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WER M/ BIHER BRI 1
aRE Kit®& BT R EEk-RETF FRAT fRI% ok 3 fii%E
e DaABHILNE, BIRERIEE.
P151/P152 ABCA4 ABCA4(ABCR) YEE R e B T e
P109 ABCB4 ABCB4(MDR1) FEE RS YUBEBEIETICKSBHRLE
P092 ABCC6 ABCC6 HEE PRI BRI ERE
P117 ABCC8 ABCC8 IV FE R B S A2 R e P M EAE
AGXTEEFICEALTIZ2 TV BEE R,
P305 AGXT AGXT,GRHPR FERE SRl RSN 2 D BAPRAE AGXT3E{EF(2[31244T(exon 7), C33_34insC(exon 1),
G170R(exon HDERIHELI-TA—THEFEND,
P296 aHUS MCP,CFI YEE RS Bt R BIEERE
P244 AIP-MEN AIP,MEN1 {1 FEERE TERRIE. ERENTBEBIE AIPEEFISOVWTIFRT YV EEE B,
P255 ALDOB ALDOB 2IHVUHEE B RETAE
P191/P192 Alport Col4A5 YEE PR Alport (A —)LRR—b) SEIR B
P074  Androgen receptor AR 2IYVUHESE FUROS RIS
o BHRERDTILYNAI—IAE,
P170 APP APP e W7I04R7 %A $F— (BP0 FmEE)
P168 ARVC-PKP2 PKP2,JUP,DSP,TGFb3,RYR2 Y5E Bl TEIRREAZDHE
P041/P042 ATM ATM TV EMmENIRERFAE g’;‘,;ﬁ?;‘;ﬁé@%f@lﬁ"iﬁ‘ﬁ”’
P343 AUTISM-1 15q11-q13, 16p11, SHANK3 HEE AR B FAE
P367 BEST1-PRPH2 BEST1,PRPH2 Y PR NERERCZAOT— BESTIIZDW\TIX &I YV EEE BT
P210 BTK BTK EIHVUMHEE |H<7 0T ME
. NP9 R 94—T IAEIEE . BIRFR K/ 408 (BE) BATISINZ .
MEO030 BWS KvDMRH19DNR/IGF2 HEEE Sl LR XF AL BRI = 2 PR 5T £,
BB RIS RS EESE.
P279 CACNA1A CACNA1A FEERE B ED L
CYP21A2,CYP21P,C4A, o o s CYP21PE{EFIE. CYP21A2EEF D
P50 CAH C4B,TNXB,CREBL1 R ERILEIR R EB BEEFOCE,
P025 Canavan ASPA 2IYVUHESE 2P AN
P176 CAPN3 CAPN3 FEE PRI R E A P A AT ,—2A%! (LGMD2A)
P177 CASR CASR IV Rk {ECalR 4% CalllfE
P130/P131 CCM CCM1,CCM2,CCM3 FEE PRI RIRME BRI ERE
P189 CDKL5 CDKL5NTNG1,AXR I UVUMEE Ly MEER GERER) . RETANAKE
P091 CFTR CFTR IV LM MMHE
P201 CHARGE CHD? FEE MR CHARGEfE R 8
GATA4,TBX5 [
- : N, GATA4NKX2-5BMP4E{E FIZ DL TIE
P311 CHD gsﬁ—gééﬁyf SR RRMEDERE 2T EEEERE,
New! P366  CHM-RP2-RPGR RPGR, RP2, CHM IV HEEREME
P266 CLCNKB CLCNKB, CLCNKA 45 E B IN—E—ERE
. Sx)la—-Tl)—-by—RRIARL,
P033 CMT1/HNPP PMP22,COX10,TEKT3 FEE R B 1 — ) S F—
P143 CMT2A/1B MFN2,MPZ FEE MRS 2)La—-3V—by—RF2A/1BE
P259 Coffin Lowry RPS6KA3,PQBP1 FEE L Q740 0—Y —fEIER
P271 COI1A1 COI1A1 HE MR BRRTEE
P272 COI1A2 COI1A2 FEERE BRMRTLEE
P381/P382 COL11A1 COL11A1 FEE MR Y= LREIREE
Improvect GOL2A1 COL2At AL REEELEE, SREE R HELL COL2AIEETF AT O—T &8,
Improved! — TWIST MSX2,ALX4,RUNX2, BhL-EA—Y TR, _ sp=
P30 Craniofacial FGFRIFGFR2FGFRY fft  TTiE s Potooki-ShafferfEfRHE. 7 A—ILiEIRRGE A PTA—TEREEL
P313 CREBBP CREBBP,EP300 YEE PRI IWEVRTAY - TAE—EIEE CREBBPEIGFICDW\TIEE TV B Z B,
P329 CRLFZ'?S:;?'“RA IL3RA,CSF2RA,CRLF2 4 FE A KTE. MRV A R
P149 CYP4V2 CYP4V2 £IHYYUEE Bietti crystalline corneoretinal dystrophy
P267 Dandy-Walker ZIC1,ZIC4,VLDLR FEE RS BoTA— DA —h—ERH ZIC1,ZICAIE £ TV B = .
