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AnHoTauus. IIpoBeneHo nccienoBaHue phIHKA MEPCIIEKTUBHBIX T€HETUYECKUX TEXHOJIOTUN B
Poccun, ObuIM paccMOTPEHBI OCHOBHBIE CETMEHTHI PBHIHKA, TPEHAbI M OIpPENENIEHbl CTPATEeruu
pa3ButHs peiHKa. Ero o6bem B Poccum cocraBisier okosio 10 mupa. pyOneit u mpomosmkaer
YBEJIMYUBATLCSA B cpeaHeM Ha 15% B roa. IlepcnekTHBBI MCHOIB30BAHUS MOJHOINEHOMHOIO
CEeKBEHHPOBAHMsI BECbMa MHOTOOOCUIAIONIN, OJHAKO OTEYECTBEHHBIH PBIHOK BBITJISIIUT HE
CTOJIb Pagy’)XKHO, KaKk MUPOBOH. HecMOTpsi Ha OrpOMHBIE 3aTpadeHHBIE CPEICTBA B BBICOKYIO
CTENeHb OCHAIIEHHOCTH mpakThdecku Ha 90% mapk oOopymoBaHus mpoctauBaeT. llombITku
BBIITH 32 paMKH OIO/DKETHOTO (PMHAHCHPOBAHUS U TEPEHTH B KOMMEPYECKOE PYCIO MOXKHO
[0OKa Ha3BaTb O€3yCHEIIHbIMU. bonee »¢ddexTBHOE mNpHUMEHEHHE MOJHOT€HOMHOTO
CEKBEHHPOBAHMS BO3MOXXHO TIPM CO3[aHWU CIIEIHAIM3HPOBAHHBIX LEHTPOB. braromaps
BBICOKOM KOHIIGHTPALlMU KaJpOBOTO M TEXHOJOTHYECKOTO TMOTEHIMalla Ha HECKOJIbKHX
TUTOIIAJIKaX BO3MOXKHO MAaKCHMaJbHO TIOJHOE WCIOJB30BAaHWE MPEUMYIIECTB HOBBIX
TEXHOJIOTUH, y/IelIeBIeHNE KOHEUHO! IICHbI aHAIIN3a U YITyUYIIeHHEe KauecTBa.
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1 ITPEAITOCBUIKHA, OBYCJIABJINMBAIOIIVME HED®DOEKTUBHOCTD
HCIIOJIb30BAHUS TEXHOJIOT Wi ITTIOJJHOTEHOMHOI'O
CEKBEHMPOBAHUSA B POCCUUA
1.1 OG30p TEXHOJOTH TMOJHOI€HOMHOIO CEKBEHUPOBAHMS U UX

IMPUMCHCHUS

CexBeHUpOBaHHE HOBOTO IIOKOJICHHS — TEXHUKA OIpEeNieHUs] HYKICOTHIHOU
nocnenosarensHoctd JJHK u PHK st monmydenust ¢dopManbHOro omucaHusi ee NepBHYHOMN
CTpyKTyphl. TexHomnorust MeTrosoB cekBeHupoBaHus HoBoro mokoieHus (NGS — Next
Generation Sequencing) mo3BoJIsSIET «IPOYUTATH» €ANHOBPEMEHHO Cpa3y HECKOJIbKO Y4acTKOB
TeHOMa, YTO SIBIISIETCS TJIABHBIM OTJIMYHEM OT OoJiee paHHHX MeTOJI0B cekBeHupoBaHust. NGS
OCYIIECTBIISIETCS C TOMOIIBIO TIOBTOPSIOIINUXCS IIUKIOB YIUTMHEHUS TENH, WHIYITHPOBAHHOTO
MOJIMMEPA30i, WIIM MHOTOKPATHOTO JIETHPOBAHUS ONHMTOHYKIeoTHn0B. B xome NGS moryr
TeHEePHPOBATHCS JI0 COTEH Meraba3 W rurada3 HyKICOTHIHBIX TOCIEI0BATEIBHOCTEH 3a OJWH
pabounii tki [1].

CexBenupoBanue ciaemytoniero mokojeHus (NGS) sBmsieTcss  peBOIOIMOHHOMN
TEXHOJIOTUEH, HanboJjee MpUBJIeKaTebHBIM U OBICTPOPACTYIIUM CErMEHTOM C MOTEHUHUATbHBIM
oobemoM $7.1 mupa. (peIHOK MpousBoauTeNeii). MupoBoii 00beM peIHKa cocTaBuil ~$1,2mipa.
B 2012 roay, 1 CKOPOCTh POCTa YJBAUBAETCS.

