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0316 |EEARICE Wilson's disease 0335 |Beta Wi figBHL= i Beta-Ketothiolase Deficiency -

0317 |FeRitE ALERME Congenital hyperlactic acidemia 0336 |38 A ATERERE 1 AR A B = I Infantile form Lysosomal Acid Lipase Deficiency
= 1l ,— 7 I Y A
0318 MWW%W%%W%&W&& Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |2 && 141 BE HEEGHL = fiF Multiple Sulfatase Deficiency

o319 [esimmi

Biotinidase Deficiency

‘ ...ﬁm_moﬁo%am . - . - 0338 ﬁ%&%m@ﬁwMﬁ‘

.QE_ _mmw,_,ﬁmmma@mﬁmﬁr m.:BmQ Wwwﬁosﬁwﬂn&mmwmnamw - 0406 |Holt-Oram mmwn_mﬁwm
Andersen ECIEMFERE (BRI H HAE

Holt-Oram Syndrome

PAE] = A Pn 1 . !

0402 |G MR ERRE BAE rimary Pulmonary Hypertensio,PPH 0407 e (R © SR T ) Andersen's syndrome

0403 |Alstrom ECIEMERE Alsrtom Syndrome 0408 | B MRafE 4 Asphyxiating thoracic dystrophy

0404 |FraE 58 SEENARIEL Idiopathic Infantile Arterial Calcification 0409 et Ha R A B ERRT Congenital Central Hypoventilation Syndrome

0405 |BEHRaBE

SN Cajal B[V EIATHEAN 2 & A T 5
Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
mmwmﬁﬁmmmﬁm _@._m |nbon errors of bile acid synthesis oy o B

0501 [HEFTHEZ HEtERT PNBE /MBS iE |Progressive intrahepatic cholestasis,PFIC 0503

(0601 [EEATHYE  |X-linked nephrogenicdiabetes insipidus | 0604 |SARMEASMEME = |Hypokalemia, familial
0602 |1k A (s RE S (5 f#5E  |X-linked hypophosphatemic rickets 0605 |2 BE R85 WM B BTR Autosomal recessive polycystic kidney disease
0603 |Lowe EXAEMEEE Lowe sydrome 0606 |Bartter EGRE(BRE

Bartter's syndrome

0701 | FEEHEEMERR Moya moya disease . oqmo. %ﬁ.m%“ﬂnﬁ*mmm*mm @me . ~ |Neuronal ceroid lipofuscinosis
0702 |FHIEHS S BT 25 Agenesis of corpus callosum 0721 |Alexander Ei5 Alexander disease

0703 | %588/ E (B M Eh {F 177 J5FEBE |Spinocerebellar ataxia 0722 |[BESfEREEE Stiffperson syndrome

0704 =5 TUHEC SRS Huntington disease( X % Huntington's chorea) 0723 | s BBl A B = fiE Tyrosine hydroxylase deficiency
0705 |(&EEMERE{LIE Tuberous sclerosis 0724 |Wolfram ECiEREF Wolfram syndrome * DIDMOAD
0706 |33 HEEE(LIE Multiple sclerosis 0725 EEMEEESEM ~ S Hereditary spastic Paraplegia
0707 |Zellweger ECIE(RRE Zellweger syndrome 0726 [Joubert ECHEMERE ( ZEREME/NEEEEER ) Joubert syndrome

0708 |FifF IR AERRE Rett syndrome 0727 |Pelizacus-Merzbacher [CHE (1814 FRERIFEIE(LAE) |Pelizacus-Merzbacher Disease
0709 |#FREMERL AZESEIE Spinal muscular atrophy 0728 |H#ECHE (& REAERE R AZERTAE ) Kennedy Disease

