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AHHOTaUuUs

B ctatbe npefcrassieH 0630p MeAULMHCKUX W 3KOHOMUYECKNX 3DEKTOB peopraHn3aLmn sgpa-
BOOXPAHEHMS Ha OCHOBE PEryfsipHOro UCnonb30BaHUS FeHETUYECKUX AaHHbIX. 0630p 0XBaTbiBaET
npo6nembl MeANLMHCKON 3CDEKTUBHOCTN NpeLiaraeMoil Mofesin, ee 3KOHOMUYECKOI npuemsie-
MOCTM N 3(D(EKTUBHOCTM (HA MMUKPO- U MAKpPOYPOBHSAX) W BHELLUHUX (TEXHUYECKMX, NOBELEHYe-
CKIX, 9TU4ECKMX, NPABOBbIX) OrPAHNYEHIUI NPUMEHEHUS. Ha 0CHOBE JaHHbIX 3MNUPUYECKUX NCChe-
[OBaHW NoKasaHa HM3Kas MeauuMHCKas 1 9KOHOMUYecKasa 3peKTUBHOCTL BCEOOLLEro oxaara
MOJIHOW PacLUNpPOBKO reHoma. [ns 60nbWMHCTBA 3a00/1eBAHNIA aHAIM3 TEHETUHECKUX PUCKOB
He NO3BONISAET NPUHATb afeKBATHbIE MePbl NPOCUNAKTUKN B CUY HEAOCTATKA HGOPMaLN O re-
HETUYECKOIA NPUPOe NaToNormK, OrpaHN4eHHON PONN FeHETUYECKUX (PAKTOPOB B BO3HUKHOBEHUM
11 pa3BNUTUN 3a60N1eBaHMS 1 OTCYTCTBUS AENCTBEHHbIX MEXaHU3MOB KOPPEKTUPOBKN OTHOCUTENIbHO
HW3KNX YPOBHEN reHeTnyeckoro pucka. GoyetaHne pefkoCTi pacnpoCTPaHeHNs 3HAYUMbIX FeHe-
TUYECKNX BAPWAHTOB M HU3KOW PEe3yNbTaTMBHOCTM paHHeil NpounakTuky NPUBOANT K XyALLei
9O (PEKTUBHOCTU CMNOLIHOTO FEHETUYECKOro 06CNe0BaHMA N0 CPABHEHMIO C TPALULMOHHLIMK
MeToAamu npounakTuki. NMepenekTUBHLIMI HanpPaBAEHNAMIU Pa3BUTUS FEHOMHbIX MeLULUHCKIAX
TEXHONOTWA B KPAaTKO- W CPELHECPOYHON NEPCreKTUBE ABNAIOTCA AMATHOCTUKA HACNEACTBEHHbIX
3260/1€BAHNI W CUIbHBIX TEHETUHECKNUX NPeAPaCcnosioXeHHOCTEN K onpefeSieHHbIM 3a601eBaHu-
M CMELUAHHOW NPUPOJbI, a TAKXKE NePCOHANN3aLNa NeKapcTBEHHO Tepanuu. Temnbl BHEAPEHNS
HOBbIX TEXHONOTMI B PErYNAPHYIO KNMHUYECKYIO NPAKTUKY OYAYT ONpefensTbCs rOTOBHOCTLIO rO-
CyAapCTBa M YaCTHbIX CTPYKTYp BKNafblBaTb CPescTBa B (DOPMUPOBaHNE HE0OX04MMOI MHGPa-
CTPYKTYPbI, BKMKYas (DOPMUPOBAHUE HaLMOHANbHbIX 6a3 reHeTUYeCcKUX AaHHbIX, NpMo6peTeHue
060pynoBaHNa AN NPOBEAEHNS UCCNEA0BAHUA 1 XPAHEHWUS MOMYYEHHbIX LAHHbIX W NOArOTOBKY
KBNIMOULMPOBAHHOO NepcoHana. B HacToALMIA MOMEHT 0TCTaBaHue Poccumn 0T nepefoBbIX CTPaH
B [JAHHOW 06nacTu COCTaBAET HECKOMbKO NieT. [pUHATME HaLMOHANbHONA NporpammMbl pa3suTMs
TEHETNYeCKNX TeXHONOrMIA, CNOCOBHOI COKPATUTL PaspbiB, 0Xnaaetcs B Havane 2019 roga.
KntoueBble coBa: reHeTU4eckuin puck, MeguunHa «4f1», nepcoHanM3npoBaHHas MeuLmnHa, cek-
BEHWPOBaHE reHoMa.

