % %55 )( X-linked hypophosphatemic rickets) 3 & & %
17 -5 -4 #7 < g (Charcot-Marie-Tooth Disease) ~ & %L L1-03 #Li4:d :f @ 4] phpe @ © &g (X-
linked hypophosphatemic rickets) % i+ & £ 5 i & 3] X gk # & (X-linked hypophosphatemic
rickets) °
PEAR L0 E 1LY 23 p BT % 1100461161 Hu= 2 373 F LA ok A 5. M1-28 5 Myhre &
iz # (Myhre syndrome) : ICD-10-CM % %5 " Q87.89 ;~Z1-06 3% i< &L % M4 2 gz (Leber Congenital
Amaurosis) : ICD-10-CM ##§ " H35.50 ;~ L1-16 5. MIRAGE i #(MIRAGE syndrome) : ICD-10-
CM %7 TQ89.8 | 2 E1-04 3517 %< jg iz # (Alport Syndrome) : ICD-10-CM %.#5 " Q87.81 ;-
PEAREII0OE 11 Y 24 p i EF % 1100461168 512 2 i3 1+ F i:ﬁ,:}?&ﬁ’éﬁBl—Ol LI e L
7 (Multiple sclerosis) : ICD-10-CM %45 "G35 & & 5 % 2 tHA g 244 5 4 8 (Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) : ICD-10-CM % # " G35 ~ G36.0 ;-
PEARFIILE LY 12 p FRAF % 1100461686 55 2 A3 F i:}if}ﬁﬁﬁ’»%ﬁMl—29 oA AT G0
Ji 1% ¥ (Sensenbrenner Syndrome) : ICD-10-CM % #5" Q87.5 | A4-04 %5 ik ff i fi¥ 44 2 Jg (Transaldolase
deficiency):ICD-10-CM % #&" E74.8 ;2 M1-30 55 & & % #77ji i ¥ (Keppen Lubinsky Syndrome):
ICD-10-CM %% "E88.1 ;> 2 ¥ F L A i Bg F1-01 5uid @ & 4 & 2 1Kk o (Hereditary
epidermolysis bullosa) & ICD-10-CM 4% #% 1" Q81.9 » i3 i % :TQ81.0~Q81.1-Q81.2~Q81.8~Q81.9 |
PEARIIL A4 13 p AT F 1110460962 5L 2 373 F iﬁ:}ﬁsﬁ%ﬁBl—?)O 5. Beta &% 3}k
Fv BBz A TR Jf (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM
s 1G23.0,0 2 B2 F LA JH A A2-143 5L 3-#54-3-9 A & - B i (3-Hydroxy-3-methyl-
glutaric academia) i} it 5 3-7#% L-3-7 L A = AL & g (3-Hydroxy-3-methylglutaric academia) ~ % 55 A2-
16 5% 44 & pk o g (Hyperlysinemia) i3 &t & & &% ft o o (Hyperlysinemia) ~ % 5 2 J5 A %L D1-
01 HLiE {7 (£ R MIFP P27 0% F J (Progressive intrahepatic cholestasis,PFIC) 2 & 3 & {7 & R2% |+
BE N RE LR @ k (Progressive familial intrahepatic cholestasis,PFIC) o
PEARILET Y 13 P FREF F 1110461992 oo & ATH F LA s B 5L HI-10 SUgp F iz 4528
# T # % (CraniometaphysealDysplasia) : I[CD-10-CM %45 " Q78.8 ;~ & 5L B1-31 5.8 24 + {7 1433
& 14 % % 1% B (Infantile-Onset AscendingHereditary Spastic Paralysis,JAHSP) : ICD-10-CM 3§
"G12.2 )~ A5 ALL-11 35+ #g9vph 44 2 jx (Cerebral Creatine Deficiency) ICD-10-CM %45 "E72.8 |
2 BB ALL-12 3ipivef (4 % BIl) ™ 3+ & B¢ % ¥ (Thiamine Metabolism Dysfunction
Syndromes) ) : ICD-10-CM % #5 TES1.8 > 2 B & % L5 A 5. M1-12 %8 & % 3 (Kabuki
syndrome) ¥ ¥ ¢ £ & Kabuki jz i #¥ (Kabuki syndrome) ~ 5 %L N1-02 5. DiGeorge’s g iF ¥
(DiGeorge’s syndrome) ¢ #- = DiGeorge J i ¥ (DiGeorge syndrome) °
PEARL2E DY 17 P FERRASF % 1120460003 5L 4 374 F i.‘fi«'ﬁfaﬁ»%ﬁ A2-24 5L R B &
fis B Fj o (Primary Hyperoxaluria) : ICD-10-CM %% TE72.53 ;> % # & 5 L 5 B 5 B1-06 5L &



19.

