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Tabulation Date: 151" DEC 2023

AR B

No.

B LA IcD10 75 *FE 7= K&

The Number The Number

The name of each disorder or disease ICD-10-CM

of Cases

of Deaths

A M 8HE ¥ Inborn errors of metabolism

O Al 7k % task B2 ¥ Urea cycle disorders

01 Congenital urea cycle disorders(-L % 4k % ¥k  #tHis) E72.20 83 27
02 Citrullinemia(/* %% x ) E72.23 133 3
Nitroacetylglutamate synthetase deficiency,NAG synthetase
03 . e E72.29 0 0
deficiency(e fipdkieps & = frdk £ )
Ornithine transcarbamylase deficiency(5 "=<p& % 7 fig sk i 45
04 Y V(5 ISR P BB RE ) 27 5
fiF ik 2 g )
Hyperornithinemia-Hyperammonemia-Homocitrullinuria
05 =~ 5 Ho = = = - N Ho = “ E724 3 O
Syndrome(§ 5 Pefk i fE-% & & JE-F A YRR & R F H)
O A2 e flpel3 #4p& 3R % Disorders of amino acid/organic acid metabolism
Amino acid metabolic disorders(Aminoacidopathies) (= sk fi&
01 - E72.8 14 3
R )
02 Homocystinuria(F% #& % o ) E72.11 37
03 Hypermethioninemia(® © #ii%fk o Jx) E72.19 30
04 Nonketotic hyperglycinemia(Zt-fr 1+ 3 + P=p& o Jx) E72.51 28 17
05 Phenylketouria( ¥ it #k 7k ) E70.0 314 2
06 Tetrahydrobiopterin deficiency(z & fred 42 2 Jz) E70.1 6 0
07 Hereditary tyrosinemia(i} & {4 3 pti<pi o Jx) E70.21 11 1
08 Maple syrup urine disease( # 7 &) E71.0 40 12
09 Organic acidemias(s % & = &) E71.118 28 4
10 Isovaleric academia(® ~ & s ) E71.110 14 2
type I
11 Glutaric aciduria typel ~ II(~ = & /e » % - 3] ~ % = ) '|[5y7pze?l . 115 11
E71.313
12 Propionic academia(p f& = i) E71.121 17 5
13 Methylmalonic acidemia (¥ 3 = f&x &) E71.120 72 13
3-Hydroxy-3-methylglutaric acidemia (3-#§#-3-7 A ~ - B
14 Yoy Y (3% BES P e 11g 7 0

= JE)



s ki ICD10 5 *RE »= &

The Number The Number

No. The name of each disorder or disease ICD-10-CM of Cases  of Deaths
15 PAH type PKU combine with  Sucrase-isomaltase E74.31+ ’ 0
deficiency (£ 3] ¥ ik fki & o BB b & ¥ hbprar £ p) B0
16 Hyperlysinemia(® 3 s<fk o ) E72.3 0 0
17 Histidinemia( & %%pk & ) E70.41 0 0
3-Methylcrotonyl-CoA carboxylase deficiency(= ¥ & ¥ & fig
g o Y OPEEY Y VETRT 2R 77 0
WHEA S e 4 L)
19 Multiple carboxylase deficiency( % % 4 25 i* & d* 7 Jx) D81.819 10 0
20 Hyperprolinemia(® *f <f& o ) E72.59 2 0
Aromatic L-amino acid decarboxylase deficiency(= 3 *% L-¥=
21 n e e B el e E70.9 66 21
AEAER 2 APl L)
22 Tyrosine hydroxylase deficiency(fit "4 5 i f# ik 2 ) E70.20 14 1
Cobalamin  C  defect (Methylmalonic aciduria and
. o s s o s . E11.120%
23 Homocystinuria, cbl C type)(? AP = fau Jg & B 2 iefl n 2 0
E72.11
JE, Cbl C 3])
24 Primary hyperoxaluria(& 3 1+ % ¥ ft B o) E72.53 1 0
25 Alkaptonuria( 2. /i) E70.29 3 0
© A3 % -] W& 7z Lysosomal storage disorders
01 Gaucher disease (& £ *~ Jx) E75.22 42 9
GM1:
o e ke e s E75.19
02  GMI/GM2 gangliosidosis(GML/GM2 # (5 & 3 "3 i 44 ) o 8 6
E75.00
03 Fabry disease(Fabry = ;) E75.21 598 62
E75.240:
Type A
E75.241:
Type B
E75.242:
04  Niemann-Pick disease(Niemann-Pick * i - i #8754 75 6 44 ) Bgez%. 37 14
Type D
E75.248:
other
E75.249 :
unspecified
05 Metachromatic leukodystrophy(MLD)(MLD g i #¥) E75.25 22 13
Globoid cell leukodystrophy(Krabbe’s disease)(3% m % #5 0 &
06 ; ystrophy( i 90T 7523 1 0
% & JE)
Infantile form lysosomal acid lipase deficiency (Wolman
07  disease)(# 23] /3 Py ML {2 7g e prat L (X AL & X E755 1 0
)
08 Cystinosis( % "% f& i JE ) E72.04 7 0
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09

