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Statistical Report of Rare Disease Confirmed Cases in Taiwan, JUL, 2022
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Statistical Period: The Number of Cases until 315t JUL 2022 and deaths until 30" JUN 2022
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Tabulation Date: 121" AUG 2022

AR B

No.

B LA ICD10 5 *HE > &

The Number The Number

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

of Cases

of Deaths

A &= & HE ¥ Congenital metabolic disorders

OAL f# Pa% 32 % Urea cycle disorders (% = % i)

01 Congenital urea cycle disorders(-L = |+ 7k % Ja %k * Hfaw) E72.20 79 27
02 Citrullinemia(/® "=p& x Jx) E72.23 115 2
Nitroacetylglutamate synthetase deficiency,NAG synthetase
03 . e E72.29 0 0
deficiency(z Ak iefs & = frdk 7 Jx)
Ornithine transcarbamylase deficiency( 5 "=f& z 7 fig ik #& 4
04 y V(5 ISR T RARE L), 26 5
ik 2 JE)
Hyperornithinemia-Hyperammonemia-Homocitrullinuria
05 o amEh o e s ... ET24 2 0
Syndrome(% 5 "<fi s fE-% & o JE-B N OORE L R 0 H)
© A2 "=k il 3P 3FR % Amino acid metabolic disorders / Organic acidemias
Amino acid metabolic disorders(Aminoacidopathies) (= sk fi&
01 L E72.8 13 3
BEE )
02 Homocystinuria(g < %=t i ) E72.11 34
03 Hypermethioninemia(® ¥ 7t %fk o Jx) E72.19 30
04 Nonketotic hyperglycinemia( 2-fk 14 3 + "% & ) E72.51 26 16
05 Phenylketouria( ¥ fit #k i) E70.0 303 2
06 Tetrahydrobiopterin deficiency(z & fhehed 34 7 ) E70.1 6 0
07 Hereditary tyrosinemia(i}f & {4 3 pti=epi o Jx) E70.21 11 1
08 Maple syrup urine disease( # 7 &) E71.0 39 11
09 Organic acidemias(s % & = &) E71.118 23 3
10 Isovaleric academia(® ~ & s ) E71.110 14 2
type I
11 Glutaric aciduria typel ~ II(% = & fo » % - 41 ~ % = %)) t%i?l . 103 11
E71.313
12 Propionic academia(p f& v i) E71.121 17 5
13 Methylmalonic acidemia (¥ 3 = f&x &) E71.120 69 12
3-Hydroxy-3-methylglutaric acidemia (3-#% k-3-7 & ~ - @&
14 Yoy Y9 (3-% 25 e 118 7 0

= JE)



