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ol Andersen FRAEREEE (URHEERIRERS EHAMY: \
0403 |Alstrom ECIEEEE Alsrtom Syndrome 0407 RRBEEIEEE | SPMET M ) Andersen's syndrome
0404 |f&id: B R BIAREE{L Idiopathic Infantile Arterial Calcification 0408 |2 B R AE Asphyxiating thoracic dystrophy
05 ~ MR GikA
0501 |¥EFT 14 B2 e ME P PO R+ 59 E IProgressive intrahepatic cholestasis,PFIC 0502 | SR PEIEES S RIEEE Inbon errors of bile acid synthesis
He Rt Cajal [CTETEYINEHE A S HREMNETRFEY - s . .
0503 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl 0504 | Py S ERRE BRF Alagille Syndrome
. 06 ~ R LGER
0601 | B RERRIE X-linked nephrogenicdiabetes insipidus 0604 | MR IEPRE Hypokalemia, familial
0602 [{ETHiR MRV EREAMATMEE:  |X-linked hypophosphatemic rickets 0605 | I B RS T s futosomal recessive polycysfic kidney
0603 |Lowe [SHEIREE Lowe sydrome 0606 |Bartter FCiEREE Bartter's syndrome
- : 07 ~ FEER ek IR
0701 |EF 208 B e Moya moya disease 0718 | TR ThEE BT Hypothalamic dysfunction syndrome
0702 FHIEMESE A2 Agenesis of corpus callosum 0719 |Miller Dieker fEfFRE Miller Dieker syndrome
0703 |38/ NSRBI E R | Spinocerebellar ataxia 0720 [+REE TSR RE e B RETRE Neuronal ceroid lipofuscinosis
0704 |FITHKERE Huntington disease( X #8 Huntington's chorea) 0721 |Alexander 9% _ {Alexander disease
0705 |&EEIMH BEE Tuberous sclerosis 0722 |BEEEREEE Stiffperson syndrome
0706 | &R LE Multiple sclerosis 0723 |BERERE R LR E Tyrosine hydroxylase deficiency
0707 |Zellweger ECIEMREE Zellweger syndrome 0724 |Wolfram [&IEREE Wolfram syndrome » DIDMOAD
0708 | Bl EC SEREE Rett syndrome 0725 | B RSEW T SRR Hereditary spastic Paraplegia
0709 B REMENAZEEE Spinal muscular atrophy 0726 Wc%a 1t PR (RIS MESIEE A Joubert syndrome
0710 |Menkes K IEREEFE Menkes disease 0727 wmwmw us-Merzbacher R (16152 BERIRRIR Pelizaeus-Merzbacher Disease
0711 |WNZEgg M- EIZEE{LFECHE A) |Amyotrophic lateral sclerosis (ALS) 0728 |H#EEAE (MM AZEEEE ) Kennedy Disease
0712 |Charcot-Marie-Tooth F&3E Charcot-Marie-Tooth Disease 0729 | KIRMERE LS SIE RS Familial Amyloidotic Polyneuropathy
- T R . N Pantothenate Kinase Associated
0713 |GM1/GM2 R ENErRERERRE |GM1/GM2 gangliosidosis 0730 | 7ZBZ R S ESNIG 1 B pR Newrodegereration * PKAN
0714 |Lesch-Nyhan FCEfEEE Lesch-Nyhan syndrome 0731 |Moebius FEEEE Moebius Syndrome
0715 [FEBA M EREREEE | Ataxia telangiectasia 0732 [McLeod fEMRRE McLeod Syndrome
0716 |FEEGERE BB = HE Sialidosis 0733 |Aicardi-Goutieres JEEEE Aicardi-Goutieres Syndrome
0717 |45 RMETEF 8 EE & HH4 T | Congenital insensitivity to pain with anhidrosis
08 ~ FFiliRE
0801 |38 {1k Bz 5y A K BEE Hereditary epidermolysis bullosa 0808 [HRIE 7% 0 {LE Oculocutaneous albinism
0802 wﬂw‘_wﬂ@ﬁﬁ (ERRIEEN Ichthyosis, lamellar recessive 0809 |B8 Rl & MR TR ee: Infantile systemic hyalinosis
0803 |FMIEFERE LA B Ectodermal Dysplasias 0810 |Meleda E%5 Meleda disease
0804 |BERRGL Collodion baby 0811 |Darier (&3% (EXEAILE) Darler's disease
0805 (BEfafahne Harlequin ichthyosis 0812 |FeRMEA{EAREE Dyskeratosis Congenita
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1406 [Laron FCHEMBREREE

