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DABNA A, BRBREME.
P151/P152 ABCA4 ABCA4(ABCR) MBS RS
P109 ABCB4 ABCB4(MDR1) YUBRBIETICKBIERE
P092 ABCC6 ABCC6 MR AR
P117 ABCC8 ABCCS FERBGMES R IfE I M
PO76  ACADVL-SLC22A5 AGADVL, SLC22A5 L SLORASRETFITMLTAST Y AR,
ADAM22, GPR98, KCNAT [
y y : - KCNA1, LGHEEFIZ DL TIE.
P408 ADLTE-LGI Kclr:lé;t], r;%%m , BIEEETANA STHU A RR.
AGXTEE?—IZEELrlzté:7v>€§iﬁ’&¥ﬂﬁa
N . AGXTE{EFIZI1X1244T(exon 7),
P305 AGXT AGXT.GRHPR RSt 2T BIRIE C33_34insC(exon 1), G170R(exon )N ERE(Z
L7 a—J4&Fh5,
P296 aHUS MCP,CFI R M REBEEIRR
P244 AIP-MEN AIPMEN1 ! TERRIE. ERENDDESE APEIEFITONTIRET IV A E R,
P255 ALDOB ALDOB B RERTE
P191/P192 Alport ColdA5 Alport (A —)LR—b) EIREE
P074  Androgen receptor AR FURAT R GE
BHREERDOTILYNAT—IE,
P70 APP APP Bi7EOAK7 %A F— (7SO /F hEE)
. CFH,CFHR3,CFHR2, — 6F8MDSNPI=xt L TR
arch  ARMD mix-1 CFHRIKCONT2 2 IR IR—TEEL,
PKP2,JUP,DSP, TGFb3, 5 =y
P168 ARVC-PKP2 RYR2.DSG2.DSC2 FEIRREAZEDHIE
- P041£P042E BHE TATMIBIEF D
P041/P042 ATM ATM M B HRER 14 S RAE S THYARREN —,
P348  ATP1A2-CACNA1A ATP1A2, CACNATA R R EER
PO13 ATRX ATRX, Xq13 aY5EI7 . BEEH IHYL935ISDVTIE, 220 TA—T%
P343 AUTISM-1 15q11-q13, 16p11, SHANK3 BRAE
P367 BEST1-PRPH2 BEST1,PRPH2 BRERERCAMOT— BESTI1[ZDW\TIFXE T/ MEEHE .
P210 BTK BTK |AL<o 0T i
< = AF AL EEESR (Hha 1) WIBEFRCZLET,
Improved! NSD1,H19, IGF2, RyGo4 X )4 —TFIEREE. i oy s = P Y Py ap
BWS/RSS - BT B OBIEF R K/ SR EH AT LI AT HE,
ME030 CDKN1C, KCNQ1 VIV IVIN—EREE XEADIO—TE B,
P279 CACNA1A CACNATA R REM R, —BEBKR
CYP21A2,CYP21P,C4A, = [P CYP21PE{EF (&, CYP2IA2ZEIEF D
P050 CAH C4B,TNXB,CREBL1 FRIERIE KA B A BERETOL,
P025 Canavan ASPA Ve RAYE ]
P176 CAPN3 CAPN3 R#H R RO Z O T0—2AR! (LGMD2A)
P177 CASR CASR RIEHIECaR S CalllfE
P130/P131 CcCcM CCM1,6CM2,CCM3 R ERmEE
P189 CDKL5 CDKL5NTNG1,AXR Ly MERE GERER) . REATANALE
P091 CFTR CFTR TR REAMEE
P201 CHARGE CHD7 CHARGEfE &3¢ IHY~BITDWTIE, 220 T O—T % 5&it.
GATA4,TBX5 P
. . N GATA4NKX2-5 BMP4BZF (DL Tl
P311 CHD NKX2-5,22q11, FRMEDESR el
BMP4,CRELD1 LIV ERERRE.
P366  CHM-RP2-RPGR RPGR, RP2, CHM BEEREME
SRS R IRIE (Beckerfi. Thomsends) . KCNJ2IBIRFDITYY22(2 D0V T,
P350 CLCN1-KCNJ2 CLCNT, KCNJ2 Andorson- Tawilis R 3ODTO—TEBE,
P266 CLCNKB CLCNKB, CLCNKA IN—HB—fERE
Do )ba—- T —-by—RIFIARL,
P033 CMT1 PMP22,COX10,TEKT3 Bt B = o 00 (F—
P143 CMT2A/1B MFN2,MPZ Trlba—-3—-ky—RJH2A/1BE
P259 Coffin Lowry RPS6KA3,PQBP1 a4 0—)—fEIRE
P271 COIA1 COI1A1 BB EE
P272 COI1A2 COl1A2 BRETEIE
P381/P382 COL11A1 COL11A1 T—Iv )VIEIREE
P214 COL2A1 COL2A1 RERREE. ARRBEMBELRE COL2ANEZFRATO—J%8m,
P080 Craniofacial TWIST MSX2,ALX4,RUNX2, ThL-Er—Y T REIRRE,
raniotacial FGFR1FGFR2,FGFR3 {tl Potocki-ShafferfEIR B . 7 X— L EEIR B2 E
P313 CREBBP CREBBP,EP300 IWEVRT AV TAE—fEIREE CREBBPBZFICOVTIFR TV U EHERRE,
P149 CYP4V2 CYP4V2 Bietti crystalline corneoretinal dystrophy
P267 Dandy-Walker ZIC1,ZIC4,VLDLR B T4— A —h—ERE ZIC1 ZICABIEFISOVTIFRTH VU ERRE.
p212 DBA RPS19,CSMD1,MCPH1, NRERMIR R SR FIRE
ANGPT2,AGPATS (Diamond-Blackfan anemia)
New! P368 DCLREIG DOLREIC, MELGT, BEHAERETLIE, OmennfElRE DOLRETCIS DTl & T4y AsE 8.
— s s SS _ P034£P035% ff £ TDMDIf{EF D
P034/P035 DMD DMD TaAvIVR/AyA—BHORA T ST A AR E N —,
P237 DNAI DNAI1 —REFESRFRO—
P238 DNAHS DNAH5 —REMESAF RO —
DOCKS#ZFD LYY DN TIE3DD
P385/P386 DOCK8-STAT3 DOCKS, STAT3 EIgEAEIRBE Ja—J ., I5J220200TIE200
TR—TJERE,
_ SRR REE L E(ALS).,
e DPP6-CRKL DPP6, CRKL LA i Lo
P103 DPYD DPYD TERFOEYI DU Bk FEBESR (DPYD)RIBSE
P268 DYSF DYSF BERGCR0T.—2BE