RPS19,CSMD1,MCPHT, & INRSER MR R TR F BB
P212 DBA ANGPT2 AGPAT5 RN (Diamond-Blackfan anemia)
P034/P035 DMD DMD 2IVVUMHEE FTaAvIVRRNYA—RIFOANAT— 2)14,;5’(;365543;5;?_!\4?5%{?:?@
P237 DNAI1 DNAI IS —REBESRFRD—
P238 DNAH5 DNAH5 FEE RS —REBESRFHD—
P103 DPYD DPYD 2TV PERREYS D UK ERER (DPYD)RIBE
P268 DYSF DYSF E MRS RS RO —2BEY
P150 Dyslexia DCDC2,ROBO1,ROBO2 HETESELE RIAE
P183 EDA EDAEDAR EDARADD IV SNEEMER R ERE
P155 EDS TNXB,Col3A1 FEE R I—SR-AUORERE (MR, V)




W SER M/ BAGEIR B ARAT2

RE Kit# RiTRAE-RIET fRAT RIS ok 3 i
P333 EP300 EP300 2IYYUHEE IWVEVRBA—TAEEIRRE
P153 EYA1 EYA1 T FRIE 8- - BYE (%3 (BORIEIZE)
P215 EXT EXT1,EXT2 IV BEIEEERMENEBE
EIUVUMEE ’ ANE—FTFT4TSV R TN DHEET S
Pi78 Fu FuIL wES® A I5UL BRI O—T EAENT,
P207 FIX FIX I VUMEE mR#HB
PO31/P032 FANCA FANCA STHULE J7va——Rm AR PRI IszE i CTANCARERT O
. - NAKERE D FZEiBFE T, FANCBEZF D
P113 FANCB FANCB T B J7va—=—8h BE.HFAMBIEESER) gI:"img!?:fblfhﬁ%‘sné:tb]?%{?;u\éo
P057 FANCD2-PALB2 FANCD2,PALB2 FEERE J7ra——8im PALB2EEFICDWTIFR I VY SEEE BT
P232 FGD1 FGD1 TV EEMERERTE
P231 FGF10-FGFR2 FGF10,FGFR2 Y PR SYNERE
P198 FH FH %{Iﬁ’%’;%i IX5—H R Z 4 (fumarase deficiency) —BOTO—TEAL O AEEICBE,
P256 FLCN FLCN EIUVUMEE Birt-Hogg-Dube fE{& 8%
o o i
ME029 FMR1/AFF2 FMR1, AFF2 5 A B fgaﬁ%ﬁ?ﬂ%@ gg*ﬁ (=M%
ThL-EF—YTUfEIREE,
TWIST,FOXL2,FOXCT, e BRERZL /M SeckelfE
P054 FOXL2/TWIST FOXO2ATRPITX2.0A] FEE AL Y E?%Eg;&;ﬁiﬁéﬁ;;cﬁ eE ggﬁ?ﬁi&t
P269 FRMD7-NYS1 FRMD7 FERE SRR
EBHEUETILYNAT—R. PR NN
P308 GAB2-MET GAB2MET HETE SR Sz 55RO R METEIZFIZOVTIZR I IV E MR,
P234 GATA4 GATA3, GATA4 FEEMRE DEEE, ETe, #iEgs GATAAEIEZFIFE T IV EHERE.
P099  GCH1-TH-SGCE GCH1,TH,SGCE YEE B BEMEETESIN=T AR SGCEHEFITOVTIFE T IV EEERE.
GH1,PIT1,PROP1,GHRHR, e ; © INATR L
P216 GHD LHX3.LHX4HESX1 FEE R BERBIVEL BT LA
Improved GJB1 GJBI FhrE AR XEREBIS vLI—Y—bo—RFE  GUBTEETFRIO—TEEM,
GJB2,GJB3,GJBS, e BREKSERERE S EEEAHE.
P163 GUB-WFS1 A T sE WolframEBEt
P159 GLA GLA IV 277)—%
P209 GLDC GLDC EIUVUEE my U U mE
Gonadal Development DMRT1,CYP17A1, . DMRT1,SRD5A2iE (& FIZDLV Tl
p334 Disorder SRD5A2, HSD17B3 R ERRFEEE 2THYERERE.
