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SR s

B F ICD-10-OM 05— T4 (25 54 5

AN LA e
E i ?(%{'ﬁ,’%) [CD-10-CM 2 %71~ %%
5| 55 (Eix%4)
AR BB ¥
©Al 7% A%~ #2 ¥ Urea cycle disorders (%« % J&)
MR E RS S
Al |01 Congenital Urea cycle disorders ET72.20
(=3
02 |/ "%fsn Citrullinemia E72. 23
v FEiRepi & A fsak £ |Nitroacetylglutamate synthetase
03 ET72.29
JE deficiency, NAG synthetase deficiency
bRt g Y Fk A PR o .
04 Ornithine transcarbamylase deficiency |[E72. 4
05 % 5 '=pin -8 % = J& |Hyperornithinemia-Hyperammonemia-Homo £79. 4
-% ANMefe s ¥ |citrullinuria Syndrome '
© A2 "= pa/7 B2 ¥ Amino acid metabolic disorders / Organic acidemias
Amino acid metabolic disorders
A2 |01 |P=ikps s BPE T ET72.8
(Aminoacidopathies)
02 |® PeIph o JE Homocystinuria E72. 11
03 |3 7 Friisfl o JE Hypermethioninemia ET72.19
04 |2bpr 123 o "ol g Nonketotic hyperglycinemia E72.51
05 | ¥/ Phenylketouria E70.0
06 |z & gheberd 3t 7 Tetrahydrobiopterin deficiency ET70.1
07 |:f @43 friefe o i Hereditary tyrosinemia E70. 21
08 |1 #% ke Maple syrup urine disease E71.0
09 |7 #p& ez Organic acidemias E71.118
10 [ @ g [sovaleric acidemia E71.110
NoRRE R A F type 1:E72.3
11 Glutaric aciduria type I ~ 1I
=) typell:E71. 313
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AN LR
B ?(fﬂ’ﬁﬁ%) ICD-10-CM 2 %7~ 75
5| 5 (EiEsd)
12 |p pax Propionic acidemia E71.121
13 |7 Ap - o Methylmalonic acidemia E71.120
- A-3-7 A A Ha
14 3-Hydroxy-3-methylglutaric acidemia |E71.118
JE
£ AIF e Ao & @ R4 |PAH type PKU combine with
15 _ ET74. 31+E70. 0
fale & 5 Mppv s L Sucrase-isomaltase deficiency
16 |®B =il pen Hyperlysinemia E72.3
17 | ieph o Histidinemia E70. 41
=" A° B felps Azt 3-Methylcrotonyl-CoA carboxylase
18 ET71.19
f¥E 4 L deficiency
19 |5 % pedd 2 Multiple carboxylase deficiency D81. 819
20 |® 9 reph s e Hyperprolinemia E72.59
o1 >4 % L=l pesgm s |Aromatic L-amino acid decarboxylase £70. 0
REEA LR deficiency '
22 |permphEs it fEat L Tyrosine hydroxylase deficiency E70. 20
Cobalamin C defect (Methylmalonic
TOAP PR AR
23 aciduria and Homocystinuria, cbl C E71.120+E72. 11
it w g (Cbl C A
type)
2 _
A REMRERB R Primary Hyperoxaluria E72.53
2
: 2 R Alkaptonuria E70. 29
© A3 *a Fidsa
A3 |01 |8 2 ~ & Gaucher’ s disease E75. 22
GM1/GM2 #¢ 5 & 3 75 5 ## GMI1:E75.19
02 GM1/GM2 gangliosidosis
b3 GM2:E75. 00
03 [Fabry = Fabry disease ET75.21
Niemann-Pick = g » & #g E75. 240:Type A
04 Niemann-Pick disease
BTG REAR ET5. 241:Type B
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AN LR
B2 (HER) ICD-10-CM 2 %7~ 75
5| 5 (EiEsd)
ET5. 242:Type C
ET5. 243:Type D
E75. 248 :0other
E75. 249 :unspecified
05 MLD e i % Metachromatic Leukodystrophy (MLD) ET5. 25
Globoid Cell Leukodystrophy (Krabbe' s
06 |shim®eige H4 &R E75. 23
disease)
B2 A pr R pL 1 s
Infantile form Lysosomal Acid Lipase
07 |prat L (X fLLE & < E75.9
Deficiency (Wolman Disease)
JE )
OM m-k it &5 NBrR ¥
A4 |01 | Fpu g Galactosemia ET4. 21
E74.09:type 0
E74.01:Type 1
E74.02:type 11
E74.03:type III
02 |"FpEiEfm Glycogen storage disease
E74.09:type IV
E74.04:type V
E74.09:type VI-XI
E74.01:Von Gierke’s
03 Hox B EMRY F MR |Glut (Glucose Transport) 1 deficiency _
% syndrome .
04 |z ps iz 4 2 e Transaldolase deficiency E74.8
© Ab "ninpes i B ¥
ET1. 30
ET1. 314
E71. 310
ET1. 318
A5 |01 |PgP»pas i i 425 Fatty acid oxidation defect ET1. 311 071 39
E71. 312 '
ET1. 39
ET1. 313
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N R
B ?(fﬁﬁﬁ%) ICD-10-CM 2 %7 i~ 75
5| 5 (EiEsd)
02 |3 p sk 2 e Carnitine deficiency syndrome, primarylE71. 41
voghrginapi 3 & fE 24 Medium-chain acyl-coenzyme A
03 ET1. 311
Z dehydrogenase deficiency (MCAD)
wgh g AR 3 @ frak £ (Short-chain acyl-CoA dehydrogenase
04 ET1. 312
JE deficiency
© A6 F Bl N R ¥
A6 |01 [ smiladrs Mitochondrial defect E88. 40
H49. 811
H49. 812
02 |[Kearns-Sayre = jt &3 (Kearns-Sayre syndrome
H49. 813
H49. 819
Leigh =~ & & ¥ "5 # &E
03 Leigh disease G31. 82
Uik
04 MELAS g i # MELAS E88. 41
05 MNGIE & 1% 3¢ 548 144 |Mitochondrial Neurogastrointestinal £88. 49
B e p RE R Encephalopathy Syndrome '
06 | Arpci @ a fe4k 2 |Pyruvate dehydrogenase deficiency E74.4
07 | g Barth Syndrome ET78. 71
08 % N WA Leber hereditary optic neuropathy H47T. 22
© AT | 3R ¥
AT (01 |k 9aepl o Cystinosis E72.04
Typel: E76.01
ET6. 02
E76.03
Type2:E76. 1
02 |3k 7% P Mucopolysaccharidoses
other :
ET6. 210
ET6. 211
ET76. 219
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ICD-10-CM % %7~ 75§

