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% ®106# 107 25p 4R 3 5 106040264855~ 2
1 K107E57 30P #4235 107040123185 2 4
1 K108E17 15p #4223 % 10704037368 2 4
1 K109E77 31p 42 R F 5 10904020378 2 4
% ®109+# 107 13p 4R 3 § 109040274085 2 2
=2 110287 3p M F ¥ 11004600165 =
FAFI0E117 237 e W F % 110046116157 = £
E3F110# 117 24p M F % 110046116855 = £
FARILELY 12p R F ¥ 11004616865L = 2
FAM111#£47 13p #REF ¥ 11104609625 = 2
EA 11177 13p R F ¥ 111046199255 = 2
FA 112217 17p R F ¥ 11204600035% = 4
EA 112247 19p R F ¥ 112046096950 = 4
F2 1122107 25p G4 R F % 112046303755 = 2
FAFI113£17 30p R F ¥ 11304602175 = £
EF 113277 15p M F ¥ 11304621685 = 4
£ {11310 11p R F % 11304632245 = 2
FARI4ELY 230 free R F ¥ 11304645055 = 2
FARFI4E40 11D FRRF 5 11404610415 = 2
3 F114£107 20P F# R F % 114046334155 2 2
FF115E37 137 i W F % 115046047955 = £

B

Al et (B8R H2 o L(HR) ICD-10-CM %75
AL x M &SR ¥ Inborn errors of metabolism
OALR % th% ~ #& ¥ Urea cycle disorders
Al (01| = M Fc% A% *#fas  Congenital urea cycle disorders E72.20
02 | A ¥=ps o JE Citrullinemia E72.23
03¢ s ¢ s |NECSQUEE e | lera s
04 igﬁ; &7 Pb 1A PR A Ornithine transcarbamylase deficiency |[E72.4
05 B 5 MR E-% & n -5 |Hyperornithinemia-Hyperammonemia- E72.4

JNVRER X fE fE T EE

Homocitrullinuria syndrome

© A2%%:

Ape/7 ¥ B3R ¥ Disorders of amino acid/organic acid metabolism

A2 |01

VA T T

Amino acid metabolic disorders
(Aminoacidopathies)

E72.9
E70.9
E72.10
E72.89
E71.2
E70.89




23 % R B (E%v) E2fE(HR) ICD-10-CM %75
02 (% B iefl FR e Homocystinuria E72.11
03 |3 7 Filsfh o JE Hypermethioninemia E72.19
04 | 2L ff 1B H P%fl i Nonketotic hyperglycinemia E72.51
05 | % A FRie Phenylketonuria E70.0
06|z & Arked 3k £ Tetrahydrobiopterin deficiency E70.1
07 |i @ |+ 5 priiept v Hereditary tyrosinemia E70.21
08 |1 #% R e Maple syrup urine disease E71.0
093 #$pk = Organic acidemias E71.118
103 A pen e Isovaleric acidemia E71.110
Ao ERRE - Al R e . type I: E72.3
11 2 + Glutaric aciduria type | ~ Il typell: E71.313
12|15 par g Propionic acidemia E71.121
13|17 AP - fed i Methylmalonic acidemia E71.120
14|3-22 7L-3-7 A A - pex g [3-Hydroxy-3-methylglutaric acidemia |[E71.118
A R AR Akfe & B R HE BF [PAH type PKU combine with sucrase-
15 i f: T OopEfE Ak L g isomaltase deficiency E74.31+E70.0
16 |5 e o Hyperlysinemia E72.3
17 | s vepl e g Histidinemia E70.41
1815 ? A ¥ E fel pF Az i fiz|3-Methylcrotonyl-CoA carboxylase E71.19
V- deficiency '
19| % w2 i prdx 2 o Multiple carboxylase deficiency D81.819
20 |8 Vf Meph n Hyperprolinemia E72.59
21 >4 % L-d=glpasgm 2 4L |Aromatic L-amino acid decarboxylase £70.81
ek 2 g deficiency ==
22 |friepl s i fe k2 g Tyrosine hydroxylase deficiency E70.20
] Coas o oo = s e CODAlamin C defect (Methylmalonic
03| " 2 = PR R BB PR S domia and Homocystinuria, cb1C  |E71.120+E72.11
24\ REMR X RB R Primary hyperoxaluria E72.53
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ICD-10-CM %75

25

LY

Alkaptonuria

E70.29

OA3% /|

¥ %54 = Lysosomal storage disorders

A3

01

EAY

Gaucher disease

E75.22

02

GMLGM2# ‘& & 3 7y ok 4
B

GM1/GM2 gangliosidosis

GM1: E75.19
GM2: E75.00
E75.09
E75.01
E75.02

03

Fabry =z (72 # 5 <)

Fabry disease

E75.21

04

Niemann-Pick = ;& » ¥ %&pi
o e it

Niemann-Pick disease

E75.240:Type A
E75.241:Type B
E75.242:Type C
E75.243:Type D
E75.244:Type A/B
E75.248:0ther
E75.249:unspecified

05

MLD sz &

Metachromatic leukodystrophy (MLD)

E75.25

06

Himte aw A &R

Globoid cell leukodystrophy
(Krabbe’s disease)

E75.23

07|,

3] 7% pe M EL 14 Py 9k e
(LR § <)

5]
Z

Infantile form lysosomal acid lipase
deficiency (Wolman disease)

E75.5

08 |*

a— t“\‘» &%

ke v fE

Cystinosis

E72.04

093

AN
ﬁ:L

DM
1‘3-|-4

Mucopolysaccharidoses

Type | Hurler's
syndrome E76.01

Type | Hurler-Scheie

syndrome E76.02

Type | Scheie
syndrome E76.03

Type Il Hunter
syndrome E76.1

Type 111 Sanfilippo

syndrome E76.22

Type IVA Morquio

syndrome E76.210

Type IVB Morquio

syndrome E76.211

Type IV Other
Morguio syndrome

E76.219

Other MPS E76.29

Unspecified MPS

E76.3




SR Y em s (EREE) #2 o £ (GRB) ICD-10-CM 5478
10|# AE S #2 ¥ (34 %)  |Fucosidosis E77.1
11 | plps % 4 Lk Sialidosis E77.1
Type I E77.1
12 3k T Mucolipidosis Type 11 ~ 111 : E77.0
Type IV : E75.11
134 g~ Pg a4 B #5482 |Neuronal ceroid lipofuscinosis E75.4
14| % 2 M prpa i prat 2 g Multiple sulfatase deficiency E75.26
OA4gR -k i & $ X #BFR ¥ Disorders of carbohydrate metabolism
Ad |01 | s Galactosemia E74.21
E74.09:type O
E74.01:Type |
E74.02:type 1l
E74.03:type 111
02 " Fp% 5 4 Glycogen storage disease E74.09:type IV
E74.04:type V
E74.09:type VI-XI
Gierke's(#1'%%)
von F B F § 4 ¥ 45 |Glut (Glucose transport)1 deficiency
03 e syndrome E74.810
04 |4 fg % fv 4% £ Transaldolase deficiency E74.89
OAbL% 3xpe § i B ¥ Disorders of fatty acid oxidation
E7L30  |E71.314
ErL310 171318
A5 (01 |7g%kpes v iT % 4 k5 Fatty acid oxidation defect E71.311 E71'32
E71.312  |=71'39
E71.313 '
s P Carnitine deficiency syndrome,
02 | [ ded> L orimary E71.41
03|® 4% k2 & F¥ % 4% £ |Medium-chain acyl-coenzyme A £71311
JE dehydrogenase deficiency (MCAD) '
o pE v A gk 1 A w i) £ Short-chain acyl-CoA dehydrogenase
04\mat7 ikt & Foit L |qeticioney y ydrog E71.312
OAG# s %8 £ ¥ Mitochondrial disorders
A6 |01 s gl I Mitochondrial defect E88.40
H49.811
02 |Kearns-Sayre = jg i ¥ Kearns-Sayre syndrome Eigg%
H49.819




23 % R B (EE2T) E2fE(HR) ICD-10-CM %75
03|Leigh = & +# # *& % &5 % |Leigh disease G31.82
04 IMELAS i i% ## MELAS E88.41
05 MNGIE j iz ¥} 248 1+4  Mitochondrial neurogastrointestinal E£88.49
B Mo I iR ¥ encephalopathy syndrome '
06 | fiv fs B " & fsdx 2 g Pyruvate dehydrogenase deficiency  |[E74.4
07 |= = p i Barth syndrome E78.71
08 |3 i< if & ARLA4Y g% |Leber hereditary optic neuropathy H47.22
OAT7a4 % X33 ¥ Disorders of vitamin metabolism
A7 01|42 F Z2ps4 L Biotinidase deficiency D81.810
OA8* & Fi% 2 *y B * #+& ¥ Disorders of cholesterol and lipid metabolism
B & 3+ 72E M3 "5 % o [Homozygous familial
A8 101 E ; hypercholesterolemia E78.01
02 |25 B 5 B ok w JE Familial hyperchylomicronemia E78.3
03| & Hps o (et 1) Sitosterolemia E;ggg
+ o, B E 2 . i .
04 -‘L‘i% EE L Congenital generalized lipodystrophy [E88.1
05 [P&a %% B Cerebrotendinous xanthomatosis E75.5
O©A9 % & 32 ¥ Disorders of metal metabolism
A9 |01 |=f &~ Wilson’s disease E83.01
02 [IMenkes it iz ¥ Menkes syndrome E83.09
03 [4p # v 4% £ Molybdenum cofactor deficiency E61.5
OAlOiE ¥ ¥ 2 ¥ Peroxisomal disorders
A10 |01 |Zellweger =~ j iF ¥ Zellweger syndrome E71.510
E71.511
E71.520
02|72 “ﬁi'«"&%é (U Adrenoleukodystrophy E71.521
E71.528
E71.529
03 ni: TR B E S Rhizomelic chondrodysplasia punctata [E71.540