P262 GrowthHI GHRIGF1,JAK2,STATSB YEE PRI AERRIVED TG (M) FEEE GHR, IGFISE{EFICDOWTIEE TV MEEE BT,
P140 HBA M o WA Eh o OE VEIET BRSO R &/ IR
HBB,HBD,HBE1,HBGT, o BYZ5E27 (B thepigEMmIE) .
P102 HBB HBBP1HS1,HS2HS3HS4 HERsL BRI MR M AE
. HFE, TFR2, HFE2, = N HFE, SLC40A1, HAMPE{EFIZDL\TIE
P347 Hemochromatosis HAMP, SLC40A S EMRSE BEEAEIOTA—VR QIOV‘J%‘EH{-.‘EE:E =
P199 HEXA HEXA YEE PRI TAYIIRR
P093 HHT/PPH1 ENG,ACVRL1(ALK1)BMPR2 &I %YV 4EiE iﬁﬁ&%g&;gﬁgfgﬁﬁ’
P169 Hirschsprung RET,ZFHX1B,EDN3,GDNF YEE PRI BV ARTIVT R RETHEGZFLSNIET IV HEEERE.
PHOX2B, GFRA3, GFRA2,
P318 Hirschsprung-2 GFRAT1, EDNRB, NRTN, FEE R ELYARTIVT R
PSPN, SOX10
P068 HMGCS2 HMGCS2 TV I U M B B
P187 HPE Ssl;?élr%z'ﬁll—)éﬁ: Y5 TESESE 2L RHIKAE (Holopresencephaly)
P165 HSP SPG3A,SPG4 YEE B SEICHEE X RRE
P213 HSP2 REEP1,SPG7 2IVVYUHEE EARME T RRE
P211 HSP region mix SPAST,SPG6 45 TE SR BT TR R
P274 Hyperekplexia GLRA1,GLRB,SLC6A5 2IYVUMHEE EvOR (T RBRFvRO/8F—)
P164 IDS DS E RS HunterfEIZ 8 (LIS HEETR)
P304 IRF6 IRF6 2TV Van der WoudefiE 1R 5%
P058 IGHMBP2 IGHMBP2 EIHVUHESE E R E MR ERE
P217 IGFIR IGFIRIGFBP3 SR 'f’:/l'JV%ﬁ%EEEg%%%RW:E#é
P184 JAG1 JAGT $EE B TSV IVEENRRE (AlagillefE IR EE)
P132 Kallmann-1 KAL1 EIUVUMEE HIVIUREREE
P13 Kallmann-2 . R HILT R
P166 KCNQ2 KCNQ2 FEERE BUHREEFERTLNA
KCNQ3,CHRNA4,EPM2A, = KCNQ3,CHRNB2iE {5 F A4t (&
P197 KCNQ3 EPM2b CHRNB2 R BUREEHERTVNA ST ARG IBTE.
P326 LARGE, FKTN, POMT2 LARGE, FKTN, POMT2 YEE PR DA —H—-T—ILIT LY FEIREE




W SER M/ BAGHELR BARATS

RE Kit# RiTRAE-RIET fRAT RIS ot 3 i
P221 LCA mix-1 AIPL1,CRB1,CRX,RPE65 HERE L—N—%XHEERNE CRBUEIEFUNFETOIIV U BIEERRE,
. GUCY2D,RDH12, -~ N CEP290iE{EFICEL TIE,
p222 LCA mix-2 RPGRIP1, CEP290 Rl L—N—RXIERAE ¢.2991+1655A->GERBRMTO—T#1BAE.
P062 LDLR LDLR I UVUMEE RiEEBEIL R TO0—)LIE
PO7I  Leukodystrophy LMNBIPLPTNotch3 f  4EfEst kAl SN A
BERMEE-SIRE,
P179 LIMB-1 GLI3 HOXD13,ROR2 YEEfEE I8 RA—-R— LIEIREE RORZE(EFUSNMI LTIV B AR,
SIRAE. JEIEMEER! EIREBR AL DMk
e Townes—BrocksfE{&EEE, OkihirofE R,
P180 LIMB-2 SALL1,SALL4,TBX5 2IHYUHEE Holt-OramfE 2 241 & 0) DU 25
LIS1,DCX,POMT1, . - JiE: . Walker-WarburgfE .
P061 Lss POMGNnT1,FLNA {1 e muscle—eye—brainfa.