ET6.
ET6.

22
29

Unspecified:E76. 3

POEEEHE Y (s

03 Fucosidosis E77.1
)
04 |sEpeps & 4 L Sialidosis E77.1
type 1:E77.1
05 A% B Mucolipidosis type II ~ III:E77.0

type IV:E75.11

M A R R A

06 Neuronal ceroid lipofuscinosis E75. 4
T
07 | % 3 Mmpargpesr Z g [Multiple Sulfatase deficiency E75. 29
© A8 "% p% % *y B % B#R ¥ Cholesterol and Lipid metabolism
18 lo1 &+ 7223 27 e |Homozygous familial 5780
O hypercholesterolemia
02 |72EM 3 s Bickw g (Familial Hyperchylomicronemia E78. 3
03 |E A g (f54~1) |Sitosterolemia E78.0
O©A9 H 4 &+ 4 Ia
A9 |01 [=f &< Wilson" s disease E83. 01
02 |Menkes g &+ Menkes syndrome E83. 09
03 |4p o 4> L e Molybdenum cofactor deficiency E61.5
© A0 EF -8 2 ¥
A10]01 |Zellweger = Jx iz ¥ Zellweger syndrome ET1.510
E71.511
E71.520
02 ?i}“$f§é (U Adrenoleukodystrophy ET1.521
E71.528
E71.529
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AN LR
B ?(fﬂ’ﬁﬁ%) [CD-10-CM # %7~ 75
=l (W39 )
AT A BRI R Y ) . .
03 ., Rhizomelic Chondrodysplasia Punctata [ET71. 540
FE
© All 2 @ &8 F
E80. 20
A11]01 % F e Porphyria E80. 21
E80. 29
02 |[Lesch-Nyhan % jz ¥ |Lesch-Nyhan syndrome ET79.1
03 |LFipads it fedk 2 Sulfite oxidase deficiency E72.19
04 ok i &4k 2 pEd-9 g |Carbohydrate-deficiency glycoprotein N
i 2 syndrome '
05 |= ¥ AMFoR Trimethylaminuria E72.52
AP 2L AR
06 . Congenital generalized lipodystrophy [E8S. 1
A
07 "%l B Cerebrotendinous Xanthomatosis E75.5
E83. 39
08 |k fig fe Hypophosphatasia
E83. 31
09 |Beta #ifZfs 4> 2 Jg Beta-Ketothiolase Deficiency E71.19
10 |2 4 & pedd 2 Biotinidase Deficiency D81. 810
11 |~ Pabvpedr 2 ‘Ii Cerebral Creatine Deficiency |[E72.8
FrmZ ( A Bl) Thi
PPN 1amine Metabolism
12 L WL R Dysfunction Syndromes Eol. 8
B. "R gv A & % K %
5 A g/ 2 R4 5 Multiple sclerosis, MS/ Neuromyelitis
Bl |01 | G35/G36. 0
PR Optica Spectrum Disorders, NMOSD
02 B“ﬁiﬁﬁkimdﬁlﬁf“ﬁi Amyotrophic lateral sclerosis (ALS) |G12.21
AL DL FHRRE
03 Ataxia telangiectasia G11.3
i ¥
‘ ~ Huntington disease(* #-Huntington’s
04 |3 7 # < #RYE G10