JEL: 118.



Bnagumup HA3APOB, Hatanbs CUCUTHA 189

BeepeHue

ITo Mepe pocTa JOCTYIMTHOCTU TeHETUUECKUX ucciaegoBanuii B CMU
BCE yallle TMOSIBASIOTCSI MPOTHO3bl OTHOCUTEILHO BO3MOXHOTO Tepe-
CMOTpa TPAAULMOHHON MOAEIU 3APpaBOOXPAHEHUS YKe B OvKaiiem
oymymeM'. BMecTo AMarHOCTUKM M CTaHIAPTU3UPOBAHHOTO JICUCHUS
BBISIBIEHHBIX 3a00JieBaHUII HOBasg MeaunuHa «4I1»? mpennaraet mo-
CUMIITOMAaTUYeCKOe MpelcKazaHue, MpoUIaKTUKY U, TPU HEOOXOa1-
MOCTH, TIEPCOHATM3UPOBAHHOE BO3JEeCTBME HA KOHKPETHbIEC MPUYM-
HbI Pa3BUTHS MATOJOIMI HA OCHOBE aKTUBHOTO BOBJICUEHMUSI TallMeHTa
B TpOLIECC JEYeHUs: U3 MAaCCUBHOIO TOJydyaTesis MOMOIIM MalMeHT
CTAaHOBUTCS aKTUBHBIM CYOBEKTOM, YUACTBYIOLIUM B MPUHSTUM pellie-
HUI U MPUHUMAIOLIMM CBOIO YaCTh OTBETCTBEHHOCTM 3a MPOBEACHUE
JICYEHMUSI.

LleHTpaabHBIM 2JIEMEHTOM HOBOI MOAEIN AOJKEH CTaTb MOCTOSIH-
HbIIi MOHMTOPUHI WHAMBUAYAJbHBIX XapaKTEePUCTUK YEJIOBEYECKOTO
opraHusMa, oInpeaessiolX OCOOEHHOCTU Pa3BUTUS U MPOTEKAHUS 3a-
O0oneBaHuii. MenuuuHa «4I1» He orpaHMYMBAaeTCsl UCIOJb30BaHUEM
TOJIBKO T€HEeTMYECKMX JAHHBIX, HO MMEHHO pacluu@poBKa 4yeoBeye-
CKOro reHoMa cTaja nepejjOMHbIM MOMEHTOM B Pa3BUTUM MpeacKasza-
TeJIbHOW M TMEepPCOHATM3UPOBAHHONW MEAWLIMHBI, MPEAOCTaBUB BpadyaM
JOCTYIl K HanboJjiee OOLIMPHOMY MacCUBY MHAMBUIYATbHON MH(pOpMa-
. OxugaemMoe peryasipHoe HCIOJb30BaHNWE Te€HETMYECKMX JaHHBIX
B KJIMHUYECKOM MPaKTUKE YacTO pacCMaTPUBAIOT Kak Iepexo K HOBOM
MOJIeJIM OKa3aHUS MEAWLIMHCKON MOMOIIM — FeHETUYECKON MeAULIMHE,
WJIM T€HETUYECKOMY 3IpaBOOXPAHEHMIO.

ITo Hanbosee ONTUMUCTUUHBIM MPOTHO3aM, Pa3BUTbHIE CTPAHBI MOTYT
MEePENTH K MOJIEIN TeHETUYECKOTrO 3ApaBOOXpaHEHHUS yKe B OvKaiiime
MSTh-AeCATh JieT. OCHOBOI HOBOM MOJEeU CTAaHET BCEOOIIUI OXBaT pac-
K(PPOBKOI reHoMa, OCYILECTBIISIEMO MPU POXIAEHUM WM B JOPOIO-
BoM niepuoge. [ToaydyeHHbIe TaHHbBIE OYAYT UCITOJb30BaThCS AJIs1 COCTaB-
JIEHUSI UHAUBUAYATbHOTO MPOGUs TeHETUYECKUX PUCKOB (ITOBBILLICH-
HOTO YPOBHSI MPEAPACIONOXEHHOCTU K OINpeae/eHHbIM 3a00JIeBaHUSIM)
U pa3pabOTKU MEXaHU3MOB UX MPO(MUIAKTUKHU, TTPU BBISIBJIEHUU 3a00J1e-
BaHUi, UMEIOIIMX TeHETUYECKYIO WJIM CMELLIAaHHYIO MPUPOLY, IJIs MOA00-
pa Uy pa3padoTKU MepCOHATM3UPOBAHHBIX METOAOB JleueHus. Oxuaa-

