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0315 | B fE porphyria 0334 |EEIEREEE Barth Syndrome
0516 |EEZKE Wilson's disease 0335 |Beta Wi fEEGHL = fiE Beta-Ketothiolase Deficiency
0317 |FeREE AR ME Congenital hyperlactic acidemia 0336 (B2 AN ARERSRL 1 RERFEE = E Infantile form Lysosomal Acid Lipase Deficiency

\ 7 BIEST -
0318 MM%W%WHﬁWMﬁﬂww Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |28t EEIsEEEE = i Multiple Sulfatase Deficiency

A FEME Galactosemia YRS Z E mpouEammo G%QSQ
0401 _.% w«.w ﬁma?@m 7 rw\wr szmQ Pulmonary hemosiderosis 0406 |Holt-Oram X fEEEE Holt-Oram Syndrome
- . . Andersen BEMEEF CUETEIEBIEZEHERAE

] = EXY ) s d i dr
0402 |EEMEFREIRS BRE Primary Pulmonary Hypertensio,PPH 0407 FREAREREE | SRS T R T ) Andersen's syndrome
0403 |Alstrom FCHE(EERE Alsrtom Syndrome 0408 |& B MRgiEIEE Asphyxiating thoracic dystrophy
0404 [Fr B REREE L Idiopathic Infantile Arterial Calcification 0409 e RMEFEEBRAN SIEERF Congenital Central Hypoventilation Syndrome

BIREREE

TR R AR EE

Cystic fibrosis

Progressive intrahepatic cholestasis,PFIC

S 1 Caal [T B T - 2 BRI
TREEREE

Oosmos:a Hamamz& Oom ow OE& mueoeﬂm&m with

[l

Neuronal Intestinal Dyspl

SRR

SRR IERE

H:cou onoa Sq bile acid muSEome

3%&9*1 ﬁwﬂ

SR

Alagille muB%on

| 0601 .Wnﬁ_@%ﬂﬁm X-linked nephrogenicdiabetes insipidus Hypokalemia, familial
0602 |MERE A KEEELEE(a{EME  |[X-linked hypophosphatemic rickets 0605 |EEEMHEESEREERR Autosomal recessive polycystic kidney disease
0603 roén _wmﬁr i Wwﬂ Lowe sydrome 0606 Bartter's syndrome

Bartter ECHE(ERE

1720 [ R R E R

0701 wnu%mmmm_@m%r A Zo«m moya Emommo 0720 Zocwo:& 885 :uo?moEozm

0702 |BHIERES S A2 Agenesis of corpus callosum 0721 |Alexander 53R Alexander disease

(0703 | &8/ NS B EE 7 FHEEEE |Spinocerebellar ataxia 0722 EREE(EEE Stiffperson syndrome

0704 |=7 THEEC SEEERE Huntington disease(X %% Huntington's chorea) 0723 |BRrRE R LEE s = iE Tyrosine hydroxylase deficiency

0705 |&EERtEREEEE Tuberous sclerosis 0724 |Wolfram ECRE{EEE Wolfram syndrome * DIDMOAD

0706 (%2 MERE{LE Multiple sclerosis 0725 | BEEHESET BRE Hereditary spastic Paraplegia

0707 |Zellweger FSIEMEERE Zellweger syndrome 0726 (Joubert FCIEFEEF(FIEME/NEBE[ET &% 5K 2) Joubert syndrome

" zaeus- (B Al | .

0708 (ks ECTEMREEE Rett syndrome 0727 wmmwgm Merzbacher FJiE(He{E52 B AR Pelizaeus-Merzbacher Disease

(709 | B BEtERL AZEYSE Spinal muscular atrophy 0728 |HHERE (SRR AZEYEE ) Kennedy Disease

0710 |Menkes ESIE(ERE Menkes disease 0729 |FHIEMEBRR T 2 SR Familial Amyloidotic Polyneuropathy

0711 |HIZEARIERIZFELIECHAA) |Amyotrophic lateral sclerosis (ALS) 0730 |ZRABEMESRA: Z MR LR F auvofterate Kinas Associaled
Neurodegeneration * PKAN

0712 |Charcot-Marie-Tooth EC3E Charcot-Marie-Tooth Disease 0731 |Moebius JEEEE Moebius Syndrome
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= , o . ,
MMMM‘MMMWW PR McCune Albright syndrome 1014 o RSEfEmE Klippel-Feil Syndrome