N
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23 % R B (E%v) E2fE(HR) ICD-10-CM %75
OAIl1H # & #FE ¥ Other metabolic disorders
E80.20
All 01 % F e Porphyria E80.21
E80.29
02 [Lesch-Nyhan = jg i ¥ Lesch-Nyhan syndrome E79.1
O3 |L i s it frdk L Sulfite oxidase deficiency E72.19
044 = i e 80Dncg;]en|tal disorder of glycosylation, E77.8
05/= ¢ fhkmfpi Trimethylaminuria E72.52
06 | i</ fis fig f* Hypophosphatasia Eggg?
07 |Beta & i fiz 4 2 g Beta-Ketothiolase deficiency E71.19
08 |~ P pkdt 2 Jx Cerebral creatine deficiency E72.89
09 B (M4 £ Bl) ™ @+ i [Thiamine metabolism dysfunction E51.8
R syndromes
o AL Ak Disorders of purine biosynthesis E79.8
A L > =rJ.9
10|Frs & & SR F metabolism E79.9
B.2a¥R et 4 45 % SL R ¥ Disorders of the brain or nervous system
58 M 1 e i AR & % [Multiple sclerosis, MS/ Neuromyelitis
Bl 01 LN M optica spectrum disorders, NMOSD G35/G36.0
02|9-% S5 ol % AL 1 Amyotrophic lateral sclerosis (ALS) |G12.21
03 i;’%% o Mo B AR R i Ataxia telangiectasia G11.3
13
s L sk 4 e Huntington disease
047 = % = Sl (*~ 4 Huntington's chorea) G10
05|73 &< x Rett syndrome F84.2
[ : G12.0
06 | # BLiLi~p % S5 Spinal muscular atrophy G121
G11.9
G11.10
ENE I MR R e SRR A ) P : Gi11.11
07 Fise T ISpinocerebellar ataxia G1L19
G11.2
G11.8
08 | & 4/ i g Tuberous sclerosis Q85.1
09 A % Mg 72 AR g & & & |Congenital insensitivity to pain with L74.4

o

anhidrosis (CIPA)




A\&‘iﬁg; R B (EE2T) E2fE(HR) ICD-10-CM %75
10 |4 S aBE iz % - 4] (Neurofibromatosis type II Q85.02
11 |Alexander = 5 Alexander disease G31.89
12 | & %8 1 ¥ Stiffperson syndrome G25.82
13| B PHT LR Hereditary spastic paraplegia G11.4
Joubert % g i FH(FIE M|

1415 ialom g = 4 ;_) Joubert syndrome Q04.3
Pelizaeus-Merzbacher = jx . ) .

15 (1 2 2 A1 0 ) Pelizaeus-Merzbacher disease E75.29

16|% +-5 fl-# 27 < Charcot-Marie-Tooth disease G60.0

Y G12.20
17 ;? gi;)&( R S Kennedy disease G12.24
* e G12.29
L e MR S K S A M A - L.

18 ?Sg IR S A S e milial amyloidotic polyneuropathy |E85.1

19 |Moebius jE iF % Moebius syndrome Q87.0

20 [Mcleod 7z ix ¢ Mcleod syndrome 8852

21 |Aicardi-Goutieres Jx iF Aicardi-Goutieres syndrome E79.8

Methyl CpG binding protein 2
22 IMECP2%% & e ik ¥ duplication syndrome Q99.8
(MECP2 duplication syndrome)

23 |Dravet i iz % Dravet syndrome, DS gigggi

24 7w BN A g Vanishing white matter disease G11.8

o5 Z_fe T pcfiE B B 2- 40 55 i9 |Pantothenate kinase associated G23.0
AR neurodegeneration (PKAN) '

26 Bk B 7 f2 05 A2RE 25 2 4 |Phospholipase A2-associated G23.0
R neurodegeneration (PLAN) '

27 | -3 & e iz 3 Pitt-Hopkins syndrome Q87.0

8 Beta ¥% >z} 3-v R B2 4 i |Beta-Propeller protein-associated G23.0
1A neurodegeneration (BPAN) '

29 B2 A bR iR 34 e 9 Infantile-onset ascending %
e hereditary spastic paralysis, IAHSP G12.29
4 M P fg ¥ F# 7 &_j|Congenital central hypoventilation

30 ., syndrome G47.35

31 |Von Hippel-Lindaus iz #  [Von Hippel-Lindau disease Q85.83
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AR PR E (ERFY) 2o (%R) ICD-10-CM %78
- sy - F78.A9
32 [Basilicata-Akhtar: % Basilicata-Akhtar syndrome F84.8
33| FA L -tRiz w23 5 & |Chorea-acanthocytosis G25.5
C.e# e 5% % 383 ¥ Disorders of the respiratory/circulation system
Vi b RR A 0 2T (L - Idiopathic infantile arterial
Cl |01|4% B ad i (g calcification Q28.8
02 | g ait e Cystic fibrosis E84.9
03 g MR @5 $2% 3 |Idiopathic or Heritable pulmonary 1970
R arterial hypertension (IPAH or HPAH) :
04 |Holt-Oram = jx i %% Holt-Oram syndrome Q87.2
Andersen =~z i #EH (o & &
05| 7% ¥ i 8 |+ B J& % |Andersen syndrome G72.3
A A S %)
06|:8 @4+ M4 g #5kE |Hereditary hemorrhagic telangiectasia |178.0
07|% L34 X5 Asphyxiating thoracic dystrophy Q77.2
D.iy i x 3R ¥ Disorders of the digestive system
T RIE M Y5+ E Progressive familial intrahepatic
D1 101 T cholestasis, PFIC K83.1
02| % MrPERL & & ek Inborn errors of bile acid synthesis E78.70
03 |al-Fui% F-v fisdd 2 g al- Antitrypsin deficiency E88.01
4 x4+ Cajal ~ B F %z 3 |Congenital interstitial cell of Cajal
044 & & % 4 5 <% 5 2 hyperplasia with neuronal intestinal  |Q43.8
3 dysplasia
05 (P & %o i3 2% Alagille syndrome Q44.7
, s v . . Q89.7
06 |5 -3+-%% i 1% ¥ Tricho-hepato-enteric syndrome K52 89
E. % Fk % 3u & ¥ Disorders of the renal/urinary system
E1 |01|Lowe = jg ix % Lowe syndrome E72.03
02 [Bartter = jg ix ¥ Bartter’s syndrome E26.81
4 ¢ %rE M 5 % M4 % % Autosomal recessive polycystic kidney
031 Ve disease Q61.19
04 |17 16~ g B+ Alport syndrome Q87.81

F.A K & 33 ¥ Disorders of the cutaneous system

8




Yot (EREY)

#2 2(HB)

ICD-10-CM %75

5
Q81.0
Q81.1
F1 |01:# @£ & &2 f2f kg |Hereditary epidermolysis bullosa Q81.2
Q81.8
Q81.9
02 é}{# AR IS Ichthyosis, lamellar recessive Q80.2
03 % -2 Collodion baby Q80.2
04 \za ¢ 4 of Harlequin ichthyosis Q80.4
kve Al & x4 @R 1% = |Bullous congenital ichthyosiform
05| & JE (% A RLf# 12 & 1t i & |erythoderma (epidermolytic Q80.3
JE) hyperkeratosis)
06 |7h " ks # 24 7 2z Ectodermal dysplasias Q82.4
07 [Meleda & i Meleda disease Q82.8
08 |Darier < e (= % % i“ %)  |Darier’s disease Q82.8
09| x M & it 72 > Dyskeratosis congenita Q82.8
Diffuse non-epidermolytic
10| FiER & g d T palmoplantar keratoderma type Unna- |Q82.8
Thost
11¢ 242 a5 Incontinentia pigmenti Q82.3
G.wvp & SR ¥ Disorders of the muscular system
Gl |01(% ég; e & %o Duchenne muscular dystrophy G71.01
02|Nemaline i s pt op5 % Nemaline rod myopathy G71.21
03 |Schwartz Jampel = jz iz # |Schwartz Jampel syndrome G71.13
04 pvep 33 8 Myotonic dystrophy G71.11
S en i s X Facioscapulohumeral muscular
05|% A %9 3z9vd %o dystrophy G71.02
06 "] & Jp % Myotubular myopathy G71.220
O7|F s.3ovp 4 £ Becker muscular dystrophy G71.01
08 [Freeman-Sheldon = jz iz ¥ |Freeman-Sheldon syndrome Q87.0
G71.031 |G71.0342
09 |34 Aex % p Limb-girdle muscular dystrophy g%gg% g%gggg
G71.0340 |G71.038




S| YR (EEED) H o 4 (58) ICD-10-CM %%
G71.0341 (G71.039
108 = Hoaes Hop Congenital muscular dystrophy G71.20
119 < dhy T Central core disease G71.29
12| % #c ) R Multiminicore disease G71.29
: G71.00
13 |Emery-Dreifuss #+2 % jx (EET)GI(X E)[))relfuss muscular dystrophy 5717938
G71.09
G71.9
15| % 4= B g 3 Stormorken syndrome D69.8

H.%® 2 % 8 ¥ Disorders of bone and cartilage

Q77.4

H1 [01|&x % 2% 7 >0 Achondroplasia 077.8

02(= % % > 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
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

03 [ a5 F X Primary Paget disease

044 # g ¥ o5 2% Cleidocraninal dysplasia Q74.0

M61.10 |M61.152
M61.111 |M61.159
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