P150 Dyslexia DCDC2,ROBO1,ROBO2 REFE
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28 Kit& R RET xR i
P183 EDA EDAEDAREDARADD NEERERERE
P155 EDS TNXB,Col3A1 I—SR-FUOREFEH(ME, V)
P333 EP300 EP300 IWEVREL—TAEEREE
P153 EYA1 EYA1 8- B - BYEIZ R (BOREIZEE)
P215 EXT EXT1,EXT2 BIEEERMENBIE
FIWNA—FTF4TESV RO TN OB EET D
P178 Fa Fv kA IOV RBERERRELETO—T FEENT,
FEEFISOVWTIFE IV BEEERE.
P207 FIX FVILFVILFIX mRHB FUL&EFRFO—J%8m.,
o P031£P032% & TFANCAEIZF D
P031/P032 FANCA FANCA J7va—=8Mh T HY AR AR,
. - HAMRID 3EBFZ T, FANCBEIZFD
P113 FANCB FANCB J7va——Al B, AAMR (KESHR) AE—HENILHENBIENTMSENTINS,
P232 FGD1 FGD1 EEMERETRTE
P231 FGF10-FGFR2 FGF10,FGFR2 FYFEREE
P198 FH FH T 5—E RZE (fumarase deficiency) —BOITO—TEAFOUERICERE,
P256 FLCN FLCN Birt-Hogg-DubefE 1% 3
! BRF R K/ HE0E (B4R FRATIMNA
ME029 FMR1/AFF2 FMR1, AFF2 S8 XAE 15 2% SF AR = 5 F AT B
L -EA—YTUAEIREE,
PO54  FOXL2/TWIST T OXLZEOXO, BRESZUSE/IMEIREE, SeckelfEfREE,
A ' Y—H—ERR . XEERSHERE FERE
P269 FRMD7-NYS1 FRMD7 SRR
BRETIVYNAIT—R, = e
P308 GAB2-MET GAB2MET Bt 5L A B METEEFISOWTIF LTIV L M.
P234 GATA4 GATAS3, GATA4 DS, BT 2, BELL CATALEIE T DRIV EEERRE,
P099  GCH1-TH-SGCE GCH1,TH,SGCE EEMEEITHES XN=7 G SGCERGFITDVVTIEET IV B E .
P216 GHD G P ROP 1, SHRHR. BERILEL S BT LAE
P136  Gitelman syndrome SLC12A3 GitelmanfE{Z &
P129 GJB1 GJB1 XEHEME S vILa—- T — ;bHr— IR GJBIEEFRATIO—J&E8M,
GJB2,GJB3,GJB6, BREARSERERESHESATHE.
P163 GJB-WFS1 WFST, POU3F4 Wolframiie (B2
P159 GLA GLA 777)—5%
P209 GLDC GLDC ‘YU mE
GNAS GNAS,GNASXL,NESP, A—NITSA BRI RREE. BRTFRK/IE0E (EE) BRATISIA .
NESPAS,STX16 it AR PR EEE TELE AFIALERAT IS ER A AT BE
MEO031
Gonadal Development DMRT1,CYP17A1, . DMRT1,SRD5A2iB{EFIZ DL\ TI&
P34 Disorder SRD5A2, HSD17B3 ERRRERE 2IHV B EER,
P154 GPC3-GPC4 GPC3,GPC4 S1)ENHV REE (Simpson—Golabi-BehmelfE{EEE)  K&BHSDTO—TEHHE,
P262 GrowthHI GHRIGF1,JAK2,STAT5B BRBIVES TG (1) fEIR R %HB' IGFLRRFISON TSIV RiE
HS-40,HBZ HBZP, R en
P140 HBA HBAT HBA2 Eba YV OEVEETFEERORK/IGIERHNT
P02 HBB HBB,HBD HBE1,HBGT, BH ST (B HERMIE) .
HBBP1,HS1,HS2,HS3HS4 SRR IR M 3K M S
. HFE, TFR2, HFE2, . . HFE, SLC40A1, HAMPE{EFIZDWLTIE
P347  Hemochromatosis HAMP, SLG40A BREEATIOTA—TR STHY AR EEBE,
P199 HEXA HEXA TA Y IIRE IHVUIROTO—JEEE,
Improved! BRI 4 4 I PRARAE . PR p——
093 HHT/PPH1 ENG,ACVRL1(ALK1),BMPR2 RS 5 0 KEHDTO—TEBRET,
P169 Hirschsprung RET,ZFHX1B,EDN3,GDNF ELYART VTR RETEIZFUSMNELTYY A MR,
PHOX2B, GFRA3, GFRA2,
P318 Hirschsprung-2 GFRAT, EDNRB, NRTN, ENYART LT R
PSPN, SOX10
P068 HMGCS2 HMGCS2 7 bR T B R
P187 HPE SSI;‘?F%'{%ZHS'II')(E“ZIF 2 HIIKJE (Holopresencephaly)
P165 HSP SPG3A,SPG4 SBARMEE 1 5T AR
P213 HSP2 REEP1,SPG7 EAREFE I R
P211 HSP region mix SPAST,SPG6 SBARMEAE 1 5T AR
. IHH, HHIP, NPPC, . | NPPC, HMGA2IBE F (DL T,
P384  Human Height HMGA2, ADAMTSL3 EFDHER (B -BREORR) BEET 2T5Y BB,
P274 Hyperekplexia GLRA1,GLRB,SLC6A5 EvOUR (T REBEF v 10/8F—)
P164 DS DS HunterfE{ZEE (LIS HEE T R)
P304 IRF6 IRF6 Van der WoudefiE{& &
P058 IGHMBP2 IGHMBP2 AR B ERE
Ao OBBRREF EREICRET S
P217 IGFIR IGF1RIGFBP3 REEES L
P184 JAG1 JAG1 T IV IVIEIREE (Alagille fE 1% 3F)
P132 Kallmann-1 KAL1 NIV REREE
P133 Kallmann-2 E%I;F;L%T‘F;{T‘Fj NIV REREE
P166 KCNQ2 KCNQ2 RUEREMHFERTLNA
KCNQ3,CHRNA4 EPM2A, KCNQ3 CHRNB2E R F LA S+ &
P197 KoNQ3 EPM2b,CHRNB2 BREREEHER LA IOV ARERE.
oy KITEEFDIVY:
P354 KIT SNAI2 KIT, SNAI2 FELE 250 TO—TEs
P391/P392 LAMA2 LAMA2 A0 RIBRIEREH AAT— 184448 LASA D TH Y L 8N (SHBTE o
P326 LARGE, FKTN, POMT2 LARGE, FKTN, POMT2 DA —h—-D—IIT Y EER