chorea)
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AN LA e
2o (5ER) ICD-10-CM  #7 1 48
5| 5 (i sd)
05 |7 &g Rett syndrome F84. 2
G12.0
06 |# #gpdoep ifﬁﬁﬁt Spinal muscular atrophy o121
3k RS RER ek SRR A
07 Spinocerebellar ataxia G11.1
BR8]
08 |&& it g Tuberous sclerosis Q85.1
09 L xR A At s |Congenital insensitivity to pain with 1744
&R anhidrosis (CIPA) '
MERRABREFEESY -
10 J Neurofibromatosis type II Q85. 02
E:1
=
11 |Alexander hiﬁ% Alexander disease E75. 29
12 |8 ix 3 Stiffperson syndrome G25. 82
13 | @ $47 2R Hereditary spastic paraplegia G11.4
Joubert g iz¥ (723%
14 Joubert syndrome Q04. 3
ERIESTEIELES S RNy
Pelizaeus-Merzbacher
15 % (M2 s A% i [Pelizaeus-Merzbacher Disease E75. 29
JE )
16 | -8 fl-4 &5 Charcot-Marie-Tooth Disease G60. 0
G12. 20
i@ g (F Rt R G12. 21
17 Kennedy Disease
o iiﬁﬁﬁi) G12. 22
G12.29
TR R F B A
18 Familial Amyloidotic Polyneuropathy |E85. 1
Eik:
19 |Moebius Jx & ¥ Moebius syndrome Q87.0
Q97. 8
20 Mcleod iz % Mcleod syndrome
Q98. 8
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AN LR
B ?(fﬁﬁ%) [CD-10-CM # %7~ 75
5| 5 (EiEsd)
Aicardi-Goutieres Jg i
21 Aicardi-Goutieres syndrome G31. 89
2%
22 |F B AR IFHE Proteus Syndrome Q87. 3
Methyl CpG binding protein 2
23 MECP2 % & jr i3 Duplication Syndrome Q99. 8
(MECP2 Duplication Syndrome)
24 %) AR R Cerebro-Costo-Mandibular Syndrome Q87. 89
G40. 803
25 |Dravet j i+ Dravet Syndrome, DS
G40. 804
26 |Mav F A R Vanishing White Matter Disease G37.8
- A pa B pcpe B B2 4 %5 |Pantothenate Kinase Associated 6930
10 R Neurodegeneration (PKAN) '
28 BPa B f3 s A2 B B2 [Phospholipase A2-associated 93,0
AT B neurodegeneration(PLAN) '
29 |[AF-EH EXTEEH Pitt-Hopkins Syndrome Q87.0
Beta %t 3=+ B % 2 Ipota propeller Protein-
30 ) G23.0
(I NAR Associated Neurodegeneration(BPAN)
Infantile-Onset Ascending
BaAr A @ . .
31 Hereditary Spastic G12.2
:r’;"_ -;_ :k:!’_[ﬁ.,‘[ﬁ_ .
Paralysis, IAHSP
C. »Fex {/?]Iﬁ ,ﬁ ffu:}li:, %‘
Idiopathic Infantile Arterial
Cl |01 |43 |88 ool 028. 8
Calcification
02 |[Epgaigy Cystic fibrosis E84.9
03 B @t ([diopathic or Heritable pulmonary 197 0
B R arterial hypertension (IPAH or HPAH) .
04 |Holt-Oram = j& iz ¥ Holt-Oram Syndrome Q87. 2
Andersen = jJg iE ¥ (&
05 Andersen syndrome E74.09

