g EY 102 4F 1 A 25 Hi&s
F A g SF

TR £ p

F# & (H_BHP_RARED)

- HhE R F R
¥% %3 | H BHP_RARED AL g | 3,977
LAl A $ﬂ,:ﬁyﬁa£§ﬁ$§aﬂﬁ # < 4 ¢ | Rare Disease Data
th%E -~ | 553.0KB 1 =¥k 12
i} , . s
B B TR FEp 2 {30 2013/01/25
FTREE | L7532 RERGFLARY GRF L GREm T fwo
2. F AR AL (Foh et~ Righ)
(=) BFARFFIREEFZS - BRLTFITAAFRELF LA LR
AR EA R e kLML o LML EE FRARE L -
(=) wm%¥ ?\,TI-?B%?EFF’/‘% TEAFRLZAR 0  RTNREE [ F AR
i RIELE oot FRARE HPHELELR
(Z) Righ 2 RAFE  FLLFEHFALARBTHEL (F28%7 854
A~ AL B FhY  FENFHFIEP ) mE BRI §F L A FF
EX- Rt
SFREXBMNFLF L 2LFAARE (APWRB P E2 /KL FRHAR) T
FHNFRFAEZFRE RS Lo
4, Bt * BHER & 5 A FB7T &1 99 & o
ARER 1 A FhE 4% & ID 3578 o
2HBFHT RY  2NEEFGF LA R FPHE L GREP TEfe
d gt £
HHE




PEERER 102 42 1 F 25 H{EET

S HhERS TRA S

1R 122 SEES 222 AETAES 7o i
1 |2 = BIRTH Char| 4
2 |1 SEX Char| 1 |1:9 ;2%

3 |- & D_YEAR Char| 4

4 |peeFEEp W DIG_DATE |Char| 8
5 [k RF 1 REASL Char| 1 |* 53 FaApLg 0f)
6 |%# kT2 REAS?2 Char| 1 |§2%5F FLAHELG 0:2)
7 |k R%3 REAS3 Char| 1 |##(Lj 0:1)

8 |#% 44 (#<) |DIG_NAME [Char | 100

9 [L4Rp REP_DATE |Char| 8

10 |5 7 48 D_CODE Char | 10 [F35345 ip

11 |® &% 3 B |_CONS Char| 1 |14 2:%

12 [FR&EAEFAR |VISIT Char| 1 |1:€ 2:%




R 102 48 1 25 FfEET
R g 22
1. 7 s ©* 75 %45 (D_CODE)

FEEnT oz A s +H ¥ ICD-9-CM %5 - T4 > #8956 & &7 5 D_CODE #§ = -

#]1:A1+01= TAL101, ¥ & 7 2
P2 A2+01= TA201,> ¢ P& 3 3%

P31 All+01= TAL101, 7 2 & 3 7 #

24 F A A ¢ FICD-9-CM %7 - T 4
100.8.22 &
RERE | Pt (Eegd) B2 op b (HR) 1CD-9-CM 445
AL A X PR EHE Y
OAl 7% I #HE ¥ Urea cycle disorders (% = % J&)
Al (01 LR AE TR SRR Congenital Urea cycle disorders 270. 6
02 SN BRRL 8 Citrullinemia 270. 6
03 L B ORh & S fEak 2 Nitroacetylglutamate synthetase 270. 6
deficiency, NAG synthetase
deficiency
04 §RfLE U fRA A R LR Ornithine transcarbamylase 270. 6
deficiency
05 B R -8 4 » g% A% |Hyperornithinemia-Hyperammonemia 270. 6

s R i

-Homocitrullinuria Syndrome

© A2 "= pe/7F A BE ¥ Amino acid metabolic disorders / Organic acidemias

A2 |01 Lo i e v Amino acid metabolic 270.9
disorders(Aminoacidopathies)
02 B RIREL - E Homocystinuria 270. 4
03 R i Hypermethioninemia 270. 4
04 LR MR YR Nonketotic hyperglycinemia 270. 7
05 F i R Phenylketouria 270. 1
06 T & ghehed ik 7 Tetrahydrobiopterin deficiency 270. 1
07 g R e Hereditary tyrosinemia 2'70. 2
08| |HAE AR Maple syrup urine disease 270. 3
09 7P R Organic acidemias 270.9
10 P AR R [sovaleric academia 270. 3
11 ~ = Eriﬁ]l:};r_ » k- A~ % Z A Glutaric aciduria type I ~ 1I 270.9
12 P s g Propionic academia 270. 3
13 TAP - R Methylmalonic acidemia 270. 3
14 3-& A-3-7 A A e 3-Hydroxy-3-methyl-glutaric 270.9

