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0319 |¥HAFEME Galactosemia 0341 |Aha a8 b= 5iE Cerebral Creatine Deficiency

0320 |&AEERE Mucolipidosis 0342 |fEREERBLICH TR 282 |Thiamine Metabolism Dysfunction Syndromes

0321 {{(Hth R U REER) 0343 [Shwachman-Diamondfi={g £ Shwachman-Biamond Syndrome

0322 |BAKICEREZBEOERE nmluoru\n_qmﬁm amdﬂ_n_m:néqnonaﬁm_: m<:n:,03m

.. B e P T : & : Oh - :._émmu“_.m.m.mm.mm. | |

0401 |J5 334 fifi [ 5 B TR AE Primary Pulmonary hemosiderosis 0406 (Holt-OramECiEIR ¥ Holt-Oram Syndrome

; - Idiopathic or Heritable Ppulmonary Arterial Andersen ECEESEEF(L Bkl

0402 |FFE e R E TS ke I<vw rtension (IPAH - Ivﬂ,_.: v 0407 | s e A_wwﬂmm mhmw M _LMM%MEW@ At Andersen's syndrome

0403 |Alstrom EE2AE Alsriom Syndrome 0408 |E B ke EnE Asphyxiating thoracic dystrophy

0404 |R% B BIHRESL Idiopathic Infantile Arterial Calcification 0409 [t IR SR A 2 ST Congenital Central Hypoventilation
Syndrome(CCHS)

0405 |EBAAMHE Cystic fibrosis

0501 175 1 22 e P O BB S mm Progressive intrahepatic cholestasis(PFIC) 0503 Mwm_ﬁmw_m_wmm}m‘__mmwﬁWPﬁmwwlﬁ Congenital _:ﬁmqwﬁam_ Cell of Cajal Hyperplasis with

BTEBRER Neuronal Intestinal Dyspl

0502 |kt RERe & R Inbon errors of bile acid synthesis 0504 PR S EREERT Alagille Syndrome

....... : L L ! .. .. : S ao Ry .. 06 v w&ﬂmm\»ﬁummm . ’ | . R

0601 |EAE R AE X-linked nephrogenicdiabetes insipidus 0605 | BERBHEEEEUEER Autosomal recessive polycystic kidney disease

0602 |HHEREEREHEBEOEE X-linked hypophosphatemic rickets 0606 |BartterFGAE{ERE Bartter's syndrome

0603 [LowelTREIE8E Lowe sydrome 0607 |GitelmanECiE#ERT Gitelman syndrome

0604 Wﬁﬁ.ﬁﬁ@%ﬁ Hypokalemia, familial 0608 wEm_mmﬁ*uwW Alport Syndrome

- R Lo s BE MR DU S

0701 ﬁ%ﬁmwﬁ =P Moya moya disease 0725 [3EE e ﬁﬂmﬁﬁ Hereditary spastic Paraplegia(HSP)

0702 Btz B 1 25F Agenesis of corpus callosum 0726 %Wﬂm:mmmﬁwﬁwmwm,_ﬁ%mwﬁ_mﬁmm Joubert syndrome

0703 |B R/ SR EEBARER Spinocerebellar ataxia(SCA) 0727 Wzm_hmﬁmmwﬂwﬂ;mﬁvmnrm_,mmﬂ:m_ﬁmmﬂ Pelizaeus-Merzbacher Disease

0704 | = | WE IS Huntington disease{3#Huntington's chorea) 0728 | H HE3H FORE (3 BEIE Ba M A9 2 e hie) Kennedy Disease

0705 |4t i Tuberous sclerosis(TSC) 0729 | R RN E S B NERE Familial Amyloidotic Polyneuropathy(FAP)

0706 | BN E LR/ SR wEsRs m\_vcm_mﬁﬂw%w%%mw&y%mﬂﬁ_;_m Opfica 0730 |2 FR B AR 2 W AR L e NM_HMHMMHM“MM%MM%E&

0707 |Zellweger FiE 125 Zellweger syndrome 0731 [MoebiusfE(ZFF Moebius Syndrome

0708 |EREIE Rett syndrome 0732 (McLeodfEIREE McLeod Syndrome

0709 |FHEEM AZRE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresiEREE Aicardi-Goutieres Syndrome