NEFEEHERAERAYE 5L
MEREUDRE BRI A RO T 41—,
P048 LMNA/MYOT LMNAMYOT T VUM IA)—-RLAT7RRHO RO T4—
(BREREHEEER)
P289 LMX1B LMX1B ETJVUHEE MEREBERE
P218 LPL LPL1 Y PRI I 2B iR mAELE
KCNQ1,KCNH2,SCN5A, e '
P114 LQT KCNE1 KCNE2 YEE PR QTEREIZEF
e BHRE - IR IR IR IR,
P285  LRP5-NDP-FZD4 LRPS5, DKK1, FZD4, NDP £TUVUMEE Py %‘ﬁiﬁ%ﬂ%ﬁ
e HREHEE
P275 MAPT MAPT BEBE (G vingv—f. Evofk. NRARREREE)
P065/P066 Marfan FBN1,TGFBR2 YR PR TIVI7UREIEERE
P194 MCCC MCCC1,MCCC2 £ITUVUMEE AFILHORZLCoANILRF L 5—E RIBE
CSF1RHLXB9,MYC, e by
P144/P145 MDS ETSIMLL 4 FEE SR BRERM AR
P015 MECP2 MECP2 I UVUMEE Ly MEREE
P094 MEFV MEFV IV FK iR B E(FMF)
P104 Menk ATP7A FE RS AT IR
P233 MID1 MID1 2TV AEVVIEIRE
P241 MODY GCKHNF1AHNFIBHNF4A &I JV 4l EEFRERNRERERE
P309 MTM1 MTM1 EIUVUEE SHAF2IF—3ANF—
P100 MYBPC3 MYBPC3 FEE RS RIRMEBXE D AFAE
N taboli MLYCD,MLC1,L2HGDH, - S pmpe R, "
P107 icorders D2HGDHASPA HESE BERORBIEE DFN\UREE) D2HGDHEEF UM E R T /Y U tEE BT,
N = =Ly P141£P142% € TNIPBLIEEF O
P141/P142 NIPBL NIPBL 215V ANRIT T SRR ST EREN N,
NPCLEEFICDOVWTIEL I VY BEEERRE,
P193 NPC1 NPC1,NPC2 R CE=—TUEYIHE(NPC) T42/520,21D3FEHI[E
ERERMTIO—JTLHE.
P20 Obesity LEPLEPRPOMCSIM iy [
P229 OPA1 OPAT1 £ITUVUMEE BHRER (1 2ANBERE)
P079 oTC oTC EIUVUEE FIV=ZF RS RAILINES—E RIBRE
P055 PAH PAH TV TV U REE
P242  Pancreatitis PRSSTPRSS2SPINKI i #aEal EERERE R R TN EF =Tl
P120 PANK2-PLA2G6 PANK2, PLA2G6 $EE B B~ D ERIETEZ 1 5 IR ZMENBIA)
. PARK1 PARK2,PARKS5, . PR
P051/P052 Parkinson PARKS PARKT.PARKS 1t Y5 TESESE IR—FDVIR
P186 PAX3 PAX3, MITF YEE B D—TUI IV ERE PAXSEIGZFITDOWTIEL T IV BEE R,
P219 PAX6 PAX6 EIVVUMEE EIE. BERHERAUE . BN, PeterF 0L
P278 PCCA PCCA 2IHVUHESE JOEF R mE
P292 PCDH15 PCDH15 EIUVUEE T o—EEE
T8 100258 IS B ERBRMTO—TERE.
Improved!  Pendred/SLC26A4 SLC26A4 2I7YUMESE RURL R %&2’3@‘?5??&%;% ?’Em" TIILEISEE
YI7LUVRRATR—J%%HE,
P223 PHEX PHEX., FGF23 EIUVUMEE XIEEHIE!) > MfiE
P351/P352 PKD1-PKD2 PKD1, PKD2 YEE BN BRASHERREERE PKD2ISDW\TIF 2T IV A B,
P341/P342 PKHD1 PKHD1 YEE PRI BREASHSRUEBRRE IOVATUNDIY V(585
P022 PLP1 PLP1 I VUMEE RYYTY R AV ISR
P312 POR POR 2TV FERMEBIB BRI
P224 PPARG PPARG T VUMEE I R . #B2 HERIEHEE GRIGIE)
P265 PROC PROC YRR JOTAUCRZE




W ER M/ BAGIHER BAENT4

RE Kit# RiTRAE-RIET fRAT RIS ok 3 i
P112 PROS1 PROS1,PROSP YRS Bk MAS A5 g&gﬁg‘:ﬁ;&g@ilg{z%ﬁmw:
P254 PSEN1 PSEN{1 EIUVUEE REHETILYNAT—IR
P225 PTEN PTEN £IVUMEE Cowden (B TV) &
SNRPN,UBE3A, e =i ’ s Ny BIEFRE /G (EE) BTICMA .
ME028 PWS/AS TUBGCPS FEE SR TSE—9VIERE. 7O TIL YRR AF ;[,1|:,ﬁ¥*ﬁ(:§§ﬁﬁilﬁﬁo
P316  Recessive Ataxias SETX,APTX,FXN EE MR KRERE APTXEEFICEALTIEET YV BRI A 7.
