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1 B661 Achondroplasia FGFR3 FGFR3 gene Major mutation (Achondroplasia) [Sequencing]
2 7020 AML1/ETO SE X} ZHHi & AML1/ETO (RUNX1/RUNX1T1) F X} X{ui ¥ [RT-PCR]
3 S875 Apo E genotype APOE genotype [Real-time PCR]
4 X779 Avellino corneal dystrophy mutation .[r:eFaTtigni:ePlélR?‘lH mutation (Corneal dystrophy, Avellino type)
5 M345 BRAF Mutation BRAF gene mutation [Real-time PCR]
6 L446 BRAF Mutation (Sequencing) BRAF gene mutation [Sequencing]
7 2226 CADASIL NOTCH3 gene mutation (CADASIL) [Sequencing]
8 P538 CADASIL family test NOTCH3 gene, Familial mutation (CADASIL) [Sequencing]
9 L535 CALR gene mutation CALR gene mutation [Fragment analysis & Sequencing]
10 | N915 CBFB-MYH11 R X} Xt & CBFB/MYH11 XX} Xt [RT-PCR]
11 M347 CEBPA Gene Mutation CEBPA gene mutation [Sequencing]
12 NO040 c-KIT gene mutation (BM) c-KIT gene mutation (BM) [Sequencing]
13 X348 c-KIT gene mutation (Tissue) c-KIT gene mutation (Tissue) [Sequencing]
14 X757 c-KIT gene mutation (WB) c-KIT gene mutation (WB) [Sequencing]
15 X031 E2A-PBX1 QM X} XHHi & E2A/PBX1 (TCF3/PBX1) R F X} X{ui & [RT-PCR]
16 N537 EGFR (cell-free DNA, Real-time PCR) EGFR (cell-free DNA) [Real-time PCR]
17 L694 EGFR (PNAClamp) EGFR (Tissue) [PNA clamping Real-time PCR]
18 M040 EGFR (Pyrosequencing) EGFR (Tissue) [Pyrosequencing]
19 M683 Factor V Leiden mutation Factor V Leiden R534Q mutation
20 M745 FLT3-ITD FLT3-ITD mutation [Fragment analysis & Sequencing]
21 M746 FLT3-TKD FLT3-TKD mutation [Sequencing]
22 MO019 GLA Gene (Fabry) GLA gene mutation (Fabry disease) [Sequencing]
23 K599 HBV 2FX|LH A= 0| 24F(sequencing) HBV 2fX|L 0| 24F [Sequencing]
24 L265 HCV 1b NS5A L31/Y93 QEM|LiAd A} HCV 1b NS5A L31/Y93 2FH|Lj A4 Z Al [Sequencing]
25 N340 HCV genotype HCV genotype [Real-time PCR]
26 MO053 Hemavision 28%& Hemavision, Acute leukemia gene rearrangement profile [RT-PCR]
27 X157 HPRT1 Gene Mutation HPRT1 gene mutation (Lesch-Nyhan syndrome) [Sequencing]
28 L020 IGH S™X} 7 & IGH gene rearrangement (IGH §F X} x{ujj &)
29 M049 JAK2 gene Exon 12 Mutation JAK2 gene Exon 12 mutation [Sequencing]
30 2041 JAK2 V617F mutation JAK2 V617F mutation [Real-time PCR]
31 M562 KRAS FH| =HHO| KRAS M| &¢HO| [Sequencing]
32 M563 KRAS =9 =¥ HO| KRAS F9 E¢H0| [Pyrosequencing]
33 MO15 MENL S X} 24 Af I[\:::l:ei:;eg]mutation (Multiple Endocrine Neoplasia Type 1)
34 L665 MPL gene W515 mutation MPL gene W515 mutation [Sequencing]
35 M014 NF2 (Neurofibromatosis 2) NF2 gene mutation (Neurofibromatosis 2) [Sequencing]
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36 M346 NPM1 gene Mutation NPM1 gene mutation [Sequencing]
37 MO029 NRAS MK S EO| NRAS F K| SHHO| [Sequencing]
38 MO030 NRAS £Q EAEO| NRAS F82 EAHO0| [Pyrosequencing]
39 M555 PCR of Major bcr/abl Major BCR/ABL1 [RT-PCR]
40 M556 PCR of Minor bcr/abl Minor BCR/ABL1 [RT-PCR]
41 L025 PDGFRA gene mutation PDGFRA gene mutation [Sequencing]
42 H188 PML/RARA Bone Marrow PML/RARA /4 (BM) [RT-PCR]
43 S884 PML/RARA Whole blood PML/RARA 44 (WB) [RT-PCR]
44 G229 PML/RARA HZFBM) PML/RARA X ZF (BM) [Real-time PCR]
45 M747 PML/RARA HZFWB) PML/RARA HZF (WB) [Real-time PCR]
46 M678 Post-BMT Post-BMT engraftment analysis
47 M684 Prothrombin G20210A Mutation Prothrombin G20210A mutation
48 MO07 PTEN PTEN gen.e mutation (PTEN Hamartoma Tumor syndrome)
[Sequencing]
49 7166 PTPN11 gene mutation (Noonan syndrome) PTPN11 gene mutation (Noonan syndrome) [Sequencing]
50 K157 Real time major BCR-ABL (IS) M 2f Major BCR/ABL1 (b2a2, b3a2) 2 (IS) [Real-time PCR]
RNF21 R4810K i M i
51| L002 | RNF213 gene R4810K mutation 3 gene R4810K mutation (Moyamoya disease)
[Sequencing]
52 Z906 SCA 1 SCA 1 gene mutation (Spinocerebellar ataxia 1)
53 Z907 SCA 2 SCA 2 gene mutation (Spinocerebellar ataxia 2)
54 Z908 SCA 3 SCA 3 gene mutation (Spinocerebellar ataxia 3)
55 Z909 SCA 6 SCA 6 gene mutation (Spinocerebellar ataxia 6)
56 Z910 SCA 7 SCA 7 gene mutation (Spinocerebellar ataxia 7)
57 S160 SRY gene SRY gene (Sex determining Region Y) [PCR]
58 S893 TEL/AMLL SE X} ZHHi &S TEL/AML1 (ETV6/RUNX1) XX} i [RT-PCR]
59 B341 Thalassemia mutation HBB gene mutation (B-Thalassemia) [Sequencing]
TTR i H i T h in Amyloidosi
60 N131 TTR gene mutation gene. mutation (Hereditary Transthyretin Amyloidosis)
[Sequencing]
— TCR gamma gene rearrangement
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UGT1Al tati Crigler-Najj d
62 N476 UGT1A1 gene mutation (Crigler-Najjar syndrome) .gene mutation (Crigler-Najjar syndrome)
[Sequencing]
63 P535 UGT1Al genotype, major variants UGT1A1 genotype, Major variants (Irinotecan sensitivity)
(irinotecan sensitivity) [Sequencing]
64 M342 VKORCL1 Genotype VKORC1 genotype
65 7963 Wilson Disease ATP7B gene mutation (Wilson disease) [Sequencing]
ATP7B , Familial tati Wil di
66 1493 Wilson disease family test ge:ne amilial mutation (Wilson disease)
[Sequencing]
67 MO031 22| 8l L9 -3 XH(Major bcer/abl) Imatinib 2X|Lf4d (Major BCR/ABL1) [Sequencing]
68 M338 shAGH ok x| Ll A4 (INH,Sequencing) stz siokx|Lf A (INH) [Sequencing]
69 M337 shAGH ok x| L M (RFP,Sequencing) shsiokx|Lf A (RFP) [Sequencing]
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