10
11

12

13
14

Mucopolysaccharidoses(%: % &)

Fucosidosis(# 4% i #3 ¥ (F5H %))
Sialidosis(i& fs f% % 4+ 2 Jx)

Mucolipidosis(#k*5 F )

Neuronal ceroid lipofuscinosis(#¢ ‘5~ i # #5 4 B &5 % )
Multiple sulfatase deficiency( % % {5k P fe 4 2 )

Typel:
E76.01
E76.02
E76.03
Type2:
E76.1
Other:
E76.210
E76.211
E76.219
E76.22
E76.29
Unspecifi
ed:E76.3
E77.1
E77.1

type I:
E77.1

typell~11I:
E77.0
type IV

E75.11
E75.4
E75.29

213

37

13

85

© Ad g ki & 5 3 8 § Disorders of carbohydrate metabolism

01

02

03

Galactosemia( 5 ##% = )

Glycogen storage disease(*+p% i # )

Glut(Glucose transport)1 deficiency syndrome(® s ¢ & F §

B bbb 24k 1)

E74.21

E74.09:
type 0
E74.01:
Type |
E74.02:

type Il
E74.03:

type 11
E74.09:
type IV
E74.04:
type V
E74.09:
type VI-XI
E74.01:

Von Gierke's

E74.8

32

265

11

55



SRR B 0 AL IcD10 75 *FE 7= X
No. The name of each disorder or disease ICD-10-CM Th;g‘;:;:er T::g':;hb:r
04 Transaldolase deficiency (i& fz f% v 4 2 ) E74.8 1 0
© A5 "3 3xpt ¥ i £ % Disorders of fatty acid oxidation
E71.30
E71.310
E71.311
E71.312
01 Fatty acid oxidation defect(?; *#f& 3 i iF* 4 }&) E71.313 50 6
E71.314
E71.318
E71.32
E71.39
02 Carnitine deficiency syndrome, primary( % 1+ ¢ sk 4% £ jg) E71.41 220 8
03 Medium-chain acyl-coenzyme A dehydrogenase £71.311 9 0
deficiency(MCAD)(*® 4&7g "»pa 2 & f% % 4 £ )
Short-chain acyl-CoA dehydrogenase def|C|enc Rz
04 y yarog YORERT PR o) 310 8 1
2 & ek L)
© A6 ¥ %2 2 % Mitochondrial disorders
01 Mitochondrial defect( s §§ 44 1) E88.40 405 100
H49.811
02 Kearns-Sayre syndrome(Kearns-Sayre = jg i ) Eigg%g 6 2
H49.819
03 Leigh disease(Leigh = & & #F % ¥ %5 %) G31.82 30 15
04 MELAS(MELAS g iz #¥) E88.41 126 40
Mitoch ial i inal halopath
05 itochondria neurogastromtestlna‘ encepha opat'y £88.49 A 1
syndrome(MNGIE g i #4258 1247 (55 5 Yo e 1% )
06 Pyruvate dehydrogenase deficiency (5 fr fit ¥ %t 2 =4k £ Jx) E74.4 8 1
07 Barth syndrome(® = jg % ¥¥) E78.71 4 0
Leber’s hereditary optic neuropathy(g =< i @ A4 S5
08 ry op pathy(3 N S 47 22 9 0
#)
© A7 ‘a4 % A~ 32 ¥ Disorders of vitamin metabolism
01 Biotinidase deficiency(# # % 4t £ Jg) D81.810 9 0
© A8 £ Hfg 2 Fp B FE ¥ Disorders of cholesterol and lipid metabolism
Homozygous familial hypercholesterolemia(fF & + #23% 1+ 3
01 2y yP (F & 5258 g 66 2
YEF 5 )
02 Familial hyperchylomicronemia( #2% {4+ % 5 i ot w ) E78.3 16 0
03 Sitosterolemia(E # % = JE (F£47 1)) E78.0 10 0
Congenital generalized lipodystrophy (st = {4 > £ 73 %% % 2
04 Jenitatd podystrophy(# = 2.2 ¥ T 27 g 33 15
i)
05  Cerebrotendinous xanthomatosis(*& &1+ ¥ %) E75.5 8 2