R T R
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N R
B ?(fﬁﬁ,’%) [CD-10-CM # %7~ 75
5| 5 (EiEsd)
W RS WE R
UL e - X
06 Hereditary Hemorrhagic Telangiectasia |I78. 0
JE
07 | L34 2 Asphyxiating thoracic dystrophy Q77.2
A X MP fpiiE s 7 L |Congenital Central Hypoventilation
08 G47. 3b
S 2 Syndrome
D. iy ik ..“fu‘},% 2
T M RIEEIFR L IProgressive familial intrahepatic
D1 |01 K83. 1
TR cholestasis, PFIC
02 | % MPERL & & ek Inborn errors of bile acid synthesis [ET78. 70
03 |al-#'%& 39 fe4t 2 |al- Antitrypsin deficiency E88. 01
£ x {2 Cajal < & F o7z |Congenital Interstitial Cell of Cajal
04 (¥4 &E5mgs 5~ |Hyperplasia with Neuronal Intestinal |Q43.8
TEF Dysplasia
05 [P wom i Alagille Syndrome Q44. 7
B § %08 IR b B %
E1 |01 |[Lowe = jEig# Lowe syndrome ET72.03
02 Bartter = Jgix# Bartter’ s syndrome E26. 81
WA REM S EHET  |Autosomal recessive polycystic kidney
03 Q61.19
HOP: T disease
04 |I; i< g g2 Alport Syndrome Q87. 81
FA k%
Q81.0
Q81.1
BN A A Rk
F1 |01 Hereditary epidermolysis bullosa Q81. 2
JE
Q81.8
Q81.9
R iR (5 AERd | |
02 91)) Ichthyosis, lamellar recessive Q80. 2
R
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s B LR
B i ?(fﬁ*ﬁ?%) [CD-10-CM 2 %t~ 75
5| 55 (i sd)
03 [#}mesa Collodion baby Q80. 2
04 |mad 4 iR Harlequin ichthyosis Q80. 4

ke AR x4 @Rete |Bullous Congenital ichthyosiform

00 |z (% A £ f#H & i lerythoderma Q80. 3
R E ) (epidermolytic hyperkeratosis)

06 |tz R 32 2 2 Ectodermal Dysplasias Q82.4

07 Meleda & il Meleda disease Q82. 8
Darier *jx (* % & i

08 Darier’ s disease 082. 8
)

09 |AxHiit7 25 Dyskeratosis Congenita 082. 8

Diffuse Non-epidermolytic Palmoplantar
10 |4 F 85 & 72 2 082.8
Keratoderma type Unna-Thost

11 ¢ 243 Incontinentia Pigmenti Q82. 3
12 |Netherton Jg i% ¥ Netherton Syndrome Q80. 3
G. "k %
Gl |01 |k %* LS B 2 Duchenne muscular dystrophy GT71.0
02 [Nemaline ks vp )ﬁa%‘ Nemaline Rod Myopathy GT1.2
Schwartz Jampel = Jg &
03 Schwartz Jampel syndrome GT71.13
=2
04 |P~p 2 Myotonic dystrophy GT1.11
05 |® A ®eszsvd %o Facioscapulohumeral muscular dystrophy|G71. 0
06 || ¢ ik Myotubular Myopathy GT1.2
07 B s d)ovep & F g Becker Muscular Dystrophy GT71.0
Freeman-Sheldon = jJg iz
08 Freeman-Sheldon syndrome Q87.0
3%
09 |3 Aes £ Limb-girdle muscular dystrophy GT71.0

10 | = s £ Congenital Muscular Dystrophy GT71.0
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ot (HEB)

[CD-10-CM # %7~ 75§

3|5 (EE%7)
11 |# <~ B’“}]%‘ Central Core Disease G71.2
12 | % #c) i-.";’;’“ﬁﬁ Multiminicore Disease G71.2
Emery - Dreifuss #+% % |Emery - Dreifuss Muscular Dystrophy
13 " (EDHD) G71.0
14 |GNE i = s % GNE myopathy G71.8
15 |2 3 B g iz Stormorken syndrome D69. 8
Ho & 2 ok 5 %
H1 (01 |#cH# 2 5 7 20 Achondroplasia Q77.4
02 [=# 72 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
M88. 822 M88. 869
03 Rzt L Primary Paget disease
M88. 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
04 |45 % fg¥ 3+ B F Cleidocraninal dysplasia Q74.0
M61. 10 M61. 152
M61. 111 M61. 159
05 |:& 74 it e Fibrodysplasia Ossificans Progressiva M61. 112 M61. 161
M61. 119 M61. 162
M61. 121 M61. 169
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ak i , |
o (FE ) B2 (HER) [CD-10-CM 3 %7t~ 7%
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 Q72.70
06 |32 g Split-hand/ Split-foot malformation |[Q71.61 Q72.71
( SHFM) Q71. 62 Q72.72
Q71. 63 Q72.73
07 [# &%t Osteopetrosis Q8.2
08 |BftacH %5 4 2> Pseudoachondroplastic dysplasia QT77.8
09 |2 # ¥4 v % 25 Multiple Epiphyseal Dysplasia Q78. 3
10 %\E% ipdein s v A Craniometaphyseal Dysplasia |Q78.8
L 54 o o %
AigR B ¥ 5w
[1 (01 1 Ehlers Danlos syndrome IV Q79.6
J. 8 iR R
D56. 0
JL |01 |£3]A 3 E e Thalassemia major D56, 1
02 |2 ] #F&4r Thrombasthenia D69. 1
03 iﬁ AET e FLas Homozygous protein C deficiency D68. 59
T
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2o (5ER) ICD-10-CM  #7 1 48