20.

el E.%Fﬁ:[i(Spinalmuscularatrophy) F ICD-10-CM %% : T G12.9 ;> 2 & 5 17 G12.0~ GI2.1 ;~

B 55, B1-25 %5 Dravet J¢ i% ¥ (Dravet syndrome) /& ICD-10-CM %% :7 G40.311 p i3 i+ % " G40.803~
G40.804 | -
PEAR 112 # 4 0 19 pERRFF 1120460969 5o 2 AT F EL:f%Jfaﬁ?’»%fb A2-25 52 O
(Alkaptonuria) : ICD-10-CM % 4% "E70.29 ;-

PEARLI2E 107 25 P R EF ¥ 1120463037 5L 4 A7 F ELfi},ia}ff»%i JI-05 54 = 5 4>
M5 o] 45 14T ¥ sa g (Congenital thrombotic thrombocytopenic purpura) : ICD-10-CM %45 "M31.1 ;>
TREFLARASEE R 268~ F iﬁvﬁaf%%k\i{ﬁ 2 A2 Y meop L RAM(F LR Y F A

) o

N
—



XEFLABELE

FAF 106 £ 10 7 25 p F M F 5 1060402648 5= £
FAF 107 £ 57 30 p fEre®F % 1070401231 5L
FARI08E 17 15 p W F % 1070403736 52 &
FARI109 E 70 31 p R F % 1090402037 5L 2
EAR 109 # 10 * 13 p #42RF % 1090402740 552 2
FAFI10# 87 3 p e KF % 1100460016 52

ZAF 110 & 11 7 23 p @@ F 5 1100461161 5= 4
FAR10# 11 7 24 p Frge®F % 1100461168 5L 2

B O O I L . B T T T T T

ICD-10-CM %% - & (k&> 32 #R)

EARILE 17 12 p ERFF % 1100461686 5= 2
FAR I £ 47 13 pERRF % 1110460962 5 4
EARIL &£ 77 13 pEREF % 1110461992 5o 4
FAR 112 E 17 17 p #RRAF % 1120460003 52 2
FARE 12 E 47 19 p FREAF % 1120460969 5= 2
R 112 £ 10 7 25 p @A F % 1120463037 5= 2
B opL(ER) Pt (EE23) ICD-10-CM %%
25-Hydroxyvitamin D F-oFlg@gpad D irigal £83.32
1-alpha-hydroxylase deficiency | i & & :
3-Hydroxy-3-methylglutaric N I R
acidemia 3-72 fL-3-7 A A Z Ben E71.118
3-Methylcrotonyl-CoA Z AT ERRWEF AR
- L E71.19
carboxylase deficiency i+ 2
al- Antitrypsin deficiency al-Fuik F-v ek 2o E88.01
Aarskog-Scott syndrome Aarskog-Scott = jg iE ¥ Q87.1
Achondroplasia wEET 2 R Q774
ACTH resistance T B it E27.49
E71.511
E71.520
Adrenoleukodystrophy Toaied A & E71.521
E71.528
E71.529
Aicardi-Goutieres syndrome Aicardi-Goutieres Jg iz ¥ G31.89
Alagille syndrome P RE ROR F Q44.7
Alexander disease Alexander < J; E75.29
Alkaptonuria 2 RIE E70.29
Alport syndrome I R g iEE Q87.81




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Alstrom syndrome Alstrom = g i ¥ Q87.89
Amino acid metabolic disorders | . .

L +H F o) dn > B
(Aminoacidopathies) R Er28
,(B’\A\nliysfitrophlc lateral sclerosis g g R A G12.21
Andersen = jt i ¥ (<~ & ERE
Andersen syndrome TR i g E74.09
€ %)
Angelman syndrome Angelman = g iz # Q93.5
Apert syndrome CR R Q87.0
Aromatic L-amino acid X4 % L-vRi fedg v 5 A AT Ak £70.9
decarboxylase deficiency 2 '
Asphyxiating horaci SR Q12
Ataxia telangiectasia B AL A e F R G11.3
gryl/grlgzehemolytlc uremic AR B D59.3
ﬁtétnoes)(l)r;i:e;gge53|ve polycystic WL S AL 5 i'lﬁ_%""’%ﬁffﬁ% 061.19
Ayme-Gripp syndrome Ayme-Gripp Jt iE ¥ Q87.89
Bardet-Biedl syndrome Bardet-Bied| = jt ix ¥ Q87.89
Barth syndrome TR I E78.71
Bartter’s syndrome Bartter = jx iz ¥ E26.81
Becker muscular dystrophy B Aep A R G71.0
SB;:(;(:’(\)':;Z Wiedemann Beckwith Wiedemann =z i # | Q87.3
Beta-Ketothiolase deficiency Beta #r f# x4t £ g E71.19
Beta-Propeller protein- Beta 47 5 4k Sy B B2 4) 19
associated neurodegeneration | . r I WA G23.0
(BPAN) 7P
Biotinidase deficiency AP EpER LR D81.810
Branchio-Oto-Renal syndrome | Branchio-Oto-Renal ;i iz 3 087.89
(BOR syndrome) (BOR it iz ¥) '
Bruton’s agammaglobulinemia | # & % < L £ 3R 0 0 D80.0