© A9 £~ #E % Disorders of metal metabolism

4



SRR B 0 AL IcD10 75 *FE 7= X
No. The name of each disorder or disease ICD-10-CM Th;“é‘;r;:er T::g':;hb:r
01 Wilson’s disease( = f # ~ Jx) E83.01 728 75
02 Menkes syndrome(Menkes i i %) E83.09 17 10
03 Molybdenum cofactor deficiency(4p # fis 4 2 &) E61.5 4 2

©Al0:F % “48 8 ¥ Peroxisomal disorders
01 Zellweger syndrome(Zellweger = jg iz ¥¥) E71.510 10 5

E71.511
E71.520
02 Adrenoleukodystrophy( % * ﬂfjl}?&i—i v A & R) E71.521 92 38
E71.528
E71.529
Rhizomelic chondrodysplasia punctata(®x 7 =4 %) g4 gic % 2
R ysp P (agsdimkpt s ) 0
7 %)
©A1l # s & # 2 ¥ Other metabolic disorders
E80.20
01 Porphyria(*% &) E80.21 133 9
E80.29
02 Lesch-Nyhan syndrome(Lesch-Nyhan = jx iz #¥) E79.1 15 3
03  Sulfite oxidase deficiency(Z; #:fis @ ¥ - fF 4 7)) E72.19 12 9
Carbohydrate-deficiency glycoprotein syndrome(# -k it & 4%
04 Y y gyeop Y (R E3 g 19 2
2P v R )
05 Trimethylaminuria(= ® A "%k ) E72.52 15 0
06 Hypophosphatasia( &% fi fin i 7z ) Eggg? 5 1
07 Beta-Ketothiolase deficiency(Beta &= f# fis 4% 7 i) E71.19 0 0
08 Cerebral Creatine deficiency(+ *& ¥ k4 2 Jx) E72.8 3 0
Thiamine metabolism dysfunction syndromes(#= %% (‘4 2
09 E51.8 2 0
B1) & ## av IR e 1F #)
B a3t A 5 %k st R ¥ Disorders of the brain or nervous system
Multiple  sclerosis, MS/Neuromyelitis optlca spectrum G35/
01 . 2,485 255
disorders, NMOSD( % % Al i g /iZ A4 54 8 G36.0
02 Amyotrophic lateral sclerosis (ALS) (*+% .,:fﬁf',}_lﬁj A bE) Gl2.21 1,985 1,302
03 Ataxia telangiectasia( % A% 34 #ea F 5 55 g 1% ¥¥) G11.3 17 4
Huntington disease(* # Huntington's chorea) (% ~ # =~ # k>
04 J e : (37 % G10 499 184
}i)
05 Rett syndrome( 3 4 = Jg) F84.2 180 10
G12.0
06 Spinal muscular atrophy( % ¥+ 5+ Eroph: 539 97
Y phy(# #Liti~p % H5iE) G121
07 Spinocerebellar ataxia (# %% | "% b (65 (1533 [ %) G111 1,550 525
08 Tuberous sclerosis(# & 14 - &) Q85.1 773 47
09 Congenital insensitivity to pain with anhidrosis(CIPA)(-£ = {4+ L74.4 12 2

