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wap B0 st (BEgd) #2 o £ GER) 1CD-10-CM 75
3

A, £ B ASHE ¥ Inborn errors of metabolism

OAl & Bk HE # Urea cycle disorders

Al |01 [ = k% ATk TR Congenital urea cycle disorders ET72. 20

02 | Poeps v JE Citrullinemia ET2. 23

Nitroacetylglutamate synthetase

03 |2 Fmiliems & XN ATadk 2 E72.29
AEATRI & = ran L deficiency, NAG synthetase de-

ficiency
o bovRph g U AR A pE A Ornithine transcarbamylase de- £79. 4
o ficiency
05 BEORfA B 4 R B Hyperornithinemia-Hyperammone- E72.4
JNVREL B O E G mia- Homocitrullinuria syndrome

© A2 riefkps/ 5 ¥3pa 3R ¥ Disorders of amino acid/organic acid metabolism

E72.9

Ami id bolic disord b0

A2 (01 |seakp s g mino acid metabolic disorders £79. 10

(Aminoacidopathies)

E72. 89

E71.2
E70. 89

02 | % #ei%ps fRoE Homocystinuria ET2.11
03 |® ¥ Filipin JfE Hypermethioninemia ET72.19
04 |2tpk 448 H "Rl Nonketotic hyperglycinemia ET2.51
05 | ¥ Ak e Phenylketonuria E70.0
06 [ & Fhebeeddd 7 g Tetrahydrobiopterin deficiency E70.1
07 [3# @ M43 poiefen Hereditary tyrosinemia E70. 21




papP e e e (EREY) |Eep EGER) 1CD-10-CM 443
5
08 [ i Maple syrup urine disease E71.0
097 e Organic acidemias E71.118
10 |3 A Bk e Isovaleric acidemia E71.110
11 AR S N A A Glutaric aciduria type [ ~ 11 type I: E72.3
= typell: ET1. 313
12|p pen Propionic acidemia ET71.121
13" Ap - ped i Methylmalonic acidemia ET71.120
1432537 A A - g 3-Hydroxy-3-methylglutaric F71.118
acidemia
15[% 21F P Aom & B R AERF  |PAH type PKU combine with su- B74. 314E70. 0
% 7 Earad L g crase-isomaltase deficiency
16 |8 Hpoepi o Hyperlysinemia ET72.3
17 e vefh v g Histidinemia E70. 41
181= U AT BhBW A A 2 3-Methylcrotonyl-CoA carbox— E71.19
574 Lk ylase deficiency
19| % g f= v pead 2L e Multiple carboxylase deficiency |D81. 819
20 | B ¥ eph n g Hyperprolinemia E72.59
91 Sh%E Lol psgmz 4 |Aromatic L-amino acid decarbox- £70. 81
prdk 2 e ylase deficiency
22 |frieph s i frak L g Tyrosine hydroxylase deficiency [E70. 20
Cn s a o= onae |Cobalamin C defect (Methylmalo-
v A f ) Rk A
gg|” AP = PRt meme T | E71. 1204E72. 11
fé A, cblC ) nic acidemia and Homocystinu-
ria, cblC type)
24| R X RR R Primary hyperoxaluria ET72.53
20 |2 e Alkaptonuria E70. 29
©A3 %) ®#E Lysosomal storage disorders




b 5E LS T v (W) B T "é(éﬁ"ﬁ-%) [CD-10-CM B
B
A3 |01|® 2~ Gaucher disease E75. 22
GM1: E75.19
) ek e e .. ) GM2: E75.00
02|GM1/GM2 #* & 7agff  |GML/GM2 gangliosidosis
ET75.09
ET75. 01
E75. 02
03|Fabry =5E(GE# 38 <Jx) Fabry disease ET5. 21
E75.240:Type A
E75.241:Type B
. Piek SR, B E75.242:Type C
; %
04 Niemann-Pick g » ¢ Niemann-Pick disease
B A E75.243:Type D
E75.244:Type A/B
E75. 248:0other
E75. 249:unspeci-
fied
05 MLD 2 ig2% Metachromatic leukodystrophy B75. 95
(MLD)
06 |5k w2 %56 W4 % Globoid cell leukodystrophy 75, 23
(Krabbe’ s disease)
o BB 375 AR T AL e Infantile form lysosomal acid -
#ip(x feif s <) |lipase deficiency (Wolman dis- '
ease)
08 | %k Pl v Cystinosis E72. 04

09 |3

DM
1’3-‘-4
AN

&
F\_ﬁ'

Mucopolysaccharidoses

Type I Hurler’ s
syndrome E76. 01
Type I Hurler-
Scheie syndrome

ET6. 02
Type I Scheie
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et (Y

#2 o L (B

[CD-10-CM swfg

syndrome E76. 03

Type Il Hunter
syndrome E76. 1

Type IIT Sanfil-
ippo syndrome
ET76. 22

Type IVA Morquio
syndrome E76.210
Type IVB Morquio
syndrome ET76. 211

Type IV Other
Morquio syndrome
E76. 219

Other MPS E76. 29
Unspecified MPS
E76. 3

10

F Rl R ¥ ()