=l (W39 )
04 |4 4 % s =% Jke  |Paroxysmal Nocturnal Hemoglobinuria —|D59.5
ZEL AR A B R
05 Atypical Hemolytic Uremic Syndrome D59. 3
25
K. f & 7
K1 |01 |RogdBitp 5 i Chronic primary granulomatous disease |D71
A MFALERRY B
02 Congenital Hyper IgE syndrome D82. 4
E
g AN R R TR B
03 Bruton’ s agammaglobulinemia D80. 0
= E
Wiskott- Aldrich =g &
04 Wiskott- Aldrich Syndrome D82. 0
23
D81. 0
D81.1
00 |BeE4F &AL A4 L (Severe combined immunodeficiency b8l 9
D81.9
06 #4548 = i» 842 Complement Component 8 deficiency D84. 1
07 IPEX g iE % [PEX Syndrome E31.0
08 |8 AR Fv Mgpiz# |Hyper-IgM syndrome D80. 5
09 |y *# %<8 14K |Interferon 7 receptor 1 deficiency [D84.8
10 2@ {2a gk Hereditary Angioedema (HAE) D84. 1
L. P A iR
L1 |01 |[Kenny-Caffey *:ziz# |Kenny-Caffey syndrome Q87.1
02 [Fteml @ sk gij"\ % 4% e Pseudohypoparathyroidism E20. 1
PR ] MpAL B T
03 X-linked hypophosphatemic rickets E83. 31
i X
04 |Laron = i & e 15 ¥ Laron syndrome (Laron Dwarfism) E34.3
05 [Bardet-Biedl = jJi#% (Bardet-Biedl syndrome Q87. 89
06 |Alstrom = jg iE# Alsrtom Syndrome Q87. 89
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s B LA e
2o (5ER) ICD-10-CM  #7 1 48
5| 5 (EiEsd)
07 FHsoa% g 28  |Persistent hyperinsulinemic P16 1
B A s A R hypoglycemia of infancy (PHHI) '
08 |Wolfram = jg iE# Wolfram syndrome > DIDMOAD E88. 9
McCune Albright = jz %
09 McCune Albright syndrome Q78. 1
3%
‘Bip# v # 2% f2ulgp (Campomelic dysplasia with autosomal sex
10 Q99.8
3] reversal
11 |[%2 ”fjw‘» R% bt ACTH resistance E27.49
%- Al @ as % D ix|25-Hydroxyvitamin D
12 E83. 32
¥ A e 1-Alpha-Hydroxylase Deficiency
13 |[£= 52 “ﬁi’;} 5 # > |Congenital adrenal hypoplasia Q89.1
14 Kallmann = j& % ¥ Kallmann syndrome E23.0
15 XA MATA O Pl Permanent Neonatal Diabetes Mellitus |P70. 2
16 MIRAGE ;g 1% ¥ MIRAGE syndrome Q89. 8
M. £ % w255 33
M1 |01 |Aarskog-Scott = Jz i # |Aarskog-Scott syndrome Q87.1
02 |2 PR EEFEHE Waardenburg syndrome E70. 8
03 |& < g Apert syndrome Q87.0
Smith-Lemli-Opitz =~ &
04 Smith-Lemli-Opitz syndrome ET78. 72
i ¥
Larsen =~ g iz # (B4 -
05 Larsen syndrome Q74. 8
h X MR R IR )
Beckwith Wiedemann = j&
06 ) Beckwith Wiedemann syndrome Q87. 3
iE 2
07 |Crouzon = Jg iE ¥ Crouzon syndrome Q7h. 1
08 |Fraser = jg izt Fraser syndrome Q87.0
09 |5 38 Fwg iz Multiple pterygium syndrome Q79.8
10 |Cornelia de Lange = Jz |Cornelia de Lange syndrome Q87.1
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ot (HEB)

[CD-10-CM # %7~ 75§

3|5 (EE%7)

