INlumina: «3a roa Ham 6u3Hec B Poccnn yaBomics»

Hapexna MapkrHa

PenopTam C nmpomeauero HeAaBHO CUMIIO3UyMa MO0 NPUMEHCHHUI0 CEKBCHUPOBAHUIO HOBOI'O MNOKOJICHUsI B MEIUIITUHE U

HayKe OIYOJMKOBAaHHHIN HA MH(OPMAIIMOHHO-aHATHTHIecKoM mopTane PCR.ru .

Y10 MOKHO ceroads caeqiatb MeToJaMi CEKBEHUPOBAHUSA HOBOI'O ITOKOJICHUA B MeUIIMHE U B HayKe? 1ot BOIIpocC
poccuiickue H 3apy0esKHble CIeNHAJNCThI 00CYKaIH HA HeJaBHEM CHMIIO3HYMe 110 NOJHOT€HOMHOMY
cexBeHnpoBaHmio «Genetico. NGS».

ITotHOreHOMHOE€ CeKBEHHPOBaHHE BCe ellle JOPOoro JJsl MeIUIMHbI. AJTbTePHATHUBBI

OcHoBHble 006J1acT! TpuMeHeHus MeTooB NGS nepeurciiin OCHOBATe b U 9KC-AUPEKTOP KOMIaHUH «IHCTUTYT CTBOJIOBBIX KJIETOK
yesioBeka» ApTyp McaeB: 310 HayuyHble UCCIIEIOBaHMsI, MEIMIIMHA U KpuMUHaIHMCTHKA. B Menuumae NGS noka elne He nepenuii B
PpaHr pyTUHHBIX METOIOB. BO—HCpBbIX, WU3-32 CTOUMOCTH: «XOTS YK€ MHOT'O JIET MbI CJIBIIIINM, YTO CTOUMOCTb CEKBEHUPOBAHUA Ir€HOMA
yestoBeka npudsmkaercs K $1000, 115 MpaKTHYECKOro 3APABOOX PAHEHHUS STH METO/IBI BCE €IIle OCTAITCS JOPOTMMI». BO-BTOPBIX, STH
METO/IbI TPEOYIOT MHTEJIEKTyaIbHBIX 3aTpaT — B JJaOOpaTOpHy HEOOXOIMMO UMeTh OMONH(pOPMATHKOB. B pakTHUecKOl MeaUIUHE Y
NGS ecTb anbrepHATHBA — TEXHOJIOTUS «UUIIOB», KOTOPbIe 0OECIIeUMBAIOT He MpouTeHue Beel nmocnenoBatensHoct JJHK, a ananu3
M3MEHUYMBBIX YYACTKOB, B KOTOPHIX BO3HUKAIOT MyTanuy. OHa JeleByie, O3TOMY 3a4acTylo Y MEMIIMHCKOrO LIEHTpa BHIOOp MajaeT Ha
Hee.

Tako# BHIOOP HECKOJIBKO JIET Ha3a] chesiana u kommnaHusi Genetico, paspadorasiuas JJHK-uum «THOreH» Ha BbisIBJIeHHE 65
MOHOTEHHBIX HACJIE/ICTBEHHBIX 3200JIEBaHUI U 5 MyJIbTUT€HHBIX 3a00J1eBaHmii, pacckasbiBaeT VcaeB. Unn xoporo ce6s1 mokasa ajist
MEPBUYHOTO CKPUHUHTA, HO CHELAIMCTHI He BIOJIHE OBUTH STUM yIOBJIETBOPEHBI U MOCTENIEHHO JIBUTAIMCH K CO3/IAHMIO JIAOOPaTOpUH
NGS. IIpeumymiectBa NGS — yHUBEpCAIbHOCTb, STUMU METOJIAaMU MOKHO PElIUTh MoOyio 3ana4dy. B Genetico oHu, B yacTHOCTH,
WCTIOJIB3YIOTCS AJIs TPEMMIUIAHTalMOHHON reHerryeckoi quarHoctiku (ITF]T). B citydae prcka HacneICTBEHHOH aTOJIOTHH Y
Oynyiiero pedenka INI']] npumensior nepen nporenypoit KO, utoObl BEIOpaTh 11k UMILIAHTALIMH 3aBEOMO 370POBbIe SMOPUOHBI (Ha
craguu 4-10 knerok). Jpyroe npumenenne NGS — npeHatanbHas HEMHBA3UBHAS TMarHOCTUKA BO3MOXKHBIX MATOJIOTUI Y OyyIlero
pebenka no ero JHK B kpoBu marepu. [ToMUMO npeHaTaabHON AMarHOCTUKY, MEPCIIeKTUBHbIE HanpaBiieHus ajs MetoqoB NGS B
MeJMIMHE — CKPUHUHT HACJIE/ICTBEHHBIX 3a00IeBaHHH, TeHETHYECKHI aHAJIM3 PAKOBOH OIYXOJIM ¥ TIOAOOP TapreTHON Tepanuu.