Texnonorust NGS cosepimia peBoIIOIHIO HE TOJIbKO B MEAULIMHCKUX HCCIEAOBAHUSX, B
aKaJeMHUYeCKUX JlabopaTopusax U OHodapManeBTHUECKUX KOMMIAHHUSAX, HO TaKKe H3MEHUIIA
CTPYKTYPY 3ApaBOOXPAHEHUS W MPUKIAIHBIX PHIHKOB (HampUMep, TECTHPOBAHUS MPOJIYKTOB
nuTaHus). B Hacrosimiee BpeMsi OCHOBHBIE TEXHOJOTMHM Ha PBIHKE MPEACTaBICHBI ABYMS
KOMIMaHussMu-nuaepamu:  Thermo Fisher (Proton, lon S5) — mnoaympoBoaHHKOBOE
cekBenupoBanue, lllumina (MiSeq, NextSeq, HiSeq) — cekBenupoBaH#re CHHTE30M LIEITH.

Takke Ha ppIHKE MPUCYTCTBYET HEKOTOPOE KOJUYECTBO KOMITAHUN C MHHOBAIIMOHHBIMU,
noporuMu paszpabotkamu. HekoTopoe Bpemst Has3ajl elle UCIOIb30BaIUCh MPHOOPHI KOMITAHUH
Roche (454 FLX, Junior), oqHako KOMIaHUs IPEKPATUIIa BBITYCK 3TOr0 000PYI0BaHHSI.

O0e OCHOBHBIE TEXHOJIOTUM PACCUMTAHBbl HA MAacCCOBOE MapalljieIbHOE CEKBEHUPOBAHME,
UMeIoIee JOCTATOYHO CIIOKHYIO TOATOTOBKY Npo0 M MOCHENYIOUMH aHaiau3 JaHHBIX Ha

OCHOBC 6I/IOI/IH(I)0pMaLII/IOHHBIX MCTOOOB W  aJITOPUTMOB. B nuneiike O60py,Z[OBaHI/I$I
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IIPEJICTaBJIEHbl NIPUOOPBI Pa3HON IMPOU3BOIUTENIBHOCTH, HO BCE OOJIBLIYIO HMIY 3aHUMAIOT
npUOOPHI CO CPEIHUM YPOBHEM MPOU3BOJUTEIHHOCTH C MAKCUMAIBHOM JUTMHON MPOYTECHUH.
Ha pblHOK Takke HA4YMHAIOT BBIXOAWTH OJHOMOJIEKYJIIPHBIE TEXHOJOTHH, OJHAKO B
HACTOSIIIEE BPEMsI OHU €lll€ HaXOAATCS B CTAJMM HAy4YHOU pa3paboTKu.
TexHosorust NOIYNpPOBOJHUKOBOIO CEKBEHUPOBAHUS SIBJISETCS caMOW OBICTPOM, OJIHAKO
OHa JIOCTaTOYHO CJIO’KHA B MOATrOTOBKE Mp00. CEKBEHUPOBAHUE IIPU 3TOM HECKOJIBKO JCIIEBIIE.
Texuomorust kommanuu lllumina mpoie u HagexHee, HO Aopoke B npuMmeneHun. Okoo 70%

paboT MO CEKBEHUPOBAHHUIO B MUPE BHITIOJIHIETCSI HUMEHHO Ha 3TO# uiatdopme.

1.2 Tekymiee cOCTOSTHUE YPOBHSI OCHAIICHUSI

B CIIIA cexBeHupoBaHHE SIBISIETCSI pPEalbHBIM CEKTOPOM SKOHOMHUKH, TOCKOJIBbKY B
NpsIMOM WJIM KOCBEHHOHM Qopme B HEM yxke celyac 3azeiictBoBaHo okosio 300 Teicsu
yesoBek[2]. BonbimuMm moTeHmuanioM B 3TOM oOnacTu pacrmonaraeT u BenukoOpuTanus, B
KOTOpOIl TeHOMHasi MEIMIIMHA OKOJIO ToJa Ha3aja ObUIa BO3BE/EHA B PaHI IOCYAapCTBEHHOU
MOJIUTUKH.

