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. o215 L porplyri 033 [[MEfE iR _:H._..: Synidrome
0316 mmﬁuﬂﬁ .ﬂ Wilson's disease 0335 |Beta WfEAGERE ' Beta-Ketothiolase Deficiency
_|m_ ﬁg:mmaﬁ_ hvperlactic acidemia 0336 |98 G AT NEES A PERG HE SRR 2 0E [nfantile form Lysosomal Acid Lipase Deficiency
D _.._.ﬂ“ _4?.,_. '\ Persisient hyperinsulinemic hypoglycemia of nfancy | 0337 e R AT 1 Multiple Sullulase Deliciency
031y :P_.ﬁma_:! (Cralactosemia 033% |G AR |Biotinidase Deficicney
i : 04 ~ LBHZHBESREE : :
(401 \Primary Pulmonary hemosiderosis 0406 [Holl-Oram FEIEIREE 'Holt-Oram Syndrome
0402 | Primary Pulmonary Hypertensio, PP Qa7 _p.dﬁ mwﬂ_.r___w‘rm% . MHU_.,__._LH_.FH,. _L__.M_WHH_ g .L._EE:_ Andersen's syndrome
0403 Algrtom Syndrome 0408 |22 EL1 IR e A }wn._.s.ﬁa_.:.m thoracic dystrophy i
.EE u* LAy _.E._ _:_W:r LFE k- Idiopathic Infanlile }:._..rb P.._ETS:G_._ 0400 [HEFRHE PR R R B IE ﬁ_.u__h._.m_,,:._.b_. Central Hypoventilalion Syndrome
0405 [ ik (Cystic fibrosis |
. _ 05 ~ SHbFRifE RN : : ._ -
0501 |E 15 Bl AT AR = 37 [Progressive intrahepatic cholestasis.PFIC (503 w._ h,_m MME_ SRR AN = o TS A wmﬂ,_ﬂ,__”_,;:_H_f:_mﬁhﬂ: of Cajal. Hyperplasis with
| 0502 |4 Ao AR Al R |Inbon crrors of bile acid syrthesis 0504 [la]fir S EERT {Alagille Syndrome |
: 06 ~ MR F IR 3
0601 [ PRIETR AR AE {linked nephrogenicdidbetes msipidus | bens |5 iR A s |Hypokalemia, fumlial
0602 4 s e NS R RS SR aE | X-linked hypophosphatemic rickets | D603 SRt e e | Autosamal recessive polyeystic kidney disease
0603 |Lowe [ATREE Lowe sydrome | 0606 |Bartter ERAETREE _m_,_:_n. s syndrome
07 ﬁnﬁﬂﬁ%ﬂﬁ
701 ..#w.h..m_ﬂa_ h_iz IMoya moya discase | 0720 |FhERTT mw_ﬂrﬂmﬁﬁﬂx*_,_. INcuronal ceroid lipofuscinosis
o702 |BEae TS i Agencsis of compus callosum 0721 |Alexander A5 Alexander discase B
o703 | ﬁ,m,ﬁ,__u—? Tl R |Spinocerebellar ataxia 0722 |{EHSLEERE Stiffperson syndrome _
Co704 BT SRS _I:E.Em__.,.ﬁ diseasel 3 H Huntinglon's chorea) 0723 |EsRERS S ARG = 5E Tyrosme hydroxyiase deficiency I_
0705 [Tuberous sclerosis 0724 \Wolfram BAEIREF Waliram syndrome + DIDMOAD
0706 | EFETE _rﬁ Mulliple sclerosis 0725 |3 S et T B Hereditary spastic Paraplesia |
o707 .m.hd,_..w..nm_,,.w G ERT Zellweser syndrome 0726 |lonbert He SRR S R BT A8 E A ) Joubert syndrome n
0708 | BiFEERAE I Rett syndrome 027 ﬂm:.ﬁa?i Eribaier PR R R Pelizaeus-Merzbacher Discase
L0700 [ eI A Spinal muscular atrophy 0728 W s _Hﬁ..m_nﬁm w_u__m_r_.»_uﬂ _x.m:sc_.,:._ Discase _
0710 (Menkes [51 Menkes discase . 0729 |5t ,_,\__,m, i Familial Amyloidolic Palynewropathy _
0711 (Bl IR L E R A) (Amyotrophic lateral sclerosis (ALS) 0730 | A R s LR N,M_,_“M“MH__,_NT_”M_”._‘ Wﬂﬂk@ .__
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107 _M.m..:ﬂun hﬂm_.__.ﬂ_ .; Ak AR MeCune Albright syndrome | 1014 VIR Klippel-Feil Syndrome i
s : 11 - EEan iRl . . .
1101 __m_w._.._.__.%.d_._ﬂ (i A A Marfan syndrome | 1103 |43 ak a4 dR L i S A . Chlers Danlos syndrome IV
1102 B r; (& E IR IR ) .....;..:5.&9.&:9 syndrome L1004 |FEE L iEmEE Beals Syndrome
12 ~ MEMINEERE :
W2 |FEEL ARSI I Thalassemia majr 12006 (PSS T ] i AT 22 PR e Daroxysmal Nocturmal Hemoglobinurti
2003 || e 3 T ~[Thrombasthenia 1207 |5 Ae b AT B P e I |Diamond Blackfan Anemia .
1204 |BIFEHG T Homozyeous proetin C deficiency 1208 | FR S M AF ERF _E_.H_E;_, [emalyhe Uremie Syndrome
205 | - L AR er 1= Anhitrypsin deheiency | 1209 _.“m_ 155 5 HEAE ._F._.,.,_E.: 3 Deliciency
13 ~ IR
_mszsu_x aeammaglobulinemia _ 1306 |EEEnGEfT 8 Bi 4 Complement Component § deficizncy
{Chronic primary eranulomatons discase 1307 |TPEX i _Wr_r IPEX Syndrome
|\ Conpenital Hyper [gE syndrome . 1308 [P fRiEnE M E Hyper-Tahd Sypdrome ]
[ 1304 |Wiskot _:E.ﬁ_r: _aﬂm__, _:..w Wiskotl-Aldrich Syndrome 1300 | RIS | EE Interderon 7 receptor | defiviency
1308 __.mumu,..wm LSRG IEEL Severe combined immunodefciancy 1310 _HE_& S B RE _mnH_.,E.n_,E Angivedena
: 14 ~ Emwwfﬁﬂ : -
1401 ..__.u\f_,rjxl_lumw.ﬁ i i_.ru Comeenital adrenal hypoplasia 1407 |Kenmy-Caffey LSiEERE Fenmy-Cafley syndrome
e s Prcudohypopaahyoidism s [ R R ol i R
1403 |F& wmﬂ, At S| Homezyeous familial hypercholesterolemia 1409 |55 BRI ACTH resistance ]
.ﬂcn RE R e Familial typerchylomicronemia 1410 |1 e -FE{LEREE 2 5 1 a -hydroxylase dehciency |_
1405 E TF; f ,_.,.__ Mcromemaly 1411 |Kallmann [EZ1E Kallmann syndrome
| 1406 .chz wﬂ% i :._...._._w_.,.ﬂ... Laron syndrome {Larvom dwsrfism) 1412 "\..z.w_.,_ - T R A Permanent Neonatal Diabetas b ,__._::
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