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Bullous congenital L EER Y Ty
ichthyosiform erythoderma (J:' };% po 'Hi“fz;'z? r";}i G Q80.3
(epidermolytic hyperkeratosis) | ‘™~ * 1= E
Campomelic dysplasia with P VR
autosomal sex reversal ‘E’fF T LR RN Q99.8
Carbohydrate-deficiency R TN s ia gy
glycoprotein syndrome PRI £ 30 LY R i E77.8
Cardiofaciocutaneous Ve ay

JE WE TR

syndrome CFC jz iz % Q87.89
Carnitine deficiency syndrome ¢ i3

H ' }j% ‘E'.’. 2—7\ .
orimary RE LR de s L E E71.41
Central core disease O G71.2
Cerebral creatine deficiency < P phdt 2 E E72.8
Cerebro-Costo-Mandibular T TSN
syndrome 0% ] R IE T Q87.89
Cerebrotendinous B g £ .
xanthomatosis G R I E755
Charcot-Marie-Tooth disease -5 - Ao G60.0
CHARGE syndrome CHARGE i iz ## Q89.8
Chronic primary granulomatous o M AG A R
disease R ALRALE TR D71
Citrullinemia JSRES i E72.23
Cleidocraninal dysplasia BEREEET RN Q74.0

Cobalamin C defect
(Methylmalonic acidemia and
Homocystinuria, ch1C type)

PR Fha E BB BRIRRL R,
cb1C %)

E71.120+E72.11

Cockayne syndrome Cockayne = g i #* Q87.1
Coffin-Lowry syndrome Coffin-Lowry jt iF ¥ Q89.8
Collodion baby PR Q80.2
Cor_nplement component 8 AR 8L D341
deficiency
Congenital adrenal hypoplasia | % % {2 %+ ’ﬁ&’% EIEE Q89.1
Congenital central , - beav

% M2 s 3 & E %
hypoventilation syndrome T RS LR G47.35
Congenital generalized AP LT LR £88.1

lipodystrophy




H2 5L (%B) PrmE (EKgy) ICD-10-CM % %%
Congenital hyper IgE syndrome | £ 2 1£8 &4 3k 9 Epiz¥ | D824
Congenital insensitivity to pain B N
with anhidrosis (CIPA) 2R AR EE R LT44
Congenital interstitial cell of 4 % 1 Caial % F¥ & e B 4 A
Cajal hyperplasia with neuronal | . 3 ,]VT# { s :ilu; A2 0438
intestinal dysplasia A AT R
Congenital muscular dystrophy | £ % {3e% % G71.0
Congenital thrombotic h A el o] T K

. M31.1
thrombocytopenic purpura E
Congenital urea cycle disorders | =t % £ 5k % % R E72.20
Conradi-Hunermann syndrome | Conradi-Hunermann = ;g iz # Q77.3
Cornelia de Lange syndrome Cornelia de Lange = jx i % Q87.1
Costello syndrome o BTHE R NS B0 A Ko Q87.89
Craniometaphyseal dysplasia AR ¥ ipded s v 7 2 Q78.8
Crouzon syndrome Crouzon = jg ix ¥ Q75.1
Cystic fibrosis L E L AL E84.9
Cystinosis Ve fl v E E72.04
Darier’s disease Darier g (= # & i J5) Q82.8
Diffuse non-epidermolytic
palmoplantar keratoderma type | & ¥ i & & i* %2 5 Q82.8
Unna-Thost
DiGeorge syndrome DiGeorge Jt i #* D82.1

e G40.803

Dravet syndrome, DS Dravet sz iz ¥ G40.804
Duchenne muscular dystrophy | % % RRI G71.0
Dyskeratosis congenita AX M AT 2o Q82.8
Ectodermal dysplasias thap R4 A U Q82.4
Ehlers Danlos syndrome IV ATGFEREF 5 Q79.6
Emery-Dreifuss muscular Emery-Dreifuss 74 % 7 G710

dystrophy (EDMD)




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Fabry disease Fabry =~ jz E75.21
g;ztl;)g;ﬁsulohumeral muscular | o« o 5s 5y % G710
Eg:;'n“e%'rgggg]‘;'do“c FORPA 5 H A m % | E851
Familial LU S L Rl e
h;[)nelr:;?\ylomicronemia FARILF A St E78.3
E71.30 £71.314
E71.310 E71318
Fatty acid oxidation defect RS TRLR AR T E71.311 | 01755
E71.312 E71.39
E71.313 '
M61.10 M61.152
M61.159
M61.111
M61.161
M61.112
M61.162
M61.119
M61.169
M61.121
M61.171
M61.131
M61.132 M61.172
Fibrodysplasia ossificans A M61139 | M6L.173
progressiva M61.174
M61.141
M61.175
M61.142
M61.176
M61.143
M61.177
M61.144
M61.178
M61.145
M61.179
M61.146
M61.151 M61.18
' M61.19
Fraser syndrome Fraser =~ jg iz ¥ Q87.0
Freeman-Sheldon syndrome Freeman-Sheldon = jg i % Q87.0
Fucosidosis B BR A (BAR) E77.1
Galactosemia LUk E74.21
Gaucher disease B IR E75.22
Globoid cell leukodystrophy b wn B B X
(Krabbe’s disease) Hints e A& E75.25
Glut (Glucose transport)1 A pR B EAg ALY ) pa
defici(ency syndromlz ) o BRRD B RN LG E74.8
D e ” o Type I: E72.3
N ,J\'_ il , —_ A il
Glutaric aciduria type I ~ 11 2 S s I Y Type ILE71.313
E74.09:Type 0