B konmne 2012 roma mpembep-munuctp Jl. Kamepon npeacraBun nporpammy “Strategy
for UK Life Sciences — One Year One”, B koTopoii Obuta chopMyInpoBaHa aMOUIIHO3HAS
3aja4a - cieaaTh BeIuKoOpHUTaHHIO MUPOBBIM JIHICPOM B TeHOMHUKe U ononndopmatuke [3]. B
HEl TOJpPOOHO OMHMCAHBI OCHOBHBIE OXKHJA€MbIE€ PE3YyNbTaThl U MeEphl, KOTOpbIE OyIyT
MPEeANPUHUMATBCS TPABUTEIBCTBOM JJISl IOCTIDKEHUS 3TOM 1enu. OHOM U3 TaKUX Mep CTallo
Boizienieare 100 mutH. (YHTOB CTEepJMHroB Ha cekBeHupoBaHue 100 ThICAY TE€HOMOB
OHKOJIOTHYECKUX OOJIbHBIX M JIPYTrUX MAI[MEHTOB, KOTOPHIM 3TO MOJKET CIAacTH XHU3Hb [4].
Komurer napnamenta pekomenaoBain CoBeTy TeXHOJOrH4eckoil crpateruu BennkoOputanuu
(Technology Strategy Board - UK’s national innovation agency) cienaTh FTeHOMHKY KJITFOYEBOM
TEXHOJIOTHYECKON TaT(GopMoi A MPOABMKEHHUS KOMMEPYECKOTO Pa3BUTUS M KIMHUYECKUX
MPUIOKEHUH Ha CIeAyIolMe 5 JeT, yToObl mojaepkarh JUAEpCTBO BenukoOputaHuu B
reHOMHO# Meauimne [5,6,7].

B KHP, B Ilekune, opranu3oBaH OAMH W3 CaMbIX MOLIHBIX LIEHTPOB NOJHOT€HOMHOIO
CEKBEHHUPOBaHMsI, IPONU3BOIUTEIBHOCTh KOTOPOTO YBEIUUMUBaeTcs ¢ KaxasiM rogom. B CHIA u
BenukoOpuTaHuM  CyIIECTBYIOLIME  KIIOYEBBIE ILIEHTPbI 10 CEKBEHUPOBAHHUIO  OBLIM
MOJIEpPHU3HUPOBAHBI U OCHAILEHBI alapaTypoi AJIs NOJHOT€HOMHOTO CEKBEHUPOBAHUH.

B 2013 rony CaynoBckass ApaBusl TakKe NPUCTYNHIIA K CO3JaHUIO HALlMOHAJIBHOM CEeTH
LIEHTPOB CEKBEHUPOBAHUS, KOTOPasi MO3BOJUT IIPOBECTH T€HOMHOE CEKBEHUPOBAHUE CTa THICSAY

xutened crpanbl. B CIA «cTOTBICSAYHBIE» T€HOMHBIE NMPOEKTHI cTaproBann B 2014 romy
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(Human Longevity Inc., Regeneron/Geisinger), a B siuBape 2015 roma mpesuaent CIIA
MPEUIOKUI BBIACTUTD 13 Oromkera 2016 roaa 215 MUIITHOHOB /10JUTapOB HAa MPOEKT “Precision
Medicine Initiative”, mpemxycMaTpuBarONIMii CEKBCHHMPOBAHHE MIUIIHOHA TEHOMOB TIpakIaH
CILIA [8].