Fucosidosis

E77.1

11

HEFLE R 4 L

Sialidosis

E77.1

12

IRy 53

Mucolipidosis

Type I : ET77.1
Type IT ~IIT :
E77.0

Type IV : E75.11

13

M R A R R

Neuronal ceroid lipofuscinosis

E75.4




AR R (R 5Y) E2om L (HER) ICD-10-CM 5
B
14| % % e paig prdt 2 Multiple sulfatase deficiency |E75. 26
OAM m-kiv £4 X8 ¥ Disorders of carbohydrate metabolism
A4 |01 | 5 dEn Galactosemia E74. 21
E74.09:type 0
E74.01:Type 1
02 |¥pE 52 4% Glycogen storage disease E74.02:type 11
E74.03:type III
E74.09:type IV
E74.04:type V
E74.09:type VI-XI
03 | # &Fﬁ%“%“#%ﬁ?lﬁ'% Glut (Glucose transport)l defi- £74. 810
Fea ciency syndrome
04 |4 Fz p% p 44 2 Transaldolase deficiency E74. 89
©A5 *p%7pc s i B % Disorders of fatty acid oxidation
ETL.30 |p71 314
e ) ) . ET1. 310
A5 |01 |Pa%mpas L TE* 44 1n Fatty acid oxidation defect ET1. 318
ET1. 311 E71. 392
ET1. 312 E71. 39
ET1. 313
02 |5 2 12 p 464k £ o Carnitine deficiency syndrome, B71. 41
primary
03|" 42%aspk2 & prAax L Medium-chain acyl-coenzyme A E71.311
E dehydrogenase deficiency (MCAD)
04 sty s 4 & po st £ Short-chain acyl-CoA dehydro-  |p71 319
genase deficiency
OA6 #5582 ¥ Mitochondrial disorders
A6 |01 [ t8 4 15 Mitochondrial defect E88. 40




AR R (R 5Y) E2om L (HER) ICD-10-CM 5
B
H49. 811
02 |Kearns-Sayre =i iz%# Kearns-Sayre syndrome 149. 812
H49. 813
H49. 819
03|Leigh <& & ﬁP”mé‘%‘jﬁa% Leigh disease G31. 82
04 MELAS sgig# MELAS E88. 41
05 MNGIE g iz 284 5 Mitochondrial neurogastrointes— F88. 49
i R O I tinal encephalopathy syndrome
06 |7 i fie 8 % & fo 4 2 Pyruvate dehydrogenase defi- £74. 4
ciency
07| N JEiEHE Barth syndrome ET78. 71
08| o it AL s % Leber hereditary optic neuropa- |y47 99
thy
OAT 24 2 %32 ¥ Disorders of vitamin metabolism
AT 01|42+ 2 peax 2L Biotinidase deficiency D81. 810
OA8 "7 2 7o B A #E ¥ Disorders of cholesterol and lipid metabolism
A8 o1l &3 73 2L |Homozygous familial hypercho- £78. 01
JE lesterolemia
02 | 725 % FL B ok v e Familial hyperchylomicronemia |E78. 3
03 |& Ff o g (FE47 1) Sitosterolemia E78.00
E78. 01
04 AP E &2 2 |Congenital generalized lipo- 188, 1
JE dystrophy
00 |PaElE % B Cerebrotendinous xanthomatosis |E75.5
©OA9 £ 32 ¥ Disorders of metal metabolism
A9 (01| = F A< Wilson’ s disease E83. 01




papFle e e (gt 2o 6 (5R) ICD-10-CM S
B
02 Menkes JxiEEs Menkes syndrome E83. 09
03 |4p #f i 4> Z e Molybdenum cofactor deficiency |E61.5
OA10 #F% “ %82 % Peroxisomal disorders
A10 |01 |Zellweger = jgiz#F Zellweger syndrome ET71.510
ET71.511
e ) ET1. 520
025+ ”ﬁi’?%‘m AR Adrenoleukodystrophy
ET1.521
ET1. 528
ET1. 529
03 g A e i BT A Rhizomelic chondrodysplasia £71. 540
&4 punctata

©OA1l H i A#R ¥ Other metabolic disorders

ES0. 20
ALT |01 | % & Porphyri
o crphyria £80. 21
ES80. 29
02 [Lesch-Nyhan = g% Lesch-Nyhan syndrome ET79.1
03| Fipa 3 it frdr L Sulfite oxidase deficiency E72.19
04|% = P s Congenital disorder of glyco- £77.8
sylation, CDG
05|= 7 AMeIE Trimethylaminuria ET72.52
06 | MAAL fa fis Hypophosphatasia £83. 39
E83. 31
07 Beta #rf#fedt L Jx Beta-Ketothiolase deficiency ET71.19
08|~ "odvphdt 2 JE Cerebral creatine deficiency E72. 89
09 %% (4 % Bl) A #=  |Thiamine metabolism dysfunction 51,8
fo R 17 syndromes