Glycogen storage disease

R

E74.01:Type |
E74.02:Type I




#2p £(FB)

Yot (ERET)

ICD-10-CM % %5

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

.. s . GM1:E75.19
d ;f_w 50 RE ak K
GM1/GM2 gangliosidosis GMY/GM2 #! 5 % *5 (448 e GM2-E75.00
GNE myopathy GNE & = o5 % G718
Hallerman-Streiff syndrome AP - R R R Q87.0
Harlequin ichthyosis s A B Q80.4
Hereditary angioedema (HAE) | i @4 ¢ {4 k& D84.1
Q81.0
. . . Q81.1
E{Jerlrlzilatary epidermolysis B LA Rk 081.2
Q81.8
Q81.9
Hereditary hemorrhagic NN T
telangiectasia Bt s R 178.0
Hereditary spastic paraplegia Bl F T R G11.4
Hereditary tyrosinemia B BME IR E70.21
Histidinemia BOVRPL X fE E70.41
Holt-Oram syndrome Holt-Oram = j iz ¥ Q87.2
Homocystinuria B P IRAL RO E72.11
Homozygous familial b Do e B ovE R
hypercholesterolemia o f 3 FIRILE PR F L E78.0
Homozygous protein C d A T g5
deficiency FPAFIEF 3 FCRLE D68.59
Hunt!ngton’dlsease(x i 3o B G10
Huntington’s chorea)
Hutchinson Gilford progeria PR £34.8
syndrome
Hyper-1gM syndrome BAAE Y Mpig# D80.5
Hyperlysinemia B HLIRPL w fE E72.3
Hypermethioninemia B 7 FRPL 8 E E72.19




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Hyperornithinemia- B L NRRE L P -8 5 o -3 AR
Hyperammonemia- rgk% ;ﬁ;&ii ¥ A AR E72.4
Homocitrullinuria syndrome fic o e 15 #

Hyperprolinemia B O VRpL 8 E72.59
. it R e e E83.39

Hypophosphatasia Ik i g B T £83.31

Ichthyosis, lamellar recessive Bk g gERe(p B8R R @) Q80.2

Idiopathic infantile arterial L M BR G 8 AT (L

calcification R AR OB RAL T Q28.8

Idiopathic or Heritable

pulmonary arterial hypertension | 4%z |4 s\ 1§ i |4 5% #9% 3 R 127.0

(IPAH or HPAH )

Inborn errors of bile acid , o a0

: &2 MrERE L AR
synthesis MAERL & A TR E78.70
Incontinentia pigmenti ¢ AR Q82.3
Infantile form lysosomal acid R G0 A e RE B 1 B B AL
lipase deficiency ; (= ijl‘jf: Eﬁir; )E] Pt Ers5
(Wolman disease) LR R
Infantile-onset ascending W] b E R M S
hereditary spastic paralysis, ; e R G12.2
IAHSP *

Interferon vy receptor 1 1 S RE 1 4h g
deﬁciency Y %% < K814 A D84.8
IPEX syndrome IPEX g i 3 E31.0
Isovaleric acidemia B AR R E71.110
Joubert =% g iE ¥ (FIE M) el
Joubert syndrome T A 2) Q04.3
Kabuki syndrome Kabuki Jx i # Q89.8
Kallmann syndrome Kallmann = jg i ¥ E23.0
H49.811
PR H49.812
Kearns-Sayre syndrome Kearns-Sayre = jJg iz ¥ H49 813
H49.819
G12.20
: i Sp (F R REEIOE X | Gl2.21
Kennedy disease ‘ﬁﬁfi) G12.92
G12.29
Kenny-Caffey syndrome Kenny-Caffey = jg iz # Q87.1




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Keppen-Lubinsky syndrome R AT AR 1 E88.1
Laron syndrome ¢k E s m gy