B Poccuu nepBbie puOOpPHI 7151 MOJTHOTEHOMHOTO CEKBEHUPOBAHUS CTAIU MOSBIISITHCS B
2008 romy. ABTOopamMu Obljla MpPOAHAIM3UPOBAHA UCTOPHUS 3aKYMOK BBICOKOTEXHOJIOTHYHOTO
00OpyMOBaHUs IS TOJTHOTGHOMHBIX METOJIOB aHaym3a mo 0aze maHHbix SPARK. Ymanochk
Hatu wHopMaluo 1Mo 3akynke Oonee 60 emuHHUI] 00OPYIOBAHUS ISl TOJTHOTEHOMHBIX
uccnenaoanuit. [Ipu sTom 001Kl 00BEM 3aTpat Ha OcHalIeHue coctaBm 6osee 900 MiH. pyo.
OpHako Ha CEroJHAIIHUN J1eHb M3BECTHO O Oosee yem 120 eauHunax oOOpyAOBaHMS,
WHCTAUTHpoBaHHOTO B Poccum. PacxoxneHue cBsi3aHO, CKOpee BCEro, ¢ TeM, YTO HE BCE
KOHTPAKThl MOMAAA0T B 0a3y JMaHHBIX, B YaCTHOCTH, OTCYTCTBYIOT naHHble 3a 2010 u 2008
rojapl, a uHMOpPMAIUS TIO0 OCTAIBHBIM TOJIaM HEmoJiHasg. YacTh 3aKyMmOK MPOBOJUTCS Uepes
0oJiee MeTKMe KOMIIaHUH, OTCIEAUTh KOTOPhIE BeCbMa TPYIHO. JJaHHBIX O YaCTHBIX KOMIIAHUSIX
B Hell He mnpeactaBieHo. OcHoBHas dacTh obOopyaoBaHusi (okoso 98%) HaxomuTcs B
OIO/DKETHBIX YUPEKICHUSAX (HAYYHBIX, MEIMUIIMHCKUX, OOpa3oBaTenbHBIX). (OpraHusaiuw,
3aKymnaronme 000pyI0BaHue, TPUMEPHO MMOPOBHY JNETATCS IO MPUHAMIEKHOCTH K Poccuiickoit
akaZeMus Hayk W MuHHCTepcTBY 3apaBooxpaHeHus. [lo reorpaduyeckomy MNpUHIUITY
pacmipenenenue cienyromiee. OCHOBHass Macca o00opyaoBaHUs NpUXoauTcs Ha LleHTpanbHbBIN
®denepanbubiii Okpyr, MockBy u Cankt-IlerepOypr, B MEHbIIIEH CTENEHW OCHAIICHBI JaTbHUE
peruonsl. CpeHsisi CTOUMOCTD OJIHOTO KOHTPAKTa COCTaBIsET MpuOIu3uTensHo 14 miaH. pyo. B
OTJIMYKE OT MHPOBOTO pacipeaeieHus B moyb3y Texnojoruu lllumina, B Poccun Habmomaetcs
MPUMEPHO PpABHOE COOTHOIIEHHWE IO KOJMYECTBY OOOPYAOBAaHHUA MEXKAY MapKaMu
npousBoauTeneil. OcHoBHas Macca oOopynoBaHus npuodOperanack ¢ 2011 roma. Cpennue
TEeMITbl OCHAIIIEHUS COCTaBWIM 0K0Jo 20 mpubopoB B roja. IlukoBeiMu rogamu Oputn 2011 u
2012, xoraa 00JbIII0Ee KOJUYECTBO 000PYA0BAHUS 3aKyIajIoCh MO MPOrpaMMaM MOJIEPHU3ALNU
MunuctepcTtBa 3apaBooxpanenus. Jlaboparopuii, uMeromux Oosiee yeM OAMH MPUOOpP, BCETO

HCCKOJIBKO.



2 PE3VJIbTATBI AHAJIU3A ITPOBJIEM YCIIEIIHOI'O
NCIIOJIb3OBAHMA TEXHOJIOI'MU ITIOJIHOI'EHOMHOI'O
CEKBEHUPOBAHUA

B HacToACEC BpEMA MHUPOBLBIC HCHTPBI IO CCKBCHUPOBAHHIO 3aﬂeﬁCTBOBaHBI B
OCHOBHOM B KPYMHOMACIUTaOHBIX MPOEKTAaX I10 CEKBEHHWPOBAHMIO OOJIBLIIMX TPYIIl JIIOJAEH,
OHKOJIOTHYCCKUX 6OJ'II)HI>IX, OTACJIBHBIX BUAOB XWUBOTHBIX U paCTeHI/Ifl. JIOHOJ'IHI/ITGJ'IBHO
LHCHTPHI BBINOJHAIOT YaCTHBIC 3aKa3bl U SABJIAIOTCA COUCIIOJHHUTCIAMU B HEOOJIBIINX HAay4YHO-
HCCIEIOBATEIbCKUX TpoeKTaxX. [loCTeneHHO BXOAUT B MIMPOKYIO TPAKTHUKY NPUMEHEHHUE
HACTOJIBHBIX HpI/I60p0B JJIA py’l“HHHOﬁ TCHOAMArHOCTUKH U T'CHOTHIIMPOBAHUS.

Hcnonp30BaHne TEXHOJOTHI CAEPKUBACTCSI B OCHOBHOM (PAKTOPOM TPYIOEMKOCTH U
JJIATCIIBHOCTU aHaJIM3a C IMPUMCHCHUEM 6I/IOI/IH(1)OpMaHI/IOHHI)IX AJITOPUTMOB. B HACTOAIICC
BpEeMsd HMMCHHO aHAJIW3 JAaHHBIX SABJIICTCA Y3KUM 6YTBIJ'IOLIHI)IM TOPJBIIIKOM TEXHOJIOTHH.
BropsiM caepkuBaromuM (pakTopoM SBISIETCS OTCYTCTBHE NMPOTOKOJOB M TECT-CHCTEM ISt
MPUMEHEHUSI B KIIMHUYECKOW TUarHOCTHKE.