AR B LA

No. The name of each disorder or disease

ICD10 75 *rE 7 kK

ICD-10-CM

of Cases

The Number The Number

of Deaths

PAH type PKU combine with  Sucrase-isomaltase E74.31+

15 . . ) g ey s 2 0
deficiency(&: 4l ik fk ik & & EAEfs e & ¥ ipeat £ og)  E/00
16 Hyperlysinemia(® 3t s<fk o ) E72.3 0
17 Histidinemia( & %%pk & ) E70.41 0
3-Methylcrotonyl-CoA carboxylase deficiency(= ¥ A * & fig
g o VW Y VPR 20 g 74 0
WHEA SR L)
19 Multiple carboxylase deficiency( % % 4 25 i* #Fd* 7 Jx) D81.819 0
20 Hyperprolinemia(® *f <f& o ) E72.59 0
Aromatic L-amino acid decarboxylase deficiency(= 3 *% L-"=
21 o s L, E70.9 60 18
PR R 5 AP L)
22 Tyrosine hydroxylase deficiency(fz t=<fi 25 it f= 4t 2 Jx) E70.20 12 1
Cobalamin C  defect (Methylmalonic aciduria and £71.120+
23 Homocystinuria, cbl C type)(® #A [ = fhd Jfp B § 2k vefk s E72.11 2 0
7 (CbIC 7)) '
© A3 3 i 54 Lipid storage disorders
01 Gaucher’s disease(% £ ~ Jg) E75.22 42 8
GML1:
o e e e g s E75.19
02 GM1/GM2 gangliosidosis(GM1/GM2 # 5 & 4 5 5 4% Ik ) GM2: 6 6
E75.00
03 Fabry disease(Fabry = ;) E75.21 478 48
E75.240:
Type A
E75.241:
Type B
E75.242:
04  Niemann-Pick disease(Niemann-Pick i - i %874 75 65 44 ) 'IIE')7/p5)e223_ 34 13
Type D
E75.248:
other
E75.249 :
unspecified
05 Metachromatic Leukodystrophy(MLD)(MLD g & %) E75.25 21 12
Globoid Cell Leukodystrophy (Krabbe's disease)(Zk o % "4 v
06 N E75.23 1 0
T4 %)
Infantile form Lysosomal Acid Lipase Deficiency (Wolman
07 Disease)(# s2 3|3 fs R 27 ppsax L (X L & < E755 1 0
)
©A4 B-k v & $ R #+E § Carbohydrate metabolic disorders
01 Galactosemia(+ 5* #% x. Jx) E74.21 29 0
02 Glycogen storage disease(**p% 4% ) E74.09: 254 50

type 0
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AR B LA ICD10 75 * A% 7=
No. The name of each disorder or disease ICD-10-CM Th;'lizgser T:?g':ar;ier
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
Glut(Glucose Transport)1 deficiency syndrome(*& s & &k g
03 CMH(Glucose Transpor) Yy (ot BRRT ) g 10 0
3 ;Jf%ﬁﬂliﬁéfﬁ)
04 Transaldolase deficiency(#& fz f% v 44 2 ) E74.8 1 0
© AL FhispEc % i B F  Fatty acid oxidation disorders
E71.30
E71.310
E71.311
E71.312
01 Fatty acid oxidation defect(*; ##f& 3 i iF* 4 ) E71.313 46 4
E71.314
E71.318
E71.32
E71.39
02 Carnitine deficiency syndrome, primary( # 1+ ¢ sk #% £ jg) E71.41 210 8
Medium-chain acyl-coenzyme A dehydrogenase
03 clum-enal ylreoenzyme YATOQENase 221 311 8 0
deficiency(MCAD)( ¥ 4&7; "rpc 3 & % 4 2L g)
Short-chain acyl-CoA dehydrogenase deficiency (&4 7%, 35 fit
04 rehain acy yerog YORERS PR o) 310 8 1
4 & prak 2 o)
© A6 ks %8 3+ 8 F Mitochondrial disorders
01 Mitochondrial defect(F_ % §§ 42 1) E88.40 382 90
H49.811
02 Kearns-Sayre syndrome(Kearns-Sayre = jg i ) Eigg%g 5 2
H49.819
03 Leigh disease(Leigh = & # ¥ " 4L %) G31.82 28 12
04 MELAS(MELAS iz #) E88.41 116 38
Mitochondrial Neurogastrointestinal Encephalopath
05 Urogastroiniestinal - - ENCEPATopatiy pog 49 4 1
Syndrome(MNGIE jg i #8440 5% % Ho fs B )
06  Pyruvate dehydrogenase deficiency([5 fr it 8 " & fs 4> £ ) E74.4 5 1
07 Barth Syndrome(® = jg ix ¥¥) E78.71 4 0
Leber’s hereditary optic neuropathy(g &= i @& 444 &5
08 o y op uropathy( g i< i @ f B a7 90 ; 0