papFle e (HRgd)  |EFep LGB 1CD-10-CM 45
B
10 [2es & & 2508 F Disorders of purine biosynthe- |[E79.8
sis metabolism E79.9
B. Mo¥r v 4 5 %k 28 ¥ Disorders of the brain or nervous system
Py s es anad wmox Multiple sclerosis, MS/ Neuro-
S e s I v L ’
pL 01| FEA R/ LARALEE N ~ 1635/636.0
Bl myelitis optica spectrum disor-
ders, NMOSD
02 7% SFIL R A AL Amyotrophic lateral sclerosis |59 99
(ALS)
03| AR P FIHFEF |y i0via telangiectasia G11.3
3%
04| - 4 < Bron Huntington disease 610
(* # Huntington' s chorea)
053 H g Rett syndrome F84. 2
06 | % Bgiir~p % 5 Spinal muscular atrophy G12.0
G12.1
G11.9
¥R TSiT B e G11.10
g7| " HET R TR Spinocerebellar ataxia G11.11
Kt
G11.19
G11.2
G11.8
08 |5& &4/ v Tuberous sclerosis Q85.1
09 A X Mg A AR e s @& |Congenital insensitivity to L74. 4
R pain with anhidrosis (CIPA)
10# gaREizsE% - 3] |Neurofibromatosis type II Q85. 02
11|Alexander %J}% Alexander disease G31. 89
12 | 8 i 3 Stiffperson syndrome G25. 82




AEE|T R e e (A E2 o (R ICD-10-CM %%
B
13 i%i§¢ij§§§¢5ﬁ:£/5¢ﬁa Hereditary spastic paraplegia |G11.4
14 Joubert =k i ( R Joubert syndrome Q04. 3
| PGRsIIRE T A )
15 Pelizaeus-Merzbacher * Pelizaeus-Merzbacher disease E75. 29
Je (2 A 1)
16| +# -8 fl-H2r< g Charcot-Marie-Tooth disease G60. 0
Hind S (F R dpf | 61220
17 Kennedy disease 612, 24
ET S -
G12.29
18 FEEMMRR R P # A 2 [Familial amyloidotic polyneu- £85. 1
Uik ropathy
19 Moebius iz Moebius syndrome Q87.0
20 Mcleod JpizEt Mcleod syndrome 97.8
Q98. 8
21 |Aicardi-Goutieres Jriz# |Aicardi-Goutieres syndrome ET79.8
Methyl CpG binding protein 2
AR ER . .
22 MECP2 7 & e 5%+ duplication syndrome Q99.8
(MECP2 duplication syndrome)
23 Dravet JEiEE Dravet syndrome, DS G40. 833
G40. 834
24 |7ge B A g Vanishing white matter disease |G11.8
95 A pL T e B PR 2 A 5218 Pantothenate kinase associated G23. 0
M ERCE neurodegeneration (PKAN)
9% Faia T f#pe A2 B2 4 \Phospholipase A2-associated 623. 0
FA B R neurodegeneration (PLAN)
QIR F-E 4 &4 izHE Pitt-Hopkins syndrome Q87.0
98 Beta %%k 3 REEG2_AY Beta-Propeller protein-associ- 623. 0

5T A

ated neurodegeneration (BPAN)




AR e e (BT w2 o (R ICD-10-CM 4%
%);LJ

% B A G g Infantile-onset ascending G12.20

riﬁ?gﬁ hereditary spastic paralysis, G12. 24

[AHSP G12. 29

30 L2 MP gt § 2 g |Congenital central hypoventila- GA7. 35
=4 tion syndrome

31 [Von Hippel-Lindau 7% [Von Hippel-Lindau disease Q85. 83

32 |Basilicata-Akhtar ;g% |Basilicata-Akhtar syndrome F78. A9

F84. 8

33 | e - iR e 3 S o Chorea-acanthocytosis G25.5

C. = = i R

% %3 ¥ Disorders of

the respiratory/circulation system

Idiopathic infantile arterial

Cl |01 |45 4 28 KA 028. 8
calcification
02 | B gtz Cystic fibrosis E84.9
s B A G Idiopathic'or Heritable'pulmo— 7 0
& nary arterial hypertension )
(IPAH or HPAH)
04 Holt-Oram = jEiz#t Holt-Oram syndrome Q87. 2
Andersen <giE#E(w &t
05 o T 5 3 R Andersen syndrome G72.3
#EAS ERR)
06 [x 1 du ¥ HER Hereditary hemorrhagic telangi- 178.0
ectasia
07|% LM% 7%e4 £ Asphyxiating thoracic dystrophy |Q77. 2
D. iy it k%2 ¥ Disorders of the digestive system
p1 o1 BT RIEEIFR L Progressive familial intrahe- K83. 1
¥ E patic cholestasis, PFIC
02 (% = Motms & & e Inborn errors of bile acid syn- E78. 70