05 & {7 4 4 i el Fibrodysplasia ossificans progressiva

10




AR PR E (ERFY) 2o (%R) ICD-10-CM %78
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
, e Split-hand/ Split-foot malformation  |Q71.61 Q72.71
06| = A " (SHEM) O71.62 Q7272
Q7163 |Q72.73
07 |% # % it m Osteopetrosis Q78.2
08 |+ ¥ 25 7+ > Pseudoachondroplastic dysplasia Q77.8
09| #MHFA8 v+ 20 Multiple epiphyseal dysplasia Q78.3
10 (g ¥ izt v 7 2 Craniometaphyseal dysplasia Q78.8
11 |72 o) 4 i3 3 Cerebro-Costo-Mandibular syndrome |Q87.89
12 |Crouzon = jg iF % Crouzon syndrome Q75.1
13 |Pfeiffer = jx iz % Pfeiffer syndrome Q87.0
lL2% .353#2 £ % Disorders of the connective tissue
11 |01 = %4 2% ® ¥ % w3 |Ehlers Danlos syndrome IV Q79.63
J.x % % 3L 2 ¥ Disorders of the hematologic system
J 01|£3]A FEEE e Thalassemia major ngg
02| ] & 4 Thrombasthenia D69.1
03| A ¥ &+ F-v F C4 £z |Homozygous protein C deficiency D68.59
04 " M e o iz & PRE Paroxysmal nocturnal hemoglobinuria |D59.5
£ X i i /] & T |Congenital thrombotic
05 g thrombocytopenic purpura D69.42
K. & # % 528 ¥ Disorders of the immune system
R N U Chronic primary granulomatous
K1 |01 2Bttt 7 " disease D71
02 i% B AR I Bk i Congenital hyper IgE syndrome D82.4
p

11




AR PR E (ERFY) 2o (%R) ICD-10-CM %78
03 Z;g N R IR a Bruton’s agammaglobulinemia D80.0
04 (Wiskott-Aldrich < jg iz #  |Wiskott-Aldrich syndrome D82.0
D81.0
D81.1
05| fcE4f ¢ Al L A4 2L g Severe combined immunodeficiency |D81.2
D81.31
D81.9
06 |4 %8 = (»84* £ & Complement component 8 deficiency |D84.1
07 (IPEX Jg iF #* IPEX syndrome E31.0
08|% £ ATk kv Mg iz Hyper-1gM syndrome D80.5
09y + 4 % < Wl fn Interferon y receptor 1 deficiency D84.89
10:8 B2 g2 R Hereditary angioedema (HAE) D84.1
11 |Netherton Jzx i ¥ Netherton syndrome Q80.8
E g 1 E N AR = § Lo H H H D5932
12240 A4 k& % o g % 3 |Atypical hemolytic uremic syndrome D59 39
L.p 438 % 3L E ¥ Disorders of the endocrine system
L1 |01 |Kenny-Caffey = j& i Kenny-Caffey syndrome Q87.19
02 |8l @ ;{H;TL 4 R I Pseudohypoparathyroidism E20.1
03 [:f @ |+ MEfs ™ P e Hereditary hypophosphatemic rickets |E83.31
04 [Laron = ik i e i # Laron syndrome (Laron Dwarfism) E34.321
05 |Bardet-Biedl = jx ix % Bardet-Biedl syndrome Q87.89
06 |Alstrom = g iz ¥ Alstrom syndrome Q87.89
07 #4142 2 A% & 2 i A& |Persistent hyperinsulinemic E16.1
LR A e BT hypoglycemia of infancy (PHHI) '
08 (Wolfram = jx ix % Wolfram syndrome, DIDMOAD E34.8
09 |[McCune Albright = & & ¥ |McCune Albright syndrome Q78.1
1k < g Bz .. [Campomelic dysplasia with autosomall
10 =dps s # L2 (L5 EE i sex reversal Q87.19
11 ACTH resistance E27.49

L VL€ Ve
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AR PR E (ERFY) 2o (%R) ICD-10-CM %78

12|# - 2d@ras % Dz |25-Hydroxyvitamin D 1-alpha- £83.32
Ll 5 hydroxylase deficiency

13|L % 45 F Hﬁ"\’% TA > Congenital adrenal hypoplasia Q89.1
14 |[Kallmann = ;g i ¥ Kallmann syndrome E23.0
15)% A 374 ﬁaf};%ﬁu)?a Permanent neonatal diabetes mellitus [P70.2
16 [MIRAGE i i ¥ MIRAGE syndrome Q89.8

M.k % v§ A5/ i% ¥ Congenital malformations/syndromes

M1 |01 |Aarskog-Scott = j i ¥ Aarskog-Scott syndrome Q87.19
02 (% & Mt g iz Waardenburg syndrome Q87.89
03 |€ fagF < Apert syndrome Q87.0
04 |Smith-Lemli-Opitz = jg iz # |Smith-Lemli-Opitz syndrome E78.72
05 'ngjeg ;i}]‘; g)ﬁ(%ﬁ H-% %) arsen syndrome Q74.8
06 %eckwith Wiedemann = i Beckwith Wiedemann syndrome Q87.3
07 |Fraser = jx i ¥ Fraser syndrome Q87.0
08| % 2¢ 4 3 K v g 3 Multiple pterygium syndrome Q79.8
09 [Cornelia de Lange = jz iz ¥ |Cornelia de Lange syndrome Q87.19
10|/ % & -¢ 46 % % <z ix¥ |Hallerman-Streiff syndrome Q87.0
11 |Kabuki 3z i 2% Kabuki syndrome Q89.8
12|82 -#8-45 (Bb) g i # Oto-Palato-Digital syndrome Q87.0
13 g;nradi-Hunermann *IE % | conradi-Hunermann syndrome Q77.3
14 (Treacher Collins =~ jz iz ¥  [Treacher Collins syndrome Q754
15 |Robinow = jg i # Robinow syndrome Q87.19
16 |4n (&) 9 W opizs Nail-Patella syndrome Q87.2
17 |CFC Jg iz Cardiofaciocutaneous syndrome Q87.89

13




AR PR E (ERFY) 2o (%R) ICD-10-CM %78
18 |Peters-Plus sz i 3 Peters-Plus syndrome Q134
19 Nager Jx iz ¥ Nager syndrome Q754
20 |CHARGE g iz ## CHARGE syndrome Q89.8
21 |14 - 1F White-Sutton syndrome Q87.0
22 ;};%ﬁ e %L B9 45 15 o ostello syndrome Q87.89
23 |Ayme-Gripp i iz 3 Ayme-Gripp syndrome Q87.89
24 |Coffin-Lowry jx iF ¥ Coffin-Lowry syndrome Q89.8
25 [Myhre Jg 1% ¥ Myhre syndrome Q87.89
26 | B & G o iR Sensenbrenner syndrome Q87.5
27 |5 & -8 F 21 AR 53 Keppen-Lubinsky syndrome E88.1
28 |Angelman = Jg i ¥ Angelman syndrome Q9351
29 [DiGeorge Ji i # DiGeorge syndrome D82.1
30 [Prader-Willi = 3z i ¥ Prader-Willi syndrome Q87.11

® B MR~ & %~ [WAGR syndrome (Wilms’ tumor-
31 B R § ~ 4 i B #% e 1% |aniridia-genitourinary anomalies- Q87.89
F#(WAGR g % #) mental retardation)
32 |Miller Dieker jx iF % Miller Dieker syndrome Q93.88
33 |Rubinstein-Taybi = jt iz # |Rubinstein-Taybi syndrome Q87.2
34| % R AT R IEH Williams syndrome Q93.82
35 Branchio-Oto-Renal sz i #¥|Branchio-Oto-Renal syndrome 087.89
(BOR gz iz %) (BOR syndrome) '
36 | & B iE HE Proteus syndrome Q87.3
Cockayne = jg ix # (47 2]
37\% e Cockayne syndrome Q87.19
385 EE Hutchinson Gilford progeria syndrome |[E34.8
39 [Schaaf-Yang 7z iz ¥ Schaaf-Yang syndrome Q87.19
40 |Galloway-Mowat Jg i 3 Galloway-Mowat syndrome Q04.3

14




el Vet (X8R H o 4 (58) ICD-10-CM 78

%);u

N.p?

3 ¥ Eye disorders

N1

01 [Stargardt's = j& Stargardt's disease H35.50

02"& % % oot 4 & Occult macular dystrophy ; OMD H35.50

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

Z3

# AL %E 72 P R F) Unclassified or unknown

10.