: = CfE WE TR

(Laron Dwarfism) Laron % i 4k 7 ¥ E34.3

Larsen = jx ix %
Larsen syndrome (S04 = (255 o 13 35) Q74.8
Leber congenital amaurosis Fia AL xR AR H35.50
Leber hereditary optic I
neuropathy T iR B AR B % H47.22
Leigh disease Leigh = & = # %o 4 % % G31.82
Lesch-Nyhan syndrome Lesch-Nyhan = jz ix ¥ E79.1
Limb-girdle muscular B A A g X
dystrophy A AeR & G71.0
Lowe syndrome Lowe = g ik % E72.03
Maple syrup urine disease WOoHE RIE E71.0
McCune Albright syndrome McCune Albright < j i % Q78.1
Mcleod syndrome Mcleod i iF ¥# 88;2
Medium-chain acyl-coenzyme A
dehydrogenase deficiency VAR AL 4 R LR E71.311
(MCAD)
MELAS MELAS g iE ## E88.41
Meleda disease Meleda % T Q82.8
Menkes syndrome Menkes J iE ¥ E83.09
Metachromatic leukodystrophy Py
Methyl CpG binding protein 2
duplication syndrome MECP2 iz & jr iz ¥ Q99.8
(MECP2 duplication syndrome)
Methylmalonic acidemia TAPR R E71.120
Miller Dieker syndrome Miller Dieker j i% ## Q93.88
MIRAGE syndrome MIRAGE i i # Q89.8
Mitochondrial defect pak g Ry E88.40




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Mitochondrial e s a s w
: . MNGIE Jg % # k5 58 44 5
neurogastrointestinal . %ﬁiﬁ: R £ E88.49
encephalopathy syndrome 7 T p R 17 3
Moebius syndrome Moebius Jx & # Q87.0
Molybdenum cofactor el g
deficiency SR LE E6LS
Typel: E77.1
Mucolipidosis A TR Typell ~ 1II: E77.0

Type IV: E75.11

Mucopolysaccharidoses

DM
1‘3-‘-
AN
=
ﬁh

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

5Ol B

G71.2

Multiple carboxylase

5 LI e L

D81.819

deficiency

Multiple epiphyseal dysplasia SRR T 2R Q78.3
Multiple pterygium syndrome | % 3 12 & 5o 1% 3 Q79.8
Multiple sclerosis, MS/

Neuromyelitis optica spectrum | % # 4 i /i 4R4 54 4L | G35/G36.0
disorders, NMOSD

Multiple sulfatase deficiency b PR g Rk 2 g E75.29
Myhre syndrome Myhre g iz # Q87.89
Myotonic dystrophy LR 3 B E G71.11
Myotubular myopathy LB R S G71.2
Nager syndrome Nager g i # Q754
Nail-Patella syndrome dp () 7 WH gizs Q87.2
Nemaline rod myopathy Nemaline sk swp 5 % G71.2
Netherton syndrome Netherton g % # Q80.3




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Neurofibromatosis type IT A SRR FE Y - A Q85.02
Neuronal ceroid lipofuscinosis | 4% 5~ di & a4 5 i # R E75.4
E75.240:Type A
E75.241:Type B
Niemann-Pick =g - & ###4% | E75.242:Type C

Niemann-Pick disease

Wit

E75.243:Type D
E75.248:other
E75.249:unspecified

Nitroacetylglutamate

synthetase deficiency, NAG L R RpL & o frat 2 E72.29
synthetase deficiency
Nonketotic hyperglycinemia ZLAR B MR E72.51
gﬁgt macular dystrophy ; R s Ko H35 50
Organic acidemias 7 S E71.118
g)erfr;::tir;lr?ceytranscarbamylase LREE U A A L | ET2.4
Osteogenesis imperfecta N Q78.0
Osteopetrosis ¥R R Q78.2
Oto-Palato-Digital syndrome B-dg-dn () R FF Q87.0
PAH type PKU combine with | & 3| ¥k Rk & & B s e &
sucrase-isomaltase deficiency T T4 L E74.31+E70.0
Pantothenate kinase associated | iZfi& B jcfis M B 2 4d (G390t |2 G23.0
neurodegeneration (PKAN) B '

. . Pelizaeus-Merzbacher = jg (M £
Pelizaeus-Merzbacher disease s e e (Bt E75.29

523 A A 1 E)

;eerlrlrgﬁrsent neonatal diabetes KRS ST A P70 2
Persistent hyperinsulinemic s s A B E R R A
hypoglycemia of infancy %, i L WG FERA E16.1
(PHHI) S Al
Peters-Plus syndrome Peters-Plus J i # Q13.4
Pfeiffer syndrome Pfeiffer = jx ix # Q87.0
Phenylketonuria F P PR E70.0




= B {;.(ﬁﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Phospholipase A2-associated | #% %5 {7 f#fx A2 B B2 40 539 523.0
neurodegeneration (PLAN) i A :

Pitt-Hopkins syndrome AR & S0 g3 Q87.0
E80.20

Porphyria YR E80.21
E80.29

Prader-Willi syndrome Prader-Willi = jx i Q87.1

Primary hyperoxaluria REMRERB R E72.53
M88.0
M88.1 M88.851
M88.811 | M88.852
M88.812 | M88.859
M88.819 | M88.861
M88.821 | M88.862

: . e , M88.822 | M88.869
); M o4 7 2 M NG

Primary Paget disease T IR A R X M38.829 | M88.871
M88.831 | M88.872
M88.832 | M88.879
M88.839 | M88.88
M88.841 | M88.89
M88.842 | M88.9
M88.849