' Cwm.,Hanpumep: Bunoepadosa E. BOyay1ieM 310pOBbe KaKI0T0 OyIeT BEro COOCTBEHHBIX PyKax.
https://www.vedomosti.ru/lifestyle/articles/2014/11/03 /v-buduschem-zdorove-kazhdogo-budet-v-
ego-sobstvennyh-rukah; Kawees A. Meauunna 2030: kak Mbl OyaeM JIeUUThCS B Oivxkaiilem Oy-
nymem. https://www.rbc.ru/opinions/society/23/11/2015/5652¢9¢39a7947d8b630d9d3; eHnuc Pe6-
PUKOB: MHAMBUIYAJIbHBI T€HOM OyIeT 3amucaH B MEAMIIMHCKOIN KapTe KaXJoro mMalleHTa Yyxe
B Omkaiiiem oymymem. https://www.kommersant.ru/doc/3395270.

2 4I1 — oCHOBHbIE XapaKTePUCTUKU HOBOW MEIUIMHBI: MpeacKa3aTeibHas (MpeIMKTUBHAS,
aHm1. predictive), npodunakruyeckasi (MpeBeHTUBHAs!, aHIJI. preventive), NMepcoHalIM3UPOBaHHAs
(anrn. personalized), mapTHepckasi (mapTucunatMBHast, aHr. participatory) [Hood, Flores, 2012].
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€TCsI, UTO LesieBast MpouiIakKTUKA M paHHSIS TUaTHOCTHKA 3a00JIeBaHUIA,
OITUMMU3AIMS BbIOOpA JIEYEHUST IMO3BOJISIT COBEPIINUTh HOBBIN IPOPHIB
B 00J1aCTH 3/I0pPOBbsI HACEJIEHUS TTPY OJJHOBPEMEHHOM COKpallleHU U pac-
xomoB Ha 3apaBooxpaHeHue [Hood, Flores, 2012].

bonee ckenTmyeckas MO3WILIMS 3aKIIOYACTCS B IIpU3HAHUU 3¢ deK-
TUBHOCTH OTAEJIbHBIX METOIOB T€HETUUECKOM MEIUIIUHBI, TPUMEHEHUE
KOTOPBIX JODKHO OBITh OIrpaHMYEHO OIPENEICHHBIMUA KIMHUYECKUMU
¥ SKOHOMUYECKUMH YCIIOBUSIMH. BceoO1mii oxXBaT IOJTHO pacindpoB-
KOl TeHOMa 1 peopraHu3alys MeIUIMHCKOro 00CIyKMBaHMSI Ha OCHOBE
VHIVBUIYAJIbHBIX IIPOQUIei FTeHeTUIeCKIX PUCKOB ITPU3HAIOTCS HEBO3-
MOXHBIMU WK Helellecooopa3HbiMu [Evans et al., 2011].

Hacrosias paborta npeacrabiisieT co00ii 0030p MEAULIMHCKUX U 3KO-
HoMmuecKux 3G GEeKTOB mepexona K TeHeTHISCKOMY 31paBOOXPAHEHMIO.
O030p 0XBaTBHIBAET CJICAYIOLINE ACTIEKTHI 00CYKIaeMOM MOIEITN:

e MeaulrHcKas 3(PHEKTUBHOCTD;

® CTOMMOCTbH M 9KOHOMMYecKas 3P (GEeKTUBHOCTD (Ha MUKPO- U Ma-
KPOYPOBHSIX);

e BHEIIHWE OrpaHMYeHUs (TeXHUYECKHUe, MOBEACHUYECKUE, ITHUYe-
CKUe€, IIPABOBEIC).