B Poccun nmpuMeHeHue TEXHOJOTHM, TOMUMO YKa3aHHBIX OTPAaHUYCHHH, YCIOXKHSIETCS
CIIMILIKOM BBICOKOM I€HOM aHamm3a. CTOMMOCTh pacXOJIHBIX MaTepUaloB BBIIIE, YEM B
3apyOCKHBIX CTpaHaxX, npuMmepHo B 1,5-2 pasa. CBs3aHo 3TO, B TMEPBYIO OYepelb, C
OTCYTCTBHEM OTEUECTBEHHBIX aHAJOIOB, CJIOKHOCTBIO JIOTHCTUKH, 3KCKJIIO3UBHOCTHIO
noctaBok. I[lpu 3ToM cpeansisi cymMmma cyOCUAMil Ui HAyKH HE MO3BOJISICT BBINOJHATH TaKHe
UCCIIETIOBAHUS B KOJIMYECTBE, IOCTATOUHOM JIJIsl MUPOBOTO YPOBHS UCCIIEIOBAHUIA.

[Ipn MopepHU3alMK OTEYECTBEHHBIX JIA0OPATOpPHIl TakkKe HE MPOUCXOTUT pacueTa
CTOMMOCTH «BJaieHus» mnpubopoM. CBs3aHO 5TO € OJHOKPATHOCTHIO MOCTYILICHHUS
OIOIKETHBIX CPEJICTB Ha MOJICPHU3AIIHNIO, JUIUTEIBHOCTRIO CYOCUIUH WM ee pazMepoM. Tak, B
OOJIBIIMHCTBE CIy4yaeB, BMECTE ¢ MPUOOPOM MPeTyCMOTPEHA MOCTaBKa KOMIUIEKTa PACXOTHBIX
MaTepHuaIoB, KOTOPBIX XBAaTaeT MPUMEPHO HA OAWH roja paboTsl. JlampHeilmas sKcryaTaus
JOKUTCA Ha Tuledyd Jubo nabopaTopuu, NTuUOO OpraHU3aluu, TIe 3TO 000pyAOBaHUE
WHCTAITUPOBaHO. B CBA3M ¢ BBICOKOW Ce0ECTOMMOCTBIO TPOBEACHHE TaKOro aHalu3a
CTAaHOBUTCS HETOCHIIBHOM 3ajaueil Ui Biajenblia 00OpyIOoBaHUS. YCYI'yONseTcs CUTyalus
CIIOHOCTBIO aHaiW3a ¥ TOJIrOTOBKU MpoO, KOTOpPhIE MOTYT BBINOJHATH TOJBKO
BBICOKOKJIACCHBIE CIENUATUCThI. VICTOpUYEeCKH OTEYeCTBEHHBIE OIO/DKETHBIE YUPEKICHUS

MPAaKTUYCCKU HEC YHaCTBOBAJINU B IPUBJICUCHUHN BHC6IO,Z[)KCTHOFO (I)I/IHaHCI/IpOBaHI/ISI, a TOJIBKO Ha



OO/PKETHBIE CPEJICTBA COJAEPXKAHUE MOJHOT€HOMHOI'O CEKBEHATOpa B COBPEMEHHBIX pPeallUsIX
HEBO3MOJXKHO.

Takum 00pa3oM, B OIOKETHBIX OpPraHU3aIMsIX HET BO3MOXKHOCTH MOJJICPKUBATH B
paboyeM COCTOSHMM TaKOTO BBICOKOIIPOU3BOANTEIBHOTO 000pyI0BaHH 03 H3MEHEHHS CaMOM
KOHLIEIII[UHU MCTIOIb30BaHMsI TEXHOJIOTHI IOJTHOT€HOMHOTO CEKBEHUPOBAHUSI.