Progressive familial T M R e IR B L ¥ g

intrahepatic cholestasis, PFIC SRR RS F TR | K831

Propionic acidemia P E71.121

Proteus syndrome Tk BTEiFE Q87.3

Pseudoachondroplastic g S = g

dysplasia [ZCER /ub B S Q77.8

Pseudohypoparathyroidism [ ER A o S E20.1

Pyruvate dehydrogenase S AR S

deficiency 7k e e Lk E74.4

Rett syndrome TR F84.2

Rhizomelic chondrodysplasia Wk b mE s de A S = g %

ounctata ISR B 1 G SO E71.540

Robinow syndrome Robinow = jJg iz ¥ Q87.1

Rubinstein-Taybi syndrome Rubinstein-Taybi = jt iE ¥ Q87.2

Schwartz Jampel syndrome Schwartz Jampel = j & ¥ G71.13




= B g.(g;ﬁg) ¢ 2 P (E#H2d) ICD-10-CM % %5
Sensenbrenner syndrome o RN Q87.5
D81.0
Severe combined e A g AL 5 D81.1
immunodeficiency B e Al h AL D81.2
D81.9
Short-chain acyl-CoA AR SR EE 4 T EEAL 5 o
dehydrogenase deficiency BRI RS & R L E71312
Sialidosis BEFa it E A LR E77.1
Sitosterolemia B HE L G E78.0
Smith-Lemli-Opitz syndrome | Smith-Lemli-Opitz = jz i 3 E78.72
. N g g G12.0
B e bl gu 252,
Spinal muscular atrophy F AR X SR G121
Spinocerebellar ataxia PR GV ERITEARRE | G111
Q71.60 Q72.70
Spllt-hand( Split-foot e Q71.61 Q72.71
malformation (SHFM) Q71.62 Q72.72
Q71.63 Q72.73
Stargardt’s disease Stargardt’s = H35.50
Stiffperson syndrome R i G25.82
Stormorken syndrome g 4 BAUE iR D69.8
Sulfite oxidase deficiency LTy it £ E72.19
Tetrahydrobiopterin deficiency | = & fdxred 32 7 E70.1
Thalassemia major TABFEE L ngg
Thiamine metabolism Friez (B2 & B
. S E51.8
dysfunction syndromes R 2
Thrombasthenia wol fEHE AR D69.1
Transaldolase deficiency ¥ fE % s 4 2 g E74.8
Treacher Collins syndrome Treacher Collins = jz & ¥ Q75.4
Tricho-hepato-enteric BEIE P 2y
syndrome g Ve R Q89.7
Trimethylaminuria =7 AMRECRE E72.52




H2 5L (%B) PrmE (EKgy) ICD-10-CM % %%

Tuberous sclerosis Ba A Q85.1
;jrgfri?:?(iar;i;] yroxylese feiRphig i peak L E70.20
Vanishing white matter disease | &% i 4 J& G37.8
Von Hippel-Lindau disease Von Hippel-Lindau Jg i% ¥ Q85.8
Waardenburg syndrome LE RN EER E70.8
WAGR syndrome (Wilms’ w A SRR~ m s 1 E

tumor-aniridia-genitourinary B ¥~ e R ¥ (WAGR | Q87.89
anomalies-mental retardation) | & iz 3%)

Q99.8
White-Sutton syndrome R - T 1 F84.8
F78
Williams syndrome = BTN Q93.89
Wilson’s disease ol A E83.01
Wiskott-Aldrich syndrome Wiskott-Aldrich = jz iz ## D82.0
Wolfram syndrome,
DIDMOAD Wolfram = jJx iz ¥ E88.9
ﬁé:('gt‘fd hypophosphatemic | 4, w1 =) s ptipe @ 10 i E83.31
Zellweger syndrome Zellweger = jx iF ¥ E71.510
AL
1. ¢ #FAEO3E 12 70 FH£EF S 092401548 5L 2 T34 § 2 'm¥z B (Nesidioblastosis ) | F1 /4 &

S L E o p TP ACE ~ F LA B 5. L07 %5 Persistent hyperlnsulmemlc hypoglycemia of infancy
(PHHI) #H -

PERAROIIEL Y TP ERETF 092401548 5L 2 T4 £ 2 fmoz 2 (Nesidioblastosis ) | 16 &,
S IR prpAzEH ~F LA I B %5 L07 %L Persistent hyperlnsulmemlc hypoglycemia of infancy
(PHHI) %+ ¥ -

PERREISE9 Y 12 P FEF F 09504009072 5o £ T Tyrosinemial I~ 11 ~ I ( fe &AL fd e %
-~ A F A H=ZA) 0 pTRAE N~ F LA @E%AZW 5%, Hereditary tyrosinemia (i & |4 3
ot k) LA -

PERROE QY 22 p FREF % 09604006002 HLi2 i+ = =>4 Ureacycle disorders # Congenital

Urea cycle disorders °

PEAR I E T3 pFREATE 0980400742 HL 2 F L Aop A 5L B107 %L Spinocerebellar
ataxia > B ¢ =2 b FEE P REEALA BT S '?M%,J PoiT M Ee (TR AR o
PEAROIE I 19 p FREF F 0990400103 5L 2 F LA g A 5L K102 5 Congenital Hyper
IgEsyndrome (£ %X {3 £k 30 Expi¥ ) > & ICD- 9CM kB 212799 > 3+ 5 1T288.1 0
PEAR 106 £ 10 * 25 p R F 5 1060402678 HLo A ATH F LA m A 5L G13 5L Emery-

Dreifuss "4 % j& (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM %# " G71.0 ;~ K10 5Lif & |+
& F -k #f (Hereditary Angioedema) : ICD-10-CM %#% "D84.1 -



8.