acidemia
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AEERE. | Y et (EREd) 2o (5R8) 1CD-9-CM 75
15 (&A% p R & & E#psle £ 5 |PAH type PKU combine with 271. 3+
HEpraE 2 Sucrase-isomaltase deficiency 270. 1
16 AL AL g Hyperlysinemia 270. 7
17 BOREL W JE Histidinemia 270.5
18 =9 AY B helpr Azt 24 4 £ [3-Methylcrotonyl-CoA carboxylase 270.9
JE deficiency
19 SR L Multiple carboxylase deficiency 270.9
20 B epl v e Hyperprolinemia 270. 8
21 >4 Lo phspin 2 AAps 4t £ |Aromatic L-amino acid 270. 2
JiE decarboxylase deficiency
22 it Ve 53 1 fe 4k 2 Tyrosine hydroxylase deficiency 270. 2
© A3 fg FiRgfi
A3 |01 B2 VR Gaucher’s disease 272.7
02 GM1/GM2 # ;Fm*{"q AR GM1/GM2 gangliosidosis 330.1
03 Fabry =z Fabry disease 272.7
04| |Niemann-Pick % - & %84 54 & [Niemann-Pick disease 272,77
05 MLD g % # Metachromatic Leukodystrophy(MLD)[  330. 0
QM BRI £ 5 R ¥
A4 |01 LU e Galactosemia 271.1
02 SERE AR R Glycogen storage disease 271.0
03 o B Eﬁl‘ﬁé}”%’#%ﬁﬁﬁ% = Glut (Glucose Transport) 1 271.8
deficiency syndrome
© A "ispes i B}
A5 |01 (R LA A ) M Fatty acid oxidation defect 277.8
02 R R b2 Carnitine deficiency syndrome, 272.9
primary
03 vgar B d 3 OpE R A Medium-chain acyl-coenzyme A 277. 8
dehydrogenase deficiency (MCAD)
04| |=sdrgimped & pead 2L g Short-chain acyl-CoA 271. 8
dehydrogenase deficiency
© A6 f-3048 S B ¥
A6 |01 Vg - E R Mitochondrial defect 277.9
02 Kearns-Sayre = jg iz ¥ Kearns-Sayre syndrome 277. 8
03 Leigh =~ & & ¥ mé‘%ﬁiﬁfﬁ Leigh disease 330. 8
04| |MELAS g iz 3 MELAS 758. 89
05 MNGIE J& iz 3 s 48 4 4 555 % "%|Mitochondrial 277.9
),% JE E H Neurogastrointestinal
Encephalopathy Syndrome
06 [k e B OR T fEAE LR Pyruvate dehydrogenase deficiency 271. 8
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AEERE. | Y et (EREd) 2o (5R8) 1CD-9-CM 75
© AT % | Ha B8
A7 101 PRl 0 Cystinosis 270.0
02 5 PR Mucopolysaccharidoses 277.5
03 FREASE Y (BHR) Fucosidosis 271. 8
04 BEFL PR & > L Sialidosis 272.7
05 A% B Mucolipidosis 272.7
06 (LN R R AN Neuronal ceroid lipofuscinosis 330.1
© A8 "2 HEs %2 "g B i #® ¥ Cholesterol and Lipid metabolism
A8 |01 &3+ FOEM B L H R o Homozygous familial 272.0
hypercholesterolemia
02 FIEMF FCR AR L Familial Hyperchylomicronemia 272.3
03 EHBEE () Sitosterolemia 272.0
QA9 FH4 g+ 4 15
A9 |01 ? f AR Wilson’s disease 275. 1
02 Menkes g iE Menkes syndrome 759. 89
03 4p o fE 4k 2 Molybdenum cofactor deficiency 277. 8
OA10iE % i %8~ B8 F
A10 |01 Zellweger =~ Jg ix ¥ Zellweger syndrome 277.9
02 TOReY AR Adrenoleukodystrophy 272.7
03 iTs A ek g T 4 2 Rhizomelic Chondrodysplasia 277. 8
Punctata
OAll # s 3R ¥
A1l (01 o 3 Porphyria 277.1
02 Lesch-Nyhan = jg i ¥ Lesch-Nyhan syndrome 277. 2
03 LAfa®y Vsl 2 Sulfite oxidase deficiency 270.0