2.1 OcHOBHBIE BBIBOJIBI U TIPEJIOKEHUS

Ceituac B MHUpe MMEETCSI OKOJIO 6 THICSY TE€HOMHBIX CEKBEHATOPOB, HO MHOTHE MOJCIH
MOpAJIBHO YCTapelW W WX JalbHEHIIas JKCIUTyaTalus HerenecoobpasHa. K oTHocuTierHO
HOBBIM MOJIEJISIM MOKHO OTHeCTH (hryopeciieHTHbIe cekBeHaTopbl HiSeq (~500 mit.) u MiSeq
(~1000 mrT.) xomnanuu Illumina, a Takxe nomynpoBoaHukosble lon Proton (300-400 mmit.)
koprnopamuu Life Technologies. B ocHoBHOM oHu ckoHieHTpupoBansl B CIIIA u B cTpaHax
EBp030HBI, HO OJMH W3 KPYMHEUIINX IIEHTPOB T€HOMHOTO CEKBEHHPOBAHUS MMEETCSI TaKKe B
Kurae (BGI, 128 HiSeq). Menee kpynHble nentpsl ectb B IOxnoit Kopee (Macrogen, 10
HiSeq + 2 Ion Proton), ABcrpanuu, Cunramnype u B Apyrux crpanax [9].

C yuyeToM TOro, 4ro B CpeHEM JIMHEWKa 000pyI0BaHUA Ui NOJHOI€HOMHOIO aHaIu3a
oOHOBIIIETCS pa3 B 2-3 rona, 0osiee MOJIOBUHBI 000pynoBaHus B Poccun B HacTOSINN MOMEHT
ABJIICTCS yCTapeBIIMM. Ero ucnosp3oBaHue JMOO HEBO3MOXHO IO NPUYMHE IMPEKpaIleHus
HNOJJEP)KKH CO CTOPOHBI IMPOU3BOAUTENSA, JMOO MO HPUYMHE OTCYTCTBHS 3KOHOMMYECKOH
11€J1eCO00pa3HOCTH.

OOHoBEHHE JHMHEHKH NPUOOPOB B IIEPBYIO OYEpElb CBS3aHO C YJACUIEBIECHUEM
TexHoJoruu. CTOMMOCTh CEKBEHMPOBAHHUS OJIHOIO M TOTO )K€ KOJMYEeCTBAa MaTepuala Ha
npubope BTOPOTO M TPEThEro MOKOJIEHUS OTIMYAaeTcs B pas3bl. BO3MOXKHO, OTYACTH C 3TUM
CBSI3aHO TO, YTO JAHHBIE IO 3aKylKaM PAacXOJHbIX MaTepUaIIOB HAWIEHbl TOJBKO MO 15
opranuzaiusaMm. C yuetoMm Toro, yro B 6a3y SPARK Bouuim He Bce naHHBIE, CKOpPEE BCEro
MO’KHO T'OBOPUTH NpUMEpHO 0 20 paboTarouux npudopax mo Bcel cTpaHe.

IIpocToii ocTaBielcs 4eTBEpTH 000PYAOBaHUS OOBACHSIETCA OTCYTCTBUEM OOBEKTHBHBIX
yCIOBMH Ui pabOThl — HET HayuHBIX 3ajay, MepcoHaina, puHaHcupoBaHus. PacnpocrpaHena
MPAKTHUKA 3aKyNKH 000pyI0BaHUS NPU OTCYTCTBUHU MOCTOSHHONH KOMMEpPUYECKH IMPOCUYUTAHHOM
HeoOxoauMocTu. To ecTh, MPOCTHIMU CIIOBaMH, 000pYJJOBaHUE MOKYIAETCs Ul OJHOKPATHOTO
HCCIIeIOBAaHMs, UYTO KpaliHe Herenecoobpa3zHo. OCOOCHHOCThIO TEXHOJOIMHU M 000PYAOBaHUS
JUIsl TIOJTHOT€HOMHOT'O CEKBEHUPOBAHUS SBIISETCS HEBO3MOXKHOCTh MCIOJIb30BAaHUS B KauecTBe
MIPUBBIYHOTO BTOPOCTENIEHHOIO 000PYIOBaHMS — 3Ta TEXHOJOTHUS IMpeanosaraer GpakTHYECKH

MOJIHOE TepenpouInpoBaHie Tab0PATOPUH B CEKBEHUPYIOIIYIO.



Taxum 0O6pa3om, cieayeT BBIBOJ, YTO MCIIOJIb30BAHUE MOJTHOTCHOMHOTO CEKBEHUPOBAHUS
1eJ1Ieco00pa3HO B paMKaxX CO3/aHUS CIEHUAIM3UPOBAHHBIX ILIEHTPOB, MM MOJCPHU3AIMS
CYLIECTBYIOIIUX LEHTPOB KOJUIEKTUBHOI'O I0JIb30BaHMs. MUPOBOI OIBIT Takke MOKa3bIBAET,
9T0 A(PPEKTUBHOCTh SKCIUTyaTallil T'€HOMHBIX CEKBEHATOPOB HamOoJiee BHICOKA B KPYITHBIX
TeHOMHBIX [IEHTpaXx.