1. MeauumHckas 3hheKTMBHOCTD

OTIIpaBHOI TOYKOI TP MPUHSITUN PEIICHUS O PEKOMEHIALIUN WA
OTKa3e B peKOMEHIalluu K IMPUMEHEHUIO HOBOW TEXHOJOTUU SIBJISIETCS
OLIEHKa €€ MEAUIIMHCKON 3(D(PEeKTUBHOCTH, TO €CTh CIIOCOOHOCTH YIIyd-
IIMTH Ka4eCTBO XXM3HM MaILlMeHTa 110 CPAaBHEHUIO C AEHCTBYIOIIMMU TEX-
HosorusiMu. OXuaaeTcs, YTo peryaspHoe IIpUMEHEHUE aHalin3a FreHoMa
MO3BOJIUT YJIYYIIUTh PE3YIbTaThl OKa3aHUS MEAUIIMHCKON ITOMOIIY IO
TPEM OCHOBHBIM HaNlpaBJIECHUSIM.

1. JImarHoCTMKa HAaCJIeNCTBEHHBIX (TEHETUYECKIX) 3a00IeBaHUM, He-
MOCPENCTBEHHO BbI3BAHHBIX U3MEHEHUEM FeHOMa.

2. TIporHo3upoBaHue MPeAPACTIONOKEHHOCTH K 3a00JIEBAHUSIM CMeE-
IIAHHOUW TTPUPOJIBI.

3. Ilepconanuzaiiusi jeKapCTBEHHON Tepanuu.

Jluaenocmuka nacaedcmeeHHbIx (2eHemuyecKkux) 3aboiesanuil,
HenocpeocmeeHHO 6bI36aAHHbBIX UIMEHEHUEM 2eHOMA

Ha ceronns Haub6omee pacinpoCTpaHCHHbIMU ME€TOAaMU JTUArHOCTU -
KU HacJIeACTBEHHBIX 3a001eBaHI OCTAIOTCSI aHAINU3bI OTIEJIbHOIO reHa
WUJIU TIAHEJIEW TEHOB, HO UCCIEIOBAaHMS TIOCIEIHUX JIET CBUACTCJILCTBY-
IOT O BO3MOXXHOM npeaAITOYTUTCIbHOCTU ITOJTHOI'O CEKBEHUPOBaAHUA I'€-
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HOMa WJIM 3K30Ma’, 10 MeHbIIEH Mepe IS OTAEAbHBIX KaTeropuii ma-
LIMEHTOB.

[MonHOE ceKBeHUPOBaHUE PEKOMEHAYETCS K IPUMEHEHUIO B KAYeCTBE
€IMHOI0 aHaJI13a Ha BCE U3BECTHBIC TCHETUYCCKUE HAPYILICHUS TS 1A~
THOCTUKM CJIOXHBIX KOMOMHMPOBAHHBIX MYTalldil IIPU HEIOCTATOYHO
SICHO KIIMHMYECKOI KapTUHE 3a00JIeBaHUS MJIM OTCYTCTBUU CITEIIAAIM -
3UPOBAHHOTO TecTa ISl IpearojaracMoro HapymeHus. [1o omeHkam,
Mepexol K MOJTHOMY CEKBEHHUPOBAHUIO MO3BOJIUT IOMOJHUTEIbHO aua-
rHocTupoBaTh 25—50% nauneHToB. CpelHUE CPOKU AUATHOCTUKU CO-
KpaTgaTcsd ¢ HECKOJBKUX JIET 10 NBYX-TpexX MecareB | Lee et al., 2014; Sagoo
et al., 2017; Sawyer et al., 2016; Shashi et al., 2014; Yang et al., 2014].