POERRO3ELY 7P TR T 50924015485 2 Tk E # e B (Nesidioblastosis) | F1E E e
Fe*E o pIPACHE N F LA .J[iaf% g, LO7%% Persistent hyperlnsullnemlc hypoglycemia of infancy
(PHHI) ¥ -
¢oER RO5#9% 12p F KW F % 0950400907255 = 2 T Tyrosinemial I~ 1T ~ I ( feb= sk fh g % —
ASF A SF=2A) 0 pTFRpAECF LA .insf%%,i A207%: Hereditary tyrosinemia (if &+ 3 ft
Ve g ) LH o
¢oa R ®O6E87 22p ¥ K F % 0960400600252 i+ = = 2 Ureacycle disorders % Congenital Urea
cycle disorders -
¢oE R I?&]98& 723p ¥FERNF % 0980400742%{ N2 F LB 1]%;} ¥, B107%. Spinocerebellar ataxia °
Rt e bt AR ek R AR > B é“%:atl Poid v P (F L R o
¢ ®99£32 19p R R F %0990400103%% AR WA /};3}%%{ K102 Congenltal Hyper IgE
syndrome (£ 4% LA Fv EJpigE ) & ICD-9-CM %8 :7279.9 ,» iz &+ 5 :7288.1 -
PoER ®106#£ 107 25 R R F % 10604026785 o £ ATH F LA ;}ia E 8. G135 Emery—Dreifuss 3L
% % J¢ (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM %4 " G71.0 ,~ K10%Li#t @425 F |-k
*# (Hereditary Angioedema) : ICD-10-CM %% "D84.1 |-
¢ EARI07ES? 300 IR F F 107040123158 > £ ATH F L A op A 5L B1-255% Dravet g i #
(Dravet Syndrome, DS) : ICD-10-CM % # " G40.311 -~ *& & § i % ;& (Vanishing White Matter
Disease) : ICD-10-CM %% "G37.8 ;; B &t F L5 I B 5. A11-05%% 5 4.z (Trimethylaminuria) iz &
& = % & kg (Trimethylaminuria) ~ & 5L L1-12 50 la- 2 i f% 4% £ g i #¥ (1a-hydroxylase
deficiency) : ICD-10-CM % # "E25.0 , & & 5 % - 3] @1 Mad % D kg A oo (25
Hydroxyvitamin D 1-Alpha-Hydroxylase Deficiency) : ICD-10-CM % #% "E83.32 |~ & %L G139+
%é fi(Emery—Dreifuss Muscular Dystrophy,EDMD)/»\ RAELE T 5 GL-13 - A5 KIO5LE @it n ¢
-k *# (Hereditary Angioedema,HAE) ~ # & %12 & 5 K1-10 -
v‘ FAW108&17 15p i W F % 10704037365 = £ A7H F L 4 o A 5 G1-1450 GNE & o v %
(GNE myopathy) : ICD-10-CM % %% " G71.8 ;~ G1-15%% ¢ 3= &2 ¢ ik ¥ (Stormorken syndrome) :
ICD-10-CM %45 "D69.8 , 2 MI1-255L 5. #74% j% < &+ F-v 4+ K=z (Costello syndrome) @ ICD-10-
CM %#% "Q87.89 -
¢PoEA ®109# 77 31p EE R F % 10904020375 o £ A7H F LA i B 5. M1-26%. Ayme-Gripp J&
iz ¥ (Ayme-Gripp syndrome) : ICD-10-CM % # " Q87.89 ; 2 M1-27%% Coffin-Lowry jg i% 3#(Coffin-
Lowry Syndrome) : ICD-10-CM %n#% "Q89.8 > 2 i3 t % LA J & AL A 5L CL-0350L 4 125 6+ 5% 3
& (Primary Pulmonary Hypertension ,PPH) 2 it 5 43 4 2% i & {4 5% # 7% 3 /R (Idiopathic or Heritable
pulmonary arterial hypertension (IPAH or HPAH ) % & %5 B1-05%5L3% 4 < ¢ iz # (Rett syndrome) i2 it
» % # “ J (Rett syndrome) -
¢ EAF1094107 13p R F % 10904027405 = 2 ATH F LA Jp A 5o BL-28%LBE g T Mg fRpE

\L
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11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

A0 B2 A 53R MR :}Fe(PhosphoIipase A2-associated neurodegeneration,PLAN) : ICD-10-CM %5
"G23.0, 2 F LA Jp AL ML-185LL B B e ps BB 2 4 523 1 |4 5 5 (Pantothenate Kinase
Associated Neurodegeneration,PKAN ) 4 #g & 5513 + 5 B1-27%% o
¢ EARLI0E8Y 30 FERF ¥ 11004600165 = £ A7H F L A o A HLA6-085LF 9% @ [LARA
5.7 % (Leber hereditary optic neuropathy) : 1CD-10-CM 4% "H47.22 | 2 B1-29%L4 -2 % 4 #7
Jg iz ¥ (Pitt-Hopkins Syndrome) : ICD-10-CM %% "Q87.0 ;> 2 2 it F L 5 s B 5. B1-16% Charcot
Maire Tooth < (i& {7 147 425 & % 4543 )( X-linked hypophosphatemic rickets)i% & % T 47-5 {1-
# 27 % g (Charcot-Marie-Tooth Disease) ~ /& 55 L1-03%L {4 if & 4] M g pt @ 1o & g (X-linked
hypophosphatemic rickets) iz i 5 425 :% & 7] Mpips @ o i@z (X-linked hypophosphatemic rickets) -
¢ EAR110#£ 117 23p R R F % 11004611615 = 4 A7H F L A& Jm B 5. M1-28%5L Myhre Jg i 3
(Myhre syndrome) : ICD-10-CM ¥ #% " Q87.89 , ~ Z1-06%5 % o< % % 14 2 g (Leber Congenital
Amaurosis) : ICD-10-CM % # "H35.50 , ~ L1-16%. MIRAGE & i #¥ (MIRAGE syndrome) : ICD-10-
CM %% 1Q89.8 , 2 E1-04%L1; o< g i 3 (Alport Syndrome) : ICD-10-CM %% "Q87.81 ;-
PoER RI110#£ 117 24 p R F % 11004611685 = 2 iz & F L A Vg B 5. BL-O1%L % # M v
(Multiple sclerosis) : ICD-10-CM % #% " G35 ; 2 & % % 2 (1A i g £ 44 5 4 %8 X (Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) : ICD-10-CM %% " G35 ~ G36.0
PESELLELY 129 R T F 110046168655 2 4 #7H F LA gm A 5 M1-20%E & % i o i
# (Sensenbrenner Syndrome) : ICD-10-CM %% " Q87.5 ;- A4-045L i i i fis 4% £ Ji (Transaldolase
deficiency) : ICD-10-CM % # " E748 ; % MI1-30%5L 5 ¥ & ¥ #7 A& J& 17 ¥ (Keppen Lubinsky
Syndrome) : ICD-10-CM %% "E88.1 > 2 B 1+ F L 5 Iﬁﬁﬁ% B F1-01%:3 B+ & & & fRf-Kpe
(Hereditary epidermolysis bullosa) i ICD-10-CM %% :7Q81.9 ;> ¢ & % :7Q81.0 ~ Q81.1~ Q81.2 ~
Q81.8 ~ Q81.9 ;-
PEAR11E47 13p R R T % 11104609625« £ AT F L A o A 5L B1-30%0 Beta B bk F-d
BE 238 2 40 533 i 5 5 (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) @ ICD-10-CM
% G230, 2 B F A A i B5L A2-143%.3-23 A -3-7 A A = e s g (3-Hydroxy-3-methyl-
glutaricacademia)i$ & 3 3-2# 7L-3-7 & ~ = A& i Jg (3-Hydroxy-3-methylglutaric academia) ~ A . A2-
165 % #r& Ak o (Hyperlysinemia)iz & 5 % #rieih pk o o (Hyperlysinemia) ~ # &L 7 5 & % D1-
015038 {7 1 % M+ P24 % & o (Progressive intrahepatic cholestasis,PFIC) i2 it 5 & {7 1 j2% 45+
poRE % e (Progressive familial intrahepatic cholestasis,PFIC) -
PoERRLILET? 13p R F ¥ 111046199255 o £ 273 F LA v F 5. H1-10508F F iz 45588 ¥
% 2 (CraniometaphysealDysplasia) : ICD-10-CM ¥ %% "Q78.8 ,~ & 5. B1-315L 8 24 + (7438 @4
sz % 1% Fr B (Infantile-Onset AscendingHereditary Spastic Paralysis,IAHSP) : ICD-10-CM % 75§
G12.2 |~ B 5. Al1-11%: + *gvvpi 4~ 2 Jg (Cerebral Creatine Deficiency) ICD-10-CM 45 "E72.8 |
2 B OALL-12%5 02 (M4 2 Bl) & 3t &t R 5% g 1% ¥ (Thiamine Metabolism Dysfunction
Syndromes) ) : ICD-10-CM 7% "E51.8 > % i & F L g5 B 5L MI1-1250 80 #& &k i3 # (Kabuki
syndrome) ¢ = % i Kabuki ;g % ¥ (Kabuki syndrome) ~ A 5. N1-025. DiGeorge’s Ji iF ¥
(DiGeorge’s syndrome) ¢ # = DiGeorge Jz iz ¥ (DiGeorge syndrome) -
#ES L2417 17D R R 5 112046000355 2 2 475 F DA 5 A 5L A2-245L R 5 13 TR
Pk (Primary Hyperoxaluria) : ICD-10-CM %75 "E72.53 > 2 B % 5 i B % B1-06%L 4 kgt
¥ % %57 (Spinal muscular atrophy) & ICD-10-CM %f% : "7 G12.9 > 8 % :7G120 G121 - &
55, B1-25%:. Dravet ji iz 3% (Dravet syndrome) /& ICD-10-CM % %% : " G40.311 ;> i2 & % : ' G40.803 -
G40.804 | -
PEARL2E47 19p R F % 11204609695 > £ TH F A A P B 8. A2-25%. 2 PR
(Alkaptonuria) : ICD-10-CM %% "E70.29 |-
¢ EAR1I12£107 250 iR R F F 112046303750 o 4 ATH F L A op A 5L J1-055LL X (5 it
/] ¥ 1 ¥ za e (Congenital thrombotic thrombocytopenic purpura) : ICD-10-CM %, "M31.1 ;5
BEFLARFLME RGP0 - FLARTHAMERAE P B op t8AB(F R EXF A R) -
PoER ®113#£17 30p i R F ¥ 113046021750 = 4 73 F A A i 5 %. M1-39%% Schaaf-Yang je
iz ¥ (Schaaf-Yang syndrome ) : ICD-10-CM %% "Q87.1 -
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21.

22.

23.

24,

25.

26.

