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L A FEA - (ZEER >2eb e S S, BE | Iy iAL=E BEREA T
N B2 RRERIE R ¢ GEERMEEFEERRNAE » EiRR e S ERERS ©)
T FRESEE| REEN T FRESER| HEEN
R | weEis 3 ke IRERIEE 1’5 BEER [B180%IRERE | 20%iR58 VN W BB R aTE WERIEE 1E | BBER |BIB0%IREE | 20%0ERE
A &N [BEEA) A BEBA) [RESBA)
BARBEL - | SEGL- R SRR RN 70 SR [0 O AMTEREFF 347 2 | 5,000 4,000 1,000
= ARR B AT s BHBBME ’ : ’
1 gi‘iggaﬂi gggsggiy%aignsg%cg o) ] AADCERZEE 47 4| 12,000 9,600 2,400 = (Nonketotic hyperglycinemia)  |-] GLOGER =R 277 2 1 25,000 20,000 5,000
2R —— L
, wgﬁiﬁf@%ﬁﬁ% Cg%ﬂ“t%%ﬂﬁﬂ;\ I SLC2SABEREER | 4 | 2en0 o6 0 72 mZJz:gi(anan syndrome)|] PTPNMEREFS4T | 2 | 10,000 8,000 2,000
yI \7F =TT y) 6.0~ 16 , ’ TR B R i‘rt(primary =
[i% B If1E (NICCD) A3 (exon ) 73 asEE carnitine deficiency syndrome) [ SLC22ASEREFAHT | 2 9,000 7,200 1,800
o 5 e SEIAE "
DO Fic-1 SR R zeiks 74 |Rl/EER |15 AR DGeorge Syndrome)| ] 22q11.2 MLPAS T 1| 3,000 2,400 600
3 Hifi(exon7 ~ 9 ~ 15 \) 4| 6,060 4,848 1,212 NS [
17-23~25~26~27 BEEARPLSE SE S
P ST EETTET 75 |z (Williams.Beuren Syndrome, WBS) [ 7911.23 MLPAS 7 1| 3,000 2,400 600
4 |BREREM Sifi(exon7~9~10+ | 4 | 6,060 4,848 1,212 L g R A (REY
BRE oo e 1113~ 14~ 21 ~ 23) 76 (Prader-Will Syndrome, Pws)  |115911213MSMLPAST | 1 | 3,000 2,400 600
=717
[ MDR3ER % 5722, RIEEREE
5 SH(exon6 <917~ | 4 | 6,060 4,848 1,212 77 {Angelman Syndrome, AS) L1151 213 MSMLPAST | 1 | 3,000 2,400 600
5 EIZC f;zi)ﬁ%m B T BT T 78 ZR& A O] ISCA8x60KE 54057 | 2 | 16,000 | 3000 | 13,000
- i~ . i . 79 28 EE (Myotonic Dystrophy) | Southern blot 4 | 4,000 3,200 800
[ BSEPEREZ=EH 17 8 | 16,960 13,568 3,392 . s
80 Cornelia de Langeﬁﬁfﬁf‘%ﬁ D N|PBL%7¥%§*‘§}$H' 4 12.000 9.600 2400
8 BEBRBEARE [ COL1A1/COL1A2ER s | 15.000 12,000 3000 N (Cornelia de Lange syndrome) P ' ’ /
(Osteogenesis imperfecta) R AT ’ ’ ’ Al i%%i—ﬁ MBS R KRR ) B AE »
9 BB 2 (Achondroplasia) |[[] FGFR3EEzEZAH | 2 | 8,000 6,400 1,600 81 igﬁ% = Oﬁ("”tk‘)*d hypophosphatemic  |[] PHEXE EZEE A7 4| 6,000 4,800 1,200
’ ’ ’ 3 7"‘5 rickets
10 B R ECfE (Marfan syndrome) [ FBN1EL Rz A 47 12| 15,000 | 12,000 3,000 82 (T{fsggﬁércggllll?:ﬁ)fﬁfome ,  |OTcortzmzzain | 4| 9000 7,200 1,800
B - 2= 8 O3 N etk —
1 (%Z%%Wiﬁth%\}%;%mﬁaﬂrﬁiyn drome) LIKeNQT - HI9RRZEE | 5 | 3,000 2,400 600 83 Sotos syndrome [ NSD1ERZEEH 4| 9,000 7,200 1,800