0710 |Menkes[GIE({EEF Menkes disease 0734 | EEERTERR Proteus Syndrome

0711 |HlEmREHRE{EEREA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 GREfE(B8E Methyl CpG binding protein 2 Duplication Syndrom

0712 |Ef-FR- T ERE( Charcot-Marie-Tooth Disease(CMT) 0736 |Héfh/)ARfERBE Cerebro-Costo-Mandibular Syndrome

0713 |GM1/GM2 R e e RE TR AE GM1/GM2 ganglicsidosis 0737 |Dravet f={&%% Dravet Syndrome

0714 |Lesch-NyhanEGRE(= B Lesch-Nyhan syndrome 0738 |BEAEHRE Vanishing White Matter Disease

0715 [HHEREMERERERE Ataxia telangiectasia 0739 EREHRAE AT Hypomyelinating Leukodystrophy(HLD)
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McCune Albright CREIEEL(HAE LB

EHGERS

1007 P McCune Albright syndrome 1015 |EEEhinRE R Craniometaphyseal Dysplasia
1008 |2 EE=E Spondyloepiphyseal Dysplasia{SED)

SO e T e L
1101 ﬂzummhlm (EN8E AE) Marfan m<:a33.m 1103 .ﬁ%mmmmmmmﬁwmﬂﬁﬁwmﬁmwﬁv Ehlers Umlmommwzaaz._mz
1102 1104

BB {48 ICAEIE B (BEIR )

Waardenburg syndrome

12 EMINEERE

Beals Syndrome

1202

ELHEMEMN

Thalassemia major

1206 |FE 2 B M AT R FRAE Paroxysmal Nocturnal Hemoglaobinuria{PNH)
1203 |/ s s Thrombasthenia 1207 |SeRM 4T Mk B EEREE Diamond Blackian Anemia(DBA)
1204 |REESFEEECRZE Homozygous proetin C deficiency 1208 (3R R M REEEE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |ol-mifREABBRZE ol- Antitrypsin deficiency 1209 |ERESHREE Protein S Deficiency
T T TR T A 13- %BER T |
1301 | B ECERERER M Bruton's agammaglobulinemia 1306 |WEERMBRZE Complement Component 8 deficiency
1302 |ERMESERNTER Chranic primary granulomatous disease 1307 [IPEXHEMZ 8 IPEX Syndrome
1303 [SERMERSEIREHETERR Congenital Hyper IgE syndrome 1308 | & S E ke AMIE R Hyper-igM Syndrome
1304 |Wiskott-AldrichESAE R ES Wiskott-Aldrich Syndrome 1309 |y TEREZR1RE Interferon y receptor 1 deficiency
1310

1305

BERSGERERZE

Severe combined immunodeficiency

14 - AR BER

EETmELKE

Hereditary Angioedema(HAE)

AREREE - I - UEEE -8

WAGR Syndrome{Wilms' tumor-Aniridia-

1401 |8 B LIRS AT EHEER) Congenital adrenal hypoplasia 1408 SRR WAGRIEZE) Genitourinary Anomalies-mental Retardation)
1402 | R P AR RS EE Pseudohypoparathyroidism 1409 | B CRR B =R ACTH resistance
1403 |EE FEREEEEEER M Homozygous familial hypercholesterolemia 1410 (F—INEEEELE RDEERITEE Mwmmﬂw%hmwﬁ_ﬁma_: D1-Alpha-Hydroxylase
1404 | R RS = FLEERL AT Familial hyperchylomicronemia 1411 [KallmannEChE{zE# Kallmann syndrome
1405 |EiRACAE (FRBE) Acromegaly 1417 | AR MR E SRR PR Permanent Negnatal Diabetes Mellitus
1406 |LaronE iR AEIEE: Laron syndrome (Laron dwarfism) 1413 |Mirage SE{EE Mirage Syndrome
1407 |Kenny-CaffeyEiE{=E Kenny-Caffey syndrome
1501 |FiEmMt R _R Neurofibromatosis Type [l 1505 |Beckwith Wiedemann[GEEERE Beckwith Wiedemann syndrome
1503 |RBEDAEE Retinoblastoma 1506 |#MENEEEANAEEE Lymphangioleiomyomatosis(LAM)
1504 | fRE Neuroblastoma 1507 |ER{A-MEERS Von Hippel-Lindau Disease (VHL)
- SO 16-shmg|y e e .
1601 [BRSRE Apert syndrame 1617 SRR Z R B O i Blepharophimosis-Piosis-Epicanthus Inversus Syndrome
1602 |Crouzon K iE1ESE Crouzon Syndrome 1618 | AEMRRE Kabuki make-up syndrome
1603 |#B&-T5hEE Russell-Silver syndrome 1619 |BE-#5-1 (i) EIRH Oto-Palato-Digital syndrome
1604 |Cornelia de LangelGiE1EE Cornelia de Lange syndrome 1620 |RobinowCiEEEE Robinow Syndrome
1605 |X ME3iE Fragile X syndrome 1621 |Pieiffer SRR Pfeiffer Syndrome
1606 |CHARGESE(ZEF CHARGE Syndrome 1622 |¥= ( Bb) PHESEES Nail-Patella Syndrome
1607 |Aarskog-ScottERIEERT Aarskog-Scott syndrome 1623 |CFCRE(REE Cardiofaciocutaneous Syndrome




