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Momusayus u yenv. AKTUBHOE DPa3BUTHE TEXHOJIOTHI BBICOKOIPOU3BOIUTECIHHOTO
cekBennpoBanus (NGS) B mociemHne TOABI TPUBEIO K OIKCHOHEHIHMAIBHOMY
YBEIIMYCHUIO OOBEMOB WCCIICOBAHUI (TapreTHHIC IaHENbHBIC, ITOJIHOTGHOMHEIC).
OnHako pocT WHGOPMATUBHOCTH JIA0OPATOPHBIX HUCCIICIOBAHUN HEU30S)KHO CBS3aH C
pocToM OmMHOOK M OTKIOHCHWH Ha Bcex JTamax JadopaTtopHoro mporecca. Ilo
JIUTEPATYPHBIM JaHHBIM, JIOJIM OIIMOOK M HECOOTBETCTBHM, COBEPIIACMBIX IPHU
MPOBEJICHUH JTA0OPATOPHON JUArHOCTHKH, COCTaBISIIOT: 46—68 % Ha mnpeaHaIuTH-
yeckoM sTane, 7-13 % na aHamuTHdeckoM sTarne u 18-47 % Ha MmocTaHAINTHYECKOM
sTane. B ciydae BBICOKONPOHM3BOIMTENBHBIX MOJHOTCHOMHBIX T'€HETHYECKUX HCCIIe-
JIOBaHMI HaAWOOJIbIIIEe YHUCIO OTKJIOHGHUH HaOJIOJaeTcs U JOMyCKaeTcs Ha
MOCTAHAJIMTHYECKOM JTalle aHalu3a JaHHBIX. B paMkax Jokjajga MpOBOIUTCS
00CyX/ICHUE: OIIEHKU CTPYKTYPHl OTKJIOHCHHWH M HECOOTBETCTBHUII MO pe3yibTaTaM
COOCTBEHHBIX M JIUTEPATYPHBIX JAaHHBIX MPH TPOBSACHUU IOJHOICHOMHBIX
TCHETUYCCKUX MCCIICIOBAHUN; 3BOJIFOIIMM 3TAIllOB OLEHKU JIAOOPATOPHBIX OINHUOOK;
KOHTPOJIsSI KAUeCcTBa UCCIICIOBAHUIT; (AaKTOPOB, BIUSIONINX Ha KAYECTBO MCCICAOBAHUN
Ha peaHaJTUTHYECKOM 1 aHATUTHYECKOM dTarnax; 0COOeHHOCTeH OMonH(DOpMaIIMOHHON
00pabOTKM M HMHTEPIPETAUM JAaHHBIX Ha MOCTAaHAIUTHYECKOM 3Ttarne. OTaenbHOE
BHUMAaHHE B JIOKJIAJIe YACISIETCS HEOOXOJUMOCTH OOHOBIICHHS PEKOMEHAAIUI TIO
HWHTEPIPETAIUN PE3yJIbTATOB BBICOKONPOU3BOIUTEIBHBIX HUCCICIOBAHUI B YacTu
BaJIMIAllMU TCHETHYECKUX HAaxOJ0K. B mocienHee BpeMs MPOCISKUBACTCS CMEIICHUE
aKIeHTa OT BaJWAAIMM OTJACIBHBIX TEHETHYCCKUX BAPUAHTOB K BajMJIalUU
KITMHAYECKUX KEHCOB, OT BallMJAllMM METOJIOM CeKBeHUpoBaHus mo CoHrepy K
Bajuaauu OnouH()OPMAIMOHHBIX mairuiaiiHoB. [lo nmaHHBIM Hameil jlaboparopuw,
Banupanus ~95 % BapUaHTOB, CEKBECHHPOBAHHBIX MeTOJ0M CaHrepa, TEXHHYSCKU
W30BITOYHA MPH JIOCTATOYHOM KadeCcTBE OIpeieiieHus («BbI30Ba») BapHaHTa II0
pe3yibpTatam OHOMHPOPMAIIMOHHOTO aHanu3a. COOCTBEHHbBIE U TUTEPATypPHBIC TaHHbIC
CBUJICTEIILCTBYIOT O BO3MOXKHOCTH 3BOJIIOIIMOHHOM TpaHC(OpMalMK CerperanuoHHON
BaMJIAIIMA METOJIOM CEKBeHUpoBaHus 1o CIHTrepy B MPOBEACHUE CErperalmoOHHOTO
aHasM3a 1o pe3yyibTaTaM MOJHOTeHOMHBIX HCCIIeJOBaHMI MPoOaH/1a U POJICTBCHHUKOB.
Anammz 4000 KIMHUYECKHX KEWCOB JIHMIl C pPeJAKUMHU/OppaHHBIMU 3a00JeBaHUSIMU
MO3BOJINJI OIICHHUTh, YTO MPOBEJACHHUE MOJHOMCHOMHBIX MCCIICIOBaHMM B (hopMaTe TPHO-
WGS mnoBsimaet 3¢ppeKTHBHOCTD BBISIBICHUS ITOTCHIMAIBHO Kay3aTUBHBIX BAPUAHTOB
0osiee uem Ha 15 % mo cpaBHeHHIo ¢ popmarom MoHO-WGS. Takke B H0KIa/1e KPaTKO
0003peBaeTCs OIBIT OPraHU3alMd W [POBEACHHS IOTOKOBBIX IMOJHOMCHOMHBIX
WccieoBaHni Ha 0a3e coOCTBeHHON nabopaTopuu (OJHON M3 KpyIHEHIed B cTpaHe),
aHATM3UPYIOTCS  (PaKTOPBI, KOTOpPbIE HEOOXOIWMO YYHTHIBATH NpPHU OPraHU3aIuU
BbICcOKOIpon3BoauTeabHONH NGS naboparopunu.
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