W R/ BAGHER BT

28 Kit& RiTEEE-RET R =
P221 LCA mix-1 AIPL1,CRB1,CRX,RPE65 L——RERNE CRBUBE{EFLUNIETOIYY  fEEIE M,
. GUCY2D,RDH12, e CEP290i#{=FIBAL T
p222 LCA mix-2 RPGRIP1, CEP290 L—N—ER i RAE .2991+1655A- >G£§4#§B4J7’u IEIERE.
P062 LDLR LDLR KigtEmaAL A TO—)LMfE
POT71 Leukodystrophy LMNB1,PLP1,Notch3 4t M;ﬁi%{i%%%;ﬁ\:f\%ﬂgg—mﬁ
Eﬁﬂﬁﬁﬁ‘? EIRIE,
Improved! = GLISEEFDIYY1,234,510, RORLEIEFD
LIMB-1 GLI3 HOXD13,ROR2 ARA—- 7 J‘ﬂ R,
P179 St RRCE, MREEGCompay 7Y -oV T 207 A-TE R
P180 LIMB-2 SALL1,SALL4TBX5 T°ﬂj§:§:§;§’§§§§k%i’;;§§f¥ .
SBINE (37— T4V h—IEIRE) .
o6 1 uss LIS1,DCX,POMTT, ZEREEIRE. Walker-WarburgfE{& 8,
POMGNT1,FLNA 4th muscle—eye—brainf.
MEFEMSEERAMERAE BE
TRERELDARE B BB O AR D4 —,
P048 LMNA/MYOT LMNAMYOT IA)—-FLAI7RABIH IR OT—
(BRBARERER)
P289 LMX1B LMX1B RS BAEREE
P218 LPL LPL1 1 BEhRmERE
KCNQ1,KCNH2,SCNSA, y
P114 LaT KCNE1 KCNE2 QT RIEIRE
P285  LRP5-NDP-FZD4  LRPS, DKKI, FZD4, NDP RIERE BiEnERRTRR.
HREEEE
p2is MAPT MAPT FLYNAR—H, Evoi. MERRIERARLLE)
P065/P066 Marfan FBN1,TGFBR2 RIVITUEIREE
P194 MccC MCCC1,MCCC2 AFILIBRZILCoARILRF L 5—H RIBIE
PO15 MECP2 MECP2 Ly MEIRRE
New! P395 MEF2C-FOXG1 MEF2C, FOXG1 B, TADA, KINFR. LyMERE TIHV2456141200WTIE2D0DTA—TE#ERTE,
P094 MEFV MEFV R i o i SA(FMF)
P104 Menkes ATP7A A R IR
P233 MID1 MID1 FEVVIERRE
IHV34392DLTIF2D, THY54I2DNTIE
New! P389 MLL2 MLL2 RELIERE 3oDIO—TEHRE,
P241 MODY mix-1 GCK,HNF1AHNF1B HNF4A & R A B ERB(MODY 1~3, 5)
' PDX1, HNF1B, NEUROD1, ’ ) ~
e MODY mix-2 KLF11, CEL. PAX4, INS B FPE AR BEPRB(MODY 4, 6~10)
P309 MTM1 MTM1 SAFaTS5—3HIF—
Improved! = T T MYBPC3#{EFRATA—TJ %M,
P100 MYBPC3 MYBPC3 FIRIEBARDEE QRO LB TO— D& B R,
16,25,30 LASA DT L SN (SHETE o
pasa MyosB MYosB BHZHAR THYUIZONTIEZ DD TA—TERE.
pio7  Neurometabolic e Ao BERORBER DT \FEE) D2HGDHBIET USHE L T oV AR,
= =g P141&P142% B2 TNIPBLIBEF D
P141/P142 NIPBL NIPBL ANRYT T SV ERE 2THY R ER —,
NOS NOS1,NOS2ANOS3 iZEeh ., IR LIRS, BIERE. BBEE 0L
P299
NPCUBZFISDWTIEE IV MBI E 5.
P193 NPC1 NPC1,NPC2 CRI=—3UEvIA(NPC) T425,2021D3FRKI(E
ZEREEMNTO—TLE
RIRMEEEMERTOVED ),
P387 NPHP1 NPHP1 =7 -O—FUERE 1B,
CaN—VEREHNVE
P379 NRXN1 NRXN1 Pitt-HopkinsHfE BB I 2 gg A 1;,;_0 21,2425 TH.
. LEP,LEPRPOMC,SIM1, oy
P220 Obesity MC4RMC3RMC2R BB AE
New! P325 0CA2 OCA2, TYR REMAFEIR TYRBEFISOVTIERTHY U EEEBRE,
P229 OPA1 OPA1 RHRER (] REREERE)
P079 oTC oTC FINZF ISV RANNIS—E RiBSE
P055 PAH PAH T LU REE
. [ % PRSS#E{EF. SPINKEIEFICDLTI
P242 Pancreatitis PRSS1,PRSS2,SPINK1 R & ST AR AR,
- PALB2;&E{5F, RAD51CEIEFIZDOLTIE
P260 PALB2-RAD50-RAD51C ~ PALB2, RAD50, RAD51C J7va—=8Mm ST AU SR E B,

