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0315 [ & porphyria 0334 |2 IEMEEE Barth Syndrome
0316 | AKAE Wilson's disease 0335 |Beta WRfEESHR = IE Beta-Ketothiolase Deficiency
0317 [fe k=S A B MmIE Congenital hyperlactic acidemia 0336 |82 5 BV A FRRE A 4 AeFh Bt = i Infantile form Lysosomal Acid Lipase Deficiency

FréatEah YRR B 2B R 4y MR

0318 . Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |28 1EmiBEISBEEE= it Multiple Sulfatase Deficiency
0319 |HHAMEMEE Galactosemia 0338 |&=YEBEEL=fE Biotinidase Deficiency
04 ~ EZHEER S
0401 (PR MRS I FERE Primary Pulmonary hemosiderosis 0406 |Holt-Oram (IE(EEE Holt-Oram Syndrome
. o L Idiopathic or Heritable Ppulmonary Arterial Andersen FEIEEEGEN{REEE A
LSRR = . : s :
0402 FrsgMEslEE MBI SR Hypertension (IPAH - EPAH) 0407 VTR (RES | PR TR ) Andersen's syndrome
0403 |Alstrom ESIEEEE Alsrtom Syndrome 0408 |25 B MERGRE SRR E Asphyxiating thoracic dystrophy
0404 5531450 52 BHARTER Hiopathic Infantile Asteria] Calcificition 0400 [SeRrpERE R B | onecnitl Contral Hypoventilation
Syndrome(CCHS)
0405 |BEAREERAEL Cystic fibrosis
05 LGS
e L ol ] . R FeRME Cajal [CRIEBAMBEHE £ 46688 |Congenital Interstitial Cell of Cajal Hyperplasis with
0501 ETHZR BTN AETESE Progressive intrahepatic cholestasis(PFIC) 0503 TSR R Nelions] festinal Dyeel
0502 |FoRMEIER: & R = Tnbon errors of bile acid synthesis 0504 |Felfi S BRAE RS Alagille Syndrome
06 ~ MR sl
0601 |BIEZYPR ARE X-linked nephrogenicdiabetes insipidus 0605 |BEEMEES T ER Autosomal recessive polycystic kidney disease
0602 [1EH B E KR BE S (o) {ERE X-linked hypophosphatemic rickets 0606 |Bartter FCIE(EERE Bartter's syndrome
0603 |Lowe ECIE(ERE Lowe sydrorne 0607 |Gitelman G EEEE Gitelman syndrome
0604 | {EImEFE Hypokalemia, familial
07 ~ B sl ity s
0701 |=EEE T SRR Moya moya discase 0721 |Alexander [X9% Alexander disease
0702 |HHIREEEE R 2IE Agenesis of corpus callosum 0722 |BREfEEEf Stiffperson syndrome
0703 |&sa/ NS B CHE BN E R R lEhsE Spinocerebellar ataxia(SCA) 0723 |BBRFEFERRE = fiE Tyrosine hydroxylase deficiency
0704 (=7 THEEK £ ISE Huntington disease( ™ 5 Huntington's chorea) 0724 |Wolfram [KIE(EEE Wolfram syndrome > DIDMOAD
0705 |&EEFTERE(LEE Tuberous sclerosis(TSC) 0725 2SS T S RiE Hereditary spastic Paraplegia(HSP)
] Iy < ]3]
0706 |58 MM EAE Multiple sclerosis(MS) 0726 Mwﬂ@\wwvmm ERECRIRIE MaS(E# Joubert syndrome
0707 |Zellweger ECIE(ERE Zellweger syndrome 0727 WMWMMMWWMMMM zbacher [RAE(R 151 E Pelizaeus-Merzbacher Disease
0708 |ERFEAE Rett syndrome 0728 | H B3 I (B SR FEBR I AAZE489E) Kennedy Disease
0709 BRI AZEERE Spinal muscular atrophy(SMA) 0729 |RIGRMER DR 23 1 1 Familial Amyloidotic Polyneuropathy(FAP)
0710 |Menkes B fE(REE Menkes disease 0730 |;ZRE R BRI =~ R Ly [[oniothenate Kinase Associated