CerosiHsi CIIO)KHO BBIACIUTH CUJIbHBIE OTEUECTBEHHBIE IIEHTPBI 10 IOJHOT'€HOMHOMY
CEKBEHHPOBAHMIO. YCJIOBHO YCHEIIHO Ha 3TOM pbIHKE CYHIECTBYIOT HECKOJbKO YaCTHBIX
koMmmaHuii u Jjaboparopuii B MockBe, Cankr-IletepOypre, HoBocubupcke. B Poccum
€IMHCTBEHHBIA JIOBOJBHO KpPYIHBIA TE€HOMHBIM IIEHTP, CO3JAaHHBIA IMISTh JIET Ha3zaa B
KypuaToBckoM MHCTUTYTE, pacmoJiaraeT BCEro MnaThio ycrapeBmumu npudopamu (2 SOLID + 3
GA IIx). CpaBHHTENBHO HOBBIX CeKBeHATOpoB B Poccum ceifwac Gonee AByx necsiTkoB (~20
PGM + 3 HiSeq + 2 MiSeq), HO oHM pacIipe/ielieHbl 0YeHb HEPAaBHOMEPHO M, KaK IMpaBuUiIo,
MIPOCTanBaIOT MU3-3a OTCYTCTBUS KBAIM(ULIMPOBAHHBIX KaIPOB U/WJIM JOPOTOBU3HBI PACXOAHBIX
peareHToB.

Obnagaromue AOCTATOYHO BBICOKON KBayn(uKanueil Kaapbl O4eHb BOCTPEOOBAaHBI Ha
3anaze, u B Poccuu BcTpeuaroTcs kpaitHe peako. OcoOeHHO OoJiblas HeXBaTKa HaOI01aeTCst
B MEIUIIMHCKUX YUPEKICHUSX.

Uto kacaercst mpuOOPOB U peareHToB, TO B Poccuu oHU cTosT B 2-3 pa3a I0poxe, 4eM 3a
pyoexxom. OtcyrcTBHe MOA0OHBIX HalleHOK B KuTae um MomHas moJfepikKa TOCCTPYKTYD
caenanu ux reHoMubii teHtp (BGI) mupoBsiM uaepom B ganHoi obmactu [10].

Bce mnepeuncnennsle  dakTtopbl B OmkaiiiieM OyaylmieM MOTYT CTUMYJIUPOBATh
KOHTpaOaHJHbIE TOCTaBKU CEKBEHATOPOB U HEOOXOOUMBIX JJIsi UX paboOThl pearcHTOB B
Poccuto, HenmeranpHBIM BBHIBO3 OMOMaTepuasnoB Uil CEKBEHUPOBAHUS 3a TPaHUILy, a TaKkKe
pa3BUTHE TEHETUYECKOTO TypU3Ma — TMI0€3I0K POCCHUSH, JKENAIOIIUX CEKBEHHPOBATh
cooctBennbie reHombl, B CIIIA u Kuraii. K pemenuto mpoGnem OmnobezonacHOCTH BCE 3TO
oTHomeHuss He wumeeT. Orcioga creayeT HEoOXOJUMOCTh OpraHHU3alil COBPEMEHHOTO
KPYITHOTO IIEHTPa FeHOMHOTO CeKBeHupoBanusi B Poccun [11].

IIpoBeneHHbIi B XOA€ HCCIENOBAaHMS aHAIM3 MPAaBOBOM 0a3bl Takke MOKas3al, 4TO
pa3BUTHE MOJIEKYISIPHOW JUArHOCTHKH, B TOM YHCJIE C HCIOJIb30BAHUEM IOJHOIC€HOMHOI'O
CEeKBEHHpOBaHUsA, B Poccunm HEBO3MOXXHO 0e3 pelieHHus MpobiieM HOPMAaTHUBHO-TIPABOBOTO
perynupoBanus. CyliecTBYIOIINE HEPEIIeHHbIE BOIIPOCH! B 3TOH 06aacTu:

(1) TIIpoGmembl B pa3pabOTKe M CTaHIAPTU3AIMHA HOPMAaTHBHO-TIPABOBOW 0a3bl B chepe

pPEryjiinpoBaHusda 06pa111eH1/1;1 MEIUIIUHCKUX H3ACIHN JJI9 AUAarHOCTUKH in VitI‘O, B TOM YHUCIJIC



U3JICNUi, IPeIHA3HAYCHHBIX ISl IPOBEICHHS MOJIEKYIISIPHO-OHOIOTMYECKUX HCCICIOBAHUAX B
YCJIOBHSX In Vitro;

(2) TIpoGmemsl, cBsi3aHHBIE C pa3pabOTKOW H BHEAPEHHEM HOBBIX AJITOPUTMOB
HCITOJI30BAHUS MOJIEKYIISIPHO-OMOJIOTHYECKUX METO/IOB aHAIN3a B HAIIMOHAIBHBIC CTAHIAPTHI
OKa3aHHsI MEAUIIMHCKOM MOMOIIY HACEIICHUIO,

(3) [IlIpoGmembl, cBsi3aHHBIE CO CTaHJAPTU3AIMCH MOJICKYJIIPHO-OHOIOTHYCCKUX
METOJIOB B KJIIMHUKO-MATHOCTHYECKHX JTAOOPATOPHSX M COBEPIICHCTBOBAHHEM HOPMATHBHO-
NpaBoOBOM 0a3bl Ui KCIOJIB30BAHHS MOJICKYJISIPHO-OHOJIOTHYECKOW JMATHOCTHKH — Kak
MeIUIMHCKOM yemyru [12].

3AKJIIOYEHUE

[TocTonbKy BCe HOBBIE T'€HETHUYECKHE TEXHOJOTHH B HACTOSIIEE BpeMs IMOSBIISIOTCS 3a
pyOexoM, /Ui OTEUECTBEHHOIO PhIHKA BUJIATCS 1B OCHOBHBIX HAlpPaBJICHUS Pa3BUTHSL:

(1) TlonnmepxaHue TeKyllel CTpaTeruu, HAPABICHHON HA ylIep)KaHUEe MaKCUMAaJIbHOTO
KOJIMYECTBA CErMEHTOB Ha 0OIIEMUPOBOM YPOBHE;

(2) KonueHTpanus ycuiuii B JHIIb HEKOTOPBIX, HaHOOJIee MEPCIEKTUBHBIX 00J1acTsIX,
YTO JIOJDKHO CHOCOOCTBOBATH MPOPHIBHOMY Pa3BUTHIO B HUX, YTO MOXET OKa3aThCs Ooliee
11e7IeCO00pa3HBIM B CBSI3U CO CIIOKHOM MaKpOIKOHOMHUUYECKOW 0OCTaHOBKOA.

B cBsi3u co BTOpHIM HampaBlIEeHUEM CJIEIYeT, MPEXkAe BCEro, OTMETUTh HEOOXOAUMOCTh
CO3J[aHUSI OTEYECTBEHHBIX PACXOIHBIX MAaTEPHUANIOB, B TOM YHMCJIE COBMECTUMBIX C 3apyOeKHBIM
000pyIOBaHHUEM.

Heobxomumo — Takke  CpOYHO  KOMIIGHCHPOBAaThH  HEIOCTATOK  OTEYECTBEHHBIX
JUArHOCTHUYECKUX TECTOB HA OCHOBE MOJHOT€HOMHOI'O CEKBEHUPOBAHUS. YKe celyac JTOJIKHbI
BECTUCH COOCTBEHHBIE Pa3paOOTKH HOBBIX TECT-CUCTEM U amiapaTyphl.

Ho cambiM cepbe3HBIM ClIep>KUBAIOIINUM (PAKTOPOM SIBIISIETCS HEAOCTATOUHOE BHUMAHHE
Ha TOCYJapCTBEHHOM YpOBHE pa3BUTHIO OMOMHGOPMALMOHHBIX AalTOPUTMOB U METOJOB
WHTETPaTUBHON MEIWLIMHBI JJI1 aJ€KBaTHOM M JOCTOBEPHON MHTEpPIpPETAlUU JaHHBIX, XOTS
OTEeUYeCTBEHHAs LIKOJa OMOMH(OPMATUKU TPAJAWIIMOHHO OJHA HauOoliee CUIBHBIX B MHpE, U
MHBECTULIMU B 3Ty 00JaCTh CIOCOOHBI CYIIECTBEHHO YBEIMUUTh NOTeHIMan Poccuiickoro

PBIHKA T'CHETUYCCKUX TEXHOJIOTHH.
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