12 - CpvPz2 ZRreEd | 2| 3000 2200 500 84 ka4 (L (Cystic Fibrosis ; CF) |[] CFTRER Z2# 4 47 4 | 13,500 10,800 2,700
Mar AN 5 : : e 2 _—
13 (Charcot Marie Tooth Disease)  |[] %%%éﬁ%%z ~GJB1 | g | 8000 6,400 1,600 85 (Cockayne syndrome type A) [ ERCCBCSAERZEAT | 4 | 8,550 6,840 1,710
14 5401 7 {1 (Tuberous sclerosis) ] TSC1/2E R4 | 8 | 20000 | 16000 | 4,000 86 e ome ype B) | EROCOCSBIEREERAI7 | 4 | 12150 | 9720 | 2430
— = = ; ]
15 R syndrome) | 7a11.28 B3 2| 3000 | 2400 600 87 o e C disease) |INPC1ERZES Y | 4| 13500 | 10800 | 2700
= EALEBEH -
EEMEKEE o 88 |mare Miller DiekerfE(EEE [JLIS1 A deletion#7 | 2 | 2,700 2,160 540
16 2 - , KRT5H [K|Ze4# 8 | 8,000 6,400 1,600 iller Dieker/iE : :
(Epidermolysis bullosa simplex) O HEREHT 89 e (Miller Dieker syndrome) O uist ERz=z2 A | 4 5,400 4,320 1,080
17 — B FofiE(DiGeorge syndrome) [ 22q11.2 FE&4&38) 2 | 3,000 2,400 600 90 E AR AE (Wilson's disease)  |[[] ATP7BERZEE A4 4 | 10,800 8,640 2,160
ZAEEIR =rayy ———— o=y —
m BF)EIERERZEL [ RP1 -~ RHO - RDS PRS2 i) ik
'® gg% (Retinitis Pigmentosa) EREEDNT 8 | 15,000 12,000 3,000 91 (Neurofibromatosis type 2) L] NP2 AZEE AT 4| 8100 6480 1,620
19 |77 45 FfE (Rett syndrome) [JMECP2ERZE# S | 4 | 3,000 2,400 600 92 LOWE FCAE 12 2%(Lowe syndrome) [[] OCRLER 54 | 4 | 16,200 12,960 3,240
20 KAEFEREE(Angelman Syndrome) [[] SNRPNEREZE#A47 | 2 | 3,000 2,400 600 93 RS K [ Cyto ScanER & = 4 | 20,000 3,000 17,000
21 ANPEELRIE (R BF SNRPNERFEZEZA4 | 2 | 3,000 2,400 600 SRR (EENMNAEE
{Prader W!II| Syndrlome ) O = 94 |E2[1z840 2 |(Facioscapulohumeral muscular |[[] FSHDE R ZEE AT 8 | 10,000 8,000 2,000
22 e yndrome) | VHLERZE A 4| 3000 | 2400 600 B dystrophy)
— Thymidine T cell
23 [] SGCARRFEEAHT 8 | 8000 6,400 1,600 95 O proliferation tpezsyr | 8 | 3000 2,400 600
24 [] SGCBERZE A 8 | 8,000 6,400 1,600 96 [ IL2RGE Rz D47 8 | 9,000 7,200 1,800
25 T AR [J sGCDERZ=# A7 8 | 8,000 6,400 1,600 97 8 | 9,000 7,200 1,800
26 (Limb-Girdle muscular) [ SGCGEREZRE T 8 | 8,000 6,400 1,600 28 %Fgé%ﬁéi@%b&ﬁ?s% . [ IL7TRaEF =& ST 8 | 9,000 7,200 1,800
27 COLMNAERZ#S4 | 8 | 8,000 6,400 1,600 99 fmﬁnvfggggf?;,ggiy) an O RAGIEEZE A7 8 | 9,000 7,200 1,800
28 [] DYSFERZEH 47 8 | 20,000 16,000 4,000 100 [ RAG2E R Ze& 47 8 | 9,000 7,200 1,800
29 18 R E RSB L . 8| 8000 6,400 1,600 101 [] ADAE R Z=E A 8 | 9,000 7,200 1,800
(Pelizaeus-merzbacher Disease)