P120  PANK2-PLA2G6 PANK2, PLA2G6 B~ DERILTIEE 5 1R ZIENBIA)
. PARK1,PARK2,PARKS, RN
P051/P052 Parkinson PARK6 PARK7.PARKS {tt N—FDYUIR
P186 PAX3 PAX3, MITF D—FU I EEE PAXBEIZFICOVNTIFR TV EEEBE.
P219 PAX6 PAX6 SIFZAE . HBHERRUE . ERBE, Peterfibire
P278 PCCA PCCA JaEAF B mE
P292 PCDH15 PCDH15 T v—ERE
New! P330 PCDH19 PCDH19 EFMR(ZMEISROND TANARUEMER) IOV 2LMOTIVU 8.
PCSK5 PCSK5 mEREY/—E IOV IZDWTIE, 220 FA—T /T,
P273
T8, 1002581 1E
ERBENIO—TERE,
P280  Pendred/SLC26A4 SLC26A4 RURLRERE SLC26A4i{IEFRTO—T%EM,

IHUUEICIEERBRNTO—TERE,
YIPLYARTO—TJ% LR,
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28 Kit& RIS RET R i
P223 PHEX PHEX, FGF23 XEHIEY » MiE
P351/P352 PKD1-PKD2 PKD1, PKD2 BRAZRUEREERS PKD2ISDWTIF LIV 8 M7
P341/P342 PKHD1 PKHD1 BREFLSHSRERRYE IHVANTIPUNDTIY U EHBEE
P203 PKLR PKLR, LMNA SEAREIFBRR IR ML BR 75 0 1 B
= . \ IIVALUNDIIV o EHFE .
P359 PLOD1 PLODI I—5R-FUORERE (IR) Igy;”:m\f,; PohIE—TEEE.
P022 PLP1 PLP1, fth RYYTIR ALY INYINR
POLG, POLG2 s = s [
: ! . [N . POLG#{EF,C100rf2;i# = F SLC25A4BIE F (<
P010 POLG g:gg?:ﬁfﬁ%); POLGEEFA(SFaV ) 7) BERE DNTIE. ST IV AR LB,
P312 POR POR SXMBIB BRI
P224 PPARG PPARG I EUHERTS  305 HIRRIAZEMRIE GRIZIE)
New! P355 Primary Microcephaly MCPH1'(:2§?‘T' ggESRAPZ' INBESE
P265 PROC PROC TOTAVCREE
’ PROSPI#{EF . PROSTEIE FFEEAIC
P112 PROS1 PROS1,PROSP FEUR M A2 AR E BETASEIETFOCE,
P254 PSEN1 PSEN1 REET LY NAR—F
P225 PTEN PTEN Cowden(hVT7V) &
SNRPN,UBE3A, =k . N . BIRTF R K/ 808 (EE) BRATICIA .
ME028 PWS/AS TUBGGPS fts TIE =9 VIEREE . T DTV ERE AF AL BRI |- Sx F T B
P316 R Ataxias SETXAPTX,FXN KEREE APTXEEFICELTIZ 2TV U AR,
P115 Retina RP1,RPE65,RHO IR EREME
P235 pitinitis RP1,RHO IMPDH1 PRPF31 BEERLEE
igmentosa
= REREBNAHENLGTO—TNEFEND,
P281/P282 RYR1 RYR1 BUEEME ZOtTO—J [FaE—HBRF A,
P137 SCN1A SCN1A SAYO=—F4E FLREEIFI/O=—TALA
P108 SCNSA SCN5A TVASERE. QTERERE
= e e e ’ IS DB SHERE .
P307 SEPT9 SEPTY AR R IR E R T 40N AP DD T O—TERE.
P227 SerpinC1 SerpinC1 KRMETUFIAVE VIR ZIE
P243 SerpinG1 SerpinG1 AR E R E
o sac $00AacA.Sa0D, BRI RN
IOV DNTIEF3D2OTa—T,
P396 SHANK2 SHANK2 BERERARINS LEE IOE‘/‘/Z,IOJ1,14,25(:’JL\'CI9:\ 22M70—J%
®E,
SHANK3, TCFLS5, AL I . _
y . BEHEARIMS LIS, I425810,19~23(Z1%
P339 SHANK3 MAPK8IP2, ARSA, ; % s
'ACR, RABL2B 22q13 3R KIEREF 22F &3 D2DTO—T %K.
PO18 SHOX SHOX PARSEH; B—F—fEIREE. Leri-Weil EIREF L PARSEIL: X, YREADBERERE,
P138 SLC2A1 SLC2A1(GLUT1) LB LaA—R IV RAR—E—RBE
SLC6A8,PNCK,GDI1, iy S
P049 SLC6A8 MECP2FLNA fts R ERERRELE
New! P393 SLC26A3 SLC26A3 FRMIO—ILFHE
P021 SMA SMN1,SMN2 tt FREMAEMRE
P060 SMA Carrier SMN1 HHMEHERE (REE)
gﬂso]i%j{;%‘ﬁﬁ%b%lfmi%ﬁ%l:ﬂ?é
. F O—J%2D8%%E,
P026 SOTOS NSD1 U REIREE NSDUBIZFRAIO—J%EE,
HRAIrO—LTO—TFEM,
P306 Spastic SPG11B2MCASCA BRI R SPGT1IZDNTIE L THV AR E 1B,
paraplegia 11
P295 SPRED1 SPRED1 HIzALBR. KEBfE &
XS R (STSRIBE) B - e
P160 STS STSKAL1 DT ERE HE STSHBEFICOVTIFL TV EEERRE,
P310 TCOF1 TCOF1 Treacher Collins-Franceschettifif & & IHY02122 05 EHBREE
PO75 TCF4-FOXG1 TCF4, FOXG1 Pitt-HopkinsfE % B
P257 TERT-DKC1 TERT,DKC1 EXREALERBE TERTEGEFIZETHV U EEEBTRE,
TRMRAHE . DEREFHET D RBIRE.
P148 TGFBR1+2 TGFBR1,TGFBR2 ey
P319 Thyroid R FRBEET L FOXELRIEF UG R TOY> SRAE TR
MPV17, DGUOK, SUCLGT, ShoUk Y
P089 TK2 RRM2B, SUCLA2, TK2 ShaVRY 7DNAKE B EIREE
P196 TNNT2-BAG3 TNNT2, BAG3 RIRMEIR KRB BHE
P283 TPMT TPMT FA TV AF ISR TTS—ETPMDIRIEZF
E82- 5 - IRETAERE TR,
P228 TRPS1-LGS TRPS1EXT1 E£82-5-IREVERB IR TRPSTEEFISONTIEE TV EEERE.
(SUH—F—FTAAVEEE)
P124 TSC1 TSC1 FEERTEREALE
, TSCLEIGFIEEDPKDIEEFICH
P046 TSC2 TsC2 FEERTEREALE TR—JE (1),
P337 TSC2 TSC2 $EEERLAE PO46L1FTO—T DEREHEEIN RS,
P336 UBE3A UBE3A,GABRB3 MTHFR FUOTIVIUEREE ME028 TN I-#ERDHER. BHA.
o y " o P361&P362% i TUSH2ABIZF D
P361/P362 USH2A USH2A Ty v—EER T8, BEEREMNE STHY AR AR,
P321/P322 VPS13B VPS13B CohenfEf&# IOV 1AUNDIYY IR
PO11/P012 VWF VWF Von Willebrand$
. ELN,FKBP6,CYLN2, y
P029 Williams TBL2RFC2 fth )T LRGERE
P098 Wilson ATP7B DIV
P205 XLP SH2D1A PSR S/ SERIE B A 1R B¥