PEARI113A 77 15p G R F % 11304621685 o> 4 ATH F LA ;};«7 5 5. B1-32%: Basilicate-Akhtar
J 1% ¥ (Basilicate-Akhtar syndrome) : ICD-10-CM %% 2 TF78 ,» ¢ & A 5. A3-03z Fabry <
(Fabry disease)iz i+ % Fabry < je(i* # 73 < jr) (Fabry disease) °

¢ EARIBEL07 11p R F % 11304632245 = 2 AT F L A op A 5L BL-335L H g -kl ke
¥ # % Jz (Chorea-acanthocytosis) : ICD-10-CM 4% 5 "G25.5 °

PoERFL114#£ 10 23 RS % 11304645055 o 2 12 & B 5L ALL1-042_ -k it &4k 2 pE Y g i
¥ (Carbohydrate-deficiency glycoprotein syndrome) = £ = 4 & & i I5 % (Congenital disorder of
glycosylation, CDG) ; i & A % M1-372_ Cockayne * jg i # (Cockayne syndrome) = Cockayne = j
iE HE (7 7] < 12 F) (Cockayne syndrome) 5 12 &+ £ A 5 i CD-10-CM % % 3758 > I fi) TS
° F o

P EARL4E4LY 11p R R F % 114046104155 2 £ 273 F L A g B 5L M1-405% Galloway-Mowat
JE iz ¥ (Galloway-Mowat syndrome) : ICD-10-CM ¥ %% = "Q04.3 -

PoER RI114£100 20p iR R F ¥ 11404633415 > 2 12 i+ B 5L L1-032. 4458 @ Mppe @ 0 g
(X-linked Hypophosphatemic rickets) & i & |+ i< gifs @ i+ @z (Hereditary hypophosphatemic rickets)
¢EARISE3Y 13p IR F F 115046047950 = 2 AT F L A A 5L ALL-1050e4 & & (38
¥ (Disorders of purine biosynthesis metabolism) : ICD-10-CM %#% % "E79.8 ~E79.9 ,; ¥ i Z L 5
i 1ICD-10-CM ¥ f8 + 2675 -
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X2 FAARBLETE
F3R106£10" 25p e B F % 106040264855 o 4
=% ®107#5% 30p M F % 10704012315 2 4
A M108£17 15p e F % 10704037365 = 4
=% F109#7 4 31p M F % 10904020375 = 4
£ W109#10” 13p wFER T & 1090402740%% 24
% ®110£8”* 3p e M F % 110046001655 =
R0+ 117 23p W F % 11004611615 -
FFLU0E1L? 24p FRF & 1100461168%%,

EAFIILELY 12p R E
3 R111£47 13p R 3
F3RI1E77 13p FER
FAFL2E1Y 17p FERF
X FL112E47 19p FERF

3 JW113£1 30p #FERF
3 FW113£7 15p #FERF

13 ®114£10 23p FHRRF
3 R114£40 11p FER 3

L T~ SO e e e I I e I L T T T

FX K115#37 13p R F

5‘/ J‘/ fx‘

¥ 11004616865 =
¥ 1110460962355 = =
% 1110461992355, = =
% 1120460003 % -
% 1120460969%;. -

#F3 ®112#£107 25p R F % 112046303755« £

¥ 11304602175 = 4
¥ 1130462168%: = 4

A FI113£10% 11p w4 W F % 113046322455 = 4

¥ 1130464505% = 4.
¥ 11404610415 = 4

FAFI114£10% 20p G B F % 114046334150 = 2

¥ 1150460479% = £

ICD-10-CM %aff— T4 (2 3¥ < 32 #A)

Eop L (%8) AR (E#E£2T) ICD-10-CM %75
25-Hydroxyvitamin D Fodld g et 5 D kg £83.32
1-alpha-hydroxylase deficiency | i+ & & '
3-Hydroxy-3-methylglutaric et oaw H A - EE
- cidemia -5 A-3-7 A X - ko E71.118
3-Methylcrotonyl-CoA Z AT EhRWET A A

7 . E71.19

carboxylase deficiency W2

al- Antitrypsin deficiency al-F3% F-v fe ik 2 g E88.01

Aarskog-Scott syndrome Aarskog-Scott * J iF ¥ Q87.19

Achondroplasia whBEYT 2 2 Q77.4

ACTH resistance TLORA N F s E27.49
E71.511
E71.520

Adrenoleukodystrophy Troied TS E71.521
E71.528
E71.529
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#E2L(HER) Pt (E%5Y) ICD-10-CM %75
Aicardi-Goutieres syndrome Aicardi-Goutieres Jt ix ¥ E79.8
Alagille syndrome P RE ROR F Q44.7
Alexander disease Alexander = G31.89
Alkaptonuria 2 IR E70.29
Alport syndrome T 0 S i ¥ Q87.81
Alstrom syndrome Alstrom = g iE # Q87.89

E72.9
E70.9
Amino acid metabolic disorders | ;.. g 2o g s E72.10
(Aminoacidopathies) R R E72.89
E71.2
E70.89
Amyotrophic lateral sclerosis B A dd Bl B T (L -
Andersen = jJg i ¥ (v & ERE
Andersen syndrome P 1 A G72.3
€ %)
Angelman syndrome Angelman = jg iz ¥ Q93.51
Apert syndrome § o g Q87.0
Aromatic L-amino acid X4 % L' fedg v 5 AT ak
e . E70.81
decarboxylase deficiency Z
Asphyxiating thoracic =4 g e a3
dystrophy B A Q772
Ataxia telangiectasia £ A A B F R R i G11.3
Atypical hemolytic uremic I T g D59.32
syndrome o AR L i D59.39
Autosomal recessive polycystic | vy oy s porsis 2 & 10 2o .
kidney disease WA RS RETRA R | Q6119
Ayme-Gripp syndrome Ayme-Gripp J &+ Q87.89
Bardet-Biedl syndrome Bardet-Bied| = g i Q87.89
Barth syndrome ¥R I E78.71
Bartter’s syndrome Bartter = jg i #* E26.81
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H2om L(BR) A (E#E£T) ICD-10-CM %75
Basilicata-Akhtar syndrome Basilicata-Akhtar jt i E;ig‘g
Becker muscular dystrophy B 4 £ G71.01
SB;:(;?’(\)/::]Z Wiedemann Beckwith Wiedemann = jz iz # | Q87.3
Beta-Ketothiolase deficiency Beta 7 f2fx 4 2L E71.19
Beta-Propeller protein- Beta 47 % 4k Sop B B2 A 1w i9
associated neurodegeneration | " f I BRIAED ] 630
(BPAN) P
Biotinidase deficiency AP EpER LR D81.810
Branchio-Oto-Renal syndrome | Branchio-Oto-Renal jz i% # 087.89
(BOR syndrome) (BOR 3 i %) '
Bruton’s agammaglobulinemia | # & # X i £ £ 3k Fd 8 D80.0
Bullous congenital LRy Ty
ichthyosiform erythoderma (J:' zii;éf e 'r}i“i'ﬁ;zt_ f‘“)— L Q80.3
(epidermolytic hyperkeratosis) | \* 7~ #/*1=% 8RR
Campomelic dysplasia with P . 0
autosomal sex reversal Zip % LA RN 87.19
gyar:g:gl:ﬁglocutaneous CFC i i3 % 087.89
graim;trl;e deficiency syndrome, B R SR E71.41
Central core disease O e G71.29
Cerebral creatine deficiency < P ephdt 2 E E72.89
g:;nrgtr:)(;(r)r;g:osto-Mandlbular v eh | A g 087.89
Charcot-Marie-Tooth disease EF-5 - i g G60.0
CHARGE syndrome CHARGE Jg i # Q89.8
Chorea-acanthocytosis FRE- R e S e G25.5

hronic pri I . e
dCis(rec;g(lec primary granulomatous R R R TR D71
Citrullinemia JNIRELR X fE E72.23
Cleidocraninal dysplasia FREF #F TR A Q74.0
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W2 £ (FR)

St (KRR

ICD-10-CM %75

Cobalamin C defect
(Methylmalonic acidemia and
Homocystinuria, cbh1C type)

TR e g BB MOREL A,
cb1C 7|

E71.120+E72.11

Cockayne = jJg iz #¥ (4 27 < g

Cockayne syndrome Vs e Q87.19
% ¥)
Coffin-Lowry syndrome Coffin-Lowry Jg i% ¥ Q89.8
Collodion baby ) Q80.2
Complement component 8 P RE A N84L S
deficiency A 8 L D84.1
Congenital adrenal hypoplasia | * = |25} Efjl’s;* T D Q89.1
Congenital central , — P
e EA MY FRMIE A R R

hypoventilation syndrome AL I A G47.35
Congenital disorder of 4oz Mo LR
glycosylation, CDG PR A T B E77.8
Congenital generalized P I T T
lipodystrophy 22T R L E88.1
Congenital hyper IgE syndrome | £ % 1+ 3 £ £ v E:g ¥ | D82.4
Congenital insensitivity to pain | , . ., AR R A T
with anhidrosis (CIPA) L R
Congenital interstitial cell of 4 7 M Caial < ¥ % mve 3 4 4
Cajal hyperplasia with neuronal | ., ‘]%.d J_ s :ﬁ;a; #2e 0438
intestinal dysplasia AR LR R
Congenital muscular dystrophy | &£ % 3+ % 5 G71.20
Congenital thrombotic A e ] T K

