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2012 THSIE 2ASIL BIAOHY (HISO!, HIR &) -

No | GCAL 2 A oo | oo SA= EESIE!
- = == 20114 20124
1| X639 | Alk gene 598 | Cz967 221,000 228,000 | M4 MSYR
2 | X409 | ATL1 gene Mutation(SPG3) £595 | Cz630 491,000 516,000 | &4 & AMSYR
3 | X079 | BTK gene Mutation £595 | Cz664 499,000 524,000 | A48 AMSYR
4 | X208 | CACNATA Gene Mutation £595 | Cz628 [1,610,000 | 1,658,000 &A&EMSYEI
5 | X853 | CACNA1S gene Mutation £595 | CZ656 166,000 174,000 | 4 EAEER
6 | X140 | CFTR gene Mutation £595 | CzZ631 963,000 992,000 | A& MESYR
7 | X624 | COL3A1 gene Mutation 595 | Cz683 |1,346,000 | 1,386,000 &&EMSYHR
8 | M560 | CYP2C9 genotyping(Full) £597 | CZ905 430,000 443,000 | AMEAMSYR
9 | P540 EBV PCR & & =598 CZ965 97,000 102,000 | A MESEHR
1 K116 ELANE gene, mutation (ELA2, neutropenia) =595 CZ706 186,000 195,000 | &fENSHR
X801 F9 gene Mutation(Hemophilia B) 595 Cz645 342,000 359,000 | AfHANMESHA
X100 | Familial Mutation, autosomal dominant - - 94,000 99,000 | AfEN=HR
X168 FSHD.D4Z4(Southern Blot) =596 Cz820 445,000 467,000 | A MESER
M740 GJB1 gene Mutation(CMTX) =595 Cz617 223,000 234,000 | A EN=SEA
P546 GST gene Genotype(GSTM1, GSTP1, GSTT1)| %597 CZ899 265,000 278,000 | A ENSEA
7162 | Marfan syndrome(FBN1) £595 | Cz613 991,000 | 1,021,000 | &A= EHRA
X284 MFN2 gene Mutation(CMT2A) =595 Cz646 613,000 644,000 | NS ER
X742 MGMT Gene =596 Cz815 180,000 185,000 | &fENSHER
S809 | NF1(Neurofibromatosis 1) +595 | Cz629 |1,015,000 | 1,045,000 | &&8NSE2
X519 | PABPN1 gene point mutaion 595 CZ641 120,000 126,000 | &f A =S8R
X829 PKD2 gene Mutation =595 CZ659 448,100 471,000 | fENSER
X065 PMP22 gene duplication(CMT1A) =596 Cz827 382,000 401,000 | &fENSER
S217 PMP22 seqguencing =595 Cz616 272,000 286,000 | NS EHA
M713 Prader-Willi PCR =596 Cz832 168,000 176,000 | &fENSHER
X174 | PROC gene Mutation(protein C deficiency) £595 CZ636 363,000 381,000 | &&M=ER
E001 Proinsulin 206 Cz206 32,000 34,000 | &fENSYER
X175 | PROS1 gene Mutation(protein S deficiency) £595 Cz632 533,000 560,000 | A& M=ER
Z166 | PTPN11 gene Mutation(Noonan syndrome) £595 Cz621 432,000 454,000 &fEM=ER
X209 RB1 Gene Point Mutation =595 Cz600 987,000 | 1,036,000 | &M= HA
5219 Rett syndrome(MECP2) =595 Cz642 365,000 383,000 | M ESHA
X852 SCN4A gene mutation =595 Cz682 909,000 954,000 | NS HA
X143 SERPINC1 gene Mutation(AT3 deficiency) =595 Cz637 303,000 318,000 | A8 NMELHE
K070 SMAD4 gene mutation =595 Cz603 362,700 381,000 | A8 NMELE
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X410

SPAST gene Mutation(SPG4)

=595

Cz615

519,000
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35

X004

STK11 Gene Point Mutation

=595

Cz602

394,000
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X009

TP53 gene Mutation(Li-Fraumeni syndrome)
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X147

TSC1 Gene Mutation
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TSC2 gene Mutation
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M523

VHL gene Mutation
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Z896

WAS gene Mutation
(Wiskott—Aldrich syndrome)
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Thalassemia battery
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Alagille Syndrome
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Androgen insensitivity Syndrome
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Anti NMO IgG(Neuromyeli.)
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CAH major mutation
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C—Kit 1 exon

=595

Cz625

97,000

102,000

x
Mo
=)
z
0%
o

48

X217

C—Kit 3 exon
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C—Kit 4 exon
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DAX1 Gene Mutation

383,000

460,000

x
Mo
(=)
z
0%
o

51

M6E79

DMD/BMD Deletion
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Z053

FGFR2
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X176

GCH1 Gene Mutation
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X025

LOL Receptor gene Mutation
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NPC gene Mutation
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X453

Paraneoplastic Ab(& &)
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Paraneoplastic auto Ab
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X835

PARK2 gene mutation
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M747

PML/RARA
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X014

SMPD1 gene Mutation
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X555

SPINK1, PRSS1 gene mutation
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Z355

THRB gene mutation
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X938

Vit.D resistant rickets
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CZ700
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5538

Tryptase
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