AR B LA ICD10 75 B FE - &
No. The name of each disorder or disease ICD-10-CM Th;'lizgser T:: g‘:am e
© A7 % H R 32 ¥ Lysosomal storage disorders
01 Cystinosis( ¢ #5fi u ) E72.04 7 0
Typel:
E76.01
E76.02
E76.03
Type2:
E76.1
; 4L 2 F. other :
02 Mucopolysaccharidoses(# 7 %) E76.210 203 81
E76.211
E76.219
E76.22
E76.29
Unspecified
:E76.3
03 Fucosidosis( % = #2 ¥ (R 1)) E77.1 5 1
04  Sialidosis(i 4 % % 4> £ ) E77.1 34 8
type I:
E77.1
o e typell~111:
05  Mucolipidosis(%:*; ¥ i) 2 11 1
type IV
:E75.11
06 Neuronal ceroid lipofuscinosis(#! ‘5 ~ ¥t "5 4 F 55 )  E75.4 9 4
07 Multiple sulfatase deficiency( % % {7 fi& P e 4 2 ) E75.29 2 0
© AB £ Ffig 2 *y B % ¥R ¥ Cholesterol and Lipid metabolism
Homozygous familial hypercholesterolemia(f & F 72& 1+ 3
01 2y yP (F &3 558 g 66 2
YE FI L )
02 Familial Hyperchylomicronemia( #2% %% 5 B ik &)  E78.3 16 0
03 Sitosterolemia( & HfE vz (£ 12) ) E78.0 8 0
©A9 #  #+ 4 15 Metal metabolic disorders
01 Wilson’s disease( = f #  Jx) E83.01 690 64
02 Menkes syndrome(Menkes i ix #¥) E83.09 16 10
03 Molybdenum cofactor deficiency(4p # fiz 4 2 i) E61.5 4 1
©A10 iF % %8~ 3+2 ¥ Peroxisomal disorders
01 Zellweger syndrome(Zellweger = jg iz #¥) E71.510 9 5
E71.511
E71.520
02 Adrenoleukodystrophy( % * ’*ﬁi}?&%é T4 &) E71.521 85 32
E71.528
E71.529
Rhizomelic Chondrodysplasia Punctata(®t 1T 4 7] k4 #ic 4 3
03 yop (R 2B BT & ) e 1 0

T a)

©A1l H & #E § Other metabolic disorders




AR B LA IcD10 75 FFE 7o &
No. The name of each disorder or disease ICD-10-CM Th;'lizgger T:: g‘:aTri e
E£80.20
01 Porphyria(% ) E80.21 127 5
E£80.29

02 Lesch-Nyhan syndrome(Lesch-Nyhan = jt i %) E79.1 15

03  Sulfite oxidase deficiency(%; #ifis % ¥ i ¥4 £) E72.19 12
Carbohydrate-deficiency glycoprotein syndrome(# -k it & 4%

04 yarate-geniciency” gyeop Y PR E% g7 16 2
ZPEF-0 g iEE)

05 Trimethylaminuria(= 7 & "%/ g) E72.52 12 0
Congenital generalized lipodystrophy (st % 4 > £ 75 5% % 2

06 Jenitald podystrophy(-% = & TFFR? cggs 33 13
)

07 Cerebrotendinous Xanthomatosis(%& &1+ %5 ) E75.5 8 2

08  Hypophosphatasia( &4 fi % k) Eggg? 5 1

09 Beta-Ketothiolase Deficiency(Beta #: f% iz 4% 2 jt ) E71.19 0 0

10 Biotinidase Deficiency(# 1 % fis 4 % J) D81.810 9 0

11 Cerebral Creatine Deficiency(~ *&5“fk 4 Z Jg) E72.8 1 0
Thiamine Metabolism Dysfunction Syndromes(#r %% (&4

12 N g E51.8 1 0
% B1) i 3 i e 13 )

B fo3Rs A & % .&ﬁ:}ﬁ% Brain / Nervous system disorders

o1 Multiple sclerosis » MS/Neuromyelitis Optica Spectrum G35/ 2919 217
Disorders * NMOSD( % % 4 i* s /iZARA & 4 B G36.0 ’