(DuncanfE{&8#)




53 AR RRARAT

BE Kit& _ RERAH-RET L e
9p21 CDKN2A/2B B DG F R K/ IR BATICHER A ATAE,
MEO24 region CDKN2A.CDKN2B fit W AR MIR31, CDKN2B-AS PAX5:& 2 F FIT O—7 .
WA rA—)LATO—J%EM,
BCL2L1,SRCMYBL2,
P157 20q PTPN1,ZNF217, HAMER
BCAS1,GNAS {1
IKZF1, PAX5, ETV6, RBI,
BTG1, EBF1, CDKN2A, %
P335 ALL-IKZF1 CDKN2B, GRLF2, LA ES=T it
CSF2RA, IL3RA
BRAF-IDH1-IDH2 BRAF, IDH1, IDH2 FIERBIE (VA —) SHEDERBENTO—TERE.
P370
ERBB2, BIRC5, MYC,
TOP2A, ESR1, MTDH,
P078 Breast Tumour COND1, GONET, EHA
EGFR.C110rf30
_ _ Chr. 12, MDM2, PIEEAR (AERAPIIE., B IE. FIB% - MR AE) .
P323) GDK4-HMGA2-MDM2 CDK4, HMGA2 T T BRSNS IR IE
TP53,RB1,ATMPTEN, ; e
P037/P038 CLL MYG.CDKN2A/B ftt 1@/ A MR
TP53,RB1,DLEU, J ., P037£P038DTE—T%:#IEL
Po40 CLL MIRN15A-16 ATM {1 WAL/ SRIEE A BRI O—T3Iv5Z,
P329 c“'—”"if;iﬁ“'-am IL3RA,CSF2RA CRLF2 B SHENRE, BEETE
P315 EGFR EGFR HAMER
P004 ERBB2 ERBB2 fth HA ABHDTO—TEBRE,
EGFRERBB2FGFR1,
Gain1 GSTP1,MYCMET, HAHR
P171 PDGFRA {i
. AKT1,BCL2,CDK4,GSTP1,
et Gain2 MDM2.NRAS  f AR
BRAF,CYP27B1,IGFBP2,
Gain3 NRASNTRK1, HAHR
P173 PDGFRARUNX1 ft
P088 Glioma1 Chrlp,19q #ERBEGIA—3)
. TP53,PTEN,CDKN2A, _ #72avEL T EGFR, ERBB2EEZFRAD
P105 Glioma2 EGFRERBB2 {1 FEBE(UA—T) HALUMRELRE.
Chr2p, 5q, 6q, 7p12, 7q, [ s _
pa77 Hematologic 8424, 9p, 1023, 1123, - Eﬁﬁm%&ﬁ;ﬁ%%@% _— ‘JA;(JFZ’E{K%";VG'7F£§ﬁ§a‘ﬁn 7%
Malignancies 12p, 12q, 13q, 17p, 174, ( m. BHEMREZRE. YR ) O LTSz sR
Chr 18, Chr 19, 21q > aYhA— LT SRER(V617F) ff,
PO84 HNSCC1 TP53,CDKN2A fti BEEHEFLRNA
P327 iAMP21 - ALL Chr. 21 DAV Ed=T it
Improved! IKZF1, IKZF2, IKZF3, MIR31, e = IKZF2: &5 FI23%8. IKZF3ERFIC15E,
p2oz  IKZF1 (IKAROS) CDKN2A, CDKN2B f2 RIEVZ/MEAMS | RIERRIIEA NS 14932337 O A7 SBRL4TEE DT O—J £ BN,
CSFIRHLXB9,MYC, s
P144/P145 MDS ETSIMLL BRERMRIEIRR
P30I/PS02  Medulloblastoma Chr 1~10,14,16,17,20 B3 IE
BIRTFRK/IEE (EH) BRATISIA .
MEO11 MMR ML HZ MSHO ML, PR AR AF IR T b,
g " MGMT:EZFRLEHBEOTO—TEEM,
Po51/P252 Chr1p36, 3p22/3p21.3, i
p253 Neuro blastoma 11923, 2p24.1/MYCN, IR FAE MYCNEIZFRD Y ALY —RE T,
2433, 17p13/TP53 4t
RBM14-11q13 RBM14, 11p13-11q13 region PAMRE RBM14IZEAL TIF R T YV A A HEIRE
P284
. < BIRTRK /M08 (EHE) BATISZ
et Repair genes ATMATR RADS51 ft MAKRE AT AL I P AT L.
Improved! i SMARCBE{ZFIZDWTIXR T /Y4l E
po5s SMARCB1 SMARCB1, TBX1 4t EESEES P SR CAS SN ety
MDM4, MYCN-ALK,
Tumour-Gain PDGFRA, KIT, KDR, DHFR, WA
P175 EGFR, MET, SMO fti
1p36, VHL, FHIT,
APC, CDKN2A-CDKN2B, ¢
P294 Tumour-Loss PTCH, TSCH, PTEN, AR
WT1, BRCA2 fth
VHL,TIMP3,APC FHIT,
Tumor Suppressor 1 ATM,PTEN,MLH1,RASSF1, HALRRE
MEO01 MLH3,BRCA2 ft
VHL,TIMP3,APC FHIT,
Tumor Suppressor 2 ATM,PTEN,MLH1 ,RA@SFL HAHRE
ME002 MLH3,BRCA2 e _ -
HBARF R K /HE0E (B4R AT ISR
CCND2,SCGB3A1 BNIP3, AFJUALRRHT It ER A AT AR
Tumor Suppressor 3 DLG1.HLTF,SFRPS, HAMR
MEO03 L H2AFX,CACNA1G,SFRP4, k
TWIST1BCL2 4t
EPHB2, LEPR, LMNA,
Tumor Suppressor 4 NTRK1, BMPR2, HAFERE
MEO004 RARREST, ft
P027 Uveal Mel 1p, 3, 6p, 8q (MYC region) AESEEHERE




