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0315 |REIE porphyria 0334 |EEIEREE Barth Syndrome
0316 |EEARECIE Wilson's disease 0335 |Beta Fifi2EgGER = IE Beta-Ketothiolase Deficiency
0317 |FeRMEm AL E Congenital hyperlactic acidemia 0336 |98 A AESRE MR AR ERER = E Infantile form Lysosomal Acid Lipase Deficiency
0318 MMWM&@%WW%W&& Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |3 M:riFEREREE = fE Multiple Sulfatase Deficiency
0319 [RLAREME Galactosemia 0338 |EYEESEEZIE Biotinidase Deficiency

04 ~ LffiThRERAE
0401 |FREEERTINEE I IRE Primary Pulmonary hemosiderosis 0406 |Holt-Oram EXAEREE Holt-Oram Syndrome
0402 |FREFMERTEIRS B E Primary Pulmonary Hypertensio,PPH 0407 MWMW@WWMWWWM %WMWWWW%%@ Andersen's syndrome
0403 |Alstrom FCIE{EEE Alsrtom Syndrome 0408 |£ EERfEEE Asphyxiating thoracic dystrophy
0404 |FEtEEe FRENARRE(D Idiopathic Infantile Arterial Calcification 0409 |FeRMEEMEREA EERRE Congenital Central Hypoventilation Syndrome
0405 |FEARGEHEAL Cystic fibrosis

05 ~ M ER&ELR
0501 |HEFTMESR R AIRE & B4 E |Progressive intrahepatic cholestasis,PFIC 0503 wwm WMMH e MmeMMMmWWMMMMQM«mMH i
0502 |SeRMEERE &R EmE Inbon errors of bile acid synthesis 0504 |Perfir EECEERE Alagille Syndrome

06 ~ SRS &L A
0601 | B FREYFRAFEE X-linked nephrogenicdiabetes insipidus 0604 |FRHRMEEMEFE Hypokalemia, familial
0602 |MEHHEEEEBEREEfEERE | X-linked hypophosphatemic rickets 0605 |EREfEitEELRETRR Autosomal recessive polycystic kidney disease
0603 |Lowe ECAEMREE Lowe sydrome 0606 (Bartter FCEMERE Bartter's syndrome

07 ~ ISR E

0701 |EEEEMEER Moya moya disease 0720 [T RIS E FATRIE Neuronal ceroid lipofuscinosis
0702 (BHEERESEEASE Agenesis of corpus callosum 0721 |Alexander &3 Alexander disease
0703 |% 38/ NS B AL % P 5 | Spinocerebellar ataxia 0722 |(ERSIEIREE Stiffperson syndrome
0704 |7 THHECSERSIE Huntington disease( % Huntington's chorea) 0723 |BsPalz & bEsEr = Tyrosine hydroxylase deficiency
0705 |&EETHERE{LEE Tuberous sclerosis 0724 (Wolfram ECE(REE Wolfram syndrome * DIDMOAD
0706 |Z&MEE{LE Multiple sclerosis 0725 |E{EMREENE T B Hereditary spastic Paraplegia
0707 |Zellweger ECEIEEE Zellweger syndrome 0726 |Joubert EXAEEER( SR /NS5 ET 4% &R £)|Joubert syndrome
0708 |ERIFECEIREF Rett syndrome 0727 wm%wosm-zoﬁwmo:ﬂ PR (1 e 52 SR B Pelizaeus-Merzbacher Disease
0709 | B REMENAZELETE Spinal muscular atrophy 0728 [HEMEE (BTl AZESE) Kennedy Disease
0710 [Menkes ESTEMREE Menkes disease 0729 | KRR ZF R E Familial Amyloidotic Polyneuropathy

0711

AEsEERIEREBECTAN)

Ampyotrophic lateral sclerosis (ALS)