thesis




03| a 1-#% F-v prddt L al- Antitrypsin deficiency E88. 01
A1+ Cajal @ Fwr |Congenital interstitial cell of
04 43. 8
WA EEBgEH g~%~5 |Cajal hyperplasia with neuronal v
By intestinal dysplasia
05 |FP F-3F %o i Alagille syndrome Q44.7
% _RI-_ RE . [N S e : _ _ : Q89.7
06 | &+ g iz 3+ Tricho-hepato-enteric syndrome
K52. 89
E. &%k« 5L ¥ Disorders of the renal/urinary system
E1 |01 |Lowe =jriE# Lowe syndrome E72.03
02 |Bartter =jJriz#* Bartter’ s syndrome E26. 81
03 R4 REM BT %  |Autosomal recessive polycystic 061.19
P kidney disease
04 |I; < i i 2 Alport syndrome Q87. 81
F. A% 4«42 ¥ Disorders of the cutaneous system
Q81.0
i i i - |Q81.1
PL (01 @422 4 4 fR ik to Hereditary epidermolysis bull Q
osa Q81. 2
Q81.8
Q81.9
02 LERRR Qb Aes Ichthyosis, lamellar recessive |Q80. 2
A
03 [# 552 Collodion baby Q80. 2
04 |52 4 G Harlequin ichthyosis Q80. 4
05 8 AR R AL R B Bullous congenital ichthyo- Q80. 3
L (A RHEL B R\ forn erythoderna (epidermo-
) lytic hyperkeratosis)
06| 7h 92 ke 3 2 2 2 Ectodermal dysplasias Q82.4
07 Meleda %Iﬁs Meleda disease Q82. 8




08 |Darier =jE(=* iif“:]}%) Darier’ s disease Q82. 8
09|12 &i 7 2R Dyskeratosis congenita Q82. 8
Diffuse non-epidermolytic
0|4 FifR & pEm s i palmoplantar keratoderma type 082.8
Unna-Thost
114 24 AR Incontinentia pigmenti Q82. 3
G.7ep % %2 ¥ Disorders of the muscular system
Gl |01 }L%N e N A Duchenne muscular dystrophy GT71.01
02 Nemaline #uxsvp Iﬁi%‘ Nemaline rod myopathy GT71.21
03 |Schwartz Jampel “jgE# |Schwartz Jampel syndrome GT71.13
04 [p“p 5 B e Myotonic dystrophy GT71.11
055 % szt %o Facioscapulohumeral muscular G71. 02
dystrophy
06 |p~] ¢ T % Myotubular myopathy GT1.220
078 sui)vvep & & Becker muscular dystrophy GT71.01
08 [Freeman-Sheldon *jriz# |Freeman-Sheldon syndrome Q87.0
G71.031 |G71.0342
. ; ) ) G71.032 |G71.0349
09 |33k Apex %o Limb-girdle muscular dystrophy
G71.033 |G71.035
G71.0340 [G71. 038
G71.0341 |G71. 039
10| = H9vd H o Congenital muscular dystrophy |G71.20
pag| e e (Eiktsy) B2 op - (HER) ICD-10-CM
B
11|® wifh T Central core disease G71.29
12] % ] #hz e Multiminicore disease GT71.29




Emery-Dreifuss muscular dystro-

GTL.

13 |[Emery-Dreifuss "“4 % jg
phy (EDMD) G71.038
G71.09
14|GNE tissom GNE myopathy 6718
G71.9
15| ¢ # A iz Stormorken syndrome D69. 8
H # % st ¥ 2 % Disorders of bone and cartilage
Al (01 (&% 25 % 28 Achondroplasia Q77.4
02=#% 7 2 Osteogenesis imperfecta Q78.0
M88. 0
188, 1 M88. 851
188, 811 M88. 852
188, 819 M88. 859
188, 819 M88. 861
03 [ a5t X Primary Paget disease M88. 821 M88. 862
188, 822 M88. 869
188, 829 M88. 871
Mgs. 831|108 872
1188, 832 M88. 879
Mgs. 839 |18 88
Mgs. 841 |108-89
Mgs, 842 |M108-9
M88. 849
04 |44 ¥ fEf 2+ B % Cleidocraninal dysplasia Q74.0
05 i 17 12 4 v sy Fibrodysplasia ossificans pro- [M61. 10 M61. 152
gressiva M61.111 |M61. 159
sl e m e (B RY)  |Fep ECRB) 1CD-10-CH 7%




M61.112 |M61. 161
M61.119 |M61.162
M61.121 |M61.169
M61.122 [M61.171
M61.129 [M61.172
M61.131 [M61.173
M61.132 [M61.174
M61.139 [M61.175
M61.141 [M61.176
M61.142 [M61. 177
M61.143 [M61.178
M61.144 |M61.179
M61. 145 [M61.18
M61.146 [M61.19
M61. 151
Q71. 60 QT72.70

06|25 wn Spl%t—hand/ Split-foot malfor- Q71.61  |q72. 71
Q71. 63 Q72.73

07 |# & % iz Osteopetrosis Q78. 2

08|t %5 #» > Pseudoachondroplastic dysplasia [Q77.8

09|58 7T 3 2 Multiple epiphyseal dysplasia |Q77.8

10 g ¥ izdssg vy 2 2 Craniometaphyseal dysplasia Q78.8

115554 ] 0o i 3% Cerebro-Costo-Mandibular syn- 087. 89

drome
12 |Crouzon =jriz#t Crouzon syndrome Q75.1
13 |Pfeiffer “ iz Pfeiffer syndrome Q87.0