Ilpoecnosuposanue npedpacnoaoxceHnocmu
K 3a00.1€6aHUAM CMEUWAHHOU NPUPOObL

BonpimmHCTBO O0JIe3HEH CETOMHS pacCMaTPUBAIOTCSI KAK PACCTPOMCTBA
CMEIIIAHHOW TIPUPO/IBI, HA Pa3BUTUE KOTOPHIX OKA3bIBAIOT BIUSTHUE U Te-
HeTrdeckue (hakTophl, U (haKTOPbl BHELIIHEH cpebl U/ Wi 00pa3a XKU3HMU.
s Takux 3a0ojieBaHMi pacliMPpoBKa WHAMBUAYATLHOTO TeHOMa II0-
3BOJISIET OLIEHUTh IMOTEHIIMAIbHBIN PUCK Pa3BUTUS U, TIPU BO3MOXHOCTH,
MPUHATh HEOOXOIMMbIe MPO(GUIAKTUISCKIE MEPhl MM MEphl paHHEH
IuarHocTMkU. OMHUM U3 HauboJjiee M3BECTHBIX MPUMEPOB IPOSIBICHUS
FeHEeTUYECKOI MPeapacIioNoXeHHOCTHU ABsI0TCs MyTaluuy reHoB BRCAL
u BRCA2, npenonpeneisioniye MOBbIIEHHbBIA pUCK OHKOJIOTMYECKUX 3a-
OoJsieBaHMIA, TIPEXKIe BCEro paka rpyav 1 SUYHUKOB (Tabm. 1).

Ta6nunuya 1

BeposATHOCTL paka rpyan U AUYHUKOB CPeay XEHCKOro HaceneHus B Lenom
1 Hocuteneil mytauui renos BRCA1 u BRCA2 (%)

ZKeHckoe HacelieHHE B EJIOM Hocurenu Mmytanuu reHoB

BRCA1 BRCA2
Pak rpyau 12 72 69
TToBTOPHBIIA paK Tpyau H/I 40 26
Pak ssmyHuKoOB 1 44 17

IIpumeuanue. BeposiTHOCTh paka IpyIy U paka sSMYHUKOB MIPUBEIEHA U3 pacyeTa Ha MPOIOJIKI-
TEJBHOCTD XXKU3HU A0 80 JIeT, BEpOSITHOCTb MOBTOPHOI'O paka rpyau — M3 pacuerta Ha nepuosn 20 jgeT
0CJIe MOCTAHOBKY MEPBOTO INArHO3a.

Hcemounuk: National Cancer Institute. BRCA Mutations: Cancer Risk and Genetic Testing.
https://www.cancer.gov/about-cancer/causes-prevention/genetics/brca-fact-sheet.

3 TeHOM — BCSI COBOKYITHOCTh HACJIEJICTBEHHOTO MaTepuaja KJIETKH. DK30M — COCTaBHast
YacThb TeHOMa, COBOKYIHOCTb I'€HOB, KOIUPYIOLIUX Oelok; coctaBisieT 1% reHoma, COAEpXKUT 10
85% mytaumii, cBa3aHHbIX ¢ Ooe3Hsamu. CekBeHupoBanue JIHK — orpenesneHue nmocienoBaTesib-
HOCTH HYKJIEOTHUJIOB, COCTABJISIIONIMX MOJIeKy.Ty. Bkitouaer BoiaeneHue nuteii JHK, kiioHupoBaHue
€€ YYaCTKOB, CUUThIBAHUE COCTaBa MOJYYEHHBIX YUACTKOB (PUIIbI), OObEAMHEHNE YYACTKOB B COOT-
BETCTBUU C pedepeHTHbIM 00pa3lioM reHoma. He BKJIIouaeT BcrioMorartejibHble YCIYr: XpaHeHUe
U repeavy JaHHbIX, aHAJIM3 MOTEHLMaIbHO 3HAUMMbIX yyacTkoB JIHK (6unonHdbopmarnueckui,
PYYHOI aHA/IN3), MPOBEIeHUE TOTIOTHUTEIbHON AMArHOCTUKY U KOHCYJITUPOBAHME MaLMeHTa.
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Hanuuue cuiabHOM TpeapacItonoXeHHOCTH K OIpelacIeHHOMY 3a-
bonesanuio, Takoit kKak Mmyraunu BRCAI i BRCA2, aBnsercs moka-
3aHMEM UISI paHHEro Hadaja peryjIsIpHON TMArHOCTUKU WIN TIPUHSITUS
MpopUIaKTUIECKUX Mep (BIUIOTh OO YHaJIEHUs COOTBETCTBYIOLIUX OpP-
ra"oB). OgHaKo 4ucio 3a001eBaHNI C HACTOIBKO SICHOM CBSI3BIO MEXIY
TEHETUYECKOUM MyTaluel, MOBBIIIIEHHBIM PUCKOM Pa3BUTHSI ITATOJIOTUN
1 HaJIM4MeM IeUCTBEHHBIX Mep NPO(MMIAKTUKI OTHOCUTEIbHO HEBEJIUKO.
BoaMoxknocTn mpeackazaHus 1 mpo@UIaKTUKI OOJIBIINHCTBA 00JIe3Hei
CMeIIaHHO¥ IIPUPOIBI OTPAHUYMBAIOTCS TAKUMU (haKTOpaMU, KaK:

e HEJOCTAaTOK AAaHHBIX O FTEHETUYECKOM MpUpoae 3a00IeBaHNUs?;
OrpaHMYEHHAST POJIb TEHETUIECKUX (DAKTOPOB B BOZHUKHOBEHUU
U Pa3BUTUU OOJIBIIMHCTBA 3a00J1eBaHIL;

e oTcyrcTBUE 3(P(EKTUBHBIX METOIOB OLIEHKM® M KOPPEKTUPOBKU
OTHOCUTEIbHO HU3KUX YPOBHEM T€HETUYECKOIO PUCcKa’.

Ilepconaauzauus aexapcmeennol mepanuu

WNuauBunyanbHble TeHETUYECKHWE OCOOCHHOCTM MOTYT MOJHOCTBHIO
WJIM YaCTUYHO OIPEAe/IsATh peaklMio OpraHuM3Ma Ha JIeCTBHE JieKap-
CTBEHHOTO TIperapara. BoIisiBIeH1e TaKUX 0COOEHHOCTE TO3BOJISIET:

e pa3pabarbIBaTh IIeJIeBhIC JIEKAPCTBEHHEBIE TTpEIIapaThl, HAIIpaBIeH-
Hble Ha KOPPEKTUPOBKY MCXOIHBIX MIPEATNIOCHUIOK Pa3BUTHUS IMaTO-
JIOrMu (B TOM YKCJIe MHAUBUAYaIbHBIE ITpernapathl)?;

4 PaboTbl MO BBISIBICHUIO U paclinbpOoBKe 3HAYMMBIX Y4aCTKOB TeHOMa Ha CerojiHsI He 3aBep-
IIEHBI U MOTYT MOTPeOOBATh 3HAUYUTETHLHO OOJIBIINX YCUIINIA, YeM TMPEIIoarajoch MepBoHaAYaTb-
HO. B yacTHOCTH, B X0O/1€ MOMCKA TeHETUYECKUX (DaKTOPOB, MPEAOIPEACSIOIINX pa3BUTHE 11abeTa,
YHUCJIO TIOTEHIIMATBLHO 3HAYMMBIX TEHOB Bo3pociio ¢ 12 mo 6osee uem 400 U ¢ BHICOKOI BEPOSITHO-
cThl0 OyzeT paciuupsithes nanee. Cm.: Regalado A. Forecasts of Genetic Fate Just Got a Lot More
Accurate. MIT Technology Review, 2018. https://www.technologyreview.com/s/610251 /forecasts-of-
genetic-fate-just-got-a-lot-more-accurate/.

> MHorue ¥uccienoBaHusT TeHETUIECKOW TPUPOIBI 3a00JIeBAHUI TO3BOJISIOT JTUIIb HE3HAUM-
TeJIbHO YJIYYIUUTb MPEACKa3aTebHYI0 CIIOCOOHOCTh TPAIMLIMOHHBIX TUATHOCTUYECKUX MOMAENEH.
Tak, BKITIOUEHUE B COCTaB MOJIEJTM OLIEHKY PHCKa paKa IpyIu IeCSITU BHOBD BBISIBIEHHBIX 3HAYMMBIX
MyTalHii MOBBICUIIO €€ MpeacKasaTesibHylo criocodbHocth ¢ 58,0 1o 61,8% [Wacholder et al., 2010].
AHAJIOTUYHOE TeCTUPOBAaHUE OOHOBICHHOI MOJIENIN OIIEHKU PUCKa O0JIe3HU AJbIreiiMepa MOBBICU-
JI0 €€ MpeacKa3aTebHyI0 CriocoGHOCTh ¢ 84,7 mo 84,9% nist omHo# U3 BeI6opok u ¢ 70,2 1o 70,5% —
1utst ipyroii [Seshadri et al., 2010].