02 Amyotrophic lateral sclerosis (ALS) (% g2 % A i) Gl12.21 1,801 1,141

03 Ataxia telangiectasia( % % 34 fea F 9 55 g 1% ¥¥) G11.3 15 4
Huntington disease(* # Huntington's chorea) (% ~ # =~ # k>

04 J C : ASE G10 459 153
}i)

05 Rett syndrome( & 4 = i) F84.2 175 7

06 Spinal muscular atrophy( #* &g 3¢ f‘ﬂ’ﬁ}i) G12.9 514 87

07 Spinocerebellar ataxia (# %% | "% b (4% (T 1533 [ %) Gl1.1 1,467 469

08 Tuberous sclerosis(.& & {4/ i ) Q85.1 740 42
Congenital insensitivity to pain with anhidrosis(CIPA)(% = 4

09 I FUIVINN L74.4 11 2
AR S B EFRE)

10 Neurofibromatosis type TI(# 54 &% i ¥ % = 4]) Q85.02 99 19

11 Alexander disease (Alexander % ) E75.29 8 2

12 Stiffperson syndrome( & %8 & ix ¥¥) G25.82 23 4

13 Hereditary spastic paraplegia(i#t & 4% $ 2 ¥ J5) Gl11.4 172 7
Joubert syndrome(Joubert = g i F (R a3l 3R T 2

14 Y ( EFECRRLA BT T 0 14 2
2))
Pelizaeus-Merzbacher Disease(Pelizaeus-Merzbacher = je (P

15 E75.29 26 1

M2 E AGH )



AR B LA ICD10 /5 FFE - X
No. The name of each disorder or disease ICD-10-CM Th;'lizgger T:fg':ar;?s e
16 Charcot Marie Tooth Disease( % 4 -5 -1+ #7 < Jg) G60.0 502 18

G12.20
17 Kennedy Disease(H i@ i = i (4 #ga kgl iep X $51)) 8%3%; 118 12
G12.29

Familial Amyloidotic Polyneuropathy( #2% {4+ # % % 2 1+

18 Y yneuropathy(§== iR A 5 5 % 1 poe 4 27 77
AT %)

19 Moebius syndrome(Moebius g i ) Q87.0 19 7

20 Mcleod syndrome(Mcleod g i #¥) 88;2 2 1

21 Aicardi-Goutieres syndrome(Aicardi-Goutieres J i ) (G31.89 1

22 Proteus Syndrome (3 /% #% 27 i ) Q87.3 0
Methyl CpG binding protein 2 Duplication Syndrome(MECP2

23 i ) . Q99.8 10 0
Duplication Syndrome)(MECP2 %% & Jg i )

24 Cerebro-Costo-Mandibular Syndrome(*% ** | 48 J i #¥) Q87.89 3 0

25 Dravet Syndrome (DS)(Dravet g ix %) G40.311 93 1

26 Vanishing White Matter Disease(*a v & i}’ % &) G37.8 1
Pantothenate Kinase Associated Neurodegeneration (PKAN

g7 ' AMOIENAE esoel J (PKAN) 5230 17 3
(e T jpcio B 95 24 S22 1 )
Phospholipsa A2-associated Neurodegeneration(PLAN)(#4 "5

28 SPRoIP e J (PLANIF3 5230 2 0
B fapr A2 BEB2Z A A0 MR :}}%)

29 Pitt-Hopkins Syndrome(& #-2 ¥ & 27 i 3¥) Q87.0 3 0
Beta-Propeller Protein-Associated Neurod tion (BPAN

30 eta rorfe er ro ein s§OC|‘ae eurodegeneration ( )623.0 1 0
(Beta btk B-v B 32 4 iR 1 5 o)
Infantile-Onset  Ascending Hereditary Spastic Paralysis,

31 Ioet ASCENing  Herecitary - Sp YIS 5122 1 0
IAHSP(3 52| + (7 1238 @ 1% $ 15 %)

C =¥ {57k} 3L75 % Respiratory and circulatory system disorders

Idiopathic Infantile Arterial Calcification(4%%F |+ 8 s2# "% &

o P (BRI e g 2 1
L }i)