[. 5% 252 ¥ Disorders of the

connective tissue

= | B
i

E2 ot (GHEB)

[CD-10-CM 3ot




[1 [01|2=x %% 5%‘«?1 # %2 4] |Ehlers Danlos syndrome IV Q79. 63
J.i % k% ® ¥ Disorders of the hematologic system
JI. (01 |£33 g Thalassemia major D56.0
D56. 1
02 |m | F &4 g Thrombasthenia D69. 1
03 A6+ 3 T Cand Homozygous protein C deficiency |D68. 59
JE
04[5 P fFa o d Rk Paroxysmal nocturnal hemoglobi- D59. 5
nuria
05 A XM fapi o F T |Congenital thrombotic thrombo- DGY. 42
B cytopenic purpura
K. &% % %2 ¥ Disorders of the immune system
KI (01 (55 it b o ntps Chronic primary granulomatous D71
disease
02|~ F B AR B Congenital hyper IgE syndrome |D82.4
(3=
03 TR A I R Bruton’ s agammaglobulinemia D80. 0
JE
04 Wiskott-Aldrich =jeiz# |Wiskott-Aldrich syndrome D82.0
D81.0
i i i— D81.1
05 Bt ar & 1) i £ Severe combined immunodefi
ciency D81. 2
D81. 31
D81.9
06 it = 1> 8 4443 Complement component 8 defi- DS4. 1
ciency
07 |IPEX srizEs [PEX syndrome E31.0
papFle e (Hmgd) 2o (D) ICD-10-CM 4%
B
08|% AR Iy M pizHE Hyper-IgM syndrome D80. 5




Interferon y receptor 1 defi-

09|y FHEEXH1 #H2 D84. 89
ciency
10| @ n ¢ okrd Hereditary angioedema (HAE) D84. 1
11 [Netherton JgiE# Netherton syndrome Q80. 8
12 |229 4 Viﬁ\i B g Atypical hemolytic uremic syn- |D59. 32
drome D59. 39
L.p & k%R ¥ Disorders of the endocrine system
L1 |01 [Kenny-Caffey =jEiE#t Kenny-Caffey syndrome Q87.19
02 |Btal @ ;FL’S‘;]“\ M fe Pseudohypoparathyroidism E20.1
03|58 @ p2 phpe o p Hereditary hypophosphatemic £83. 31
rickets
04 |Laron = i 5 iE ¥ Laron syndrome (Laron Dwarfism) [E34. 321
05 |Bardet-Biedl = jgiz#* Bardet-Biedl syndrome Q87. 89
06 |Alstrom =jEiF¥ Alstrom syndrome Q87. 89
07 FyHsaaph g 28K |Persistent hyperinsulinemic hy- F16. 1
A 14w R poglycemia of infancy (PHHI)
08 \Wolfram =jriz#* Wolfram syndrome, DIDMOAD E34. 8
09 |McCune Albright =% McCune Albright syndrome Q78.1
10 |24, BT OUR P Campomelic dysplasia with auto- 087.19
somal sex reversal
1152 ’»‘fT\/i 1% ACTH resistance E27. 49
0| ¥ - A @az F Dz |25-Hydroxyvitamin D 1-alpha-hy- |peq 39
g A g droxylase deficiency
13[4 % 74 “fj"\%ﬁ‘ T3> Congenital adrenal hypoplasia |Q89.1
14 |Kallmann =jgizE# Kallmann syndrome E23.0
papFle e (KRgd)  |FemLGHB) 1CD-10-CM 4%
B
15| A BATA 524 fops Permanent neonatal diabetes P70. 2

mellitus




16 MIRAGE Jiz#* MIRAGE syndrome 089. 8

M. £ = w335 /58 i ¥ Congenital malformations/syndromes

M1 |01 |Aarskog-Scott =jEi#  |Aarskog-Scott syndrome Q87.19
02|3 % Ot N iEE Waardenburg syndrome Q87. 89
03|& EF < g Apert syndrome Q87.0
04 |Smith-Lemli-Opitz W \qpith Lemli-Opitz syndrome  |E78.72

23

o5 [Larsen *EEFCFH-L o oo syndrome Q4.8

%M g 53

06 Beckwith Wiedemann Beckwith Wiedemann syndrome Q87. 3

iE3¥
07 [Fraser “jEiz#t Fraser syndrome Q87.0
08| % B E KRz Multiple pterygium syndrome Q79.8
09 Cornelia de Lange *ix Cornelia de Lange syndrome Q87.19
2%
10/#% & -¢ 46 % £ “ygpiz# [Hallerman-Streiff syndrome Q87.0
11 |[Kabuki szig# Kabuki syndrome Q89. 8

12 |2 -#8—4p (@) JgiF# Oto-Palato-Digital syndrome Q87.0

13 |Conradi-flunermann &% \oo 41 -Hunermann syndrome Q77.3
+H
14 Treacher Collins i Treacher Collins syndrome Q75.4
=2
15 |Robinow =jriz#t Robinow syndrome Q87.19
16|30 () ° #h e i3 Nail-Patella syndrome Q87.2
pap| e e (gt 2o 2 (H0) ICD-10-CM %
5
17|CFC JrizEs Cardiofaciocutaneous syndrome |Q87.89