W G R RRY /R R AR

2% Kit# R EE-RETF bof 3 wE
P147 1p36 Chr1p36 SEATHEUBERSE
P188 22q13 Chr22q13 FERTHELHERE
22411 mix-2 Chra2al 1 DE b R eapn  DEORVU—SU IR EP2S0E KR,
P324 -1l - BT (VCF! (o)=]
P095 A loid: Chr13,18,21X,Y REHRBNES
Chr1~22X s P ATPISALEEFRATA—J7E—HEE,
P181/P182 Centromere (DEREEEET) RERBERS. NAME S rO—LRETO—TEEm,
PO14 Chr.8 MYC,RAD54,FGFR1 4t FREFRBNESR
P356  Chromosome 22q 22q11, 22q13 SEATHELBERSE P036. P069/POT0THFLNT-FERDHERR. IBH A,
P250 DiGeorge Chr22q11 Oz mrﬁgﬁgm MoBmEs | Chr22alISS0EBOTA—-DERRE,
" TAYa—VER Chr22q111C10BEDTO—T %5,
P023  DiGeorge/VCFS Chr22q11 Db BEERE Va0 BORERE SRR AP0
P340 EHMT1 EHMT1,CACNA1B, C90rf37 9q Y I TRAT RKIEMEEE. Kleefstra syndrome  EHMTLEAEFICOWVWTIR LTIV iEEIE BT,
. N Chr1p36,2p16.1,3929,
Microdeletion RETBADRE/ BB HERECHSITD
P245 4p16.3,5p25,5q35.3,
syndromes 7q11.23.8424.12.9422.3 SEARIER R ()
Chr1q21.1,1921.1,3929,
p2g7 Microdeletion 7936.1,12p11.23,15q13, RETBADRE/ BB HERECSITD
syndromes 2 15924.1,16p11,17q12, FEAMMR KL (EHE)
18921.2,20p12.2
P37 Microdeletion Chr2p16,8q24,9922, RETBADRE/ BB HERECSITD
syndromes 5 11p13,15924,17q21 SEAMER K (EH)
p372 Microdeletion Chr5q35,10p15, RETBADRE/ BB HERECSITD
syndromes 6 16p13,17q11,22q11 SRR (EHE)
P373 Microdeletion Chr1p36,3929, RETRHADE/ FEFERECEITS
syndromes 7 4p16,5p15, 22q13 AR K (EH)
p374 Microdeletion ChrXq28,7q11, RETBADRE/ BB HERECHSITD
syndromes 8 15q11,17p13,17p11 SRR (EE)
DA T LXIEIRRE ASR A DT RIEIREE .
P064 MR1 Chri1p,5q,17p,15q 1t TAPa—VERE . U RIEIREE, INThOERBERRELIZTO—TIVIR,
FIU—IVIERE, LA —Y T ERE R E
DHINT B A R— SRR
P096 MR2 Chr4,5,8,11,21 *:'é*iﬁlfﬁ ‘q’é\%Rf‘fﬁ‘ INThOERBEERRELIZTO—TIVIR,
IWEDRTAY - TAE—ERBLE
FMR1,FMR2,TM4SF2,GDI1,
P106 MRX SLC6A8,ARX,OPHNT, X B E AR IR
DCX,FACL4,PQBP1 i
Prenatal RRETHORE HuERERR sty  2OCMEOTO-JEST,
P290 microdeletion Chr13,1821XY i S MR (B4 131821%, X, Y #BAFEOBEEFISHET S
Jn-J%em,
P03 Telomere-3 Rtlag N RBETOHLRERH
Chri~22XY PO70&IFIER—DT0— 1;77\
P69 Telomere-4 S Aangrp i SERTHELHERE 13, 14, 15, 21, 20B 5,
TEASE (mkr&%fﬁ&sﬁewmmdn JIFEFET,
POT0  Telomere-5 Phiitgag /N REETOHPEERS PO3LRRAEZTO—TSv IR EEN S,
P208 Telomere-6 b N S EATEREERE P036. P06Y/POTOTIE IR DHEFR. EH M.
P230 Telomere-7 P AR Q4 SEATEREERE P036. P06Y/POTOTIE IR DR, EH M.
P249 Telomere-8 L PEAREREERE P036. P06Y/POTOTHE IR DR, EH M.
P264 Telomere-9 aesite. P EATEREERE P036. P06Y/POTOTIE IR DR, EH M.
P27 Telomere-10 e Tt REETOHPEERS PO36. P0BY/POTOTHR B 1= AR DRERR. BHLA.
P28 Telomere-11 AR REETOHLEERS P036. P0BY/POTOTHR B 1= AR DRERR. BHLA.
P21 Telomere-12 AL Y REETOHPEERS PO36. P0BY/POTOTHE B 1= AR DRERR. BHLA.
P320 Telomere-13 AR E Y EATEREERE P036. P06Y/POTOTIE S IiER DR, EH M.
Tp, 19a-cen, 1o, P036, P06Y/POTOTFLNI-fER DR, LA,
P35 Telomere-14 Sz Ba FEETHHLSERE 15, 2ABERKGRIBALLE M) B
OB TO—J O—EIEE rOATEEIHRET .
4p, 5p, 13g-cen, 14q-cen P036. Poes/Pomr?%an-’r*%o)&% B
P358 Telomere-15 HITAAT- FERTHEHEREERS 13, 4B R BAR(IREERERE
2 hOATRESE Ta—Jn— ”Blit/hﬂ)"?)ﬂ%( ,.&‘,.Jra
New! P360  YpCnremosome Ytk AZFERSE T
icrodeletions
BmRNARE TR BT
2E Kit® R REH&-RETF R L]
ROT1 Apotosis mRNA BCL2,BAD,BAX ftt ERRNA
RO09 mRNA IL2]1L41L6 Hb ERRNA