OpHako He Bce CIeMaNCTH ToiepKaii MHeHHe ApTypa VcaeBa, ero BEICTYIUIEHHE BBI3BAJIO KPUTHKY CO CTOPOHBI HEKOTOPHIX
MpakTUIecKux Bpaderl. CyTh KPUTHKH: CETOHS CEKBEHNPOBaHNUE reHOMa — B OOJIBIIMHCTBE CIIy4yaeB JIoporasi 1 HeolpaBJaHHAas
HaBsi3aHHas yciyra. OHa He Hy)KHa, €CJIM NalMeHT He OTHOCHUTCS K IpyIIe pucka. B wactHocTH, Tak cunraet A.6.H., mpod. Anekcanip
[Monsikos, 3aB. naboparopru JHK-nuarHoctikn Meanko-reHeTH4eckoro HayqHoro nenrpa. Jpyras nperensus B Tom, 4to NGS e
Jlaet TouHoro auarHosa. Oteevasi, Aptyp UcaeB yrounusi, yro Ha cerogasi NGS — 3To XOpoImii CKpUHUHTOBBII METO[l, HO JUIsT
MAlMEHTOB B IPyIIE PUCKa €ro HeIOCTATOYHO, UM Hy’KHA MHBa3MBHAS JUArHOCTHKA.

Cragun npumenennsi NGS B KIUHHUKe: OT OT/IeJIbHbIX T€HOB K IOJHOMY e HOMY

Hoxktop ®@aopuan I'paginep — cnenpanuct komnanuu [llumina (Beaymei B oonactu NGS) B ['epmanum — pacckasai o
NEPCIEKTUBAX TIOJHOTEHOMHOI'O U MOJIHO9K30MHOIO CEKBEHUPOBaHUs. Ero apryMeHThl B 0JIb3Y 3TUX BBICOKOTEXHOJIOTMUHBIX
METOJIOB ONUPAJIMChH Ha IpUMep pelkux (opdaHHbIX) 3a001eBanuil. [locTaHOBKA JUarHo3a OOJIBHBIM, CTPAJAIOIINM TAaKHUM
3a00J1eBaHHEM, TPaJULIMOHHBIMU METOIaMH 3aHUMaeT 5—7 JieT. [ eHeTHYecKoe TeCTUPOBaHUe PAIMKAIbHO YCKOPSIET poriecc. Y Hero
€CTb pa3Hble CTYNEeHH. MOXHO aHAJIM3UPOBATH OT/ENIbHBIE TeHBl — 3TO OBICTpee U AeLIEBIIe, HO IIPH 3TOM €CTh PUCK HE HANTH HYXHYIO
myTtamo. Cliefyiomas CTyleHb — KJIMHIHYEeCKOe CEKBEHUPOBaHHE 9K30Ma (TIpY STOM ITPOUYUTHIBAIOT BCE T€HbI, [TPO KOTOPbIC N3BECTHA
UX CBS3b ¢ OoJIe3HsAMM). [lanee uet CeKBEHPOBAHUE BCEro 9K30Ma (JOPOKe, HO TAKHM ITyTEM MOXHO «IIOMMAaTh» MYyTALHIO, IS
KOTOpPOU CBsI3b ¢ 0OJIE3HBIO paHee He ObUia U3BeCTHa). HakoHell, ceKBEeHHpOBaHMUE ITOJIHOTO TeHOMa — CaMBblid IOPOTrOM MyTh, OAHAKO U
caMblif MTH(OPMATHBHBIH, TaK KakK IPX TOM MTPOUYMTHIBAIOTCS HE TOJIBKO I'eHbl, HO U PETYJISITOPHbIE YUaCTKM I'€HOMa, a B HUX TOXe
MOTYT OBITh KJIIOUEBbIE MYyTALIUH.