0710 |Menkes ECAEEEF Menkes disease 0729 | FIGEMERA 2 S M ph a2 Familial Amyloidotic Polyneuropathy
0711 [FLE w1 MIZRELAECHAA) |Amyotrophic lateral sclerosis (ALS) 0730 ;S LS ERI PR L e mw%wwwwww M%m w%ﬂaa
0712 |Charcot-Marie-Tooth EXHE Charcot-Marie-Tooth Disease 0731 [Moebius fEFEEF Moebius Syndrome
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1005 |FEaFHEMER R Primary Paget disease 1012 |Z#EUEHRESF2E Multiple Epiphyseal Dysplasia -
1006 HEBEHSEERE Cleidocranial dysplasia 1013 | KB HEADE Hypochondroplasia

.%MMMPM%, PAEBEEE |\t Cune Albright syndrome 5: .,,.ﬁ%ﬁﬁmm |

Klippel-Feil Syndrome

Ehlers Danlos syndrome IV
Beals Syndrome

1101 |BAEE @A) Marfan syndrome 1103 [R5 404110, Pt 0
| 1102 A A8 I B (BEIRER) |Waardenburg syndrome . 1104 | R HCEREE

] gm_m.mmoawm major - . ] 1206 (P37 R M AT Z PR AE

o0 [E AT

Paroxysmal Nocturnal Hemoglobinuria
1203 (/v )9 Thrombasthenia 1207 (e R M A4l MmBR 4 R E i Diamond Blackfan Anemia
1204 |EIEAEEGFELE CEEZE  |Homozygous proetin C deficiency 1208 |FESuEIM: PR BEVE MAEEERE Atypical Hemolytic Uremic Syndrome

1205 | e |-HiBRSE A B = fE a 1- Antitrypsin deficiency 1209 [FEHE S = fE Protein S Deficiency

1301 AR S R

w?ﬂou..m.mmmsﬁmm_omé%mmm: ‘ o Bom ﬁﬁ%ﬁw = fE

Complement Component 8 nmmannnu.
1302 | &M@ M A RE S Chronic primary granulomatous disease 1307 [IPEX fE#EE IPEX Syndrome
1303 Yo K MEE e fEBk&E D E fiE T |Congenital Hyper IgE syndrome 1308 (@ RfEEkE A M EFERT Hyper-IgM Syndrome
1304 |Wiskott-Aldrich [CiEREE Wiskott-Aldrich Syndrome 1309 | v THEEZHE 1 64 Interferon 71 receptor 1 deficiency
Hereditary Angioedema

1305 .%me_burwmmim&mMﬁm Severe combined immunodeficiency 1310 |8 (M i B K AE

Anommmnzm_‘wﬁdwa :wvou_mm.wm . 1407 wnnnu\..nmm@ Wmﬁwﬂ

1401 [FeRMEE LREETE (JHEEE) Kenny-Caffey syndrome
1402 (BRI RBR{REEE Pseudohypoparathyroidism 1408 WM%WW%EWWHW@ WMMW% A Mﬂmﬁ%ﬁﬁwﬁhﬁﬁammmﬂwwﬁmﬂv
1403 |El& T2 M= i E R E Homozygous familial hypercholesterolemia | 1409 |&f _EHR 7 (&l ACTH resistance
1404 | Z e o FLEE RO e Familial hyperchylomicronemia 1410 |1 o -FALEGER = fE 6+ | a -hydroxylase deficiency
1405 |BImRAEASE (KAEIE) Acromegaly 1411 |Kallmann ECAEREE Kallmann syndrome
Laron X {ERIBIEERT Laron syndrome (Laron dwarfism) Permanent Neonatal Diabetes Mellitus

RO A SRR

(1501 [MEREEMRTRE(EREE A |Newofibromatosis Typell | 1505 |Beckwith Wiedemann E/EfBEE " [Beckwith Wiedemann syndrome
1503 |5 S RsE ) 401 R e Retinoblastoma 1506 |HRE2 05 e L P i 4 Lymphangioleiomyomatosis(LAM)
1504 (e FHATHAT sl

Neuroblastoma 1507 | E-MEEREEE Von Hippel

1601 [B{OHEEE 00 Apert Syidrome T1615 AT E BB QBMIECNE MG  [Costello Syndrome

1602 |Crouzon E&fE(ERE Crouzon Syndrome 1616 |Fraser FGHE Fraser syndrome
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