5



SRR B 0 AL IcD10 75 *FE 7= X
No. The name of each disorder or disease ICD-10-CM Th;“é‘;r;:er T::g':;hzer
H A AR BRI E)
10 Neurofibromatosis type II(# 54 2% iF# % = 1)) Q85.02 103 24
11 Alexander disease (Alexander = :),%) E75.29 10 3
12 Stiffperson syndrome (& %8 7z iz ¥) (G25.82 26 6
13 Hereditary spastic paraplegia(:# @& 5 $ 2T ¥ Jfr) G11.4 219
Joubert syndrome(Joubert % jg iE # (725 12| #3072
14 Y ( EFEECRARIEE T ) 17 2
))
Pelizaeus-Merzbacher disease(Pelizaeus-Merzbacher = je (5
15 , . E75.29 28 2
M2 A RA )
16 Charcot Marie Tooth disease(% + -5 fI-++ 27X Jg) G60.0 572 23
G12.20
17 Kennedy disease(+ i@ < (4 kg2 B p X H5uk)) g%g% 129 14
G12.29
Familial amyloidotic polyneuropathy( #2% {4k %> % % % 449
18 o Y POl pathy (R A 1 ¢ E85.1 286 89
Ep %)
19 Moebius syndrome(Moebius g i ) Q87.0 19 7
20 Mcleod syndrome(Mcleod Jz i #¥) 8822 2 1
21 Aicardi-Goutieres syndrome(Aicardi-Goutieres J i ) G31.89 3 1
Methyl CpG binding protein 2 Duplication Syndrome(MECP2
22 Do , Vg Q99.8 11 0
Duplication Syndrome)(MECP2 %% & Jg i )
G40.803
23 Dravet syndrome (DS)(Dravet g iz ¥ 106 1
Y (BSX 5 #) G40.804
24 Vanishing white matter disease(*& v i £ &) G37.8 1 1
Pantothenate kinase associated neurodegeneration (PKAN) (iZ
25 5 g g G23.0 19 3
Fk T e B PN 240 T 1 MR )
Phospholipsa A2-associated neurodegeneration(PLAN)(#% 75
26 o e G23.0 3 0
T rafaps A2 Moz 4 (533 1 Hop )
27 Pitt-Hopkins syndrome( & -7 3 £ 27 i ¥¥) Q87.0 4 0
Beta-Propeller protein-associated neurodegeneration (BPAN
28 petier protein-associe urodegeneration (BPAN) 4 1 0
(Beta ¥tk F-v B 32 4 (iR 1 5 o)
Infantile- i heredi [ lysi
29 nfantile on,set ascendlrlg er?dltary spastic  paralysis, G12.2 5 0
IAHSP(2 523 & {7 {438 @ 4% § 42 )
Congenital central hypoventilation syndrome(t = 4+ ¢ fg 4
30 bg e P Y ( L G47.35 14 1
#F P R IEH)
31 \on Hippel-Lindau disease(Von Hippel-Lindau JE i #¥) Q85.8 36 3
C w953 & 3L& ¥ Disorders of the respiratory/circulation system
01 Idiopathic infantile arterial calcification(4# 2 |+ 8 & "% & it Q28.8 2 1

6
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The Number The Number

No. The name of each disorder or disease ICD-10-CM of Cases  of Deaths
JE)

02  Cystic fibrosis (& & & it ) E84.9 22 7
Idiopathic or Heritable pulmonary arterial hypertension (IPAH

03 oL e . 127.0 597 222
or HPAH ) (3% 1+ 2 i @ 2 5% 2 5% 3 )