02  Cystic fibrosis (& & % i &) E84.9 21 7
Idiopathic or Heritable pulmonary arterial hypertension (IPAH

03 o L 127.0 575 196
or HPAH) (3% t i B4 5% 6% 3 R)

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

05 syndrome(Andersen * Jk i #( P 74,00 40
,H-_};TET:}Q_:);E (= S L 3@3}'1‘[?5@3))
Hereditary Hemorrhagic Telangiectasia(:# &4 1) & |4 5 &

06 Y : J (BREDLELER Loy 30 7
)

07 Asphyxiating thoracic dystrophy(z & {45334 % ) Q77.2 1 0

08 Congenital Central Hypoventilation Syndrome(t = 4.7 %4 G47.35 13 1
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FHAS. X akin IcD10 5 *FE 7= X

No. The name of each disorder or disease ICD-10-CM "¢ Number The Number

of Cases of Deaths
HF 3R 1% 3)

D iy i+ s 3Ly %8 Digestive system disorders

Progressive familial intrahepatic cholestasis(PFIC)(i& 7 |4 %

01 SR R T ) K83.1 20 5
02 Inborn errors of bile acid synthesis(# % {274 & = Fi7%) E78.70 4 0
03 al- Antitrypsin  deficiency(al-$%% v fFdd £ ) E88.01 0 0
Congenital Interstitial Cell of Cajal Hyperplasia with Neuronal
04 Intestinal Dysplasia(=t = £ Cajal = & & wmPz 3 4 & & % ig Q43.8 1 1
HEAFTRER)
05  Alagille Syndrome(f# + % %k iF 3%) Q44.7 17 1
E T %00 Bk 4 S # Kidnay and urinary system disorders
01 Lowe syndrome(Lowe = g ik #¥) E72.03 23
02 Bartter’s syndrome(Bartter = j iz ¥¥) E26.81 85
03 Autosomal recessive polycystic kidney disease(%8 4 ¢ 8%+ 061.19 9 5
5 BT )
04  Alport syndrome(#; 6% j i 3) Q87.81 2 0
FAR % % Skin disorders
Q81.0
Q81.1
01 Hereditary epidermolysis bullosa (i &+ % & 4 f# 4 ke x) Q81.2 140 8
SoLs
0 ;T;thyosm, lamellar recessive( & 4% & @ ge(p & 13 @ 080.2 ’1 .
03 Collodion baby (% #-x2) Q80.2 1 0
04 Harlequin ichthyosis(zz ¢ . @ ) Q80.4 3 1
Bullous Congenital ichthyosiform erythoderma(epidermolytic
05 hyperkeratosis)(-k ;& 2] & = 4 4 @Rtk = A g (F A £4f% 12 Q80.3 29 2
& 1L 38 R )
06 Ectodermal Dysplasias(*} *2. & 3 4 7 2 z) Q82.4 101 1
07 Meleda disease(Meleda % ) Q82.8 13 1
08 Darier’s disease(Darier * jg (=* & & i ) Q82.8 43 3
09 Dyskeratosis Congenita(st % 4 & * 2 > z) Q82.8 2 1
Diffuse Non-epidermolytic Palmoplantar Keratoderma type
10 _ e Q82.8 13 0
Unna-Thost(& & i& & & 1 7x "2 @ )
11 Incontinentia Pigmenti(¢ % % 3 Jz) Q82.3 67
12 Netherton Syndrome(Netherton Jz i% ¥) Q80.3 8