04 BOR Y & L PE Y JEiE R Carbohydrate-deficiency 277.9
glycoprotein syndrome
05 LAy 3 Trimethylaminuria 277. 8
06 AX P 2ERTERT LR Congenital generalized 272.6
lipodystrophy
07 ot E B Cerebrotendinous Xanthomatosis 272.7
08 4 Fhk i i B I Hypophosphatasia 275. 3
B raagne Al ik Mo %
Bl |01 X e A Multiple sclerosis 340
02| |PeX Spih il & AT Amyotrophic lateral sclerosis 335. 20
(ALS)
03 £ AR A B R RR R Ataxia telangiectasia 334. 8
04 |3 7 % < A i Huntington disease(* # 333.4
Huntington’ s chorea)
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AR B d Q}% o (esd) :,3:“?)?:, f,.(éfﬁ"ﬁi,) [CD-9-CM 8
05 R IEE Rett syndrome 330. 8
06 ¥ R ep %‘Fﬁ& Spinal muscular atrophy 335.10
07 PR i B TR R Spinocerebellar ataxia 334. 3
08 BE A g Tuberous sclerosis 759.5
09 LA MR A AR LS HEFRE Congenital insensitivity to pain 705. 0
with anhidrosis (CIPA)
10 CRABEGEE Y - A Neurofibromatosis type 1II 237.72
11 Alexander * i Alexander disease 331. 89
12 R E Stiffperson syndrome 333. 91
13 F M EFEET P RR Hereditary spastic paraplegia 334.1
14 Joubert =g iF# (7I& L] sl|Joubert syndrome 759. 89
MET 2 2)
15 Pelizaeus-Merzbacher = jz(# 1% |Pelizaeus-Merzbacher Disease 330.0
28 AP R )
16 Charcot Maire Tooth * ;& (i& {7 {+|Charcot Marie Tooth Disease 356. 1
A SR X )
17 H i@ g (4 R RO £ 4 SR %) |Kennedy Disease 335. 8
18 FEBIR R B A i % Familial Amyloidotic 277. 3+
Polyneuropathy 357. 4
19 Moebius Jg iF ¥ Moebius syndrome 352. 6
20 Mcleod i iF % Mcleod syndrome 758. 81
Crf v T & Ko =
Cl |01 B B 2 R A T R Idiopathic Infantile Arterial 747. 89
Calcification
02 g AL Cystic fibrosis 277.00
03 R g % B R Primary Pulmonary Hypertension 416.0
(PPH)
04 Holt-Oram = Jg i ¥ Holt-Oram Syndrome 759. 89
05 Andersen = jg ¥ (& ER#® T [Andersen syndrome 359. 3+
ﬁﬁ}'}[ﬂ—)ﬁ_}iny%;;ﬁ,gg_+<§1§)%§%) 426. 89
06 @ Bl FHRRE Hereditary Hemorrhagic 448. 0
Telangiectasia
07 LML H R Asphyxiating thoracic dystrophy 756. 4
D iv ko dm
D1 |01 AR RIEEIFN LR TR Progressive intrahepatic 751. 69
cholestasis, PFIC
02 A X BERL LA R Inborn errors of bile acid 277.9
synthesis
03 al-FU% 3ev frdir 2 al- Antitrypsin deficiency 277.6
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04 A X M Cajal ~ 5 imre 3 2 £ i |Congenital Interstitial Cell of 750. b
BapA S AT Ry Cajal Hyperplasia with Neuronal
Intestinal Dysplasia
05 P& w3 Alagille Syndrome 759. 89
E %08 Bk Sup %
E1 |01 Lowe = g iz Lowe syndrome 270. 8
02 Bartter = jJg i3 Bartter’s syndrome 255.1
03 WA RELZELETHE i Autosomal recessive polycystic 753. 14
kidney disease
T
F1 (01 b1 R ede - QAN 3 S Hereditary epidermolysis bullosa 757. 39
02 Bo¥ dogiRe (p#WEM:E 84))  [Lechthyosis, lamellar recessive 757. 1
03 L 25 Collodion baby 757.1