_ﬁmaob syndrome (Laron dwarfism)

15 ~ FIEE dRRiE R

1501 [HERERERERREE R Neurofibromatosis Type I 1505 |Beckwith Wiedemann FCAEMREE Beckwith Wiedemann syndrome
1503 [1REERE AR Retinoblastoma 1506 | b6 E2 VS5 HIL PAY 3 A i Lymphangioleiomyomatosis(LAM)
1504 |t REAHAR Neuroblastoma 1507 |i&F{A-PIBERRE Von Hippel-Lindau(VHL)
16 ~ SMEEELE
1601 (B{ARRE Apert syndrome 1614 |52 EHECHE Noonan syndrome
1602 |Crouzon FCIERRE Crouzon Syndrome 1615 [FEHTHRIE IR M B R ECNEAJE) Costello Syndrome
1603 |ZEE-PHFEECEE Russell-Silver syndrome 1616 [Fraser ESJiE Fraser syndrome
1604 |Cornelia de Lange FGREfE¥  |Comelia de Lange syndrome 1617 |Se TS Rt IR/ NE WWMWM”M himosis-Prosis-Epicanthus Laversus
1605 [X BEHE Fragile X syndrome 1618 | B TR EE Kabuki make-up syndrome
1606 |[CHARGE B &% CHARGE association 1619 |E-B5-15 (k) FEMERE Oto-Palato-Digital syndrome
1607 |Aarskog-Scott ECFEIREE Aarskog-Scott syndrome 1620 |Robinow [KIEREE Robinow Syndrome
1608 (Smith-Lemli-Opitz fEREE Smith~-Lemli-Opitz syndrome 1621 |Pfeiffer FCRE{RRE Pfeiffer Syndrome
1609 |Bardet-Bied! [RIE{EEE Bardet-Biedl syndrome 1622 [¥5 (Bb) BPHEEIERERE Nail-Patella Syndrome
Larsen [RAEMREY (SARN-LRM: o
1610 BT EEE ) Larsen syndrome 1623 |CFC fE{EEE Cardiofaciocntaneous Syndrome
1611 Wmﬂwﬁw_ﬁﬁ Pleiffer FE Pierre Robin Syndrome Pfeiffer Syndrome 1624 |Peter-Plus fEEEE Peter-Plus Syndrome
1612 |EBIHTHHET IS ERRE Treacher Collins syndrome 1625 |Nager SE{REE Nager Syndrome
1613 | S-S HERAREIERE Multiple pterygium syndrome
17 AR
1701 w%ﬁ%«%&ﬁ%ﬁﬁﬂ?&ﬁﬂ Prader-Willi syndrome 1704 (DiGeorge's FEIRRE KA EE) DiGeorge's disease
1702 |Angelman FRAEBERF(BREESL{R) |Angelman syndrome 1706 [Rubinstein-Taybi FRAEREE Rubinstein-Taybi syndrome
1703 |ERBRHTERAE | Williams Syndrome
18 ~ HAtnor AR
1801 |BEHE Hutchinson Gilford progeria syndrome 1808 |\ EIEERE -+ R R M RIEEE Campomelic dysplasia with autosomal sex reversal

Cockayne & (AL R EC MERE

1802 7t Cockayne syndrome 1809 [ KM EEIRI I B A A RER RS Klippel-Trenaunay syndrome

1803 |H58) 8- PREFEREKEER  |Hallermann-Streiff syndrome 1810 BE MM Him M mE R EE Hereditary Hemorrhagic Telangiectasia
1804 |5 — B —IBEREE Tricho-hepato-enteric syndrome 1811 |Stargardt’ s [RIE Stargardt's disease

1805 |SeRMKISHERRE Congenital Varicella Syndrome 1812 |FcR At p aniridia

1806 | ABYEESE Werner Syndrome

* RREAGETAR  BREMNESSRHZ MAERSR RREE - RS — B E B R A SREF TR GA W2 225 » A2 SIS RRAI gt
WEFNE (HRIEE 2013 4 3 At 19710 WEFERES - SO EIRRER ERET I -