W R Rt/ BT

2% Kit®& R R BE-RET R i
APCEIEZFRIO—T, Aifavra—ILA
P043 APC APCMUTYH Rkt KB IRIEE Jo—J%em,
MUTYHii{EFRTO—J & #Hiat,
P002 BRCA1 BRCAT1 G REHEEA A
. . PO02L(ERAZHTO—TEEH
Pog7 BRCA1 BRCA BRI RIREAL A PO02E AL TR SN - ZE RO BREICALS,
P239 BRCA1 region NBR1,NBR2,VAT1,RND2 i EARE - RIRMEEA A %ﬁfg‘%{i;mﬁﬁ(:ﬁﬁ?éﬁ{i;wﬁmc
BRCAZEEFICOVNTIF LTV 1B E M7,
P045 BRCA2/CHEK2 BRCA2,CHEK2 EiEE - REHEILAA CHEK2& {5 FIZ DL TIX1100delCEE RIS
MELETA—J%&T,
P077 BRCA2 BRCA2 SEIRHE- RIEMEEAA P045/ PO9OTHRLNI-#ER DR, B A,
e PO45HNSCHEK2IBIEFHRTA—T£RR LM
P090 BRCA2 BRCA2 SEIRHE - RIEMERAA k.
P240 BRIP1-CHEK1 BRIP,CHEK1 BIEtE - RIEMEHA
P083 CDH1 CDH1 RiEMEBAA
CHEK2,ATM, N YorLYRRIO—JEBEE.
P1%0 CGHEK2 BRCAI,TP53, ftt ERIESA BROAZE(E FRTO—J & HilR,
P158 JPS PTEN,SMAD4,BMPR1A EEERR—D RERE
Improved! IYUTNZDNTIE2D, THY10220 T
P017 MEN1 MEN1 SRIEN S BIESE IShIO—TEEm.
P003 MLH1/MSH2 MLH1,MSH2 BRHEFERYR—V AKBA A
MLH1-MSH2 . N = PO03L(FRLZTO—TEEH
p248 confirmation MLH1,MSH2 BREFRIR—S 2K A PO03E AL TR EROEREIZAL S,
. PO = PMS2CLEEF (&,
P008 PMS2 PMS2, PMS2CL BRMEIERYR—L X KB A PMS2IEIE FOBEETF O,
PO72 MSHg S e BRI R— KB A MSHBRIET (CBIL TIE2 T oV £ RS,
P378 MUTYH MUTYH EEEXELA. BAA
P081/P082 NF1 NF1 1 BRI
P122 NF1 area NF 1R 1 B iR IR HE B A
\ NF2iBfzF DT OE—4—FEHEIC
P044 NF2 NF2,AP1B1 I B R R AE D IO—TEE, "
P067 PTCH-Gorlin PTCH HEMIE BB REE
P047 RB1 RB1 MRS MRS
SDHD,SDHB,SDHC, - o, N
P226 SDHD SDHAF1.SDHAF2 BARMEEEHRHTIE SDHAF1,SDHAF2:E{EFRA70—J &8 m,
P101 STK11 STK11 RAY A TH—RAEIREE
P056 TP53 TP53 Y= DT AJEIREE
PO16 VHL VHL TAvEYRIL-YURIR EIHUUI2BLUEDTO—THETE,
P118 WT1 WT1,FAM123B 4V LR NER
BDNAAF VALAEHT