04 Holt-Oram syndrome(Holt-Oram = jg i% ¥¥) Q87.2 6 0
Andersen syndrome(Andersen = g i # (o & IR Tk )

05 Y ( i #( P 7400 6 0

ENC R AR S TR R L))
Hereditary hemorrhagic telangiectasia(:® @ | ) & |+ 5 & #§

06 ) 178.0 38 8
07 Asphyxiating thoracic dystrophy(z & #5374 % ) Q77.2 1 1
D i it s 32 % Disorders of the digestive system
o1 P/rogresswe T‘ar‘nlllal intrahepatic cholestasis(PFIC)(i& {7 ﬁﬁKS&l 21 5
M AF }?%;i e «‘)}‘1)
02 Inborn errors of bile acid synthesis(t % |+ "£ (% & = Fp#g) E78.70 4 0
03 al- Antitrypsin  deficiency(al-#i5% 3-v fiFdt £ ) E88.01 0 0
Congenital interstitial cell of Cajal hyperplasia with neuronal
04 intestinal dysplasia(-t % |+ Cajal = & F ¥ # 4 & & % iF 4 Q43.8 1 1
HEABETEY)
05 Alagille syndrome(fe 3 % # e % ) Q44.7 17
06 Tricho-hepato-enteric syndrome(% -5+- % J i #) Q89.7 5
E ¥5ak & 3f % Disorders of the renal/urinary system
01 Lowe syndrome(Lowe = jt i ¥¥) E72.03 25
02 Bartter’s syndrome(Bartter = j i% ) E26.81 86 2
03 Autosomal recessive polycystic kidney disease(%8 4 ¢ %8 '£ 4+ 061.19 9 )
X AL £2)
04 Alport syndrome(d; % Jg iz ) Q87.81 4 1
F A % 32 ¥ Disorders of the cutaneous system
Q81.0
Q8l1.1
01 Hereditary epidermolysis bullosa (if &+ 4 & » f#}4-kje jx) Q81.2 149 10
36Ls
02 Ichthyosis, lamellar recessive(% ;# 4 #5R:(p #2143 ©4])) Q80.2 21 5
03 Collodion baby(*% % ¥2) Q80.2 1 0
04 Harlequin ichthyosis(ze ¢ 4. @) Q80.4 4 1
Bullous Congenital ichthyosiform erythoderma(epidermolytic
05  hyperkeratosis)(-k ;& %] £ = 4 SRR = A e (R A £LfR 14 Q80.3 31 2
&1L R )



s ki ICD10 5 *RE »= &

The Number The Number

No. The name of each disorder or disease ICD-10-CM of Cases  of Deaths
06 Ectodermal dysplasias(*F 52 & 3§ # % 2 ) Q82.4 106 2
07 Meleda disease(Meleda 5 ) Q82.8 13 1
08 Darier’s disease(Darier = jx (= % % it ) Q82.8 43 3
09 Dyskeratosis congenita(-£ = & & i* 2 2 ) Q82.8 3 1
Diffuse non-epidermolytic palmoplantar keratoderma type
10 . s Q82.8 13 0
Unna-Thost(4 & i & & * g% & ;;%)
11 Incontinentia pigmenti(¢ % % 3 &) Q82.3 71 1
G »vp % 3B ¥ Disorders of the muscular system
01 Duchenne muscular dystrophy (% ﬁg} Sovup & % ) G71.0 430 143
02 Nemaline rod myopathy(Nemaline st 3~¢ 5 %) G71.2 34 4
03 Schwartz Jampel syndrome(Schwartz Jampel = jt i% #¥) G71.13 4 0
04  Myotonic dystrophy(**~¢ 35 & &) G71.11 293 89
05 Facioscapulohumeral muscular dystrophy(& & *@ 523 v4 % 7x) G71.0 190 11
06 Myotubular myopathy (5| ¢ 7 %) G71.2 24 5
07 Becker muscular dystrophy( B 5. &3 % % ) G71.0 67 13
08 Freeman-Sheldon syndrome(Freeman-Sheldon = g i ) Q87.0 3 0
09 Limb-girdle muscular dystrophy (3 & 3] 3v% % jx) G71.0 125 8
10 Congenital muscular dystrophy (£ % 4 5v% % ) G71.0 47 2
11 Central core disease(® < #h 7% Hr“ffria) G71.2 16 0
12 Multiminicore disease( % #-| #h7 #“f5) G71.2 4 0
Emery-Dreifuss muscular dystrophy (EDMD
13 y . v ystrophy ( ) G71.0 6 1
(Emery—Dreifuss »~4 % jz)
14 GNE myopathy(GNE & =4 -5 %) G71.8 10 0
15 Stormorken syndrome(  #= &2z i 3¥) D69.8 2 0
H # 2 #&c®# £ ¥ Disorders of bone and cartilage
01  Achondroplasia(#ic ¥ % T * ) Q77.4 432 16
02 Osteogenesis imperfecta(= ¥ % > Jg) Q78.0 411 21
M88.0
M88.1
M88.811
M88.812
M88.819
M88.821
M88.822
03 Primary Paget disease(/ 3 12 % 24+ % ) M88.829 4 0
M88.831
M88.832
M88.839
M88.841
M88.842
M88.849
M88.851
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04