10.

11.

12.

13.

14.

15.

16.

17.

PEAR 107 #5730 p ERESF ¥ 1070401231 HL o 2 ATHF R Ak A 5 B1-25 5L Dravet g ix
# (Dravet Syndrome, DS) : ICD-10-CM % # " G40.311 , ~ *5¢ 7 i} £ j& (Vanishing White Matter
Disease) : ICD-10-CM %.#5 " G37.8 |5 B & F L5 '}]%F} g A11-05 55 5 4. Jg (Trimethylaminuria) 1%
B2 AR f;r_(Trlmethylamlnurla) B 5L L1-12 5L lo-23 1 fF 4k 2 g % ¥ (lo-hydroxylase deficiency):
ICD-10-CM %#5 "E25.0, B 1+ 2 % - A:g B a4 *% D i #f 3] i @ (25-Hydroxyvitamin D 1-
Alpha-Hydroxylase Deficiency) : ICD—IO—CM ih TE83.32 ~ B %{ G13 5+ %z (Emery—Dreifuss
Muscular Dystrophy,EDMD) 4 #f B 5.2 &+ & G1-13 ~ & 5. K10 5L:8 @ {25 ¢ 2 -k *& (Hereditary
Angioedema,HAE) 4 #f B %12 & 5 K1-10 -

PEARISE 115 pEERET % 1070403736 HLo 2 ATH F L AR A 5L G1-14 5L GNE g5
o7 % (GNE myopathy) : ICD-10-CM %% F'G71.8 ~G1-15 5 ¢ 3= A 43¢ i ¥ (Stormorken syndrome) :
ICD-10-CM % #5% " D69.8 | 2 M1-25 55 5. #73% & < 34 F-v 3% [ (Costello syndrome) : ICD-10-CM
;ﬁnzﬂ; rQ87.89 ;-

FAR109E 77 31 p #FHERT 5 1090402037 512 2 373 F L5 5 A % M1-26 % Ayme-Gripp
-Li % ¥ (Ayme-Gripp syndrome) : ICD-10-CM ##5" Q87.89 ;3 M1-27 %5 Coffin-Lowry i i ¥ (Coffin-
Lowry Syndrome) : ICD-10-CM %:#§ "Q89.8 ;> 2 i3 * F L 5 i ©AEF 5L C1-03 BUR 3 5% 69 0% 3
J& (Primary Pulmonary Hypertension ,PPH) 2 it 5 43 |4 2% if & 4 %% # 7% 3 )R (Idiopathic or Heritable
pulmonary arterial hypertension (IPAH or HPAH) % 5 5. B1-05 3.5 4% < g i% ¥ (Rett syndrome) i i
% % # “Jx(Rett syndrome) °
PEAR 109 E 10 7 13 p R EF % 1090402740 5L 2 AT F LAk A5 B1-28 5Lk B g
fapF A2 B 55249 553 1 25 g5 (Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM
b 1G23.00 2 F oA op A 5L MI-18 SULR B jkcps B B2 40 33 i 25 55 (Pantothenate Kinase
Assomated Neurodegeneration,PKAN ) 4 #f & 5.1 & 5 B1-27 5L o

FAR L0 & 87 3 p BT % 1100460016 5= 2 F738 F L5 m B 5 A6-08 5Lg <l g
']t*_#ﬁﬁ ‘5% % (Leber hereditary optic neuropathy) : ICD- 10 CM %75 I—H47 22, %2 B1-29 54 -
¥ & 27 i ¥ (Pitt-Hopkins Syndrome) : ICD-10-CM 445 "Q87.0 ;> 2 2 & F L 5 i B 5 B1-16 5t
Charcot Maire Tooth * jg (i& {7 #24¢ 3514 % % X% %5 )( X-linked hypophosphatemic rickets)i$ & 5 %
7 -5 41-42 #7 < g (Charcot-Marie-Tooth Disease) ~ & %L L1-03 #Lidid:f i@ 4] ghpe @ &g (X-
linked hypophosphatemic rickets) i2 & % |4 5% & 3] M pEpk B © @ (X-linked hypophosphatemic
rickets) ©
PEARE D10 £ 11 7 23 p R EF % 1100461161 512 2 373 F iﬁjﬁa)—?%’i M1-28 %. Myhre &
iz ¥ (Myhre syndrome) : ICD-10-CM % #5 " Q87.89 ;~Z1-06 55 % i< L % 4 2 g (Leber Congenital
Amaurosis) : ICD-10-CM ##§ " H35.50 ;~ L1-16 5. MIRAGE 3 iz # (MIRAGE syndrome) : ICD-10-
CM %75 TQ89.8 ; 2 E1-04 3537 i< jx i # (Alport Syndrome) : ICD-10-CM % #5 " Q87.81 ;-
PEXREIIOE 11 Y 24 p FEF % 1100461168 ‘Efié 2 l,}.l_ F A fi‘]}%F?%iBl -01 5L % 3 A it
5 (Multiple sclerosis) @ ICD-10-CM %46 " G35 ; i3 & 3 % 3 (A i g4 4 54 8¢ (Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) ICD-10-CM % %% " G35~ G36.0 ;-