http://xn--c1acc6aafa1c.xn--p1ai/?page_id=475
http://www.pcr.ru/state/illumina-za-god-nash-biznes-v-rossii-udvoilsya/
https://ngs.genetico.ru/

Yem nogpobHee — TeM JOopoxe, HO TeM OoJbiie nHpopManyu. I109ToMy MoCTeneHHO MeIMIMHA JBKETCS OT aHAJIM3a OTAEeIbHbIX
TeHOB K aHaym3y Bcero reHoma. U Illumina — akTUBHBII UTPOK HA STOM IIOJIE.

CnemuanbHo nist yurarejeid PCR.ru nokrop ®aopuaun I'paajiep orBeTna Ha
HECKOJILKO BONPOCOB

Hokrop I'p3aiep, kakosl mianb! Illumina Ha poccuiickom prinke? Kakum Bbl BUauTE Oyaylee — 0KH/IaeTe JH POCT
PBIHKA, CTAOUIBHOCTH WM CHaj?

MBpI ompefiesiecHHO OKHMIaeM POCT phIHKA. 3a mocieqHui rof Ham 6usHec B Poccuu ynBowics. Ceiuac [llumina 3aHnMaer o4eHb
CWJIbHbIE MTO3UIMK HA POCCUIICKOM UCCIIeIoBaTeIbcKOM pbiHKe. 3a 7—8 sieT Mbl octaBwin 120 cucrem a5t NGS cekBeHMpOBaHusI B
pOCCHUIICKHe HHCTUTYTHI, He TOJIbKO B MockBe, HO Takke B Cankt-IletepOypre, B Kazanu, ExarepunOypre, HoBocuoupcke,
Bragusocroke. Ceifuac Mbl ITpe3eHTOBAJIM HAIIIM MPUOOPHI BO MHOTUX Topoaax Poccuu u B OyayiieM oXuaaeM pacliiipyuTh MOCTABKHU.
Tak 4TO 5 0XKMIAI0, YTO PHIHOK HAIIIEH MPOIYKIUHU OYyAET TOJIbKO PacTH.

Kak M0:KHO OlIeHUTh o0beM npojaaxx B Poccuio o CPaBHECHUIO C IPYIruMua CTpaHaMu — OH 00JbIION NJIH HE OYEHDb?

70 3aBUCHT OT TOTO, C KAKAUMH CTPAHAMH CpaBHHUBaTh. ITockommbKy [llumina — ameprKkaHcKast KOMITaHUs, TO, KoHewHO, B CIITA
TIPOJIAKKA HAMHOTO OOJTbIIIE — BCE OCHOBHBIE YHUBEPCUTETHI MIMEIOT HECKOJIBKO HalMX cucTteM. YTto Kacaetcst EBpOIIBI, TO TYT MOKHO
CpaBHMBATh, HAIPUMEDP, B 'epMaHnM MBI cefiuac mpojaeM B IATH pa3 Gosbliie ciucteM, yeM B Poccun. Ho Poccnst — Gosbinast cTpana,
U 51 OKMJIAI0, YTO y POCCUHCKOTO PHIHKA OOJIBIIION MOTEHIMA JUIst pocTa. Y Bac 00pa30BaHHOE HACEIEHUE U OYE€Hb MHOTO yUYEHbIX, U s
JIyMalo, YTO OHH HY)KJIAIOTCS B OOJIbIIIEM KOJMYECTBE TEXHOJIOTHUECKOU MH(PPACTPYKTYPHI JUIsI CBOMX HUCCIIEIOBATEILCKUX
J1abopaTopHi.

Kto npeoﬁ.na;laeT cpea Balmux KJIMEHTOB B Poccnn — HAay4YHbI€ Opranm3anvuv nJjan Mel[l/IIII/IHCKI/Ie?