G »up :}ﬁa% Muscle disorders




AR B LA IcD10 75 FFE 7o &
No. The name of each disorder or disease ICD-10-CM Th;'lizgger T:: g‘:aTri e
01 Duchenne muscular dystrophy(F # = 5~p¢ % % jz) G71.0 412 124
02 Nemaline Rod Myopathy(Nemaline 2 s ~p 5 %) G71.2 33 3
03 Schwartz Jampel syndrome(Schwartz Jampel = jz i% #¥) G71.13 4 0
04  Myotonic dystrophy(*~¢ 35 & &) G71.11 269 74
05 Facioscapulohumeral muscular dystrophy(s & #@ 32342 % %) G71.0 172 11
06 Myotubular Myopathy ("] & 7 %) G71.2 22 4
07 Becker Muscular Dystrophy( . 5. 3] ©p % & ) G71.0 59 12
08 Freeman-Sheldon syndrome(Freeman-Sheldon = g ix #¥) Q87.0 3 0
09 Limb-girdle muscular dystrophy(3 # 3]s ~% % jx) G71.0 115 5
10 Congenital Muscular Dystrophy(s£ = 453v% % ) G71.0 40 2
11 Central Core Disease(® « #h% ") G71.2 0
12 Multiminicore Disease( % #&-|- #h % ") G71.2 0

E —Dreifuss Muscular Dystrophy (EDMD
13 mery . . ystrophy ( ) G71.0 6 1
(Emery-Dreifuss #+4 % )
14 GNE myopathy(GNE & 3 T %) G71.8 0
15 Stormorken syndrome( ¢ #= B2t i% ¥¥) D69.8 0
H % 2 g ¥ % % Bone and Cartilage disorders
01 Achondroplasia(#ic # % 5 7 > g) Q774 421 14
02 Osteogenesis imperfecta(= ¥ % > Jg) Q78.0 388 15
M88.0
M88.1
M88.811
M88.812
M88.819
M88.821
M88.822
M88.829
M88.831
M88.832
M88.839
M88.841
03 Primary Paget disease(/n % £ % 2|+ % ) mgggié 3 0
M88.851
M88.852
M88.859
M88.861
M88.862
M88.869
M88.871
M88.872
M88.879
M88.88
M88.89
M88.9
04 Cleidocraninal dysplasia(4} * gg# % v £ % ) Q74.0 46 1
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AR B LA

No. The name of each disorder or disease

ICD10 75 *rE 7 kK

ICD-10-CM

of Cases

The Number The Number
of Deaths

05 Fibrodysplasia Ossificans Progressiva(i& 7 £ 4% it (3w X)

06 Split-hand/ Split-foot malformation(SHFM) (%] < %] 5_j)

07 Osteopetrosis(¥ # # it )

08 Pseudoachondroplastic dysplasia(Bf+#x % % 5 7 )
09 Multiple Epiphyseal Dysplasia( % % £ % 452 7 % > )
10 Craniometaphyseal Dysplasia(§f # iz 45:4% v 7 %)