FARILE 1Y 12 0 FFHERT 5 1100461686 552 2 373 F L5 A 5 M1-29 54 &% %4
.}3_ i ¥ (Sensenbrenner Syndrome) : ICD-10-CM % 75" Q87.5 ~A4-04 55L& ;ﬁ‘* fi% fi# 44 2 Jz (Transaldolase
deficiency):ICD-10-CM %#5" E74.8 ;3 M1-30 5.5 & & % #7 A 7 i ¥ (Keppen Lubinsky Syndrome):
ICD-10-CM %45 "E88.1 - % B & F L 5 A 5 F1-01 5uid @2 & 4 & j# 14K ke i (Hereditary
epidermolysis bullosa) & ICD-10-CM %% :" Q81.9 » 2 & % :7 Q81.0~Q81.1-Q81.2~Q81.8~Q81.9
PEARILE 4 13 p ERAF 5 1110460962 5L £ ATH F LA s A 5L B1-30 5L Beta L3R
F-v B B2 A GIT AL A s (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM
%A% TG23.0,0 2 B3 F LA A A2-143 5 3-5 K -3-7 A~ - sk (3-Hydroxy-3-methyl-
glutaric academia) iz &+ 3 3-¥z fL-3-9 A A = ]ﬁ'ﬁ.ﬂ_ JiE (3-Hydroxy-3-methylglutaric academia) ~ 5 55 A2-
16 5.% &t Ak g (Hyperlysinemia) i &t 5 § 9% pé & i (Hyperlysinemia) ~ 5 5 5 J5 A %L D1-
01 BLit {7 1 RO MHIFPN P& 3% 7 o (Progressive intrahepatic cholestasis,PFIC)i2 & % i€ {7 1 2% &
A RE L OE o (Progressive familial intrahepatic cholestasis,PFIC) °
PEARFIIL AT 13 P FREF % 1110461992 5L 2 274 F A [fis};%'i H1-10 5Lgg ¥ iz 428



18.

19.

20.

%% 5 % 2 (CraniometaphysealDysplasia) : ICD-10-CM %% " Q78.8 ;~ & 5. B1-31 582 24 + (7 4:8
@ 44 7 $ 12 kB (Infantile-Onset AscendingHereditary Spastic Paralysis,JAHSP) : ICD-10-CM % 7%
"G12.2 )~ A% AL1-11 35+ *g9vph 4k 2 jx (Cerebral Creatine Deficiency) ICD-10-CM % %5 "E72.8 |
2By OALL-12 Bipived (a4 % Bl) & 3+ i IR 3 ¢ % ¥ (Thiamine Metabolism Dysfunction
Syndromes) ) : ICD-10-CM %45 "ES1.8 ;> % i & F L 5 A 5L M1-12 $L80 & &k i # (Kabuki
syndrome) ¥ ¥ % fL i Kabuki s % #¥ (Kabuki syndrome) ~ A 5. N1-02 5. DiGeorge’s i iF ¥
(DiGeorge’s syndrome) ¢ #- = DiGeorge Ji i ¥ (DiGeorge syndrome) °
PEARN2E DY 17 P FEREAT S 1120460003 52 £ ATH F Lk op BB A2-24 SLRE LR X
fi& @ /i (Primary Hyperoxaluria) : ICD-10-CM %% "E72.53 ;> 2 3 & F L5 i B 5 B1-06 5% B
{3 % %5 (Spinal muscular atrophy) & ICD-10-CM %% 7 G129+ 2 & 5 :TG12.0~ G121 ~
B %5 B1-25 %5 Dravet Jg i ¥ (Dravet syndrome) /& ICD-10-CM %% :7 G40.311 p i3 i+ % 7 G40.803~
G40.804 | -
PEAR 2 & 40 19 pFERRFF 1120460969 Fo L ATH F Lk op A B A2-25 5LE AR
(Alkaptonuria) : ICD-10-CM %% "E70.29 ;-
Y EAR 112 £ 10 7 25 P SR B 1120463037 B2 4 ATH F LA R A SE 105 A X P
M x -] 45 T ¥ 57z (Congenital thrombotic thrombocytopenic purpura) : ICD-10-CM %25 " M31.1 >
TREFLARAEE R 268~ F iﬁiﬁaﬁ%%/}iﬁp’. 322 P E B L 8AM(F B EEY F
) o

)|

I