Neurodegeneration(PKAN)
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1003 [BEAR{LE (KEAEE) Osteopetrosis 1010 |RETEEE L2 Psendoachondroplastic dysplasia
1004 HEFTIEEAE ﬁm: b3 Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann B EERE Conradi-Hunermann syndrome
1005 [FEMERHE Primary Paget disease 1012 [ZBMEHRLEEAFDE Multiple Epiphyseal Dysplasia
1006 |8EE mwﬁmwm\,k Cleidocranial dysplasia(CCD) 1013 | RERBFRENEE Hypochondroplasia
1007 %me Albright CERREFREEER |y r e Albvight syndrome 1014 [FeRTE R Klippel-Feil Syndrome
11 - EHESHRS
1101 |5 FLECHE (kA E) Marfan syndrome 1103 [SeREMERSEF EVAIER )  [Ehlers Danlos syndrome IV
1102 |ELE A PUEEEF(BEIRER) 'Waardenburg syndrome 1104 |2 FEERERE Beals Syndrome
12 -~ EMmMThEERE
1202 |EAVEEMEEmM Thalassemia major 1206 (P& 47% 4l ZRIE Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |fn/IM &S TE Thrombasthenia 1207 [Fe R MEARAT BT 4 FERE M & i Diamond Blackfan Anemia(DBA)
1204 [BEEETFELOE CH=IE Homozygous proetin C deficiency 1208 FEARIMER H5 MEREE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |a I-HifRE A RgEE = i @ 1- Antitrypsin deficiency 1209 |EAE S H=0F Protein S Deficiency
13 ~ BEHRR
1301 [(REER RS ERE S ME Bruton's agammaglobulinemia 1306 |FAgRk{T 8 HR=fE Complement Component 8 deficiency
1302 |FEEE s AFERE Chronic primary granulomatous disease 1307 |IPEX fiE{%EE IPEX Syndrome
1303 | RS GBSk E N E R Congenital Hyper IeE syndrome 1308 | EEkEH M fEEEE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich FIEEEE Wiskott-Aldrich Syndrome 1309 |y THEZZR8 | #F& Interferon 7 receptor 1 deficiency
1305 |BRERETIRETZE Severe combined immunodeficiency 1310 EEMEmEM/KiE Hereditary Angioedema(HAE)
14 ~ RGN
1401 [Fe RS HEEBEA2FEEAE)  |[Congenital adrenal hypoplasia 1407 |Kenny-Caffey FCAEIEEE Kenny-Caffey syndrome
1402 {1 AR A Pseudohypoparathyroidism 1408 MEMMWW N ww% >%WWMW% e Ewwwwgmwﬁmms@mmw@%%ﬁv
1403 |E&SFR M S hEE R MmE Homozygous familial hypercholesterolemia 1409 |5 ERR AR E TS ACTH resistance
1404 SRt 2L Bt Py lon e e 1410 |B—BUBE g2 D R Nowmmmw\sg? e
1405 [BZimPEAIE CRETIE) Acromegaly 1411 |Kallmann EJE(ZEE Kallmann syndrome
1406 |Laron [X AR {REIREE Laron syndrome (Laron dwarfism) 1412 [k A MR 4 RAE RS Permanent Neonatal Diabetes Mellitus
15 - PIERSIEE R
1501 |1 Sy fE (R Rfss — Ay Neurofibromatosis Type 1 1505 |Beckwith Wiedemann X RE{ZEE Beckwith Wiedemann syndrome
1503 (fR4ERE 4T REeE Retinoblastoma 1506 ARSI /E S 7E AN (AT RS A Lymphangioleiomyomatosis(LAM)
1504 |#EERT4T RS Neuroblastora 1507 |- EERE Von Hippel-Lindau Disease (VHL)
. 16~ SNBIRE
1601 |E{AFFECIE Apert syndrome 1616 |Fraser [KAE(EEE Fraser syndrome
1602 |Crouzon ECHEEES Crouzon Syndrome 1617 e RN RIS R/ INE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
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