05

06

07
08

Cleidocraninal dysplasia(4f # g% # v 2 % )

Fibrodysplasia ossificans progressiva(i& 7 &% i+ 3 X)

Split-hand/ Split-foot malformation(SHFM) (%] < %] %_j)

Osteopetrosis(¥  # i ;)
Pseudoachondroplastic dysplasia(iE {4 # 2 5 7 )
9

M88.852
M88.859
M88.861
M88.862
M88.869
M88.871
M88.872
M88.879
M88.88
M88.89
M88.9

Q74.0

M61.10
M61.111
M61.112
M61.119
M61.121
M61.122
M61.129
M61.131
M61.132
M61.139
M61.141
M61.142
M61.143
M61.144
M61.145
M61.146
M61.151
M61.152
M61.159
M61.161
M61.162
M61.169
M61.171
M61.172
M61.173
M61.174
M61.175
M61.176
M61.177
M61.178
M61.179
M61.18

M61.19

Q71.60

Q71.61

Q71.62

Q71.63

Q72.70

Q72.71

Q72.72

Q72.73

Q78.2
Q77.8

48

11

13
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No. The name of each disorder or disease ICD-10-CM of Cases  of Deaths
09 Multiple epiphyseal dysplasia( % % 1+ % 4% v % > 5) Q78.3 14 0
10 Craniometaphyseal dysplasia(ig # #4584 5 7 2) Q78.8 0
11 Cerebro-Costo-Mandibular syndrome(#s ** - | ¢f J i ¥¥F) Q87.89 0
12 Crouzon syndrome(Crouzon = Jg ik ) Q75.1 78 4
13 Pfeiffer syndrome(Pfeiffer = jx iz ¥¥) Q87.0 7 4
| %% =32 ¥ Disorders of the connective tissue
01  Ehlers Danlos syndromel V(£ % %4 2% 8 ¥ % v 7)) Q79.6 23 1
J &% % LR ¥ Disorders of the hematologic system
01 Thalassemia major(£ 2] /4 # 1+ § n ) ng? 403 29
02  Thrombasthenia(s. -] ¥ & 4 &) D69.1 33 1
03 Homozygous proetin C deficiency(fe & %14 + F—v F C 44 £ D68.59 5 1
)
04 Paroxysmal nocturnal hemoglobinuria(*f 4 & B & = % fk D595 148 57
)
05 Congenital thror?botlc thrombocytopenic purpura( % 45 M31.1 L 0
t ] T )
K &% %32 ¥ Disorders of the immune system
o1 Chronic primary granulomatous disease(/m % [+ f+ ¢ 7 & D71 29 4
[Iia)
02 Cf)ngenltal Hyper IgE syndrome( % 1+ % & £ 3 -9 E Jg 1% D82.4 16 A
)
03 Bruton’s agammaglobulinemia(# & % < i £ % 7% 39 = ) D80.0 25 2
04 Wiskott- Aldrich syndrome(Wiskott- Aldrich = j i ) D82.0 25 10
D81.0
05 Severe combined immunodeficiency (B & 4F & 3] & 5 4 £ Jg) Bgi% 28 6
D81.9
06 Complement component 8 deficiency(## %8 = i» 8 4* £ ) D84.1 0
07 IPEX syndrome(IPEX s i #¥) E31.0 1 1
08 Hyper-1gM syndrome(® & & 3k 3-v M g i 3¥) D80.5 11 1
09 Interferon y receptor 1 deficiency (y + 3£ % % %8 1 4% 1) D84.8 6 0
10 Hereditary angioedema (HAE)(i# & {4 ¢ |-k &) D84.1 38 0
11 Netherton syndrome(Netherton Jz i% ¥¥) Q80.3 8 1
: ; ; = 2o oz
1 ,;t;/plcal hemolytic uremic syndrome(2t-a. 2|42 i & i3 5 g 1% D59 3 80 23