(HeETTTH H WS T sy S 2 Tl  BHONHEBYH MU SHE AN TEHEYE  BLUBESSEY
{yD7)sIsalnewy jeyuabuo?) rogaT T Y Y Y| STRT | [es4oAll xas jewasolne yum eisejdsAp apwodwe)n S B e E e B | R08T
(awo)iydonsiq seinoepy N30 TECIRMERZH| 181 SWOIPUAS JBUIIM TS V| 9081
aseasi(] sobag-1a1ew|yoy s soBag-apwiyoy| 1871 BWOJPUAS B[|2DLIBA [EHUSBUOY YT Br T 2| 081
elpliuy T T Y| T181 alWolIpuAs JuRu3-oleday-oydu | LHE) R - Y - B v08T
aseasip splebiels ;1 sapaebieas| 1181 SWOIPUAS JISi3S-uuew.s||eH ) YT s T e | C0RT
eiseaibue|a) JibeyLowaH Aleupalay T ST I R 81 3E | 0181 SWOIPUAS dUABA0D ) Tk 91 18 o) SFOUARDOD) | Z08T
awoJpuhs Aeuneua. | -jaddipy wm&; LKmmE\mg%mmﬁkﬁ 6081 mEEuE@ m:mmoa Eou,__w com:EuSI 22| 1081

- _ S G HE  8T Iy o aa
aseasip m_mmamu_o Eﬁm@%ﬁé& mmsmua YO/T
SWIOIPUAS e11sfaa| £33 eNsies | 80LT BUWIOIPUAS SWel||IAp LY | 0T
SWOIPUAS Jeusy-010-oILpueIg *2 Kk [euay-010-olpuelg| /0/T {sv)awoipufs uew|abuy (f st ol i M g uew|sbuy | Zo/T
swoupuAs Ighe] -ulalsuigny =T IGAR | -UuISUIGNY [ 90/T (SAMJ)PUICIPUAS ([ ~sapeid u@ - +m, N 8 Lm_____ >>-B_MM TO/T

T R L SRS LT S

swoIpuks Afsuign - uadday HETE {EE - %] ¢e9] awo1pufs hmmmc ‘ seam sei] oTaT
SWOIPUAS J3UURIGUISURS A M ey | TE9T PUIOIPUAS OJI91S0D|  (ThY 30 [T B B T 5Eas| SToT
BLOIPUAS SIYAN #¥ TauAW| 0591 3WOIPUAS UBLUCON T g $TOT
WOIPUAS AIMOT-ULoD R mAmoT-uigon | 6791 awoipuAs wnibAsd aidiny T EE T ] £19]
swaoupuAs ddun-awAy sy arddug-swdy| gzo1 WOIPUAS sUI[|0D) Joydeal] FEEYISU| 0D Jaysead ] | Z19T
SLOIPUAS UGHING-SHUM s e E SR | /29T SWOIPUAS UIQOY 21531d TR H 2| TI9T
SWOIPUAS SHIS-ULJOD I SUIS-UIaD| 9791 JWOIPUAS Uaste ST Y mwﬁw«;ﬁﬁcmmmm 0191
swolpuAs Jaben #¥)TrebeN| sz9T 8lUOIpUAS |palg-1ap.eg ¥ THyI|paig-19p.led| 609T
BWOIPUAS snjd-19134 ) Zsn|d-1alad| FZ9t BWOIPUAS ZHAG-1|Wa]-YuwS s TR0~ WaT-ylws | 8091