EMNEE @»:EQ/W ) | Zmbmm: &EQBB@ 3 _mEQm Danlos mSaBBw v

wﬂ AR ECIE(EEE(EE mmm@ émmaosg@ &E&oEm SE(E Beals Syndrome
1202 .W#&@% mmmlmﬁl .h?m_mmmwam major [ 1206 PR P AT ZE PR Paroxysmal Nocturnal Hemoglobinuria
1203 |dn M STRE Thrombasthenia 1207 e R4 mBk E AR EE M Diamond Blackfan Anemia
1204 |BIEREGFELTE CH=f |Homozygous proetin C deficiency 1208 FEERIME RS I FEFERE Atypical Hemolytic Uremic Syndrome

1205 | a - E O B = E a 1- Antitrypsin deficiency 1209 _m_ m @uﬂ iE Protein S Deficiency

1301 .%mm,ﬁm m@ﬁ%@ﬁlﬁﬁ%%@ﬁm - [Bruton's agammaglobulinemia 1306 ﬁmlﬂ@ 8 BL=oE OoBEmB@E OonosmE 8 %@9@:@

1202 |EE IS M AT RER Chronic primary granulomatous disease 1307 |IPEX fE{EEE TPEX Syndrome
1303 e RS =ik EH E iE{E#EF |Congenital Hyper IgE syndrome 1308 |ERIEEEY M BB Hyper-IeM Syndrome
1504 |Wiskott-Aldrich B E{ERE Wiskott-Aldrich Syndrome 1309 |y FEEZEE 1 614 Interferon % receptor 1 deficiency

1205 mlwmwmm/ wﬁmmm@m.M,mmr E@H&:m@ Angioedema

Severe combined Em:cco%moazg 1310 |EEEME T KRE

S PR A2 R

1401 Ko Congenital adrenal hypoplasia 1407 |Kenny-Caffey EE(EEE Kenny-Caffey syndrome
L R R AR ~ EEET AR - MEEREE - ZEE |WAGR Syndrome(Wilms'  tumor-Aniridia-
4 AR BE " o . .
1402 | MBI FHRBRGREE FseudohypopardtspoIdism L FEREEERE (W A GRIEEED) Genitourinary Anomalies-mental Retardation)
1203 |E&FEFEEEEERME |Homozyeous familial hypercholesterolemia 1409 & _FhR e RHitE ACTH resistance
1204 | ZRRVE S ALEEGORT (T Familial hyperchylomicronemia 1410 (1 o -FALERTR = E(ERE 1 a -hydroxylase deficiency
1205 |BmPERIE (CREE) Acromegaly 1411 |Kallmann B E{ERE Kallmann syndrome
1406 h&os mmmﬂaﬁ. (i hmwos syndrome Pﬁos asmsmmav T:w &/wf ﬁﬁwﬁmﬁmm@r Permanent Neonatal Diabetes Mellitus
1501 (e a e AR Ry Neurofibromatosis Type 11 1505 w@o_osg 25%5%: KIEEEE Beckwith Wiedemann syndrome
1503 [(*R4ERECHAmRRRE Retinoblastoma 1506 [MRESME S ERIL AR 4 Lymphangioleiomyomatosis(LAM)

. 1504 wmmu%n ummmhﬂ ..ZoEomeﬁoBm 1507 Wﬂﬂ H- N_r ySi=Ens @wﬂ Von Hippel-Lindau(VHL)

1601 |E{BFFICAE Apert syndrome 1615 %Mﬂmwmﬁw 8 mmwmmﬁrﬁ/ﬂx@ﬂﬁrv . Costello Syndrome

1602 |Crouzon EKIE{EEE Crouzon Syndrome 1616 |Fraser EYE Fraser syndrome

1603 |FEZ=-FEm A Russell-Silver syndrome 1617 |25 To o e P e R w_oMrWOMEBoam-Eo&w-mgoms%cm Inversus
yndrom

1604 [Comelia de Lange ECAEMEEE Cornelia de Lange syndrome 1618 |ELE(REE Kabuki make-up syndrome

1605 X BEHTHEE Fragile X syndrome 1619 |BE-8S-15 (HL) E(REES Oto-Palato-Digital syndrome
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