Ha ceropns Hay4Hble opranu3aiuu npeodaanaoT. Ho cpeau Hammx KJIMEHTOB HEMaJIO TAKKX, KOTOPBIE 3aHUMAIOT ITPOMEKYTOUHOE
MOJIOKEHNE MEeXAy HayKoi 1 MequiiHoi. OHU BEyT UCCIIE0BaHNsI, HO Ha KJIIMHUYECKOM MaTepUalle peaslbHbIX NalnueHToB. Y Mbl
ceifyac akTUBHO PacHpOCTpaHsAEeMCsl HA MEANIMHCKUI PEIHOK. OH HECKOJIBKO OTJIMYAETCS] OT HAYYHOTO, B HEM HYKHBI JIpyrue
noxxozsl. Ho MblI ysxe cienaiy 60JbIIoN iar B Hero. Y HalllMX CHCTEM MHOTO o0acTeil IpUMEeHeHHs B MeJUIMHE: IPeHATaIbHOe
TECTUPOBAHNE, OHKOJIOTHS1, UMMYHOJIOTHSI, KPUMHUHAIMCTHKA.

KakoBo cooTHomeHHEe rocy1apCTBeHHBIX H YaCTHBIX MeJHIMHCKUX yUpesK/JeHUul cpeau BaluX KJINeHTOB?
1 He 3HaI0 TOUHBIX 1M(DP, AYMAIO, YTO ITOKa OOJILIIMHCTBO FOCYJAPCTBEHHBIX, HO ceiiuac OBICTPO pacTeT JOJIst YaCTHBIX KOMITaHHH.
A kakue Bamm npudopsl ceifyac HanodoJiee BOCTpeOOBaHbI B HAyKe H B Me/IHIIHHE ?

Harm npu6ops! JOBOJILHO MHOTOLIEJIEBbIE, OJIHY U TY K€ MOJIE/Ib MOKHO MCIIOJIb30BaTh U B HayKe, ¥ B MeauiiuHe. C OJJHOW CTOPOHBI,
MBI BUJVIM, YTO JIZIEPB HA PHIHKE — 3TO MOILHBIE MHCTPYMEHTHI, TpeAHAa3HAUYEHHBIE IS HAIIMOHAIBHBIX T€HOMHBIX NHULIUATHUB.
CerojiHst TAKUE €CTh, HAPUMED, B AHIJIMY, IJIe B pAMKaX HAIIMOHAJIbHOW FeHOMHOW MHUIIMATHBBI ceKBeHnpoBaHo Oosee 100 Thicsau
IEHOMOB, eCTh HeCKOJIbKO npoekToB B ['epmanuu, B CIIIA, Bo ®paniuu, B M3pauie 310T poekT o0cyxaaercsi. Hackonbko s 3Haiwo, B
Poccun Toxe ecTh HaMOHATBHBINA TeHOMHBIH MTPoeKT. MorHble crcteMsl Tutia NovaSeq uaeanbHO OAXOAST AJIs TAKAX IPOEKTOB, a
TaKKe JIUIS APYTUX 3a71ad, TPeOyIOIMX UCCIIeJOBAHUI OOJIBIIOro KonuecTBa 00pa3ioB. C qpyroi CTOPOHBI, Mbl BUIMM, YTO Bee Oojiee
TOITYJISIPHBI HeOOJTBIIIE TIPUOOPHI, YIOOHBIE T KJIMHUK. 1) MpaKTHYECKUX IIeJiell OHK BHIOMpAIoT HacTobHbIe (benchmark)
CHCTEMBI, KOTOPbIe MOXHO TTOCTABUTh B OOBIYHOM JTa00PaTOPUH, HO KOTOPHIE MOJTHOCTHIO aBTOMATH3UPOBAHHI ¥ BKITIOUAOT COPT s
aHaym3a JaHHbIX. S gymarto, mopsiaka 100 TakuX HACTONBHBIX CUCTEM y&Ke PadOTaI0T B POCCHICKUX JlabopaTtopusx. Camast mommyJisipHast
cpeau HUX — 310 MiSeq. B MeauIiMHCKHE yUpekIeHNsT MOXKHO TIOCTABJIATh TOJBKO Te MPUOOPBI, KOTOPBIE 3aPErUCTPUPOBAHbI B
Munzapase. MiSeq — 3aperucTpupoBaH.