T3

11 ;;ﬁ*ﬁ CLRFR SRR Hallerman-Streiff Syndrome Q87.0
¥

12 [Kabuki g i ## Kabuki syndrome Q89. 8

13 |2 #8345 (&) ¥ |Oto-Palato-Digital syndrome Q87.0

14 ??n;adi—ﬂunermann E Conradi-Hunermann syndrome Q77. 3
I F

15 z;eacher'Collins A Treacher Collins Syndrome Q75.4
¥

16 [Robinow = JE i ¥ Robinow Syndrome Q87.1

17 [Pfeiffer ~jriz# Pfeiffer syndrome Q87.0
2 ph T ppe b 24 %5 |Pantothenate Kinase Associated G23.0

18 gt iAo (# B27)  |Neurodegeneration (PKAN)

19 |3p (&t) ° ## gz iz |Nail-Patella Syndrome 087. 2

20 |CFC g iz 3 Cardiofaciocutaneous Syndrome Q87. 89

21 |Peters-Plus Jg i ¥ Peters-Plus syndrome Q13.4

22 |Nager Jg iF ¥ Nager Syndrome Q75.4

93 |CHARGE s 1% % CHARGE Syndrome 089. 8

Q99.8
24 WP - R iE White-Sutton syndrome F84. 8
F78

PBTHE L SR b 4

25 Costello syndrome Q87. 89
Mo

26 |Ayme-Gripp Je iF ¥ Ayme-Gripp syndrome Q87.89

27 |Coffin-Lowry Jg & ¥ Coffin-Lowry Syndrome Q89. 8

28 Myhre Jx & 3% Myhre syndrome Q87. 89

20 | Bt bR Sensenbrenner Syndrome Q87.5

30 E88. 1

S R € €

Keppen-Lubinsky syndrome
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AN LA e
B ?(fﬁﬁ,’%) [CD-10-CM # %7~ 75
5| 5L (Ewsd)
N. s 488 ¥
N1 |01 [Angelman = Jg i% ¥ Angelman syndrome Q93.5
02 |DiGeorge J &+ DiGeorge syndrome D82. 1
03 [Prader-Willi =¥ |Prader-Willi syndrome Q87.1

= f o <~ &4y~ (WAGR syndrome
04 [HBE ¥ ~ Fafasgiz| (Wilms' tumor-Aniridia-Genitourinary |Q87. 89

# (WAGRmEZ#¥) |Anomalies—mental Retardation)

05 Miller Dieker 7z % |Miller Dieker syndrome Q93. 88
Rubinstein-Taybi = g

06 Rubinstein-Taybi syndrome Q87. 2
i ¥

07 |= B &7 Jg g 3 Williams Syndrome Q93. 89
Von Hippel - Lindau &

08 Von Hippel - Lindau disease Q85. 8
iE

Branchio-Oto-Renal
09 Branchio-0to-Renal & i % (BOR sz i% #¥ )|Q87. 89
Syndrome ( BOR Syndrome )

7B w AR PR

Z1 101 |Cockayne = jxiF % Cockayne syndrome Q87.1
02 |% ®m Hutchinson Gilford progeria syndrome [E34.8
03 |[B—3F-% g iz 3 Tricho-hepato-enteric syndrome Q89. 7
04 |Stargardt’s =~ & Stargardt’s disease H35. 50
05 "% & moin4d 2o Occult Macular Dystrophy ; OMD H35. 50
06 % fo< L X 42 g Leber Congenital Amaurosis H3b. 50
Ex

l.¢ #3xRI93E1" Tp F#£KF 09240154855 = 2 T34 £ # w2 % (Nesidioblastosis) | #1& &
SRR T PACH » F AR -Lf‘ﬁf%»%i L0755 Persistent hyperlnsullnemlc hypoglycemia of
infancy (PHHI) & X -

2.7 FAFHEYY 12p F M F 095040090725 2> 2 TTyrosinemial T ~ I ~ T (FE <A PR ¥ -
Al F A~ & "'J) g0 B T pASE O~ F A op A5 A2075 Hereditary tyrosinemia (i @4
B P reph e e )

z
r'
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3.7 EAWI6A£8? 22p F W F ¥096040060025-12 =+ = =4 Urea cycle disorders % Congenital
Urea cycle disorders -

4.¢ = ROBET? 3p FHEF % 0980400742 5% = % F % o A5 BIOTSL Spinocerebellar
ataxia» B¥ 2 &0 PRI EEEARAN 0 BD 5 RO BT T e o