18 |Peters-Plus % Peters-Plus syndrome Q13.4




19 [Nager JrizE Nager syndrome Q75.4

20 |CHARGE Jeiz#s CHARGE syndrome Q89.8

21 |- g e 3 White-Sutton syndrome Q87.0

e A A = I L R S PN syndrome Q87. 89
JE

23 |Ayme-Gripp JEEE Ayme-Gripp syndrome Q87. 89

24 |Coffin-Lowry JgiE+f Coffin-Lowry syndrome Q89. 8

25 |\Myhre JEigE# Myhre syndrome Q87. 89

26 | & 2 06 o Sensenbrenner syndrome Q87.5

2T |5 % & F A 1 F Keppen-Lubinsky syndrome E88. 1

28 [Angelman =g iEF Angelman syndrome Q93. 51

29 [DiGeorge JEiFEt DiGeorge syndrome D82.1

30 |Prader-Willi = giz# Prader-Willi syndrome Q87.11
= e AR s mdrt s |WAGR syndrome (Wilms' — tumor-

31 " g o s ra C . ) Q87. 89
MERE Y A Meg i |aniridia-genitourinary anoma-
+ (WAGR Jriz#) lies-mental retardation)

32Miller Dieker JgigE# Miller Dieker syndrome Q93. 88

33 Rubinstein-Taybi *kix Rubinstein-Taybi syndrome Q87. 2
2

34 | = BRETN i FE Williams syndrome Q93. 82
Branchio-Oto-Renal “iti% |p .0 hi0-0to-Renal syndrome

B s (BoR 5 BT 89
f - (BOR syndrome)

pap| e e (gt 2o 2 (H0) ICD-10-CM %

B

36 | &k BT E Proteus syndrome Q87. 3

g7|Cockayne i i ¥ (23] Cockayne syndrome Q87.19

S )




38|% %3 Hutchinson Gilford progeria £34.8

syndrome

39 [Schaaf-Yang g & ¥+ Schaaf-Yang syndrome Q87.19

40 |Gal loway-Mowat iz Galloway-Mowat syndrome Q04. 3

N. ;@2 % Eye disorders

N1

01 |Stargardt’ s “Jx Stargardt’ s disease H35. 50

02" % 1§ ma3%4 & Occult macular dystrophy ; OMD  |H35. 50

03| % fa< L < 4 2 gy Leber congenital amaurosis H35. 50

L5 A& %t 2 P R/ %] Unclassified or unknown

Z. 3
#r
L.

DO

[UV]

PERROIZELT TP FHEEF 50024010485 2 2 T% £ 2 e iy

(Nesidioblastosis) | F1/& Bevp b o p TR ARE M F A AE AR LOTH
Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) & X -

a5 #E9 12p F W F % 0950400907255 2 T Tyrosinemial I ~ II ~ I (fei%fk
PR % -3 %A% =41) 4 0 p TpAE ~ FAARKAS A7 Hereditary
tyrosinemia (i &4 3 peiepha g ) L H o

PoERRI6EZT 220 F AT % 0960400600282 & = ~ 2 Urea cycle disorders 3
Congenital Urea cycle disorders °

PEARIBETY 3P FIEF F09804007425. £ F s o A 5. BI0THL Spinocerebel lar
ataxia® R *® 2 R FRE] PR AA A > B0 5 0 AR T e (TR R o
EARIIEIY 19p FEF % 099040010350 > & F A gm A 5L K10258 Congeni tal
Hyper IgE syndrome ( £ x M43 £ 53k kv E i3 ) » RICD-9-CM %% :
r279.9, » ¥ & 5 :

rogs. 1, -

P EARI06E107 250 BT % 10604026785 = 2 ATH F LA m A 5L G135 Emery-
Dreifuss?+% % jg (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM %% "G71.0, -
K10%wi# @ 4w & 13-k 6 (Hereditary Angioedema) : ICD-10-CM %#§ "D84.1, -

P EAREITES? 0P FEREF ¥ 107040123150 = & 373 F LA g5 A& 5. BI-25%% Dravet
gt ¥ (Dravet Syndrome, DS) : ICD-10-CM % #% "G40.311, ~ *&v % i 4 ;& (Vanishing
White Matter Disease) : ICD-10-CM %% "G37.8, : #3 & F LA g5 A 5L AL1-055L & Ao
(Trimethylaminuria)i2 & = = ® 2 %%k g (Trimethylaminuria) ~ & %L L1-12 $Lla-
gz (v ¥ 4% £ Jg 1% ¥ (1 a -hydroxylase deficiency) : ICD-10-CM % #% " E25.0 | & =t
Sy - Al @ aed 20D ¥ A H g (25- Hydroxyvitamin D 1-Alpha-
Hydroxylase Deficiency) : ICD-10-CM % #% "E83.32 , ~ F3. G13%L%~% % jx (Emery -
Dreifuss Muscular Dystrophy, EDMD) ~ #g A& L2 i % G1-13 ~ A5LK105L @ {2u ¢ -k
(Hereditary Angioedema, HAE) 4 #g 55512 = 5 K1-10 -

