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F RmteE R

Fs EEPXZHR FERNREX B PR
21_‘% R [ "RJ:?
1 |21- RUEBIRZIE 21-Hydroxylase Deficiency ’ %Ei;;ﬁziiagﬁﬁ o
& SFAKM -
2 |BfR Albinism lmr*_ﬁ%Lfrih” 2A
I SFLAE -
3 |Alport ZR&1E Alport Syndrome |mf7kh?5’|‘¢irih}J BA
i
& S AR -
4 |AZEZEMNZREL Amyotrophic Lateral Sclerosis Imffé%ﬁ_fr.ﬂ(;hﬁ BA
i
I BFARM -
5 |Angelman ERfEREE (RELETE) |Angelman Syndrome sl ?rih W-2A
i
I RFARM -
6 |FERERERZE Arginase Deficiency s iri%j_‘” BA
T RAEATE (EBmEmKsm) [0 ) Ketng Thoradc
Dystrophy(Jeune Syndrome)
s |EmmmmmRsE Atypical Hemolytic Uremic IIEEE@?I\E?%H*@‘}NU -BA/
Syndrome Trio
9 |BEESEMEmA Autoimmune Encephalitis -
10 B %EEERR Autoimmune Hypophysitis
Autoimmune Insulin
11 |BES%RB4REERERE Receptopathy(Type B insulin
resistance)
I RFARM -
12 |B- ERbfRRESIR ZE Beta-ketothiolase Deficiency (AFRZ=IE iriﬂohn _A/
[ RFARM -
13 |EmEmHS Biotinidase Deficiency s i‘rfj“ I-2A/
[ SFAEM -
14 |(OIEEFEER Cardic lon Channelopathies s ¥Triﬂoh -2/
It FFHEM -
15 |RARMERRTRZAE Carnitine Deficiency s frffl W-2A/
16 |Castleman J& Castleman Disease -
I EFHER -
17 M INESRE Charcot-Marie-Tooth Disease s friihﬂ 2A/
I EFHER -
18 |A=ERmiE Citrullinemia BER 2 ?riih” BA
I EFHER -
19 |EXME LRAERR Congenital Adrenal Hypoplasia s ?rfjl” 2A/
20 | S = R Congenital H.yperinsulinemic IIEF;‘E@%E?%H@?JDU -BA/
Hypoglycemia Trio
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FsS EIEPXEHR FERRE BN =B R
i i 5 S Z 4R -
21 |EEpmED ST Congenital Myasthenic Ilmﬁ?ﬁﬂw_?_@f_ub]ﬂ BA/
Syndrome Trio
2 FRMARE (JFEFARMANE |Congenital Myotonia Syndrome
BHEE1E) (Non-Dystrophic Myotonia, NDM)
I RFARM -
23 |FERMERME Congenital Scoliosis s fr_gj"” 2A/
[
24 |EIRTHRKY 3KIm Coronary Artery Ectasia -
I SFARN -
25 |ERMUALTIARMBLERFERL |Diamond-Blackfan Anemia (APREIP ?rf)h” 2A/
26 |Erdheim-Chester j& Erdheim-Chester Disease -
I SFARM -
27 EZTER Fabry Disease s iriﬂ;;h” 2A/
I SFARM -
28 | Ki&M ISR Familial Mediterranean Fever s iriﬁjﬂj 2A/
I SFARM -
29 [ERlEzrRm Fanconi Anemia EEREE5} i,ﬁh” BA
rio
I SFARM -
30 |FFARIMEE Galactosemia RERE2 5} iriﬂc;h” BAS
31 |[RBhE Gaucher’ s Disease
32 |&5REEANLS Generalized Myasthenia Gravis -
I EFAR -
33 |Gitelman Z&1E Gitelman Syndrome RER 25} ?riihu 2A
I SFLAKM -
34 [[KZERMfE | B Glutaric Acidemia Type | Imffé%m_?riLJJ _A/
35 BESRE (B, |5 IGIVIT)Oge” Storage Disease (Type ||’:EF7F$5’I\E?§%¢&‘}NU -BA/
. i
36 |MA&H% Hemophilia m&=w
i & SFARM -
37 |Fanms Hepatolenticular RSN BFAEN - A /
Degeneration(Wilson Disease) Trio
[ SEFAR -
38 [FfEHEmEHEKR Hereditary Angioedema (HAE) | PP~ 7t ?'Trih” BA
39 s AR = AR Hereditary Epidermolysis IIE%%?I\E?%H’@?NU -BA/
Bullosa Trio
[ TFLAE -
40 |EEMREAMZE Hereditary Fructose Intolerance |mJ'7Fé9I\m.ii’f.zJJ BA
i
Il BFHEM -
41 |EEMHEEEMmEE Hereditary Hypomagnesemia |mF7F%9I‘4Lir‘HOLJJ 2A/
i
Hereditary Multi-infarct
Dementia (Cerebral Autosomal
[ SFAKRM -
42 |EEHZ A MESEIE R Dominant Arteriopathy with GARESN 2T AN - 2/