30 RS 2 1 18,000 3.000 15.000 102 O %R%Mé%%cmmc) 8 | 9,000 7,200 1,800
31 %i%ﬁéé%ﬁs@gzgcy) [ Biotinidase Eze&A47 | 1 | 4,500 3,600 900 103 Wiskott-Aldrich syndrome [ WASPEFEZE# 347 8 | 9,000 7,200 1,800
SRR RE R (Aoto 104 [ STAT3ERZE S 7 8 | 9,000 7,200 1,800
32 I Rl SN S E (A HMBSEF Ze# 3| 11,000 8,800 2,200 B R ERE M EREER (Hyper IgE vy
intermittent porphyria (AIP)) O 105 recurrent infection syndrome ) [[] DOCK8E R Ze At 8 | 9,000 7,200 1,800
33 ﬂéﬂ?@ﬁ[ﬂlﬁﬁl Eil} | [] ASSERZEE 4 17 3| 13,000 10,400 2,600 106 [ TYK2E R Z=@ D47 8 | 9,000 7,200 1,800
hé;;g;;g;zge ) 107 |MOEER [ CD4OLERZEEAHF | 8 | 9,000 7,200 1,800
34 (Citrullinemia type Il) L] SLC25A13ERZREAT | 3 | 13000 | 10400 | 2,600 108 |SHT o | mEaME R CJAICDAERZZS#H | 8 | 9,000 | 7,200 1,800
QPR R S BRI AE O I 109 |mripes (Hyper IgM syndrome ) [ cosoEAz=E DT 8 | 9,000 7,200 1,800
35 (Short-chain acyl-CoA SCADE Rz A4 2| 9,000 7,200 1,800 —
dehydrogenase deficiency) 110 [J UNGE Rz 517 8 | 9,000 7,200 1,800
——
36 5 FLES s (Marfan Synd ) ] FBN1E R ZRE 47 25,000 | 20,000 5,000 111 O ?}2%2 productionZiEE | g | 2000 1,600 400
s MECIE(Marfan Syndrome —
37 ] TGFBR2ERZE AT 9,000 7,200 1,800 12 - C] CYBBERZEA 8 | 9000 7.200 1.800
PA YIS = aE [y : Foitk RITN —
38 = j—t?ﬁ/%u EEEEJE(Gaucher dlsease) D GBA%%@%A{E 9,000 7,200 1,800 113 (Chronic granulomatous Syndrome) D CYBA%%@%W‘T 8 9‘000 7’200 1,800
FREM ) R AR S FTIBED MK 114 NCF1& R Z=& DA 8 [ 9,000 7,200 1,800
39 [MAEAE (Persistent hyperﬁsulinemic [J GLUD1E R Z=E ST 3 | 11,000 8,800 2,200 e g NGF2 %:ﬂﬂ = s T 9000 7200 1800
hypoglycemia of infancy) KET) ; , ,
N . N SH2D1A (SAP
40 i A [CJSMPD1EREZEESH | 2 | 9,000 7,200 1,800 116 RIS (R B o SHDOIREAP R 5 | 9000 7,200 1,800
(Niemann-Pick disease type A) (Lymphoproliferative syndrome) ey
EEFHECH 17 [ XIAPE R Ze& 547 8 | 9,000 7,200 1,800
41 - s O NPC1ERZEEH 17 3 | 15,000 12,000 3,000 —— —
(Niemann-Pick disease type C) 118 Bruton's agammaglobulinemia  |[] BTKEREZEE D4 8 [ 9,000 7,200 1,800
42 S B M (Sitosterolemia) O aBcesERz=#AH | 3 | 11,000 8,800 2,200 IPEX ( Immunodeficiency, -
= - — — Enteropathy, X-linked Syndrome)
44 %,“\”E(Trlmet—f}/lamu.wna) [ FMO3ER =& A7 2 | 9,000 7,200 1,800 120 DiGeorgre syndrome O TBX1ZER =& DT 8 | 9,000 7,200 1,800
45 Eﬁ%ﬁ@%ﬁﬁﬁiﬁf Qm%me y |HJOCTN2ERZEZAMT | 2| 9,000 7,200 1,800 121 25— R ATAEETSE(GSD la) [ GePCE R Zet 3177 6 | 4,500 3,600 900
SE HEEEREER .