PEARIBEL 158 wHREF % 107040373650 = £ 273 F LA s A 5L Gl1-145. GNE &=
vup % (GNE myopathy) @ ICD-10-CM %75 "G71.8~ G1-153% ¢ 4= A 13k i ¥ (Stormorken
syndrome) : ICD-10-CM %:#& "D69.8 , 3 MI-25%L 5. #73% % 38+ kv 4% e (Costello
syndrome) : ICD-10- CM % #% TQ87.89 -

PEARIOET? 31 p FREF F 109040203750 = 2 A7H F LA gm A 5L MI-265L Ayme-
Gripp & % ¥ (Ayme-Gripp syndrome): ICD-10-CM % #5 " Q87.89 ;% M1-27%. Coffin-
Lowry & i% # (Coffin-Lowry Syndrome) : ICD-10-CM ##% "Q89.8 > 2 3 & ¥ LA &
FR 5. Cl-035L R 4 4+ % # "% 3 & (Primary Pulmonary Hypertension ,PPH) & = %
g @ H % 5 B (Idiopathic or Heritable pulmonary arterial
hypertension (IPAH or HPAH) % 5 %L B1-05%.3% 42 < jz i3 ¥ (Rett syndrome)® i+ 5 T




10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

X e (Rett syndrome) °

P EARIEL0? 13p R F % 109040274050 = & F73 F L 5 s B 5B1-28 50k 7q T ¥q
FREFA2R P52 A (iR Y MR I (Phospholipase A2-associated neurodegeneration, PLAN) :
ICD-10-CM  ##8 7G23.0,° % ZF o BBl MI-18%50 /L pk B jprpv B B 2 40 33 10 5
(Pantothenate Kinase Associated Neurodegeneration, PKAN) 4 # & 5513 it 5 B1-27%% -
P EARIN0ES 30 R ®F 5 110046001650 = 2 274 F LA o A 5L A6-085LF <l
& {4 ARAY .fé‘j;:lﬁa%(Leber hereditary optic neuropathy) : ICD-10-CM %»#% "H47.22 , 2 Bl-
2055 F-F 4 & 2 iz ¥ (Pitt-Hopkins Syndrome) @ ICD-10-CM %45 "Q87.0,> % i3 it
Z EL}?»/}%)%%,{ B1-16%: Charcot Maire Tooth =g (i& {7 {40 4 f{f{’ﬁ:}fﬁ)( X-linked
hypophosphatemic rickets)i & 5 % +# -5 §]-4+ 27 < Jz (Charcot-Marie-Tooth Disease)~
BgL L1-03%80 44 :8 @) phps @ e (X- linked hypophosphatemic rickets) i &+ %
M55 R ) M pipt @ 5 e (X-1inked hypophosphatemic rickets) -

P EARII0ELL? 23p R F % 110046116150~ 2 278 F 04 g A 50 M1-28% Myhre
iz3# (Myhre syndrome) : ICD-10-CM %45 "Q87.89 ~ Z1-06%5L % f< L = 4+ 2 g (Leber
Congenital Amaurosis) @ ICD-10-CM %#% "H35.50 ;~ L1-16%2 MIRAGE g i % (MIRAGE
syndrome) : ICD- 10-CM %#% "Q89.8 , % E1-04%L 3 =< i i #¥ (Alport Syndrome) : ICD-
10-CM %78 "Q87.81 ;-

P EAREIELL 24P FWRRF 11004611685 £ i3 & F L5 % A 50 BI-015L % & {4
A vz (Multiple sclerosis) : ICD-10-CM % #8 T G35, B & 2 % # A gL 4
5% 8 X (Multiple Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders,
NMOSD) : ICD-10-CM % #& " G35 ~ (36.0 -