KaxkoBa noss Mocksbl u [leTepoypra cpean 3aKa3uyukoB?

He 3Hal0 TOUHYIO 010, HO OHA BBICOKA. POCCHST — HEHTPaTM30BAHHAS CTPaHa, M 9TO O3HAYAET, YTO OOJIBIIAS YACTh BEAYIINX
HCCIIEIOBATENIbCKMX MHCTUTYTOB cocpenotoueHa B Mockse u CankT-IletepGypre. Ho s cunTaio oueHb O3UTHBHON TEH/ICHIIUEH, UTO
cefiuac MHOTHE PErMOHAIbHBIE MHCTUTYTHI IPHOOPETAIOT BEICOKHE TexHoMorui. Ceroqus nHpopMaThka CTAHOBUTCS BCe MeHee U
MeHee JIOKaJIbHOM, OHa MCIIOJIb3YET OOauHbIE CEPBICHI, KOTOPhIE 00eCTIEUMBAIOT OOMEH JaHHBIMK. U ¢ Harleit 061auHoM CHCTEMOM
JIETKO OPraHW30BaTh COBMECTHYIO 00padOTKY JaHHBIX, pacipeesieHHyIo Mexay MockBoii, HoBocubupckom, BiaiuBocTOKOM, ¥ TOYHO
TaK ke B JIIOOOH MOMEHT MOXHO KCIOJIb30BATH BO3MOKHOCTH Bcero Mupa. Ceituac HEBO3MOKHO 3aHUMAThCS MOJIEKYJISIPHOM
TeHETUKOU B M30JIMPOBAHHOM OT MHpa J1abopaTopuu, Oe3 rI00aTbHOW KOOTIepariyy.

Ectb Ju y Illumina B Poccun mocrosiHHbIe, 2 MOJKET OBITh, JJIOOMMbIE KIUEHTHI?



pr,[[HO CKa3aTh. Y MEHSI OUeHb IO3UTUBHBIA OITBIT O6H.ICHI/IH CO MHOI'MMH MHCTUTYTaMH B POCCI/II/I, CO MHOTMIMH MHTEPECHBIMU
JIIOObMH, CO MHOTMIMHU YYEHBIMH B OYE€Hb Pa3HbBIX obmnacrax. J ve MOTY BBIIEJIUTH KOI'O-TO OJHOTO.

I'enomMHbBIE JAAQHHBIC MAIIUCHTOB JO0JI’KHbI XPAHUTLCA BEYHO

KakoBa koHkpeTHas posib NGS B OCTaHOBKE IMarHo3a, yTOYHIJIA B CBOEM BBICTYIUIEHHH JI.M.H., 3aB. JIa0. MEJUILITHCKON I'€HETHKH
PHIIX um. [Terposckoro Enena 3akias3pMuHckasi. OHa nepeynciniia yCJIOBUs, IPU KOTOPBIX OOJIBHOTO CTOUT HAIIPaBUTh Ha
CEeKBEHMPOBaHME. DTO CJIyeT JeslaTh, ECJIM éMy He TIOCTaBJIeH JUarHo3, HO €CTh yBEPEHHOCThb B HACJIEICTBEHHOU IPUPOJIE
3aboJIeBaHMsl, JIMOO €CIIU MarHo3 MOCTaBjIeH, HO 3a00JIeBaHNe 3aBUCUT OT MHOTMX T'€HOB M B €r0 TOYHBIX MEXaHU3Max HaJo
pa3oupaThCs.