46 [ MutaseSE 142 #7 4 | 19,000 15,200 3,800 122 (Cleidocranial dysplasia(CCD)) [0 RUNX2E R 728 47 6 | 6,500 5,200 1,300
47 [ MUTERZ=Z 47 4| 8700 6,960 1,740 123 B EEF(Gaucher's disease) | GBA EERZEE AT 6 | 14,000 11,200 2,800
48 (] ';’Jg"gé\%"g'\"mg 4 | 12,000 9,600 2,400 124 IEE LI R (Kabuki syndrome) | MLL2 ERZEEH#7 10| 22,000 | 17,600 4,400
- y S _ %= = Ty sk = YA
49 RERAZROE [ SUCLA2ERZ =454 | 4 | 7,500 6,000 1,500 125 ﬁm %&ig 2[4 FOE(Apert syndrome) [] FGFR2 ERZ=& 47 4 | 2,000 1,600 400
( Methylmalonic Acidemia ) po— 126 ﬁggé% T | DiGeorge’s syndrome [122q11.2 deletion(FISH) | 6 | 4,000 3,200 800
50 DI MMACHCERZEEAHT | 4 | 3400 2720 680 27| Sotos syndrome [ 5q35 NSD1 deletion(FISH) | 6 | 4,000 3,200 800
5 |y [ MMADHCERZE#A 47 | 4 | 5,900 4,720 1,180 128 JBE B FXfiE (Pompe’s disease) [ GAAR R Z=E ST 8 | 15,000 12,000 3,000
50 |BAERR I LMBRD1ERZE#AH | 4 | 8,700 6,960 1,740 129 [ vs4+919/7 Bh{e R 3 [ 2,000 1,600 400
i [ Isovalery-CoA 130 IEAIECAE (Fabry's disease)  |[] GLARRZRE AT 6 | 9,000 7,200 1,800
53 %W%FEA demia) dehydrogenases& 47| 4 | 19,000 | 15,200 g 131 O RicisEEwRE 3| 4,000 3,200 800
sovaleric Acidemia sy
54 O VDERZZA 4T 4] 7.100 5,680 1,420 132 | e e [ sialidosis (NEU1 exon3)| 2 | 2,500 2,000 500
[ Propionyl CoA Loy | LRERERZIE (Sialidosis) Sialidosis
55 F@QME ) carboxy aseE AT 4 18,000 14,400 3,600 133 fpEeEn] D (NEU’] exon ,2’4’5,6) 4 6,500 5,200 1,300
Propionic Acidemia N Erm
56 [] PCCAPCCBELRZEE A HT| 4 | 24,000 19,200 4,800 Ik R ECRE (R B NIPBL/ SMC1A/ SMC3/
— - - 134 - (Cornelia de Lange syndrome ) O RAD21E K| Ze & 5 47 4 | 40,000 32,000 8,000
57 2 F ¥ MAF (Galactosemia) [ GALTER =& 47 4 | 7,500 6,000 1,500 mERRE T B R
= e 135 AL 5 BATIE [ JAG1E Rz D H7 3 | 15,000 12,000 3,000
B IR B B R = (Alagille syndrome)
58 [J ABCD1EREFDHT 2 | 10,000 8,000 2,000
(Adrenoleukodystrophy, ALD) L] 5ORPBGALA EE AT -
X-EREB TSN B R N T B fPorphyrin HPLCA!
59 AR (X-Linked Hypohidrotic O ED1EREFAHT 2 | 10,000 8,000 2,000 136 g P ZEfE (Porphyria) D ~ ALIMER 0.4| 2,500 2,000 500
Ectodermal Dysplasia) = s Porphobilinogen (PBGD)
60 55 FXfiE(Gaucher's disease) [ GBAREREZERDHT 2 | 10,000 8,000 2,000 deaminase;& M EDHT
61 Laron XK (EAE(EEY (Laron syndrome) | ] GHRERE 2 1| 10,000 8,000 2,000 137 ;%%gji ELFIZR [CAE (Wilson's disease)  |[] ATP7BEREZEZ A4 8 | 12,000 9,600 2,400
62 - L] 1vS4+919(ir R {8 1] 2000 1,600 400 138 [] GAG quantitative analysis| 2 | 650 520 130
63 ?%ﬁtﬁ SEAFTAFERE (Fabry's disease) | GLAEREF A 2 | 9,000 7,200 1,800 2 Dmensiona
BHRRR = 3 139 -bimensiona 2| 1,200 960 240
64 |mieane O st EERA 1| 2,000 1,600 400 electrophoresis
BRE RS PE A SRS [ MPS | enzymatic assay
65 (Ornithi?e transcarbamylase [ oTCRERZERDH 1 8,000 6,400 1,600 140 (a-L-iduronidase) 2| 1950 1,560 390
deficiency) SR [ MPS Il enzymatic assa
N TR BIE y
[&€ B FCiE(Pompe’s disease, N 141 |adest (Mucopolysaccharidosis) (Iduronate-2-sulfatase) 2| 25%0 2,040 510
66 Glycogen storage disease type Il) [ GAAERZF AT 2 15,000 12,000 3,000 ] MPS VI enzymatic assay
142 2| 1,600 1,280 320
67 FFEE (£ E 1% (GSDla) [0 GePCEREF A 1| 5,000 4,000 1,000 5 (Arysulphatase B)
===y MPS IlIB enzymatic assa
o8 R N drome) CIHPRTIEEEFAH | 2 | 10000 | 8,000 2,000 143 e enoymalicassay 2 | 1850 | 1480 370
FE2vMt 5'& R4t (Metachromatic -~ [0 MPS IVA enzymatic assay
69 Leukodystmphyf MLD) [0 ARSAEREERFHHT 2| 10,000 | 8,000 2,000 144 (Golactose &itase) - | 2 | 1.800 1,440 360