: D69.42
thrombocytopenic purpura JE
Congenital urea cycle disorders | -t = £ 5t & # % * SRee E72.20
Conradi-Hunermann syndrome | Conradi-Hunermann = g iz Q77.3
Cornelia de Lange syndrome Cornelia de Lange = jt iz ¥ Q87.19
Costello syndrome o BTHE R N Fed AR Ko Q87.89
Craniometaphyseal dysplasia AR izdssf g v 7 2 Q78.8
Crouzon syndrome Crouzon = jg iz ¥ Q75.1
Cystic fibrosis FoR R R E84.9
Cystinosis Ve fl v E E72.04
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#E2L(HER) Pt (E%5Y) ICD-10-CM %75
Darier’s disease Darier < g (=* & % i ) Q82.8
Diffuse non-epidermolytic
palmoplantar keratoderma type | A f§ & & i "2 7 s Q82.8
Unna-Thost
DiGeorge syndrome DiGeorge Jg iF ¥ D82.1
Disorders of purine B oA A A kR E79.8
biosynthesis metabolism ot o RPR E79.9
fe G40.833
I WE
Dravet syndrome, DS Dravet jz i % G40 834
Duchenne muscular dystrophy | % ?} SR G71.01
Dyskeratosis congenita A AT 2o Q82.8
Ectodermal dysplasias thap ke B2 A L Q82.4
Ehlers Danlos syndrome IV AR eRE ¥ 5e 3 Q79.63
Emery-Dreifuss muscular Emery-Dreifuss #~4 % jz g;iggs
dystrophy (EDMD) G7109
Fabry disease Fabry <z (i # 74 < Jx) E75.21
Facioscapulohumeral muscular | . . ;. 5. pos x .
dystrophy RV ARSI 1 G71.02
Familial amyloidotic b s AR % 2 M g s
oolyneuropathy FEMR R B A Sp% | E8LL
Familial s Sl R .
. . DE M B LR R .
hyperchylomicronemia TR AR E783
E71.30 E71.314
E71.310 E71318
Fatty acid oxidation defect PaiREey 1V IEH 4R E71.311 E71.32
E71.312 E71.39
E71.313 '
M61.10 M61.152
M61.111 | M61.159
M61.112 M61.161
M61.119 | M61.162
M61.121 M61.169
Fibrodysplasia ossificans Mel13l | Me117l
ysp TRRTR BUFTALE M61.132 | M61.172
progressiva M61.139 | M61.173
M61.141 M61.174
M61.142 | M61.175
M61.143 M61.176
M61.144 | M61.177
M61.145 M61.178
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#E2L(HER) R B (EH%2Y) ICD-10-CM %75
M61.146 M61.179
M61.151 | M61.18
M61.19
Fraser syndrome Fraser =~ Jg i ¥ Q87.0
Freeman-Sheldon syndrome Freeman-Sheldon = jzx i # Q87.0
Fucosidosis BN SR (A ) E77.1
Galactosemia LUk E74.21
Galloway-Mowat syndrome Galloway-Mowat Jg % Q04.3
Gaucher disease ®E AR E75.22
Globoid cell leukodystrophy bR R G A4 X
(Krabbe’s disease) Hdmre Man A % E75.23
Glut (Glucose transport)1 . BE B R LS 1% 4 pe
deficiency syndrome Ga F R 5NN E74.810
. " Type 1:E72.3
~ ~ = )3 ) — Al ~ !
Glutaric aciduriatype I ~ II Pa FORE 0 % |~ % =3 Type I1:E71.313
E74.09:Type O

Glycogen storage disease

PR R

E74.01:Type 1
E74.02:Type II
E74.03:Type III
E74.09:Type IV
E74.4:Type V
E74.09:Type VI-XI

GM1/GM2 gangliosidosis

GM1/GM24! 5 & % % 5

GM1:E75.19
GM2:E75.00
E75.09
E75.01
E75.02

GNE myopathy

GNE if\»jr:gam;[?i ;;é

G718
Gr71.9

Hallerman-Streiff syndrome

AP - LR A SRR

Q87.0

Harlequin ichthyosis

wd b BHRE

Q80.4

Hereditary angioedema (HAE)

SR PO |

D84.1

Hereditary epidermolysis
bullosa

B A Rk

Q81.0
Q81.1
Q81.2
Q81.8
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H2om L(BR) A (E#E£T) ICD-10-CM %75
Q81.9
Hereditary hemorrhagic BB MG S b
telangiectasia BBt s R 178.0
Sgiizgsltary hypophosphatemic B0 R £83.31
Hereditary spastic paraplegia | i @ 45§27 £ Fri G11.4
Hereditary tyrosinemia 3R R E70.21
Histidinemia KEREN i E70.41
Holt-Oram syndrome Holt-Oram = jg iz ¥ Q87.2
Homocystinuria B B IRAL RO E72.11
Homozygous familial Ao e RE ] EE
hypercholesterolemia o8 3 FIRLE PR AL E78.01
Homozygous protein C HoE A 3 3og 5
deficiency FRFE I O L D68.59
Hunt!ngton’dlsease()K H Ly T G10
Huntington’s chorea)
Hutchinson Gilford progeria P £34.8
syndrome
Hyper-1gM syndrome BAAEE Y Mgz D80.5
Hyperlysinemia % IR L E72.3
Hypermethioninemia BT RIRpL L E E72.19
Hyperornithinemia- B MRt L BB 4 4 -3 N i
Hyperammonemia- rsh% ;ﬁ;ii BREIRNE | o4
Homocitrullinuria syndrome s 2 I 7 3
Hyperprolinemia B A IREL R E72.59
. e e R E83.39
Hypophosphatasia Ik ik i 5 £83 31
Ichthyosis, lamellar recessive R b BRe(p BRI B T)) Q80.2
Idiopathic infantile arterial LS M BB (s 5 T (L
calcification PR LR 2B A T Q2838
Idiopathic or Heritable
pulmonary arterial hypertension | #5728 4 s\ 1B (@ 4 5% #5 7% 3 & 127.0
(IPAH or HPAH)
Inborn errors of bile acid 43 PR L A £78.70

synthesis
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H2om L(BR) A (E#E£T) ICD-10-CM %75
Incontinentia pigmenti § 2 4B Q82.3
Infantile form lysosomal acid B8 3755 AR R b R £
lipase deficiency B(ALLEE <) E75.5
(Wolman disease) T FT R e
Infantile-onset ascending B | bl b sy | 012.20
hereditary spastic paralysis, ; e A G12.24
IAHSP ' G12.29
Interferon vy receptor 1 1 < BB L pe
deficiency yFHEE LA D84.89
IPEX syndrome IPEX Jg % ¥ E31.0
Isovaleric acidemia B AR g E71.110
Joubert % g iF #H(RIE M| il
Joubert syndrome ST ) Q04.3
Kabuki syndrome Kabuki j& iz ¥ Q89.8
Kallmann syndrome Kallmann = jt iz ¥ E23.0
H49.811
PR H49.812
Kearns-Sayre syndrome Kearns-Sayre = Jg ix ¥ H49 813
H49.819
o e e » | G12.20
: H 30w K (4 R R
Kennedy disease i B (¥ R LR % G12.24
) G12.29
Kenny-Caffey syndrome Kenny-Caffey = jg iz # 087.19
Keppen-Lubinsky syndrome o 5B BT AR 3 E88.1
Laron syndrome S ocd E s ca v
(Laron Dwarfism) Laron = & if Jx i ¥ E34.321
Larsen = jg i 3
Larsen syndrome (B0 = 5 o i3 36) Q74.8
Leber congenital amaurosis RIS A X M2 gy H35.50
Leber hereditary optic B o MR o
neuropathy R @R B % HA47.22
Leigh disease Leigh = & # % "o ¥ & % G31.82
Lesch-Nyhan syndrome Lesch-Nyhan = jg iz ¥ E79.1
G71.031 | G71.0342
Limb-girdle muscular WA od X G71.032 | G71.0349
dystrophy A AP R G71.033 | G71.035
G71.0340 | G71.038
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W2 £ (FR)

St (KRR

ICD-10-CM %75

G71.0341 | G71.039

Lowe syndrome Lowe = Jg iF # E72.03
Maple syrup urine disease S AR E71.0
McCune Albright syndrome McCune Albright = j i Q78.1
iz g Q97.8
Mcleod syndrome Mcleod & iz % 098.8
Medium-chain acyl-coenzyme A
dehydrogenase deficiency =R Wi R A E71.311
(MCAD)
MELAS MELAS g i% ¥ E88.41
Meleda disease Meleda & i Q82.8
Menkes syndrome Menkes s i E83.09
Metachromatic leukodystrophy P ay
Methyl CpG binding protein 2
duplication syndrome MECP2i% & Jx i% Q99.8
(MECP2 duplication syndrome)
Methylmalonic acidemia PAP Bk E71.120
Miller Dieker syndrome Miller Dieker jg iz ¥ Q93.88
MIRAGE syndrome MIRAGE it iz ¥ Q89.8
Mitochondrial defect FARE A A E88.40
Mitochondrial <3
. . MNGIE Tk R A 4
neurogastrointestinal . &;f] 1[ RM A E88.49
encephalopathy syndrome e R
Moebius syndrome Moebius Jg i% ¥ Q87.0
Molybdenum cofactor ey o
deficiency b0 4 P L E615
Typel: E77.1
Mucolipidosis A% B TypeIl ~ II: E77.0
Type IV: E75.11
Type | Hurler's
syndrome E76.01
Mucopolysaccharidoses % PRI Type | Hurler-Scheie

syndrome E76.02
Type | Scheie

26




52 4 (5 8)

St (KRR

ICD-10-CM %75

syndrome E76.03
Type Il Hunter
syndrome E76.1
Type Il Sanfilippo
syndrome E76.22
Type IVA Morquio
syndrome E76.210
Type IVB Morguio
syndrome E76.211
Type IV

Other Morquio
syndrome E76.219
Other MPS E76.29
Unspecified MPS
E76.3

Multiminicore disease PR dhE G71.29
Multiple carboxylase 4 2% hd $h (L EEAL 5 o

deficiency S R £ D81.819
Multiple epiphyseal dysplasia FEMEEIsE T2 R Q77.8
Multiple pterygium syndrome | % & 12 3 % %o iz ¥ Q79.8
Multiple sclerosis, MS/

Neuromyelitis optica spectrum | % & 8 i /iZ A4 54 B2 | G35/G36.0
disorders, NMOSD