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
Q78.3
Q78.8

11

13

27
18
12

o O +— ©

| 5% 3% Connective tissue disorders

01 Ehlers Danlos syndromelV(:E = 24 2 5 & § 5 v 1))

Q79.6

23

J kA :1,% Blood disorders

01 Thalassemia major(£ 3] /& ¥ 4% § . )
02 Thrombasthenia(s. /] % & # &)

D56.0
D56.1

D69.1

400
32

25



AR B LA ICD10 /5 FFE - X
No. The name of each disorder or disease ICD-10-CM Th;'lizgser T:fg':ar;?s e
Homozygous proetin C deficiency(f 2 F]1 & + v & C 3+ £
03 £yaousp Y(F&AE 30 FCHL a6 6 1
JE)
Paroxysmal Nocturnal Hemoglobinuria(*& % 1+ & & » = % fg
04 y 0 (EHEREL =R oo s 134 24
JE)
Atypical Hemolytic Uremic Syndrome(z-e A 44 fk & 4 o
o5 P 4 Y (P8 BHEARS B 5  e 5 61 15
% )
K &£ %% Immune system disorders
Chronic primary granulomatous disease( & & Mt F 7 *&
o1 p Yy 9 ( el W D71 28 4
}?3)
Congenital Hyper IgE syndrome(< % 4% & % Ik v E Jx iz
02 ong yper IgE sy (22134 B BEE o, 1 A
#)
03 Bruton’s agammaglobulinemia(# & % < i £ % 7% 39 = ) D80.0 23
04 Wiskott- Aldrich Syndrome(Wiskott- Aldrich = g iz 3¥) D82.0 23
D81.0
05 Severe combined immunodeficiency(Bc & 4F & 3] £ 5 4 £ Jg) Bg}% 25 6
D81.9
06 Complement Component 8 deficiency(# %2 = i» 8 4+ Z jg)  D84.1 0
07 IPEX Syndrome(IPEX i %) E31.0 1
08 Hyper-IgM syndrome(® & & 5k -9 M Jg iF #) D80.5 11 1
09 Interferon y receptor 1 deficiency (y +# % < 2 1 4 1) D84.8 5 0
10 Hereditary Angioedema (HAE)(:# & {5 ¢ |-k *) D84.1 32 0
Lp A.\;.z;:ﬁ:)ﬁ Endocrine disorders
01 Kenny-Caffey syndrome(Kenny-Caffey = jg i #¥) Q87.1 1 0
02 Pseudohypoparathyroidism(iB2. &) 7 s 5t i< it k) E20.1 69 0
X-linked hypophosphatemic rickets( 4 58 & %] M EpL @ 0
03 YPOPROSP (EBEBIAERERE o3 143 3
@)
04 Laron syndrome(Laron Dwarfism)(Laron =< i i s i 3¥) E34.3 5 0
05 Bardet-Biedl syndrome(Bardet-Biedl = j i& ) Q87.89 42 4
06 Alsrtom Syndrome(Alstrom = jg i %) Q87.89 24 5
Persistent  hyperinsulinemic  hypoglycemia of infanc
07 YP , ¢ & . P gy , y E16.1 78 6
(PHHI) (3 H 142 523154 § £ 8 R 4 0% M )
08 Wolfram syndrome(Wolfram =< jg iz ¥¥) E88.9 13
09 McCune Albright syndrome(McCune Albright = jg i% 3¥) Q78.1 24
Campomelic dysplasia with autosomal sex reversal(‘&4; % =
10 P VP (05T 0008 1 1
A x| B E])
11 ACTH resistance( %+ * . 8% 4uit) E27.49 1 0
12 25-Hydroxyvitamin D 1-Alpha-Hydroxylase Deficiency(%* — E83.32 17 0