P115 Retina RP1,RPE65RHO HETE SR WIEEREME
Retinitis NS ey I
P235 Pigmentosa RP1,RHO,IMPDH1PRPF31 &I 4V 48 HREREME
P119 RHD RHD FEE R RhD $REEE (D 1)
P FRIz 15 — N
P281/P282 RYR1 RYR1 FEE MR BEBRE jﬁﬁﬂﬁfﬁ"_’%‘;ﬁ;b aEhd.
P137 SCN1A SCN1A S ESRSE ;Lﬁ;gg;@lﬂ_:%@hﬁ\h
P108 SCN5A SCN5A FEE PRI TIVH S fEIRE . QTEREIRE
P227 SerpinC1 SerpinC1 IV RRXMETUFIAVE VIR ZHE
P243 SerpinG1 SerpinG1 IV EfEtEnEFE
Pi54 SGBS-GPG GPG3,GPC4 frEtal (Simpson’f_ QI ERE e GPCBETFIZ DN TIER TV BT,
P116 sac S o tkaY e BERHIR T —
P0O18 SHOX SHOX,PARfHL E RS B—F—fEIEEE. Leri-Weil EEIR BT E PARSESE : X, YR BADRBERENR,
P136 SLC12A3 SLC12A3 YEE PR GitelmaniE &
P138 SLC2A1 SLC2A1(GLUT1) IV I B ) a—R-+SVRAR—E—RIBE
PO49 SLCBAB Sy LA e RGN
P021 SMA SMN1,SMN2 4th YEE B HFREMEHEMRE
P060 SMA Carrier SMN1 FEERE FHERE (REE)
P258 SMARCB1 SMARCB1 ft! $EE B BUHEENHRES SMARCBTEEFIZOWTIEE I YU EEERRE,
;SD]i%{;?_ﬁ_gﬁiﬂ)FGFRﬁ%{i?l:“i?é
I d! N Gl O—J%2D8%5E,
26 soTos NSD1 LIV UhRIEREE NSDIEE RIS —TELE,
HRAIra—)LTO—T %8 M,
Spastic 2 ss8 (= ok o ok et - g8
P306 paraplegia 11 SPG11,B2M,CASC4 T SEE BT o R SPGIIZDWWTIXE TV EEEMBRE,
P295 SPRED1 SPRED1 2TV NIxALUBER, KEBfE H&
P160 STS STSKALT ft N xgﬁgﬁiﬁfﬁgés?i;ﬁ) STSEEBEFITDONTIFR T IV i EBTRE.,
P310 TCOF1 TCOF1 FEE PRI Treacher Collins—FranceschettifiE {& & IHV21 225  EHBR
P075 TCF4-FOXG1 TCF4, FOXG1 FEE R Pitt-HopkinsfE{& B
P148 TGFBR1+2 TGFBR1,TGFBR2 TV TR IBRLLE . gfigfjﬁggéxgmﬁ
P319 Thyroid TR XS FONEL, rEtan PRBREEFE FOXELBETUSNEL THV B RTE.
PO8Y TK2 N RMoE. SuoLAr Tko | HEMES ShOURYFDNA SRR
P196 TMNT2 TMNT2 YEE RS RIRMERXE D AFAE
P283 TPMT TPMT SIVYVHEE  FATUUAFINSURIIS—E(TPMT)EGEF
P257 TRET-DKC1 TERT,DKC1 FEE R EREACERE TRET#ZFIXETHV U tEEEBRE.,
EE-2-1EHERE IR,
P228 TRPS1-LGS TRPST1,EXT1 i YEE PRI E2-2-EHERF IR TRPSTEIRFITOWTIXE T IV EHERE.
(SUA—F—TAFIEEE)
P124 TSC1 TSC1 FEERE FEERTERE AL
. ; TSCLEGZFIREDPKDEGFICEH
P046 Tsc2 TSC2 FEE AL FEERTERE LS o= (158),
P337 TSC2 TSC2 FEE PRI FEERTERE AL PO46&(ETO—T DEREHEENEL S,
P336 UBE3A UBE3A,GABRB3MTHFR FEE MR TFoOT IV UEIRE ME028 T - fE RO, B A,
P321/P322 VPS13B VPS13B YEE PRI CoheniEIRE TIHYUE1ALUNDIIY U SHEFE,
PO11/P012 VWF VWF TV Von Willebrandf
P029 Williams B o Rrog i s AT LR
P098 Wilson ATP7B FEE RS 4P
P205 XLP SH2D1A 2IVVUHESE FIESTERIER ) SRR AR

(DuncanfE &)




W G A R /M R AR AT

RE Kit& RifRAaE-RIET fRAT SRS R %
P147 1p36 Chr1p36 YEE B REATHHEBERE
P188 22q13 Chr22q13 FEEMRE FEAFHEUBERE
P324 22q11 Chr22q11 R AR Iy rﬂ;aggzgrs) EoBmEn  DEORVU—=VTRATIZEP50EHE,
P095 Aneuploidy Chr13,18,21X.Y Y5 ESRE FEABMES
iﬂl‘?ﬁsﬁﬁ o T
I d! N ATPIBALEEFRIO—JRE—HER,
P1"8“1’7})3v1582 Centromere Chr1~22XY (Y;(é@,ﬁil#() TILSA - DA :)hu—l)zl,}%ju—jﬁigﬁlu =
P356  Chromosome 22q 22q11, 22q13 E RS REATHHEBERE P036. P069/PO70CRLNI-#ER DR, B A,
P250 DiGeorge Chr22q11 HESE R ey JEE??&?F%%“@E migp  Chr22al1IS30MEMOTO—JTERE,
. p TAOI—DERE Chr22q11IZ10FBE DT O—J /T,
PO23  DiGeorge/VOFS Chr22qTt R D% BRI VorS), BOBERE  LUSRSHA - ISPrs0E IR
P340 EHMT1 EHMT1,CACNA1B, C90rf37 HEE PRI 9q I TOAT REFEIEERE. Kleefstra syndrome  EHMTUEEFICDOWTIZR TV EIEEBTRE.