Multiple sulfatase deficiency 5 Pl g e ak L E75.26
Myhre syndrome Myhre Jg i 3 Q87.89
Myotonic dystrophy L G71.11
Myotubular myopathy e B % G71.220
Nager syndrome Nager Jg iz 3 Q75.4
Nail-Patella syndrome dn () " WH Rz Q87.2
Nemaline rod myopathy Nemaline stk - o5 % G71.21
Netherton syndrome Netherton Jg 1% 3 Q80.8
Neurofibromatosis type II AR R R EE Y - A Q85.02
Neuronal ceroid lipofuscinosis | #¢ 5~ ¥ % #5 4% B 5 4 E75.4
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H2om L(BR) A (E#E£T) ICD-10-CM %75
E75.240:Type A
E75.241:Type B
. e S Rk E75.242:Type C
. ] . Niemann-Pick = jx - & 4584 7z
Niemann-Pick disease . LA E75.243:Type D
e 17 E E75.244:Type A/B

E75.248:0ther
E75.249:unspecified

Nitroacetylglutamate

synthetase deficiency, NAG L FEFOREL E AR LR E72.29
synthetase deficiency
Nonketotic hyperglycinemia ZLAR B H MR E72.51
Occult macular dystrophy ; R s Ko H35.50
OMD
Organic acidemias 7 S E71.118
Ornithine transcarbamylase T
deficiency BRfh g Y AR Lo | ET24
Osteogenesis imperfecta I Q78.0
Osteopetrosis *EE R Q78.2
Oto-Palato-Digital syndrome B-dg-dn () R FF Q87.0
. . _E’_ q J"AA };—-,: Aoy _\,»;‘ A/‘ F
PAH type PKU combine with ;%J iiﬁﬂ% j\fi £ RAERE I E74.314E70.0
sucrase-isomaltase deficiency 7 bEfE AR 2 E
Pantothenate kinase associated | iZfi& B jcfis M B 2 4d (G390t |4 G23.0
neurodegeneration (PKAN) B '
Paroxysmal nocturnal WS M B B R
hemoglobinuria FRRE L R ok D59.5
. . Pelizaeus-Merzbacher = j (i 14
Pelizaeus-Merzbacher disease s e e (Bt E75.29
s28 A PR T )
Permanent neonatal di L e vy
meelli?use t neonatal diabetes KRS ST A P70 2
Persistent hyperinsulinemic B A f B R A
hypoglycemia of infancy i AR E16.1
(PHHI) S ak A
Peters-Plus syndrome Peters-Plus g & ¥ Q134
Pfeiffer syndrome Pfeiffer < jg iz ¥ Q87.0
Phenylketonuria F P Pl E70.0
Phospholipase A2-associated | #4%5 B %q f# s A28 B2 4 538 523.0

neurodegeneration (PLAN)

A e ]I}‘i
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#E2L(HER) Pt (E%5Y) ICD-10-CM ¥ 7%
Pitt-Hopkins syndrome RE-B4 & Erpizs Q87.0
E80.20
Porphyria YRR E80.21
E80.29
Prader-Willi syndrome Prader-Willi = jg i% ¥ Q87.11
Primary hyperoxaluria REMRERB R E72.53
Ma88.0
Ma88.1 M88.851
M88.811 | M88.852
M88.812 | M88.859
M88.819 | M88.861
M88.821 | M88.862
: . e , M88.822 | M88.869
); M A0 M NG
Primary Paget disease g IR AEE 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 B e AR oL S g
intrahepatic cholestasis, PFIC e S N R R K83.1
Propionic acidemia P E71.121
Proteus syndrome I brrizE Q87.3
Pseudoachondroplastic 2 g S = g
dysplasia 2R o i e S Q778
Pseudohypoparathyroidism (e o S E20.1
Pyruvate dehydrogenase T
deficiency PR ek 2 E74.4
Rett syndrome T HER F84.2
Rhizomelic chondrodysplasia WE s A wE Ak e 2 2 g
punctata e Bull [ 1317l i S 3 E71.540
Robinow syndrome Robinow = g i ¥ Q87.19
Rubinstein-Taybi syndrome Rubinstein-Taybi = jg iE ¥ Q87.2
Schaaf-Yang syndrome Schaaf-Yang J iz ¥ Q87.19
Schwartz Jampel syndrome Schwartz Jampel = jg & # G71.13
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x> B f‘;(gﬁg) ¢ 2 P (E#Erd) ICD-10-CM %75
Sensenbrenner syndrome o RN Q87.5
D81.0
Severe combined BEa Lt sin ggi%
. .. 2 P 2 Vo i~ Z_ .
immunodeficiency D81.31
D81.9
Short-chain acyl-CoA B AR EE 3§ FEAL 5
dehydrogenase deficiency TR PR L L E7l3l2
Sialidosis BEFLFE R A L E77.1
Sitosterolemia E AR gL 1) E;ggg
Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz =~ jg i E78.72
. N e G12.0
b = M ogu 2y
Spinal muscular atrophy [k - dEdng B %P7 G121
G11.10
Gl1.11
Spinocerebellar ataxia TR i R (TR R %
G11.8
G11.9
Q71.60 Q72.70
Split-hand/ Split-foot 1A Q71.61 Q72.71
malformation (SHFM) Ch R Q71.62 Q72.72
Q71.63 Q72.73
Stargardt’s disease Stargardt’s = je H35.50
Stiffperson syndrome E R G25.82
Stormorken syndrome g 3= BAE i D69.8
Sulfite oxidase deficiency LApa@y Csar L E72.19
Tetrahydrobiopterin deficiency | = & A= 44 2 1 E70.1
Thalassemia major AR FEE L ngcl)
Thiamine metabolism Wi (4 2 Bl #s IR E51.
dysfunction syndromes R 1 '
Thrombasthenia vl R R D69.1
Transaldolase deficiency 1 5 f% pr 4k 2 g E74.89
Treacher Collins syndrome Treacher Collins = jz i %% Q75.4
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F2 o t(5ER) Pt (E%%Y) ICD-10-CM %75
Trimethylaminuria =7 AR E72.52
Tuberous sclerosis FaH g Q85.1
Vanishing white matter disease | *&v B i} 4 & G11.8
Von Hippel-Lindau disease Von Hippel-Lindau jz iz % 085.83
Waardenburg syndrome LE PR REHE Q87.89
WAGR syndrome (Wilms’ W~ m e 2 F
tumor-aniridia-genitourinary B~ e e i ¥ (WAGR | Q87.89
anomalies-mental retardation) | ;i i %)

White-Sutton syndrome R - 4 1 Q87.0
Williams syndrome = BT R iF Q93.82
Wilson’s disease ol A E83.01
Wiskott-Aldrich syndrome Wiskott-Aldrich = j i ¥ D82.0
\[/)\/Icgl;\r/la(r)n:[);ndrome, Wolfram = g i ¥ E34.8
Zellweger syndrome Zellweger = Jg i # E71.510

T

1.

(PHHI) % ¥

e ) £ U o

cycle disorders -

PoER E95#£9% 12p R £ R F % 0950400907255 o £
A F A SF=ZF)) 0 p TP AH AR EL;&;,;;}—%%%U A207%. Hereditary tyrosinemia (i &+ 3 fit

PEAR96#£8 22p ¥ R F ¥ 0960400600255 12 i+ @

PERRIZELY TP R F % 09240154855 = £ T34 g # 'mie £ (Nesidioblastosis ) | F14 &
b H 2o p T pASE O~ F Ao A 5L LOTHL Persistent hyperinsulinemic hypoglycemia of infancy

" Tyrosinemial T~ I ~ Il ( f& %A fe e % —

2 42, Ureacycle disorders % Congenital Urea

¢ ER R98ETE 3P R IR F 5098040074285 o £ F A A f?‘a}% 5% B107%. Spinocerebellar ataxia -

ot o b AR e R AR > B LD R el I e (TR FReR

¢ EAFO9E3Y 198 4 FF 09904001035 = £ F L& 5 A 5L KL102%L Congenital Hyper IgE

syndrome (£ x4+ 3 Ak k9 Evgpiz¥ ) & ICD-9-CM %#5 :1279.9 > 21 5 :7288.1 -

¢ ®106# 107 25p R F % 106040267855 o £ A7 F LA T % %5 G13%% Emery-Dreifuss

% % J& (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM %45 " G71.0 , ~ KI0%Li#t @ 425 § {3k

## (Hereditary Angioedema) : ICD-10-CM %#% "D84.1 | -

PoEA 10757 30p W F % 107040123155 o 4 x73 F LA P B 55 B1-25%% Dravet jt iz ##

(Dravet Syndrome, DS) : ICD-10-CM i #% " G40.311 | ~ *u v F i % Jz (Vanishing White Matter
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10.

11.

12.

13.

14.

15.

16.