5. ¢ FAMI9E3? 197 F#EF % 09904001035 = & F 2 A g5 A 5L K102%5% Congenital Hyper IgE
syndrome (%X M3 5k ke Epiz#) > k [CD-9-CM %78 : 7279.9, > B8+ 2 : 1288.1, -

6. FARI06# 10" 25p R F % 10604026785 = 2 73 F 2 5 5 F+ 5L G13%L Emery-Dreifuss ™
% % J& (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM % "G71.0, ~KI105Lidt @425 ¢ 42
-k # (Hereditary Angioedema) : ICD-10-CM %#% "D84.1, -

7.0 #ARI0TE57 30p R F 510704012315 = & #73 F L & Jp & 5 B1-25%L Dravet g i3
(Dravet Syndrome, DS) : ICD-10-CM %% "G40.311, ~ *¢ % i} 4 j& (Vanishing White Matter
Disease) : ICD-10-CM %% "TG37.8, ; B+ F B A11-05%2 4 4 & (Trimethylaminuria)
g x5 = 7 A& %o (Trimethylaminuria) ~ & 5. L1-12 5L 1a- 2 i f% 4% £ g 1§ #
(1 @ -hydroxylase deficiency) : ICD-10-CM %% TE25.0, 2 * 2 % - A @t a4 % D e
i i m (25-Hydroxyvitamin D 1-Alpha-Hydroxylase Deficiency) : ICD-10-CM %% "E83.32, -~
B8 G13%5.5+% % e (Emery - Dreifuss Muscular Dystrophy, EDMD) 4~ #g & 8.2 &+ 5 G1-13 ~ & 3%
K105.:8 @42 ¢ 42 -k i (Hereditary Angioedema, HAE)~ &g & 5Lz & % K1-10 -

8. ¢ FAWI08E] 150 wR R F % 107040373651 = 2 A7# F L 5 5 A 5L GI-145L GNE g v %
(GNE myopathy) : ICD-10-CM % #& "G71.8, ~Gl1-15%. % #= A 495 i 2 (Stormorken syndrome) :
ICD-10-CM % %% "D69. 8 | 2 M1-25%: s #73% % X 38+ Fv 4% Ko (Costello syndrome) : ICD-10-CM
s TQ87.89, -

9.¢ FAWI09ET 31p GFHRBF 5109040203755 = & 2734 F L 5 5 A& 5L M1-26%% Ayme-Gripp 7 %
%% (Ayme-Gripp syndrome) : ICD-10-CM % # T Q87.89 ; % MI-27%. Coffin-Lowry & & %
(Coffin-Lowry Syndrome) : ICD-10-CM 4% #% "Q89.8 , » 2 B & F P T e AR 5L CL-0350 R 3 12
W # "% % & (Primary Pulmonary Hypertension ,PPH) 2 & 3 # % M & & 4% & % 3 R
(Idiopathic or Heritable pulmonary arterial hypertension (IPAH or HPAH) % % % B1-05

33 2 e ¥ (Rett syndrome) 2 & 3 7 4 < Jr(Rett syndrome) o

10. ¢ EARI09E107 13p B F % 109040274055 = 2 273 F L 5 s B 5LB1-28%5L84 7 1 #q f2 % A2
B B2 A iR MR I (Phosphol ipase A2-associated neurodegeneration, PLAN) @ ICD-10-CM %
7 1G623.0,5 0 % F LA A5l MI-18%L/Lpk B jkcpe B B 2 47 5543 1 4 o5 (Pantothenate Kinase
Associated Neurodegeneration, PKAN) 4 #f & 5.1 & 5 BI-27%5L »

1. ¢ #2WI10E87 37 W F % 11004600165 = 2 278 F LA g5 A 5L A6-085LF io < i i {4447
5 % (Leber hereditary optic neuropathy) : ICD-10-CM $#% "H4T7.22, % BI-29%LR # -2 4
% #rx 13 #¥ (Pitt-Hopkins Syndrome) : ICD-10-CM %% "Q87.0, » 2 ¥ & F ﬂ»«‘ﬁ:-‘}?ﬁﬁ»%’fp B1-16%%
Charcot Maire Tooth = (i& {7 {44 s d X .%{"ﬁ:):r_)(X—linked hypophosphatemic rickets) i
5 % -5 JI-# 27 < (Charcot-Marie-Tooth Disease) ~ & 55 L1-03%L14 @ i @ 4] i<pipe @ &
# & (X-linked hypophosphatemic rickets) i i 5 1+ B & 4] M g pe B © & & (X-linked
hypophosphatemic rickets) °

12.¢ #2R110&117 23p G B F % 110046116155 = & 273 F 25 5 /& 52 M1-285% Myhre ok i 3%
(Myhre syndrome) : ICD-10-CM %#% "Q87.89 ; ~ Z1-06%L % o< L = 4 2 gz (Leber Congenital
Amaurosis) : ICD-10-CM 4##& "H35.50 ; ~ L1-16%. MIRAGE s i% 3 (MIRAGE syndrome) @ ICD-10-CM
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13.