9p21 CDKN2A/2B

AFILREZEEER (Hha 1) UBERRCC LT,
B QBT F KK/ R EHDBRAT LI AT 6,

MEO24 region GDKNZAGDKNZB 1 HRA K MIR31, CDKN2B-AS,PAXSIEEFATO—T
Rk O—LATO—J B,
< = AF AL ERERER (Hha 1) MIBERCC LT,
Improved! NSD1,H19, IGF2, RYGIA R 94— T IAENRE
MED30 BWS/RSS CDKNIC, KCNQ! S LR ;Efﬂggggkfé/gmz(%ﬁ)ﬁdﬁl SHERAHE.
CACNA1G, CDKN2A,
CIMP CRABP1, IGF2, MLH1, CIMP (CpG island methylator phenotype)
ME042 NEUROG1, RUNX3, SOCS1
ME029 FMR1/AFF2 FMR1, AFF2 HESEXAERBE
GNAS GNAS,GNASXL,NESP, F—LISAMRIEE B RREE.
MECS1 NESPAS,STX16 1t AR RRIREREE TERE
MLH1,MSH2,MSH6,MLH3,
MEOT1 MMR PMS2,MSH3 MGMT AR
SNRPN,UBE3A, —pr ; s .
ME028 PWS/AS TUBGCPS fth T =94 VIEREE . T O TV EREE
. AF L REZ MRS (Hha ) SLEBERRC LT,
recer Ropair gones ATMATRRADS! #4488 Ol T R RSB IR A fe,
R FITH LT MECOTI Fobsld
VHL, TIMP3,APC,FHIT, B 5E5ICTn—T &t
Tumor Suppressor 1 ATM,PTEN,MLH1,RASSF1, HAFERE
MEO001 MLH3BRCA2
VHL TIMP3,APC,FHIT,
Tumor Suppressor 2 ATM,PTEN,MLH1,RASSF1, HAHRE
ME002 MLH3,BRCA2 {1
CCND2,SCGB3A1,BNIP3,
DLC1,HLTF,SFRP5,
seareh Tumor Suppressor 3 H2AFX CACNA1 G SFRP4, HAFERE
TWIST1,BCL2 4t
EPHB2, LEPR, LMNA,
Tumor Suppressor 4 NTRK1, BMPR2, HAKRRE
MEO004 RARREST, ft




Bzt

For basic
. CXCR4, CX3CR1, CCRS, .
research Chemokine-2 CCR2, CD4, CD209 TEN
P247
For basic CYP2D6,CYP2C9,CYP2C19,
research  Cytochrome P-450  CYP1B1,CYP3A4,CYP3AS5, Cytochrome P450 AEALTRICHTHTA—THEHISN TV,
P128 CYP2E1,CYP1AT
. DEFB4,DEFB103A DEFB104, = N FAITV D VBRIEFEHRED
P139 Defansin DEFB105DEFB106 1t TAITHY SPAGT I E{EFIcH T O—J &2 R E.
For basic FCGR2A FCGR2B FCGR2C
research FCGR FCGR3A FCGR3B gGHIADFcZEK
P110/P111 HSPA6-HSPA7
SRY,NROB1,SOX9,WNT4, e = [ . CYP21PEEF (&,
P185 Intersex GYP21A2.CYP21P EREBET . MEEETOUE—LRN ol TOBBETOCL,
P125 MITO SRaVRUTHIL N R-LATERB. ETU B ML TEDRERIHLTHRMIEHEN
RM002 Mouse Apoptosis mRNA BAX, BAK1, BCL2, BID 4 T ZRNA T IRAFVR,
For basic Mouse Inflammation
research RNA IL4]L6,IL10, 4t <7 ARNA X IRAFVE,
RMO0O1 m
For basic _
research RHD RHD, RHCE RhEF (FMEREREHRR) CEENERBFRNTO—TERE,
P119

WO RE DT a—T 728 % AT fRAT FI RS
[ a8 & 2 mewessEr 0000 0 #4000 w0000

EK1

EK1

MLPATO—J 2w X% R<
LTORFEI0RIES (8FSE)

EK5

EK5

MLPAZE—TJ3y X% kK<
LTHORFESRIES (8RS EASYMEER) .

EK20

EK20

MLPATE—TJ3v %<
2 THRFE2000R G5 (Ktube TASE) o

EK50

EK50

MLPAFO—JSv9R%E
éroniisooo&rﬁ(%xmbekw o

Lig-5a

Lig-5a

WA
0,5 ml Ligase—65 with Salsa MLPA buffer,
Ligase—65 buffer A and Ligase—65 buffer B

Lig-5b

Lig-5b

HE:
0,5 ml Ligase—65 with Ligase buffer A
and Salsa PCR buffer (not for MLPA)

Lig-10

Lig-10

Ligase-65 1,0 ml DH

Lig-50

Lig-50

Ligase-65 5x 1,0 ml D&

PCR001

PCRO001

WA

1x SALSA PCR buffer 480 ul

1x SALSA PCR Primer mix 240 ul

1x SALSA Polymerase 65 ul

1x SALSA Enzyme dilution buffer 240ul

PCR003

PCR003

WA

3x SALSA PCR buffer 480 ul

3x SALSA PCR Primer mix 240 ul

3x SALSA Polymerase 65 ul

3x SALSA Enzyme dilution buffer 240ul

P200

Reference probemix—1

HRALTO—TITMATHERT 250,
WEAVFE—LOHFOTO—TIVIR

D55 AR 172~250nt AT 13FEEED
avka—LTR—TJ%EHRE,

P300

Reference probemix—2

HABLTO—TICMATERATIA0.
WEAVFE—LOHFOTO—TIVIR

T34 A MEI2~250nt N T17FEEED
avka—LFO—JERE.

PM200

Mouse reference

IYRAHRALTO—TICMATERAT 40,
REIALFA—LOHDTO—TIVHIR

TIRAFVL,

SP001

SP002

Salsa Polymerase

Salsa Polymerase—2

HE:
2.500 units (500 u 1),
5x 750 ul Salsa PCR buffer

WA
5.000 units (2x 500 u 1),
10x 750 ul Salsa PCR buffer

SP008

SPO16

Salsa Polymerase—8

Salsa Polymerase—16

M
20.000 units (8x 500 u 1),
5 x 8 ml Salsa PCR buffer

nE:
40.000 units (16x 500 1),
10x 8 ml Salsa PCR buffer

XEXYPORNER, FERRLKEESNIHBENTENET, FHITEIEE,
MEXYMOFEMICOTEL T, TRETBHVEbETEN,

FALCO

biosystems

FAT:

BREH T 7V a Nt FVRTF AR NA FFEHAHET

T 613-0036

TUER AT HEER B LI BT F T R R 171
TEL: 0774-46-2639 FAX: 0774-46-2655 E-mail: contact@falco—genetics.com