0730

72 B R < R LM RR

Pantothenate Kinase Associated
Neurodegeneration * PKAN

0712

Charcot-Marie-Tooth ECE

Charcot-Marie-Tooth Disease

0731

Moebius FE{ERE

Moebius Syndrome
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McCune Albright ECEMRER(HE
BT

BJLRAE (IR ASE)

McCune Albright syndrome

Marfan syndrome

=TT

FL RIS

Klhppel-Feil Syndrome

Ehlers Danlos syndrome TV

R ERKEEFEERR

Waardenburg syndrome

S EEE LA E TR

BHICIERE

Beals Syndrome

Paroxysmal Nocturnal Hemoglobinuria

1207 (@A Thalassemia major 1206

1203 |/ Vi EE TR Thrombasthenia 1207 SEFMEaT MR E A R Diamond Blackfan Anemia

1204 |AERESFELE CEZHE  Homozygous proetin C deficiency 1208 |FEHEMEFR BB IIEIREE Atypical Hemolytic Uremic Syndrome
1205 | o l-BEE B ESHE IE a 1- Antitrypsin deficienc 1200 (BEEE SHZE Protein S Deficiency

130] (FEEREAERESME |Bruton's agammaglobulinemia 1306 |FERBRLfT 8 SR E Complement Component 8 deficiency
1302 RS HIEMHREIER Chronic primary granulomatous disease 1307 [IPEX fEiFEe TPEX Syndrome

1303 [Fe kS mEskE M E 2R | Congenital Hyper IgE syndrome 1308 |EEEREA M EFEEE Hyper-IeM Syndrome

1304 |[Wiskott-Aldrich T EEREEE Wiskott-Aldrich Syndrome 1309 |y THEEER 1 5E Interferon 7 receptor 1 deficiency
1305 |BRER Gl T i Severe combined immunodeficiency 1310 MM E K Hereditary Angioedema

AR ERAE R E T

Neurofibromatosis Type I

PRAMERTE FUARPRIN

Beckwith Wiedemann /SRS

1401 WWWWM LEREERSGRY Congenital adrenal hypoplasia 1407 |Kenny-Caffey [RAEREEE Kenny-Caffey syndrome

=t . idi ok e 1 PEEREE -~ FEE (WAGR iims' -Aniridia-
1402 BRI RERIRAERE Pseudohypoparathyroidism 1408 Wﬁ%mwwwa >MHW = m% J ER : %m%mﬁ%ﬂ%%ﬂé%%ﬂ%ﬁ o)
1403 |El&FHEEEEEEME |[Homozyeous familial hypercholesterolemia 1409 | B LRRSFRERME ACTH resistance
1404 |2 HE M FURERURL I Farnilial hyperchylomicronemia 1410 |1 a B LEEL = SE R EF 1 & -hydroxylase deficiency
1405 |BmAtAOE CREE) Acromegaly 1411 |Kallmann B REERE Kallmann syndrome
1406 |Laron [ARIREREF Laron: syndrome (Laron dwarfism) 1412 Permanent Neonatal Diabetes Mellitus

Beckwith Wiedemann syndrome

R BT

Retinoblastoma

MO E RN AR

Lymphangioleiomyomatosis(LAM)

eSS ape

Neuroblastoma

EEEEEE

Von Hippel-Lindau(VHL)

1601 B {AEFRIE Apert syndrome 1615 | TEETHER LB & FECNE A IE) Costello Syndrome

1602 |Crouzon EIE{ERE Crouzon Syndrome 1616 |Fraser (RJE Fraser syndroms

1603 |EEE-FAHE Russell-Silver syndrome 1617 (o REREREROBNE Mﬂﬂwﬁmwﬁoma-wnoma.mmammﬁcm Inversus
1604 |Cornelia de Lange RIE/EEE Comnelia de Lange syndrome 1618 [FRIE(TE(REF Kabuki make-up syndrome

1605 |X HEdHE Fragile X syndrome 1619 |E-f5-15 (Bf) fEfERE Oto-Palato-Digital syndrome
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