Subcortical Infarcts and

Leukoencephalopathy, CADASIL)

Trio
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EFsS EREPXEHR FERRE B AR
&R AR -
43 [BEfEMEEMERE Hereditary Spastic Paraplegia |l'"é$’|‘¢ir!:f_n _A/
[
4 |emuBaRERSE Hol.osarboxylase Synthetase IGFREIN B FEEM - A /
Deficiency Trio
| S AR
45 |REF PR mE Homocysteinemia mER =5 ?rih” 2AT
[
H & BFEE -
46 e T RIEMBBERNE omozygous RESNEF LU - BN/
Hypercholesterolemia Trio
AT | Z XSRS Huntington Disease -
Hyperornithinaemia- .
1% B FAKN -
48 |HHH &£4&1 Hyperammonaemia- = irihu BA/
i
Homocitrullinuria Syndrome
| S 2 -
49 |EEXRIRMIE Hyperphenylalaninemia R 2 I ?rfjﬂ BA/
517 AR -
50 |{FCHRMERABRRS I E Hypophosphatasia lré%Lfﬂi&J BAS
& SFAM -
51 RBE%MER Hypophosphatemic Rickets lm%ﬁgb#irih” BAS
[
TS ARl -
52 |R&IMECAR Idiopathic Cardiomyopathy II"'é%;l_frHj_n BA
[
5 1R MR M BRI E M M AR TNBE R (Idiopathic Hypogonadotropic IGRREINEFLEE - BA /
IRIE Hypogonadism Trio
R IdiopathicﬁPulmonaryArterial Ilﬁrﬁé9l\i¥%ﬂffﬁ‘}}”\ﬂ-$)\/
Hypertension Trio
[ EFARM -
55 |FRMALTH4ELL Idiopathic Pulmonary Fibrosis GRS iriﬁohﬂ 2A/
[ SFARM -
56 |lgG4 MEXMZER |gG4 related Disease R} ?riﬁoh” 2AT
57 |t rEREsEA A RRpETS Inborn Frrors of Bile Acid IREREINEFH - A /
Synthesis Trio
/— Q Aln
58 |FIXERIMAE Isovaleric Acidemia lré%Lfﬂi&J 2A
I SFERM -
59 |FRESZEIE Kallmann Syndrome |mf7kh%5’|‘¢irih}] BA
[
60 |BAMIXETLHRAREIE Langerhans Cell Histiocytosis
I B34 -
61 |RIERSHIE Laron Syndrome BER 25 iﬂﬁjﬂ 2A
Leber Heredi i | S LA -
62 |Leber M eber Hereditary Optic [mEREINZFHGN - BA /
Neuropathy Trio
63 5% 3- BEAEHES A BISEST = |Long Chain 3-hydroxyacyl-CoA IRFR2INEFLHWRN - A /
fE Dehydrogenase Deficiency Trio
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FEIFPXE FILRRX AR FEEB R
Lymphangiolei tosi IRREINEFARM - A
64 |memms ymphangioleiomyomatosis mR Iu|_¥‘ K- A/
(LAM) Trio
i S 7R -
65 |BIRELRE B AMZAE Lysinuric Protein Intolerance |mF7Eé5’|m_?rthJ BA/
i
L [Acid Li & EEZE
66 |mE A AR S ysosomal Acid Lipase ImR 25 ?ELJJ BA/
Deficiency Trio
[} EFHR -
67 |IAEFRIE Maple Syrup Urine Disease s irih” BA
[} EFHERM -
68 |SNLETE Marfan Syndrome IREREED iriﬁj_‘” 2A
69 |McCune-Albrigh &1 McCune-Albright Syndrome
Medium Chain Acyl-CoA I AR -
70 |FRgEEEEIHES A B SRS ediumthain Acy-to PRI F AN - 2N/
Dehydrogenase Deficiency Trio
& ARl -
71 |RERERIME Methylmalonic Academia |mf7t<"é’37|‘41_irﬂ(;hJ 2A
i
N Mitochodrial IRPRE2INEFLERT - A /
72 |SRRIARRNAN
AL Encephalomyopathy Trio / ZHEE(ERIQN
& EFHRM -
73 |FAZREICRE Mucopolysaccharidosis . iriﬂjﬂj 2A
74 | HIEhHESE Multifocal Motor Neuropathy -
. _ Multiple Acyl-CoA GRS INEFLEE - B A
75 |BMELERES ABSRRSE | O REAEERRA - RA
Dehydrogenase Deficiency Trio
16 |ZRI%EEN Multiple Sclerosis
| BF4 -
REZ S E= Multiple System Atrophy AR 'j;rih) A
78 |REMAERTR Myotonic Dystrophy -
N-acetylglutamate Synth & S Al -
79 |N- ZEHASBARBHS & acetylglutamate Synthase | IGFRESNEFAIEN - A/
Deficiency Trio
Il BFERM -
80 |FE) LARFRI Neonatal Diabetes Mellitus R =S irfj‘” BA/
8l |[MIHEERER Neuromyelitis Optica
i AT -
82 B2 -Lejm Niemann-Pick Disease |J'"%57Iu|_inﬂohJ BN/
| AR -
83 |FFEEIEMEE Non-Syndromic Deafness |mfhé9l\4|_irﬂoff_u EA/
i
| AT -
84 [Noonan £&R&1iE Noonan Syndrome lmr%%LirﬁohJ BAS
i
Ornithine T bamy! | EEZSR
85 |SEmERBmEEEERSE | ranscarbamylase | IEREHE TN - RN/
Deficiency Trio
86 |maErem mas) Osteog?nesislmperfecta (Brittle | IGEREINEFHEM - EA /
Bone Disease) Trio
87 lmens (Em. S Parkinson Disease (Young-onset,| IRKRESINEFHEN - BN /
Early-onset) Trio
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F AP ZTR