¢ B xoze MOJHOrO CEKBEHMPOBAHMUSI TEHOMA, KaK MPaBUJIO, BhISIBISIETCS] OOJBILIOE YHCIO MO-
TEHIIUAILHO 3HAYMMBIX TCHETUYECKHMX BApUAaHTOB. EMuHbIe KpUTepru 0TO0pa pUCKOB, TPEOYIOIINX
MeIMLMHCKOTO BMeIlaTeIbCTBa, CErOAHs OTCYTCTBYIOT. B X01€ 01HOTO 13 9KCIEPUMEHTOB IIPU MPO-
BEJICHUY PYYHOTO KOHTPOJISI Bpauy TIOATBEPAVIIN BO3MOXHYIO 3HAYMMOCTD JIMIIH 18 13 68 BapuaH-
TOB, BOLIEALIMX B IEPBOHAYATbHYIO aBTOMATU3MPOBAHHYIO BHIOOPKY. YPOBEHb KOPPESILIMU MEXIY
BpauyeOHBIMU OLIEHKAMK 3HAYMMOCTH TeHETUIECKUX BAPUAHTOB (IIECTh HE3aBUCUMBIX YIaCTHUKOB)
coctasui 0,52 [Dewey et al., 2014].

7 J17st MHOTHMX TIAIUEHTOB CO CPETHECTATMCTUUECKUMU WJIM HE3HAYUTEIBHO TOBBIIIEHHBIMU
TeHETUYECKMMU PUCKAMU PaHHSISl MarHOCTUKA UM MPOodUIaKTHKA MOXET ObITh 60Jiee OMacHoIA,
YeM UCXOMIHBIN PUCK 3a00JIeBaHUSI.

8 Hanpumep, oiMH M3 MEPBBIX 3apErMCTPUPOBAHHBIX HA PHIHKE TAPTETHBIX JIEKAPCTBEHHBIX
npenaparoB («MIMaTuH1O») MOBBICUIT S-JIETHIOIO BBIXXMBAEMOCTb OOJbHBIX C XDOHUYECKUM MUEO-
reHHbIM Jieiiko3oM ¢ 30—40 no 90% [Pulte et al., 2011].
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e YCKOPSITH ITOA00P ONTUMAILHOTO METO/IA JICUSHUST MU TO3UPOBKU
JIEKapCTBEHHOTO Mpernapara’;
e [IpefOTBpAalllaTh HACTYIUIEHNE HeXeslaTeJIbHBIX TOOOYHBIX 3(hdeKkToB!’.

B HacTostimii MomeHT 60Jiee 40% pa3paboTOK HOBBIX JIEKAPCTBEHHBIX
CPEACTB IIPeAyCMAaTPUBAIOT KOHTPOJIb ITOTEHIIMAIBHO 3HAYMMBIX UHIU-
BUIyaIbHBIX XapaKTEPUCTHK ITallI€HTOB, ITO3BOJISTFOLINI IIPY HEOOXOIM -
MOCTH YTOUHUTH LIeJIEBYIO 00JIaCTh MpUMeHeHus ',

2. CToMmocTb M 3KOHOMUYecKas 3h(peKTUBHOCTD

Hapsiny ¢ menquumnHcKoi 3¢ @eKTUBHOCTBIO TIPU TTPUHATUM PELICHUS
0 PeKOMEHIIalu1 K MPUMEHEHUI0 HOBOI TEXHOJIOTMM Ha rocylapCTBEH-
HOM yYpPOBHE TaKXKe YUUTHIBAIOTCS €€ 9KOHOMUYECKAsI IIPUEeMIIEMOCTD (CO-
OTBETCTBHE 3aTPaT JOCTYITHOMY OI0mKeTy) 1 3(D(hEeKTUBHOCTD (COOTHOIIIE-
HMeE 3aTpaT U pe3ysibraTa B CPaBHEHUH C ICUCTBYIOIIMMU TEXHOJIOTUSIMU).

Ha mukpoypoene

OnHMM 13 apryMEeHTOB B IOJIb3Y BO3MOXHOTO Iepexojia K reHeTu-
YECKOMY 3[IPaBOOXPAHEHUIO SBISIETCS OBICTPOE CHUXKEHWE CTOMMOCTU
cekBeHMpoBaHus reHoMa (puc. 1). K 2016 rony KoMmaHUsIM — JIMAepaM
pPBIHKA yIaJ0Ch CHU3UTD LIEHY 10 1 ThIC. AOJII., B TeUEHUE OIMKalIImx
JeCSITU JIET oxXxuaaetcs cHkenue a0 100 momn.'?