Disease) : ICD-10-CM %% "G37.8 ;; B & F L5 i B 55 A11-05%% 4 4. & (Trimethylaminuria) i2 i

v

= = 7 2k % g (Trimethylaminuria) ~ 7 5L L1-12 5 la- 25 i fF 4% £ g i #¥ (1a-hydroxylase
deficiency) : ICD-10-CM % 4% "E25.0 , ¥ & 5 % - A|f @24 % D & ¥ 4 © @ (25
Hydroxyvitamin D 1-Alpha-Hydroxylase Deficiency) : ICD-10-CM & "E83.32 |~ & 55 G13553v4
% J (Emery—Dreifuss Muscular Dystrophy,EDMD) 4 #g A 5.2 & % G1-13 ~ A& 5L K105 @ {20 ¢
14 -k # (Hereditary Angioedema,HAE) ~ #g & 512 & 5 K1-10 o
¢ EARI08ELY 15p R R F ¥ 107040373650 = £ A7H F L A ofs A 5L GL-145 GNE ik 24 v wp; %
(GNE myopathy) : ICD-10-CM ¥ %% " G71.8 ;~ G1-15%5 ¢ 4= &2 ¢ iz 3 (Stormorken syndrome) :
ICD-10-CM %75 "D69.8 ; 2 M1-25%% 5. #74% j& < 38|+ F-v 44 I (Costello syndrome) @ ICD-10-
CM %% "Q87.89 -
¢ EARI09£7 " 310 R F % 10904020375, = & ATH F L Ao B 5L M1-26%. Ayme-Gripp &
iz # (Ayme-Gripp syndrome) : ICD-10-CM ¥ %5 " Q87.89 ; 2 M1-27%% Coffin-Lowry J i ## (Coffin-
Lowry Syndrome) : ICD-10-CM %7 "Q89.8 ;> % i i F LB AR 5L CL-0350 R 129 6 7% 5
& (Primary Pulmonary Hypertension ,PPH) 2 it % 43 |4 2% i & 4 9% # 7% 3 /R (Idiopathic or Heritable
pulmonary arterial hypertension (IPAH or HPAH ) % 5 55 B1-05%L3% 3 < J¢ i ¥ (Rett syndrome) iz i
% % # “J (Rett syndrome) -
¢ EAF1094107 13p IR F % 10904027405, = 2 ATH F LA A 5o BL-28%LBR g T g R pF
A2Rf 75240 1533 1 45 5 (Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM ¥ #%
"G23.0, 2 F LA Jp AL ML-185LA e R jeps B 5 2 4 533 i |4 8 5 (Pantothenate Kinase
Associated Neurodegeneration,PKAN ) 4 #g & 5512 i+ 5 B1-27%% o
¢ EARII0E87 3P FHRRF ¥ 11004600165 = & A7 F L A s A 5L AG-085LF < i i {44
B % (Leber hereditary optic neuropathy) : ICD-10-CM 4% "HA47.22 , 2 B1-295L 4 ##-F 4 & #7
J 1% ¥ (Pitt-Hopkins Syndrome) : ICD-10-CM %:#5 " Q87.0 ;> 2 iz it F ﬂ.,ffi!]}%ﬁ»‘?ﬁi B1-16%. Charcot
Maire Tooth = s (i& {7 #+.4¢ 512 & % %593 )( X-linked hypophosphatemic rickets) i % % -5 1i-
1 #7 < jz (Charcot-Marie-Tooth Disease) ~ & %5 L1-03%55 |+ ¢ :# & 4] i< g pe @ - & 5z (X-linked
hypophosphatemic rickets) iz it = 4 5% @ 4] M pipi B & e (X-linked hypophosphatemic rickets) -
¢ EARLI0ELL? 23p G F % 110046116150 = & A7H F A s A 5L M1-285L Myhre i i 3
(Myhre syndrome) : ICD-10-CM %% " Q87.89  ~ Z1-06%: % o< & % |4 2 gz (Leber Congenital
Amaurosis) : ICD-10-CM % # "H35.50 ; ~ L1-16%. MIRAGE s i% % (MIRAGE syndrome) : ICD-10-
CM %5 "Q89.8 , 2 E1-04%:1; o< jg g ¥ (Alport Syndrome) : ICD-10-CM % #% " Q87.81 -
¢oE R ®110E 117 24p iR F % 110046116835 =2 i &+ F L B }]?5 B E. B1-018L % 2 48
(Multiple sclerosis) : ICD-10-CM % #% " G35 | 3 & % % 2 (A i jg L 44 5 4 %2 X (Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) : ICD-10-CM %:#& " G35 ~ G36.0 |
¢ERRELLLELY 12p R E S % 110046168655 2 2 ATH F LA s A 3L ML-295L % & i ok i
# (Sensenbrenner Syndrome) : ICD-10-CM %% " Q87.5 | ~ A4-04%:#& i % iz 4> 2 Jx (Transaldolase
deficiency) : ICD-10-CM % # "E748 ; 2 MI1-30%. 5 * § # 27 4 JE B ¥ (Keppen Lubinsky
Syndrome) : ICD-10-CM %»#% "E88.1 - 2 i3 & F LA A 5L FLO15LE @ (& L & f b Kpe g
(Hereditary epidermolysis bullosa) &7 ICD-10-CM %% :7Q81.9 ,» iz % :7Q81.0~Q81.1-Q81.2
Q81.8 ~ Q81.9 ;-
PEARILIE47 13p R R F % 11104609625 = £ AT F L A op A 5L B1-30%0 Beta B ik F-d
BB 2 A 5330 B :f,ia(Beta—PropeIIer Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM ¥
7 TG230,0 2 Bk F LA KA A2-1435L3-275 A -3-7 A N = Ak s g (3-Hydroxy-3-methyl-
glutaricacademia) iz & 3 3-%#3 7L-3-7 A ~ = B i Jg (3-Hydroxy-3-methylglutaric academia) ~ & %L A2-
16%.% dt3 A ps o sz (Hyperlysinemia) iz & 5 % #ses fé o 7z (Hyperlysinemia) ~ & L 5 ﬁﬁﬁ» ¥ D1-
015L:E 7 (4 RIE M IFR 25 1 3% 4 o (Progressive intrahepatic cholestasis,PFIC) 2 &t 5 i {7 14 2% 43+
pRE o o (Progressive familial intrahepatic cholestasis,PFIC) -
PEARILET? 130 R R F ¥ 111046199250 = £ 373 F L A s A 5o HI-105087 F iz desf o v
% 2% (CraniometaphysealDysplasia) : ICD-10-CM %% " Q78.8 |~ /& 55 B1-315: 88 52| + (7 4:8 & |+
s % 12k B (Infantile-Onset  AscendingHereditary Spastic Paralysis,IAHSP) : ICD-10-CM % 7§
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17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

FG12.2 |~ B %L Al1-11%: =+ #5ovpé 4% 2 e (Cerebral Creatine Deficiency) ICD-10-CM % %% "E72.8 |

2 B ALL-125 02 (a4 2 Bl) i 3+ &t R #& e 1% ¥ (Thiamine Metabolism Dysfunction
Syndromes) ) : ICD-10-CM %% "E51.8 - 2 i3 & F L 5 B 5L MI1-1250 80 f& & ik % # (Kabuki
syndrome) ¢ <= % # i Kabuki g i ¥ (Kabuki syndrome) ~ A 5. N1-02%5. DiGeorge’s Ji iF ¥
(DiGeorge’s syndrome) ¢ #i = DiGeorge ;i iz ¥ (DiGeorge syndrome) -
¢EARLZ2ELY 17 FRRF 5 1120460003%. = £ ATH F LA H AL A2 245 R E L E LB
Fi o (Primary Hyperoxaluria) : ICD-10-CM %% FE7253 > 2 31 F L5 T B 5. B1-0655 # &g
¢ % 455z (Spinal muscular atrophy) & ICD-10-CM %78 : 1G129 - 22 5 :(G12.0~ G121+ A
Bt B1-25%; Dravet Jg 1% ## (Dravet syndrome) & ICD-10-CM % #% : " G40.311 ;> i i % : " G40.803 ~
G40.804 | -
PEARILIZ2ELY 19p FREF F 1120460969 5L = 2 ATH F L B gp A 5L A2-255L 2 R
(Alkaptonuria) : ICD-10-CM %% "E70.29 |-
¢ EARI2E107 25p R R F ¥ 112046303750 = £ ATH F L A g A 5 J1-05504 X fha o
/] ¥ 1€ T % oz (Congenital thrombotic thrombocytopenic purpura) : ICD-10-CM % "M31.1 -
BEFLBRAE RE200  FAARITHLWIR2AE P B R L8R (F R IR F A R)
PEARLZE1Y 30p FERRF ¥ 11304602175 = 2 ATH F LA m A 5. M1-39%L Schaaf-Yang
iz ¥ (Schaaf-Yang syndrome ) : ICD-10-CM 4##% " Q87.1 -
¢ EARLIBETY 15 GRS ¥ 11304621685 2 £ A7H F 5 s A 55 B1-32%5L Basilicate-Akhtar
JE 1% ¥ (Basilicate-Akhtar syndrome) : ICD-10-CM %% 5 "TF78 ,» ¥ i & & 5. A3-03z Fabry = j&
(Fabry disease)iz i+ % Fabry < (i # 33 < jr) (Fabry disease) °
¢ EARIBEL0Y 11p Gt M F % 113046322450 = 2 278 F L A g A 5o B1-335L A H-E -k m
*2 3 % Jz (Chorea-acanthocytosis) : ICD-10-CM % 5 G255 ;-
¢oES E114# 17 23p e RS § 113046450555 o> £ i3 & B 5L ALL-042 B oK i £ 4k 2 BE R g iF
# (Carbohydrate-deficiency glycoprotein syndrome) 5 4 = 4 p& £ i I % (Congenital disorder of
glycosylation, CDG) ; ¢ & i % M1-372_ Cockayne = jg i ¥ (Cockayne syndrome) = Cockayne = jx
i ¥ (17 £¥] g i #) (Cockayne syndrome) ; i2 & ¥ 2 & J ICD-10-CM $o#h & 3758 > & F) 2 % #
> F o
PER R114E40 11p R F ¥ 114046104155 2 2 273 F LA i 5 85 M1-40%% Galloway-Mowat
JE 1% ¥ (Galloway-Mowat syndrome) : ICD-10-CM %% 5 " Q04.3 -
v ERFL114#£107 20p R F % 114046334155 o £ i3 & B35 L1-032 M8 & M @ o R
(X-linked Hypophosphatemic rickets) & i @ 4 i< gifs % i @z (Hereditary hypophosphatemic rickets)
PoEA ®115£ 37 130 R W F % 11504604795 = 2 74 F AL A :)]% BBl ALL-10%0rE 4 & & (3R
# (Disorders of purine biosynthesis metabolism) : ICD-10-CM %#% = "E79.8 ~E79.9 ;; 2 & F L 5
i 1CD-10-CM ¥ #8 = 2657 -

o

)
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