Ml ellie MaJio 3HaeM 0 TeHOMe, TIoJUepKHYJIa 3aKksa3bMUHCKas. B reHoMe yenoBeka oT 24 10 32 ThICS/Y T€HOB, U (DYHKIIUM MTOJIOBUHBI
HaM Heu3BeCTHBI. Ecin cekBeHMpoBaHUe He MOMOraeT IOCTABUTh AUATHO3, TO MOKET ObITh, MMEHHO 110 3TOM npuurHe. Ho 3HaHus
MOCTOSIHHO TIOTIOJTHSIIOTCS, ¥ TO, YTO MBI CETOJJHS HE MOXEM pacIirdpoBaTh, CMOKEM 3aBTpa. B cBs3M ¢ 3TUM, OHa IOCTABIJIA OYEHb
BaXXHBIA BOIIPOC — O TOM, YTO MEPCOHANIbHbIE TEHOMHBIE IAHHBIE JIOJIKHBI XPAHUTHCS. 3a4acTyio B J1aOOpaTOPUU UX YHUUTOXKAIOT,
JIUIIAsT BO3MOXKHOCTH [MOBTOPHOTO aHau3a (Mpy TOM, YTO MalueHT 3aratii aeHbru!). [Ipuunna npocra u 6aHaabHa: TeHOMHbIE
JAHHBIE 3aHUMAIOT MHOTO MecTa. «[ eHOMHBIe JaHHbIe TOJKHBI XpaHUThCS BEYHO, Hy, TIO MeHbIel Mepe 50 jet!» — moanepxan ee
A.B.Ilonskos.

Caoum omnbsiToM noziesmiics Imurpuit Broaasen, K.M.H., pykoBoauteins [leTckoro HepBHO-MbieyHoro nentpa HUKU nexmarpun.
OH paccka3zan o npumeHeHrd NGS B COBpeMEHHOW HEBPOJIOTUH, HAIIPUMED, ISl JUarHOCTUPOBAHUSI MUOAUCTPO(PUI — HEPBHO-
MBIIIIEYHBIX 3200JIEBaHUI, KOTOPBIX CYIIECTBYET BEJIMKOE MHOXKECTBO. BOJIBIMHCTBO M3 HUX CBSI3aHO C MyTAalMsIMU B IeHe Oelka
quctpopuna (DMD), 3TOT reH oueHb OOJIBIION, U MyTallMi B HEM BO3HUKAIOT CaMble pa3Hble. BBIIBUTH UX MOKHO, HCCIIEYSI METOJIOM
ITLIP pa3Hble yyacTku reHa, Ho 6osiee 3(PeKTHBHO — CEKBEHHPOBATH I'eH MOJHOCTBIO, YTOOBI OOHAPYKUTh BCE BOZMOXKHbIE MyTALIUH 1
OIpeJenTh Pa3HOBUAHOCTD Oosie3Hu. i1 MUoguCcTpoduil NepCreKTUBHBI He TOJIBKO FeHeTUYeCKUe METO/bl IUarHOCTUKH, HO U
TeHHas Tepanus — yXke eCTh TaKHe Mpenaparsl, HO B Poccuu OHM NOKa He 3aperucTpupoBaHsbl.

Poccuiickue JadopaTopun: «ynopHble €eHOThI», <HANBHbIE KHChI» H «XHTPbIe KO3bD»

[Tpobremy kauecTBa cekBeHMpOoBaHus NoaHs1 K.0.H. ®enop KoHnoBasoB, pykoBoauteins «JlabopaTopuul KIMHUYECKOR
O6uonH(pOopMaTHKK». B m000M 1a00paTOPHOM MCCIIeIOBAHNH TIPUCYTCTBYET YeJIOBEYECKHH (DAKTOP, U, K COKAJIEHHIO, BEPOSITHOCTD
TOTO, YTO YeH-TO OMOIOTUYECKHiA 0Opa3ell epenyTaiy, He HyjieBas. [lo MHeHo KoHoBanoBa, Halll pOCCUICKHMI PHIHOK B 00J1aCTH
CEKBEHMPOBaHMUS — 3TO ToKa «MKuil 3anam», oT OMMOOK He 3acTpaxoBaH HUKTO. OH IPHUBEN CBOIO KJIACCH(PUKAIMIO KIMHUYECKUX
J1a00paTOPHA 10 UX HAJIEKHOCTU M OTHOLIEHHIO K COOCTBEHHBIM OIIHOKAM.

IepBbIit TUI TAOOPATOPUN — «YIIOPHBIA €HOT». COTPYAHUKYU TAaKOU JTaOOPATOPUH JEJIaloT BCe OT HUX 3aBUCSINEE IS MOy YCHHUSI
XOPOIINX CUKBEHCOB, OPUEHTHPYIOTCS HA MUPOBOW YpOBEHb. ECITM cOBEPIIAIOT ONMIMOKH, OTHOCATCS K HUM CEPhe3HO M U3BJIEKAIOT
YPOKH.