. . Chr1p36,2p16.1,3G29,
Microdeletion . REATRHD R ZE/ FEHEFEREICH TS
P24S Teyndromes o a et tas sy | TR RN KR
Chr1g21.1,1921.1,3929,
p297 Microdeletion 7936.1,12p11.23,15q13, T RETHDFRE/ FBHEFERFICETD
syndromes 2 15q24.1,16p11,17q12, TR S ERMUNR KB
18q21.2,20p12.2
P371 Microdeletion Chr2p16,8424,9922, T REATRHD R ZE/ FEHEFEREICH TS
sydromes 5 11p13,15¢24,17g21 TR RN R KRR
P72 Microdeletion Chr5q35,10p15, $5EEn RETEHDFE/FE B HAEIREIZH1TS
sydromes 6 16p13,17q11,22q11 h EQ= NP UV ES: i
Microdeletion Chr1p36,3929, 5 REATRHD R E/ FEHEFEIREICH TS
Pa73 sydromes 7 4p16,5p15, 22913 e %E{M&/J\ﬁ;ﬁ?&*ﬁ
Microdeletion ChrXq28,7q11, pe RETHOFE/ BHERERECH TS
p374 sydromes 8 15q11,17p13,17p11 e S8 AN R A RAT
VAT LRERE, ASAA ST RERE.
PO64 MR1 Chrip5a17p,159 Ht RS TAVA_TERH R, ZNEROEBERRELETO—TIVHR,
LA —Y TR E
A ILT B AR— U REREE.
P09 MR2 Chra 581121 R AR NACRIEIRR. FREROERENRELETO—TIVIR,
WEDRTAY - TAE—ERBELE
FMR1,FMR2,TM4SF2,GDI1,
P106 MRX SLC6A8,ARX,OPHNT, HTE PRI X B IREHIE TR IR
DCX,FACL4PQBP1 i
Prenatal . BETFHORE BaESERR st 2OLHEOTA-JEAT
P290 microdaletion Chr13,1821XY ft SR &Ei*fr‘&d\k;ﬁﬂ ;3&82;?;()]&( # B EOBETFITHETS
PO36 Telomere-3 Chrl~22.X.Y 7 fﬂ%w REATYERBERE
2tk PO70&IFIEFRI—DTO—TIVIR,
P069 Telomere-4 Chr1~22XY HI7 0P iEk RERTHHIBERE 13,1415, 21, 2B LA K
" (R AR L E K BROTO—T AT,
POT0  Telomere-5 Chri~22XY L3 FEETOELHERY POSSLIEREZTO—TTIV R EEND.
P208 Telomere-6 Chr2p,3p,6p.8p #7\7%%@%@ RERTHHEBERE P036. P069/POT0THELNI-HER DR, B A,
P230 Telomere-7 Ch9p,10p,11p,12p #jvi-t?;‘{éiﬁii FRERTHEREERS P036. P069/PO70TELNI-HER DR, BHA,
P249 Telomere-8 Chr17p,18p,19p,20p #7\3,%1%;@ RERTHHEBERE P036. P069/POT0TELNT-#ER DR, B A,
P264 Telomere-9 Chr1q,2q,3q4q #jftﬁ‘{éﬁﬁii FRERTHHREERS P036. P069/PO70TELNI-#ERDRER. BHEA,
P277 Telomere-10 Chr5q,6q,79,8q #7\7%%@%@ RERTHHEBERE P036. P069/POT0THELNT-HER DR, B A,
P286 Telomere-11 Chr9q,10q,11q,12q #j%:l:%giﬁii FRERTHHEREERS P036. P069/PO70TELNI-#HER DR, BHA,
P291 Telomere-12 Chr13q,14q,15q,16q #7\3,%1%;@ RERTHHEBERE P036. P069/POT0TELNI-HER DR, B A,
P320 Telomere-13 17q, 18q, 19, 20q *ﬂ'j;'f;‘{?iﬁii FRERTHHREERS P036. P069/PO70TELNI-HERDFER. BHA,
Tp, 15g—cen, 16p, QLY s Y F] 4 s Po36. P0=(59/P070;G1%151’LTI:J{!%§0)6§§.§‘ B,
P365 Telomere-14 21a-cen, 21q DR e, Z2ERTHEHEREERE 15, 21 FBF AR OREE R L AKX A

TO—JO—EIEEU b AATEREIZEEE .