PEARIIELDY 120 R F % 11004616865 = £ A7 F LA m A5 MI-295 & &7 i
s g% ¥ (Sensenbrenner Syndrome) : ICD-10-CM % # T Q87.5 -~ A4-04 % #&
i % p* 4= £ Jg (Transaldolase deficiency) : ICD-10-CM %#% "E74.8 , % MI-30%%
s. 5 & f #77 J¢ i% 3¥ (Keppen Lubinsky Syndrome) : ICD-10-CM % FE88. 1,23 F A
}ifﬁa)%»%i F1-01%.:8 @4+ & & » f2 14K 4¢ e (Hereditary epidermolysis bullosa) & ICD-
10-CM %% :7Q81.9 -1 2 :TQ81.0~ Q81.1-Q81.2~Q81.8~Q81.9 -
PEARIIIEL 130 FREF 5111046096250~ £ 3738 F LA Jx A 5L B1-305L Beta 4}
ok v M o o2 A & ¥ v B 5 (Beta-Propeller Protein-Associated
Neurodegeneration ,BPAN) : ICD-10-CM3%#% ' G23.0,- % B & F L5 f5 & 5. A2-143%L3-
e -3-7 A A - few g (3-Hydroxy-3-methyl- glutaric academia) i & % 3-3% £ -3-
A A - A g (3-Hydroxy-3-methylglutaric academia) ~ A 5. A2-16%L% 4t 4 A
= & (Hyperlysinemia) 2 & 5 % &= A & & Jg (Hyperlysinemia) ~ % & % i B 5. D1-01
LR T M RSEAFRN R ¥ gk (Progressive  intrahepatic cholestasis, PFIC) i & 5
(T RSR MR L o (Progressive familial intrahepatic cholestasis, PFIC) -
PEARIIETY 13p FRAF 511104619925 = 2 A7 F L A 50 HI-105047 ¥ i2 45
##7% 7 % 2 (CraniometaphysealDysplasia) : ICD-10-CM %.#5 "Q78.8 ,~ /& % Bl1-31%.88 &2
A F 7 @ e ¥ 4 & (Infantile-Onset AscendingHereditary Spastic
Paralysis, IAHSP) : ICD-10-CM %% "G12.2 ,~ & 5LA11-11%L+ #ovvpeas 2 5 (Cerebral
Creatine Deficiency) ICD-10-CM %% TE72.8 , % B 8. All-12% %93 (&4 % Bl)
St i R R g iz ¥ (Thiamine Metabolism Dysfunction Syndromes) ) : ICD-10-CM
Skl TESL.8,» 2 B F LA AL MI-125080 & & & 1% 3% (Kabuki syndrome) # < & 4
% Kabuki & % # (Kabukisyndrome) ~ % 52 N1-02%% DiGeorge’ s g % ¥
(DiGeorge” s syndrome) % #-% DiGeorge i i #(DiGeorge syndrome) e
PEARIZELY 1TP FHREF 511204600035 = & 373 F LA m A 5 A2-245L R 143
¥ p& B Ao (Primary Hyperoxaluria) @ ICD-10-CM %48 "E72.53 ;> 2 i3 & % EL:}i:ﬁ,ia)i%i Bl-
0655 4 fg 4 r~p iﬁﬁ:}}i(Spinal muscular atrophy) & ICD-10-CM % :7Gl12.9,> 2 ¢
% :TG12.0~ GI12.1,~ B35 B1-25%5 Dravet g i ¥ (Dravet syndrome) % ICD-10-CM
75 TG40, 311, 2 & % :7G40.803 ~ G40. 804 | -

PEARIZELY 198 FR A F F 1120460969 5L =~ & ATH F L A o A 5L A2-25
5o 2 RO

(Alkaptonuria) : ICD-10-CM %.#% "ET70.29 -

P EARLZELN 250 FHRRF F 1120463037502 4 373 F L ogop A 5L J1-05504 % 2o
2 &) T B s (Congenital thrombotic thrombocytopenic purpura) @ ICD-10-
CM %78 "M3L.1,> £ B2 F LA /AR BEL205 ~ F LA BT HA 22 ¢ &2 p; .84
B(ZBIEF A )H)



20.

21.

22.

23.

24.

25.

26.

P EARLSELD? 0P R EF F 113046021750 = 2 A7 F L A& Jm A 5MI-39% Schaaf-
Yang & & % (Schaaf-Yang syndrome ) : ICD-10-CM 4% "Q87.1 ;-

PEARIBET? 159 R R F % 11304621685 = 2 A7 F & % o A 5. BI-32%50
Basilicate- Akhtar & %% (Basilicate-Akhtar syndrome) : ICD-10-CM %% = "F78 ;-
T3+ By A3-032 Fabry =z (Fabry disease)® * 2 Fabry =z (i # 3 <x)
(Fabry disease) °

P EARIIBEL 1P R F 5113046322450 > & 374 F L 4 g5 A 5L B1-33%0 # B
- = w3 % g (Chorea-acanthocytosis) @ ICD-10-CM %45 5 MG25.5 -
PEREII4E]? 23p R F % 113046450050 2 12 & A 3L Al1-042- p-kKiv &4+ 2 %
3-v Jg iz ¥ (Carbohydrate-deficiency glycoprotein syndrome) 3 £ % M A& i B
(Congenital disorder of glycosylation, CDG) ; i i+ 5% M1-372 Cockayne = jt iz %
(Cockayne syndrome) = Cockayne =g iF# (47 2F] <z i) (Cockayne syndrome) ; i
& F A5 CD-10-CM a8 %3758 » LB L~ F o

PEARI4ELY 1P GFR R F % 114046104158 = & 273 F 2 & o B 5 MI-40%50
Galloway- Mowat s i # (Galloway-Mowat syndrome) : ICD-10-CM %% % "Q04.3 -
PEREII4E1I0° 20p R F 5114046334155~ 2 2 & 5L L1-032 58 & Mpipk
% 7 @ & (X-linked Hypophosphatemic rickets) 5 f @& & ™M g e @ i &
(Hereditary hypophosphatemic rickets) °

PEARIGEIY 130 FRRF % 115046047950 = & A7 F L A o A SLATI-10505 &
=+ % #%2 ¥ (Disorders of purine biosynthesis metabolism):ICD-10-CM %% %" E79. 8~
E79.9,: B & F LA ICD-10-CM s = 267% -
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