L p&ai3® ¥ Disorders of the endocrine system

01 Kenny-Caffey syndrome(Kenny-Caffey = jg i #¥) Q87.1 1 0
02 Pseudohypoparathyroidism(iE 4 &) ® & 8 < 5t ) E20.1 74 0




s ki ICD10 5 *RE »= &

The Number The Number

No. The name of each disorder or disease ICD-10-CM of Cases  of Deaths

03 )/(-Iinked hypophosphatemic rickets(|4 i & 3| < gips B & £83.31 146 c
&)

04 Laron syndrome(Laron Dwarfism)(Laron = i i J iE %) E34.3 5 0

05 Bardet-Biedl syndrome(Bardet-Biedl = g i% #¥) Q87.89 48

06 Alsrtom Syndrome(Alstrom = jg i ¥¥) Q87.89 27 6

07 Persistent hyperl’nsullnernlc | hypogly/cer'nla of infancy E16.1 80 7
(PHHD(FF % 2% & Z B A A4 0 M i )

08 Wolfram syndrome, DIDMOAD(Wolfram = j i ¥¥) E88.9 13

09 McCune Albright syndrome(McCune Albright = Jz i% ¥¥) Q78.1 25

Campomelic dysplasia with autosomal sex reversal(“&4p % 5

10 3 %R pul ) Q99.8 1 1
11 ACTH resistance( ¥+ 5 i 1% $uit) E27.49 1 0
12 25-’Hydrf)xyV|tam|r‘1 D 1-a!pha—hydroxylase deficiency(% - 3| £83.32 17 0
BB as % D kil i)
13 Congenital adrenal hypoplasia(st = £ %~ s 7 7 2) Q89.1 25 0
14 Kallmann syndrome(Kallmann = jg iz #¥) E23.0 60 1
15 Permanent neonatal diabetes mellitus(-% 4 14372 s2#% fiop)  P70.2 0
16 MIRAGE syndrome(MIRAGE gt % #¥) Q89.8 1
M sk % 335/ & #¥ Congenital malformations/syndromes
01 Aarskog-Scott syndrome(Aarskog-Scott = jg iE #¥) Q87.1 12 1
02 Waardenburg syndrome (X & 915 < J i ) E70.8 92 3
03 Apert syndrome(& 4% < ) Q87.0 33 2
04 Smith-Lemli-Opitz syndrome(Smith-Lemli-Opitz = jr i %) E78.72 5 3
- L‘z’irsen syndrome(Larsen = g iz ¥ (57 A - * 58 g i 0748 3 1
#))
Beckwith Wiedemann syndrome(Beckwith Wiedemann < ;&
06 L Q87.3 81 3
% ¥)
07 Fraser syndrome(Fraser = jJg ix #¥) Q87.0 1 0
08 Multiple pterygium syndrome( % % |+ & ;& %z i 3%) Q79.8 10 2
09 Cornelia de Lange syndrome(Cornelia de Lange = jg i %)  Q87.1 77 9
10 Hallerman-Streiff syndrome(;s #* & -2 48 % % * Jg i ) Q87.0 6 1
11 Kabuki syndrome(Kabuki g i ) Q89.8 85 2
12 Oto-Palato-Digital syndrome(2 -#8~4p (&t ) i ¥¥) Q87.0 4 0
13 99nrad|-Hunermann syndrome(Conradi-Hunermann = jt iz 0773 ) 0
#)
14 Treacher Collins syndrome(Treacher Collins = j i %) Q75.4 27
15 Robinow syndrome(Robinow = jg iz ¥¥) Q87.1 4 1