Bropoii THIT — «HauBHas KMcax». [1py coBepiieHnH OMMOKY MX HOo3uLMs: «He cyauTe cTporo, Mbl BCEro JIMIIb YYUMCs» (Ha JEHbIU
KJMeHToB!). OHHM JIETKO NPU3HAIOT OLIMOKY U HE TIPUAAIOT UM 3HAUCHHUS.

TpCTI/Iﬁ THUIl — «XUTpPad KO3a». Onn XOpOLIO NOHUMAIOT, OT Y€r0 3aBUCAT NMPOAAKU TECTOB, — KAK 3TO HU IE€YaJIbHO, HE OT Ka4eCTBa
CEKBCHUPOBAHUS. HOE)TOMy OHM He 3a00TATCA 0 KaUeCTBE M SKOHOMAT Ha BCEM, HAa Y€M MOTI'YT. A ecIiM X JIOBAT Ha OIIHOKax —
OTOAITHIBAIOTCS.

Bbi0op Me:Ky CTOUMOCTHIO H HH(POPMATHBHOCTBHIO: HA CEro/IHsI ONTHMAJIbLHO
MOJHOJIK30MHO€E CEKBEHHPOBaHUe

O BHIOOpE THITA TEHETHYECKOTO aHAJIN3a TPUMEHHUTENILHO K MEAMIIMHCKOM AMarHocTuke pacckasaia K.0.H. Mnna IloBoJonkas,
PYKOBOJMTEJH OT/es1a OMOMH(pOPMATHYECKUX UCCIIeI0BaHUI MeTMIMHCKOro HeHTpa Genetico. Kak BEIOpaTh HyKHOE MCCIIeIOBaHNE U3
TpeX CTYNEeHeH, pa3InyalonuXcs 0 CJIOKHOCTU U [0 CTOUMOCTHU: CEKBEHUPOBAHUE [TAHEIIU I€HOB — CEKBEHUPOBAHUE IK30Ma —
ceKkBeHupoBaHue reHoma? CerofHs yaie JeJaioT BbIOOP B T0JIb3y CEKBEHUPOBAHMUS NTaHEIM TEHOB, 3aBeIOMO OTBETCTBEHHBIX 3a TO
WM MHOe 3a0oJieBaHue. DTo mpolue u Aemesie. Ho cucok reHoB orpaHuyeH u ObICTpo ycTapeBaeT. K 3Toil e KaTeropuu, yTouHseT
IToBoJIOLKAsl, OTHOCUTCS M CEKBEHUPOBAHHE «KJIMHUYECKOTO 9K30Ma» — ITO IPOCTO TUTAHTCKAasl aHeb KJIMHAYECKH 3HAUMMBbIX
reHoB. [101HO9K30MHOE CEKBEHMPOBAaHHE MO3BOJISIET HAMTH MYyTALMIO BO BCEll OEJIOK-KOAUPYIOLIEl YacTH TeHOMa, HO OCTaBJIsET 3a
60OpPTOM HEKOIUPYIOIIYIO YacTh. HakoHel, IOJJHOreHOMHOE CeKBEHHPOBAaHHE — CaMOe JOPOroe, Ho M caMoe MH(pOPMAaTHBHOE, TaK KakK
TIO3BOJISIET BBISIBUTH MyTALlM HE TOJIBKO B FeHaX, HO U B UX perynstopax. To ecTh BHIOOpP MPUXOAUTCS AeIaTh 110 IKaJIe «CTOMMOCTb
— UH(pOPMATUBHOCTH>.



PasHuily B BO3MOKHOCTH METO/IOB MOXHO BBIPa3uTh B Idpax. B uccienoBanuu, o kotopom pacckasana Muna ITosonorikasi, 6bu10
MOKA3aHO, YTO MOJTHOIK30MHOE CEKBEHMPOBAHME IO CPABHEHHIO C AHAIM30M OTAEIbHBIX TCHOB YBEJIMUMBACT BHISIBIIIEMOCTD
MAaTOreHHBIX MyTalnii Ha 24%, a MOJTHOTeHOMHOE TI0 CPABHEHHMIO C TIOJIHOIK30MHBIM — eiile Ha 16%. U 1o GaaHcy 1eHbl 1
3(pPEeKTUBHOCTH CETrOIHSI ONTIMATbHBIM METOIOM CITYKUT CEKBEHHPOBAHKE TTOJTHOTO 9K30Ma, CUATAET CHEIIUAIIHCT.