WK/ B AR AT

aRE Kit4 BT EE-RETF fRAT RIS ot 3 fik%E
P043 APC APC 2TV KR K GARIEE
P002 BRCA1 BRCA1 TV B RiEEEHL A
. kL S ) A P002&(FR%GHTO—TEEH.
P087 BRCA1 BRCA1 EIYVUHEE EIEM - RIEMEIAA P02 FLVC R SN B RO BREBCENG,
P239  BRCAT region NBRINBRZVATIRND2 #  4524Est BEN - REELAA g;%fg%ﬁi”ﬁm:ﬁﬁ?éﬁﬁ;@
BRCAZEEFICOVWTIEE TV M E BT,
P045 BRCA2/CHEK2 BRCA2,CHEK2 S5 7E A BN RIRMEEL A CHEK23&EEFIZDULVTIX1100delCEEIZ
/ELE-T0—J%8T,
P077 BRCA2 BRCA2 IV BN RIRMEEL A P045/ P00 TR #ER DR, B A,
P090 BRCA2 BRCA2 EIHVUHESE B RiEEEHL A P45\ 5CHEK2E IR FRETO—TER U=k,
P240 BRIP1-CHEK1 BRIP,CHEK1 2TV B REMEIAA
P083 CDH1 CDH1 £IVUMEE RiEEB A
P190 CHEK2 Rt e R A
P158 JPS PTEN,SMAD4,BMPR1A YEE B EEMRR— REES
PO17 MEN1 MENT1 FEE AL S RN BIESE
P003 MLH1/MSH2 MLH1,MSH2 IV BEHEFERIR—SZAKBAA
MLH1-MSH2 N = PN N PO03EIFR4DTO—TEEH.
P248 confirmation MLH1,MSH2 2TV BEHEIERIR—S ZAKRBHA P003EFLVC IR SN B RO BRACENG,
POOE  MSHE/PMS2 e R SBIEHE IR R— S AR
PO72 MSHS R A HE AL BRI R —S AKIAA MSHOEIEFISBIL TR 2 T/ AR AR,
5 y ; P081&P082% #f & TNFIIEZF D
P081/P082 NF1 NF1 SR I BIRiZ IR IR IE STHU R E N —,
P122 NF1 area NF 1551 HEFRIE I R R R
e \ y NF2;EfZF DT OE—4—5EHEIC
P044 NF2 NF2 EIVVUHESE T B iR AR AEREAE HEDTO— D EE,
P067 PTCH-Gorlin PTCH FEERE HEMSBHE R
P047 RB1 RB1 $EE B HBIEFMaiE
I’“""‘;";;g SDHD SSD;SASFE";%f'REf i SR SR AR TR SDHAF1,SDHAF2iB{zF 7 0—J%EM,
P101 STK11 STK11 I UVUMEE RAY Az H—REGRH
P056 TP53 TP53 EIUVUEE )= D5 AJEIREE
PO16 VHL VHL 2IYYUHEE THUEYRIL-YURDR EIYYUIBLUENTO—TEHRE.
P118 WT1 WT1 2TV AL LR FES
B DNAAF VALFENT
MEo24 %P2 ‘:Eg'i(;‘"z‘v 28 CDKN2A,CDKN2B ft YEE PR AR
e NP PR I4—T IAEIEEE .