04 wd A OERE Harlequin ichthyosis 757.1
05 ke A L X M4 BRetk 2 A e (% |[Bullous Congenital ichthyosiform 757.1
AREE & ViBR R ) erythoderma (epidermolytic
hyperkeratosis)
06 (N e Ectodermal Dysplasias 757. 31
07 Meleda & 7 Meleda disease 757. 39
08 [Darier =g (= & & i) Darier’ s disease 757. 39
09 A AT 2 Dyskeratosis Congenita 757. 39
10 AREERE &g D i Diffuse Non-epidermolytic 757.39
Palmoplantar Keratoderma type
Unna-Thost
11 I 24 AR Incontinentia Pigmenti 757. 33
12 Netherton Jg i ¥ Netherton Syndrome 757.1
Grep %
Gl |01 }\%J\ Ul B 3 Duchenne muscular dystrophy 359.1
02 Nemal ine %@k 3 ep Efa%‘ Nemaline Rod Myopathy 359.0
03 Schwartz Jampel = Jg &3+ Schwartz Jampel syndrome 756. 89
04 Ul 55 B E Myotonic dystrophy 359. 2
05 SRR LTS Facioscapulohumeral muscular 359. 1
dystrophy
06 LN} i % Myotubular Myopathy 359.0
07 Poso Ay 4 o Becker Muscular Dystrophy 359. 1
08 Freeman-Sheldon = jg & # Freeman-Sheldon syndrome '759. 89
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AERE | et (EREd) B2om t(ER) 1CD-9-CM 45
H1 |01 wHEFT AR Achondroplasia 756. 4
02 =~ 7 DE Osteogenesis imperfecta 756. b1
03 g g A g Primary Paget disease 731.0
04 R EEFET RN Cleidocraninal dysplasia 755. 59
05 AN el LN R NG Fibrodysplasia Ossificans 728.11
Progressiva
06 B+ B X g Split-hand/ Split-foot hand755. 58
malformation ( SHFM) foot7hh. 67
07 FEE R Osteopetrosis 756. 52
08| |BMEE T3 2 Pseudoachondroplastic dysplasia 756. 4
09 SHEMEIEE TR 2 Multiple Epiphyseal Dysplasia 756. 56
[ 58 25
[T |01 Aigdeddyeeq Ehlers Danlos syndrome IV 756. 83
J st % B o
J1 {01 A ER D Thalassemia major 282. 4
02 ool EE A R Thrombasthenia 287. 1
03 e AFEF v BC# 2L Homozygous proetin C deficiency 273. 3
04 MR 2 F R Paroxysmal Nocturnal 283. 2
Hemoglobinuria
K o 2 2
K1 |01 Vo e MR AL e Chronic primary granulomatous 288. 1
disease
02 A M FALEE Y Epizg# Congenital Hyper IgE syndrome 288.1
03 L B E I 5 3 S Bruton’ s agammaglobulinemia 279. 04
041 |Wiskott- Aldrich = i3 Wiskott- Aldrich Syndrome 279. 12
05 g A &AL AL Severe combined immunodeficiency 279. 2
06 ARS8 L Complement Component 8 deficiency 279.8
07 [PEX g iz ¥ [PEX Syndrome 759. 89 (279.8 >
569. 89+ 259.8
758.89)
08 BAEIE Y Mgz Hyper-IgM syndrome 279. 05
Lo i g
L1 |01 Kenny-Caffey = g iF# Kenny-Caffey syndrome 759. 89
02 e R e Y T Pseudohypoparathyroidism 275. 49
03 ek By g R UREW 3 Bkt B X-1linked hypophosphatemic rickets 275. 3
04 Laron = @ & iF ¥ Laron syndrome (Laron Dwarfism) 259.4
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N Yoot (EBEY) B2k F(REB) [CD-9-CM 78
05 Bardet-Biedl = g iF## Bardet-Biedl syndrome 759. 89
06 Alstrom = g iF 3+ Alsrtom Syndrome 759. 2
07| |#F§= 2q5% 5 28 & ~» ™ |Persistent hyperinsulinemic 251.1