11



AR R B LA ICD10 75 FFE - X
No. The name of each disorder or disease ICD-10-CM Th;“é‘;r;:er TT; g‘:;hb:r
16 Nail-Patella syndrome(4p () ® # ¥ g i 3) Q87.2 6 0
17 Cardiofaciocutaneous syndrome(CFC g & #¥) Q87.89 20 0
18 Peters-Plus syndrome(Peters-Plus j & #¥) Q134 2 0
19 Nager Syndrome(Nager Jx iz #¥) Q754 3 0
20 CHARGE syndrome(CHARGE g % #¥) Q89.8 33 2
21 White-Sutton syndrome( 4% - & ¢ & i #*) E%?g 1 0
22 Costello syndrome( 5. #73% i = 581 39 4 Ko ) Q87.89 8 1
23 Ayme-Gripp syndrome(Ayme-Gripp i i #¥) Q87.89 2 0
24 Coffin-Lowry syndrome(Coffin-Lowry Jg i #¥) Q89.8 2 1
25 Myhre syndrome(Myhre 3 iz #¥) Q87.89 4 0
26 Sensenbrenner syndrome( & & # 4 4 e i ¥¥) Q87.5 1 0
27 Keppen-Lubinsky syndrome(s. & - & % #72 J iz #%) E88.1 1 0
28 Angelman syndrome(Angelman = jJg i #¥) Q93.5 102 5)
29 DiGeorge syndrome(DiGeorge J & ) D82.1 246 22
30 Prader-Willi syndrome(Prader-Willi = g i% %) Q87.1 344 35

WAGR syndrome (Wilms’ tumor-aniridia-genitourinary
31 anomalies-mental retardation)( = f #* < "% ~ & 2%~ (£ % Q87.89 12 2
£ A~ i a1 ¥ (WAGR S i #))
32 Miller Dieker syndrome(Miller Dieker 3 iz #¥) Q93.88 23 8
33 Rubinstein-Taybi syndrome(Rubinstein-Taybi = j i& %) Q87.2 52 0
34 Williams syndrome( = B #7 % J % ) Q93.89 315 9
Branchio-Oto-Renal syndrome (BOR
35 syndrome)( Branchio-Oto-Renal Jz i # Q87.89 9 0
(BOR i % #))
36 Proteus syndrome( ¥ /& #% 27 % ) Q87.1 2 0
37 Cockayne syndrome(Cockayne = jJg i #¥) Q87.1 37 21
38 Hutchinson Gilford progeria syndrome(% % Jz) E34.8 10 5

N @£ ¥ Eyedisorders
01 Stargardt's disease(Stargardt's = ) H35.50 8 0
02 Occult macular dystrophy ; OMD(*& % 4§ sa3% 4 % ) H35.50 2 0
03 Leber congenital amaurosis(3 i< £ % 4 2 ) H35.50 6 0

Z E# AL %83 P R T Unclassified or unknown
Rt 20,916 4,252

LB EEGA D 89 &2 AFGEFAAKLILE EHEL > ZF AR

Bid o A= e
202 FAREBE o
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Note: Number of cases was promulgated and enforced of the Regulations for Rare Disease Control
and Orphan Drug Act from February 2000 onwards. The cumulative number of reported cases of
Rare Diseases were not deducted from the number of deaths.
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