F RIS ATR

AR

F IR ER FIRE B A
110 | EREMANESEE Spinal Muscular Atrophy BIESE
111 | BRI RMSEHFRIA Spinocerebellar Ataxia -
112 |RSMEEE Systemic Sclerosis -
[ SFHR -
113 |MSEYERIS TR Z AE Tetrahydrobiopterin Deficiency gl fjf“” 2A/
[ EFHR -
114 | ST IIE Tuberous Sclerosis Complex imER=5} ?riﬁoh” BA
I SFHR -
115 |RAMER SR M E Tyrosinemia AR 25h iriﬂohn BAT
Very Long Chain Acyl-CoA & FEZEISIE
116 [{R K SEERENES A BISEBEASTE | o oro o o YO ARSI A S
Dehydrogenase Deficiency Trio
I SFA -
117 |EERBHSRS1E Williams Syndrome lmr;ﬁ%gl\#frih” BAS
I SFERRM -
118 |'Zy5 MR D+ R I TR FE iE |Wiskott-Aldrich Syndrome lm%ﬁgh#irih” BA
T ARl -
119 (X- EPITAMERE B M X-linked Agammaglobulinemia lr‘_%%'mfnﬂj’” BN/
120 X- &S ERMBRERAR X-linked Adrenoleukodystrophy | X- &S FERRRARER AR
- . - | EEZPEIR
121 |x- sEsim ma X.Ilnked Lymphoproliferative [RAREINEFAEN - B A /
Disease Trio

P [ Noct [ I LA -
88 |4 MR M R aroxysmatoctimna IRSSDF AR - BN/
Hemoglobinuria Trio
I ARl -
89 |BHIERLE Peutz-Jeghers Syndrome lrfégb#?rﬂj'” BA
i
I BF4 M
90 |ERERFKRIE Phenylketonuria APREIME ?rih” 2A/
i
91 |POEMS Z&1E POEMS Syndrome
Il ETFARM -
92 (iU Porphyria IGFREhE iﬂﬁjﬂ SA
I SFERRM -
93 |Prader-Willi ZZ&1 Prader-Willi Syndrome |m}'7k"é$’|‘¢iri7u}] BA
YR Prir.nz‘ary Combined Immune II’EEk"é%E?é'H@‘}W\U -BA/
Deficiency Trio
Il SFEEM -
95 |RAMEFMEANKDATE Primary Hereditary Dystonia |ml'7t<"é’7lu|_irih}] 2A/
i
i EFHRM -
96 |RAEMEEEEMFT Primary Light Chain Amyloidosis sl irihu 2A/
o7 |\t e S B P T ProgressiYe Familial Intrahepatic I|EI'7E§9I~E?%H$@5NU-$A/
Cholestasis Trio
| BF4 -
98 |HITHMEFRAR Progressive Muscular Dystrophy AR iﬂﬁjﬂ 2A/
| EEZ R
99 |RERIMIE Propionic Acidemia RERES 2 ?HHOLJ 2A/
100 A& EHRARAE Pulmonary Alveolar Proteinosis -
i EFHRM -
101 |FhEE1ELF 41k Pulmonary Cystic Fibrosis sl irih” 2A/
i
I EFHRM -
102 IR ERLTH Retinitis Pigmentosa s ?rfjl” 2A/
I EFHRM -
103 |#RMIPE SRR Retinoblastoma (AFRZ=IP iriﬁo}u” 2A/
EFAKN -
104 |EREFCRMRIZAREIR Z E Severe Congenital Neutropenia IER=I iﬂﬁjﬂ 2A/
105 22) LSRN PEZE 4B (Dravet 45 |Severe Myoclonic Epilepsy in IRFREINEFEICT - BA /
&) Infancy (Dravet Syndrome) Trio
5373 2BH -
106 |ER7IBLAARR AR R Sickle Cell Disease & F"ﬁ?l‘Lirf;hJ 2A
I SFAE -
107 |Silver-Russell ZR&1iE Silver-Russell Syndrome |mf7t<"?5’|‘¢irihﬂ 2A
[
s AR -
108 |AE A= IME Sitosterolemia & F"é%#?rﬂj_n BA
i
Spinal and Bulbar M [
100 [SRERIALERE (BRIaR) |, o or e :

Atrophy (Kennedy Disease)
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