= FEE hypoglycemia of infancy (PHHI)
08 Wolfram = jJg i+ Wolfram syndrome > DIDMOAD 277.9
09 McCune Albright = jz ¥ McCune Albright syndrome 756. 59
10 Sk Elo SR e A ) Campomelic dysplasia with 758. 89
11 by ”’?}i R % fuld ACTH resistance 253.4
12 | o —23 it fvdd 2 g i ¥ 1 a -hydroxylase deficiency 268. 0
13 AXBFFRFET I > Congenital adrenal hypoplasia 759. 1
14 KalImann = jg iz ¥ KalImann syndrome 253. 4

ML = w25 i 3

M1 |01 Aarskog-Scott = jg iF ¥ Aarskog-Scott syndrome 759. 89
02 LE AR EEE Waardenburg syndrome 270. 2
03 CRiE=2aN Apert syndrome 155. 55
04 Smith-Lemli-Opitz = j& i ¥ Smith-Lemli1-Opitz syndrome 759. 89
05| [Larsen %z iz# (%A -+ = 2% |Larsen syndrome 755. 8

R 1 FH)
06 Beckwith Wiedemann = jg i+ Beckwith Wiedemann syndrome 759. 89
07 Crouzon = J iF ¥ Crouzon syndrome 756. 0
08 Fraser = jg iz # Fraser syndrome 759. 89
09 g E RO R Multiple pterygium syndrome 759. 89
10 Cornelia de Lange = jg &+ Cornelia de Lange syndrome 759. 89
11 AR - LR R VR Hallerman-Streiff Syndrome 756. 0
12 g E Kabuki syndrome 759. 89
13 B4 (i) REiFEH Oto-Palato-Digital syndrome 759. 89
14 Conradi-Hunermann = j iF ¥ Conradi-Hunermann syndrome 756. 59
15 Treacher Collins = Jg i Treacher Collins Syndrome 756. 0
16 Robinow = Jg iF ¥ Robinow Syndrome '759. 89
17 Pfeiffer ~ jr i3 Pfeiffer syndrome '155. bb
18 2P T pcpe B B2 A 5390 4B [Pantothenate Kinase Associated |277.9

T Neurodegeneration (PKAN)
19 o (Rb) 7 80F JE iz Nail-Patella Syndrome 756. 89
20 CFC Jg i 3+ Cardiofaciocutaneous Syndrome 759. 89
21 Peters-Plus Jx i # Peters-Plus syndrome 743. 44

NZ ¢ 48§
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N1 (01 Angelman = Jg i ¥ Angelman syndrome 759. 89
02 DiGeorge’ s J % # DiGeorge’ s syndrome 279.11
03 Prader-Willi = jz & ¥ Prader-Willi syndrome 759. 81
04 R AR s ER WA G R syndrome (Wilms' 759. 89
¥~ e e 3 (WA G R |tumor-Aniridia-Genitourinary
3= Anomalies-mental Retardation)
05 Miller Dieker i ix#t Miller Dieker syndrome T42.2
06 Rubinstein-Taybi = Jg iF ¥ Rubinstein-Taybi syndrome 759. 89
07 o BBT A R Williams Syndrome 759. 89
08| [Von Hippel - Lindau Je i # Von Hippel - Lindau disease 759. 6
ZHt ALK P R T
71 101| |Cockayne = j& iz # Cockayne syndrome 759. 89
02| |% ¥ Hutchinson Gilford progeria 259. 8
syndrome
03 BTy Tricho-hepato-enteric syndrome 759. 7
04 Stargardt ’s * g Stargardt’s disease 362. 75
=
. ¢ &F3x®O93 &1 7pFERFH 092401548 52 =2 T34 5 = iz (Nesidioblastosis) | FI/4 &
«'IF!‘E o /)% ’ Ei TpAeE > F LA ﬁfaﬁ?’%fi 66 %. Persistent hyper1nsul1nem1c hypoglycemia of infancy
PHHI -H
2. ¢ EIAEOY £ Q7 12 P EREF % 09504009072 32 =4 TTyrosinemial I ~ 11 ~ 1T (f& Méﬁx}ii’fv—
AF-AF2A) 0 pTpAEFAAKA 0206 8 Hereditary tyrosinemia (i} @+ 3 ferept
wog) PH o
3. P EARIGES Y 22P HEF % 0960400600255 2 i+ ¢ =2 Urea cycle disorders # Congenital Urea
cycle disorders °
4, P IR & T 3 B ZERF % 0980400742 822 F Elffirfﬁﬁ’%fi 33 ¥ Spinocerebellar ataxia :
VR IR - A TR I}Jl U %‘fiifl‘ﬁ%%i?f“'l“iéﬁﬁié’ﬂﬁﬁ
5, ¢ &K 99 E 32 19 pEEEFHE 0990400103 52 F R B x5 5 82 8L Congenital Hyper IgE

syndrome (£ % {43 45Tk kv Efi“fa‘i) J%'ICD9CM%M% r279.9,- 2 5 :7288.1,°