10



SRR B LA IcD10 75 FFE 7o &
No. The name of each disorder or disease ICD-10-CM Th;'lizgger T:: Igl:aT:ser
A @ ad 2 D & PER)
13 Congenital adrenal hypoplasia(st = £ %+ %3 5 7 ) Q89.1 23 0
14 Kallmann syndrome(Kallmann = jx iz #¥) E23.0 58 1
15 Permanent Neonatal Diabetes Mellitus(-x 4 12372 2#% ) P70.2 0
16 MIRAGE syndrome(MIRAGE gt % #¥) Q89.8 0
M sk = w25k i ¥ Congenital malformation syndromes
01 Aarskog-Scott syndrome(Aarskog-Scott = jg i #¥) Q87.1 12 1
02 Waardenburg syndrome (X & 1% < J i ) E70.8 86 3
03 Apert syndrome(& 4 < ) Q87.0 33 1
04 Smith-Lemli-Opitz syndrome(Smith-Lemli-Opitz < jg iz 3¥) E78.72 5 3
05 L‘z’irsen syndrome(Larsen = j i ¥ (8 4] - £ % M0 g 0748 3 .
#))
Beckwith Wiedemann syndrome(Beckwith Wiedemann = ;&
06 L Q87.3 79 2
iz )
07 Crouzon syndrome(Crouzon = jt i #¥) Q75.1 77 4
08 Fraser syndrome(Fraser = jg ix #¥) Q87.0 1 0
09 Multiple pterygium syndrome( % % |+ & ;) % i 3%) Q79.8 10 2
10 Cornelia de Lange syndrome(Cornelia de Lange = jg i %)  Q87.1 72 6
11 Hallerman-Streiff Syndrome(;% #» & -2 4f % * < Jj 1% ¥¥) Q87.0 6 1
12 Kabuki syndrome(Kabuki st iz #¥) Q89.8 74 2
13 Oto-Palato-Digital syndrome(® -#8~4p (it )t i ¥¥) Q87.0 4 0
Conradi-Hunermann syndrome(Conradi-Hunermann = jt i
14 . Q77.3 2 0
#)
15 Treacher Collins Syndrome(Treacher Collins = j i ) Q75.4 27 0
16 Robinow Syndrome(Robinow = g i% ¥¥) Q87.1 1
17 Pfeiffer syndrome(Pfeiffer =~ jx ix #¥) Q87.0 4
19 Nail-Patella Syndrome (s (&) * # ¥ & i% #) Q87.2 0
20 Cardiofaciocutaneous Syndrome(CFC g iz ¥¥) Q87.89 15 0
21 Peters-Plus syndrome(Peters-Plus s i ) Q134 0
22 Nager Syndrome(Nager Jt ix ¥¥) Q75.4 0
23 CHARGE Syndrome(CHARGE i i% #) Q89.8 29 1
24 White-Sutton syndrome(§ 4% - & ¢ & i #*) %%?g 1 0
25 Costello syndrome( 5. #7#% /& < i v 42 [g) Q87.89 7 1
26 Ayme-Gripp syndrome(Ayme-Gripp i i 3¥) Q87.89 2 0
27 Coffin-Lowry Syndrome(Coffin-Lowry Jx i% ¥) Q89.8 2 1
28 Myhre Syndrome(Myhre J& ix ¥¥) Q87.89 2 0
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29 Sensenbrenner Syndrome( & 2 % i i i 1% 3¥) Q87.5 1 0
30 Keppen-Lubinsky syndrome(s. & - & % £72 J iz #%) E88.1 0
N #% 4 f28 ¥ Chromosomal abnormalities
01 Angelman syndrome(Angelman = Jjg i #) Q93.5 92 4
02 DiGeorge syndrome(DiGeorge J ix ¥¥) D82.1 230 18
03 Prader-Willi syndrome(Prader-Willi = jg % #) Q87.1 335 31
W A G R syndrome(Wilms’ tumor-Aniridia-Genitourinary
04 Anomalies-mental Retardation)(= f #* X *&i% ~ & dx % -~ 14 Q87.89 12 1
R ¥ R REE FE(WAGR R iF#))
05 Miller Dieker syndrome(Miller Dieker gz i% #) Q93.88 20 8
06 Rubinstein-Taybi syndrome(Rubinstein-Taybi = jg i% #¥) Q87.2 48 0
07 Williams Syndrome( = B #7 < Jg i ¥¥) Q93.89 301 8
08 Von Hippel-Lindau disease(Von Hippel-Lindau J ix #¥) Q85.8 28 3
Branchio-Oto-Renal Syndrome (BOR Syndrome) (Branchio-
09 - - Q87.89 8 0
Oto-Renal Jt iz #(BOR i i% #¥))
ZH# XA 3 P R F Other unclassified or Unknown causes
01 Cockayne syndrome(Cockayne = jJg i #¥) Q87.1 32 21
02 Hutchinson Gilford progeria syndrome(% & J¢) E34.8 7 5
03 Tricho-hepato-enteric syndrome( % -5+- % J i #%) Q87.9 5 2
04 Stargardt’s disease(Stargardt ’s * Jx) H35.50 5 0
05 Occult Macular Dystrophy ; OMD(*E % 1+ % 338 4 % ) H35.50 2 0
06 Leber Congenital Amaurosis(# = & % 4 2 By ) H35.50 2 0
L 19,299 3,751

wLBREG ) 89 E 27 2F N EE AR ISE Bl 3F LAR AP EL

ES X FL Ll
2hEAWE FARERE
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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