14.

1.

16.

17.

% 7Q89.8, % E1-04%.1; o< e iz 3 (Alport Syndrome) : ICD-10-CM %% "Q87.81 ; -
PEAFIOELL? 249 R F 5 1100461168%L = 2 2 & F L g A 5 BI-0150 % & 44A0 1
(Multiple sclerosis) @ ICD-10-CM %#% "G35, B & % % 3 A L4 54 %X Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) : ICD-10-CM %% " G35 -
G36.0, -

PEARITEL? 12p wRRF 110046168650 = & 73 F LA m A 50 MI-2950 & &7 i6 9 1%
# (Sensenbrenner Syndrome) : ICD-10-CM % #5" Q87.5 , ~ Ad-04 3L # fE % i 4% 7 Jz (Transaldolase
deficiency) : ICD-10-CM % # "E74.8 ; % MI-30%L5 % & # #72 7& % ¥ (Keppen Lubinsky
Syndrome) : ICD-10-CM %#% "E88.1, » 3 3 &+ & Lopom BBl F1-0180:8 @ & & & f3 ke
(Hereditary epidermolysis bullosa) & ICD-10-CM %##% - "Q81.9, » 2 % : TQ81.0~Q81.1 ~
Q81.2~Q81.8~Q81.9, -

P EARIIE4 13p FEREF 5111046096250 = £ 273 F L 5 s A 5.B1-305LBeta 7k 3-¢
BB 2 A BRI R P (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) :
ICD-10-CM % 78 " G23.0 4 » 2 B & F L B 5 B 5L A2-1438L3-#4 A -3-" A~ - fhw g
(3-Hydroxy-3-methyl-glutaric academia) ¥ & % 3- ¥ &4 -3- 7 A A~ - B = R
(3-Hydroxy-3-methylglutaric academia) ~ A 5. A2-16%.% &% A & < 7 (Hyperlysinemia) i &
%% e i i g (Hyperlysinemia) ~ & & 5 i AL DI-015LiE (7 1 ROR 7R P800 0 § o
(Progressive intrahepatic cholestasis,PFIC) 2 & 7 i& 7 4 R OF 3 Fp & 4 % §F o5
(Progressive familial intrahepatic cholestasis, PFIC)

PEARINETY 130 @ F 5 11104619925 = 2 378 F LA Jm A 50 HI-105047 ¥ 2438 v
% % (CraniometaphysealDysplasia) : ICD-10-CM %45 "Q78.8 ;, ~ A% Bl1-31% 8 a4 + 74
B $ 4 5B (Infantile-Onset Ascendinglereditary Spastic Paralysis, [AHSP) : ICD-10-CM
g TG12.2, ~ BE AL1-11%+ "gvepe st £ Jg (Cerebral Creatine Deficiency) ICD-10-CM
% TE72.8 ) 2 By AlL-12%mi9v%2% (M4 % Bl) 3 i Rate i ¥ (Thiamine Metabolism
Dysfunction Syndromes) : ICD-10-CM %% "E51.8, » 2 B & &F Rop o Boi MI-1250 80 % Bk 1%
+# (Kabuki syndrome)® < ¢#L % Kabuki s i # (Kabuki syndrome) ~ A 5. N1-02%5- DiGeorge’ s
7t % ¥ (DiGeorge’ s syndrome)® < %#i% DiGeorge J& iz # (DiGeorge syndrome) ©
PEARIZELY 1TR R R F 5112046000352 2 378 F LA jm A e A-245 R 143 LR
Fese (Primary Hyperoxaluria) @ ICD-10-CM %#% TE72.53 , » 2 i3 & % 2B B 5L BI-065L % 4%
e zfﬁ’&(Spinal muscular atrophy) & ICD-10-CM %% : 7G12.9, > 8 % ¢ TG12.0 »
G12.1, ~ 5% B1-25% Dravet sz i ¥ (Dravet syndrome) /& ICD-10-CM %:#% @ 7G40.311, »
o %t TG40.803 ~ G40.804 ; -

PEARLIZE LY 19 p FERRAF % 1120460969 5= 2 5734 F iﬁ«‘)ﬁﬁﬁ‘“fiAZ—ZS %f.,,%fjlffi
(Alkaptonuria) : ICD-10-CM 4% "E70.29 , -
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