NGS B Hayke

Brmke kK KOHITy CHUMITO3MyMa MeTUIIMHCKAs MpodeMaTrka ucrosb3oBannss NGS cMeHWIach Ha Hay4HyI0. B BeicTyIieHnn Bacuinst
Pamenckoro, k. ¢.-M.H., COTpyIHHKa JJabopaTtopuu reHoMHOU nrkeHepun MO TU, npo3Byvasa akTyasibHast mpodiieMa, perraemast
ouonHpopmaTrkamu. Kak npenckasars 3pekT reHoMHbIX BapuaHToB? Kak MOHATH, KaKoe peajbHOe 3HAUCHUE OYIeT UMETh Ta WK
WHas HalIcHHAsI B TCHOME MYTaIl|sl — BCE 9T 3aMeHbl HYKJICOTH/IOB, Aejeiuu wiu uacepiuu JJHK? Myrarmu nensitcst Ha Tpu
KaTeropmu — C BbICOKOM, CpeIHEN U HU3KON (DYHKIIMOHAILHOCTHIO, B 3aBUCUMOCTH OT TOTO, KaK CUJIbHO OHU BBI3BIBAIOT MOBPEXACHUS
reHa. buonH(popMaTUKy MOTYT CerogHs MpeacKa3bBaTh 3TY KATETOPHUIO C HEIJIOXOU BEPOSITHOCTBIO.

WurepecHbiit puMep Uctosnb3oBaHust MetogoB NGS juist aHanm3a MeTareHoMOB TIpHBeia B cBoeM Jiokiiaje K.0.H. Mapus Jlorauesa,
COTPYHUK J1abopaTtopuu 3BoMOIHOHHON reHomuku HUU dusuko-xumudeckoi 6uonorun um. benosepckoro MI'Y. Metarenom —
9TO CMeCh TeHOMOB Pa3HbIX OPraHU3MOB B TOM WM HHOM coodmiectBe. HeoOX0AMMOCTh ero ncciieJoBaHus BO3HUKAET B CAMBIX
Pa3HBIX CUTYyalusX, ¥ HAI0 3HaTh, KAKME METO/BI JIydllle BCETO JUIs 3TOrO MOAXOLAT. B skcrepumenTe, o KoTopoM pacckasana Mapust
JloraueBa, yueHsle UcClieJOBAI METAreHOM B CMECH pa3HbIX pacteHuid. [Ipu atom onun cpaBHuBaim aBa Metoga NGS — Illumina u
Ion Torrent (MOHHOE MOJYIIPOBOJHUKOBOE CEKBEHUpOBaHue). 1 [Ba moaxoaa: MOJIHOr€HOMHBIY aHAIN3 U aHAJIU3 MAPKEPHBIX Y4aCTKOB
(U1 pacTUTENbHBIX TEHOMOB UMM CITy’KaT YUacTKH I'eHOB puOOCOMHBIX OenkoB). Llenb nceneioBannst — B cOcTaBe METareHoMa
BBIWICHUTb T€HOMBI OTJEJIbHBIX pacTeHUi. [laHHbIe, TOJy4YeHHbIe IByMs METOJaMH, OKA3aJIMCh Pa3IMYHBIMU, U CAMOE yUBUTEIBHOE
— U3 CMECH pacTeHMil ucue3 HaxoAAIuiics TaM puc. Havasncs neTeKTMBHBIN MOMCK MpOMAaBILIero BU/a, UCCIeA0BaTeNN U3MEH I
pa3Hble (PaKTOpPBI, M KOrja U3MEHWIN YCJIOBUSI MOJIMMEPA3HOM IIEMTHOHM peakly, pUc HaKOHeIl BEpHYJICS Ha MECTO. A y4YeHbIe MIOHSIH,
KaK MpaBUJIbHO MPUMEHATh MeTozsl NGS a1 nccneioBaHusl pacTUTEbHBIX METareHOMOB.
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