MEO030 BWS KVDMR H19DNRIGF2 R R Sotl- S N—E B
ME029 FMR1/AFF2 FMR1, AFF2 YEE R MESEXAEIRAE
I d! MLH1,MSH2,MSH6 MLH3, -
mp’m; 1 MMR PMS2,MSH3 MGMT Rl A KERE
ME028 PWS/AS R e G TIH—IVERRE TR ERE  ATLCBRMEE (M 1) EER(CET,
BEOBEEFRE/ERERBITICLERATEE,
VHL,TIMP3, APC FHIT,
. o AQQE e < FRBIEFITHLNT, MECOT1 F k&l
ME0O1  Tumor Suppressor 1 ATMﬁE&g%L:;fﬁSFL S EMRSE MAHRE Er e e )
VHL,TIMP3, APC FHIT,
MEO002  Tumor Suppressor 2 ATM,PTEN,MLH1,RASSFT1, L3 o AR
MLH3BRCA2 4t
CCND2,SCGB3A1,BNIP3,
ME003  Tumor Suppressor 3 Hg;?:;(sg pf‘(;\? :13(3855534 Y5 E R HAHER
TWIST1,BCL2




WS KRR AR AT

RE Kit® | BEREK-RET Pra v o E 3 \ e
9p21 CDKN2A/2B . N BIRTF R &/ 1808 (EE) BHTICNZ .
ME024 region CDKN2A,CDKN2B t FEE MR HAHR AF AL M L En AT AL
BCL2L1,SRCMYBL2,
P157 20q PTPN1,ZNF217, FEE R AR
BCAS1,GNAS fti
IKZF1, PAX5, ETV6, RB1,
BTG1, EBF1, CDKN2A, - e
P335 ALL-IKZF1 CDKN2B, CRLF2, FEE SR Sk DPZASK 3=k
CSF2RA, IL3RA
ERBB2, BIRC5, MYC,
P078 Breast Tumour TOZZC%SF@C,\T;DH S EMRE HAMA
EGFR C110rf30
PO14 Chr.8 MYC,RAD54,FGFR1 i YEE B RERBEE
TP53RB1,ATMPTEN, e S8
P037/P038 CLL MYG.CDKN2A/B it FEE SR (=1 DDA 3=t
TP53,RB1,DLEU, S )< ’ P037£P038D T O—T % &KL .
P040 oL MIRNT5A-16 ATM ftt e BAE) s SRR BHELETO—J3953Z,
P315 EGFR EGFR EIUVUMEE HAHIR
P004 ERBB2 ERBB2 fth $EE B AAA
EGFRERBB2,FGFR1,
P171 Gaini GSTPLMYC,M{@ET, YEE PR AR
PDGFRA
pi72 Gain2 AKTIBOLZCDKAGSTRI. ooy # s
BRAF,CYP27B1IGFBP2,
P173 Gain3 NRAS,NTRK1, FEE SR AR
PDGFRARUNX1
P088 Gliomal Chr1p,19q YEE B AR
PI05  Glioma2 TRSSPTENGDKNA.  gseimy # At
P005 H.C.A.1 Chr1~22XY YEE R TILSAU - H AR
P006 H.C.A2 Chr3,4,6,11,17,18,19 FEE PRI TILSA2 - HAKR
P007 H.CA3 Chr3,8,11,12,14,17,20 th FEE RS TILSA2 - D AR
P084 HNSCC1 TP53,CDKN2A i FEERE BEHART LRAA
P327 iAMP21 - ALL Chr. 21 YEE R L UPZAT A=Yk
IKZF1, IKZF3, ZPBP, FIGNL1 = _
¢ f ' ' r PTI, IKZF1, IKZF3ERFDE LTIV UITDE
New! P202 IKZF1 (IKAROS) ggtéthrén‘gzsgbiﬁég T PR =X DPZALk 3=k 2FEE DT O— T E 2yt
New!
P301jP302 Medulloblastoma Chr 1~10,14,16,17,20 YEE PR B3 IE
P303
BIRTF R &/ 1808 (EE) BEHTICNZ .
Imeroved MMR oM s 1S AR AF AR LI AT e
' ' MGMTE{ZF ARG EHIBEOTO—T#EB M,
Chr1p36, 3p22/3p21.3,
P251§$§g§ Neuro blastoma 1123, 2p24.1/MYCN, TSR HIZSFIE
233, 17p13/TP53 i
VHL,TIMP3 APC FHIT,
ME0O1  Tumor Suppressor 1 ATM,PTEN,MLH1,RASSF1, Y EMRSE MAHRE
MLH3BRCA2 4t
VHL,TIMP3 APC FHIT,
ME002  Tumor Suppressor 2  ATMPTENMLH1,RASSF1, FEERE AR SEIETF R /1808 (F4) BATISINA .
MLH3BRCA2 fth AF VLT IS HERFA AT BE,
CCND2,SCGB3A1,BNIP3,
ME003  Tumor Suppressor 3 Hg;?:;(sg pf‘(;\? :13(;855534 Y5 E R HAKER
TWIST1,BCL2
P27 Uveal Melanoma S e s RESWBIEREE
EnRNAR/G-F R BT
RE Kit# RifRBEE-RIET R RIS ot 3 i
RO11 Apotosis mRNA BCL2,BADBAX fth YEE Bl ERRNA
R009  Infi ion mRNA IL2]L4,1L6 fth YRR ERRNA