OnHako ObICTPOE CHUKEHUE CTOMMOCTU XapaKTepHO JIUILIb JJIs1 PO-
Leypbl CEKBEHUPOBAHUSI, TOTJIa KAK 3HAYUTEbHAS YacTh 3aTpar Mpu-
XOOUTCH HA JOIMOJHUTEIbHBIE TPOLEAYPHI U YCIYTU: KOHCYJETUPOBAHUE
MaleHTa 10 U TTOCTIe aHan3a, XpaHEHWE U 3allUIIEHHYIO0 TTepeaady mo-
JIyYEHHBIX JaHHBIX, IPU HEOOXOIMMOCTU — JOTMOJHUTEIbHYIO AUATHO-
CTUKY (Tab. 2).

Takum oOpaszom, maxke 0e3 ydeTa TOMOJHUTETBHOM JUarHOCTUKHI TTOJ-
Hasi CTOUMOCTb TPUMEHEHUST aHaJIn3a TeHOMa B KJIMHUYECKOU MpaKTu-
K€ 3HAUUTEJIbHO MPEBBIIIAET CTOMMOCTh CEKBEHUPOBAHUS (IS pacCMO-
TPEeHHOTO MpuMepa — 17,62 ThIC. 0T 1 6,5 THIC. TOJUL. COOTBETCTBEHHO).

° Hanpumep, ajst «AbakaBupa» (IPOTMBOBUPYCHOE CPeACTBO st JeueHuss BUY) renetnue-
CKUI1 aHAJIN3 TIO3BOJISIET TpencKa3arh 60% BeposTHOCTH HeratuBHoOI peakimu [Novelli, 2010].

1 Hanpumep, mist «BapdaprHa» (aHTUTpOMOOTHYECKHIA TMpernapaT) reHeTUIeCKUe TaHHbIE B
COYETaHMU C JTAHHBIMKM O BO3pacTe M Bece MalmeHTa o0bscHSIOT 60,5% Bapuaimu ONnTUMaIbHOR
nosbl [Novelli, 2010].

" The Personalized Medicine Report 2017. Opportunity, Challenges, and the Future. http://www.
personalizedmedicinecoalition.org/Userfiles/PMC-Corporate/file/The-Personalized-Medicine-
Report1.pdf.

12 The Cost of Sequencing a Human Genome. National Human Genome Research Institute, 2016.
https://www.genome.gov/27565109/the-cost-of-sequencing-a-human-genome/; [llumina Introduces
the NovaSeq Series — a New Architecture Designed to Usher in the $100 Genome. The Journal of
Precision Medicine, 2017. https://www.thejournalofprecisionmedicine.com/illumina-introduces-the-
novaseq-series-a-new-architecture-designed-to-usher-in-the-100-genome/.
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Hpumettanue. B cooTBeTCcTBUU € 3aKOHOM Mypa IIPOU3BOAUTEIIBHOCTL CPEACTB BBIUYUCIIUTEIIb-
HOM TEXHUKU yaBauBaCTCA KaXXIbl€ 24 Mecs1ia.

HUcmounux: DNA Sequencing Costs: Data. National Human Genome Research Institute, 2018.
https://www.genome.gov/27541954 /dna-sequencing-costs-data/.

Puc. 1. CtoumocTb CEKBeHMpOBaHUA renoma, 2001-2017 roab! (gonn.)

Tab6bnumuya 2

OueHKa COBOKYMHbIX PacX00B NP1 UCNOJIb30BaHUM FEHETUYECKON ANArHOCTHKM,
CLUA, 2013 rop (B pbIHOYHbIX LieHaX, A0ns.)

Yeayru u padoThI CroumocTb

[MpenBaputenbHast KOHCyIbTaLMs (6—8 yacoB, MHOOPMUPOBAHKE O BO3MOKHBIX

pesyJibraTax v nojyyeHue nHGOPMUPOBAHHOTO COTJIacUsl) 3000
CeKkBeHUPOBaHUE FeHOMA 6500
BuounHdopmaTrueckuii aHau3 reHoMa 120
KoHcynbrauus no pesynsrataM TeCTUPOBaHMS (5 4acoB) 2000
[ToBTOpHBIIt aHaMKU3 (MOATBEPKACHUE JaHHbIX) 1000
MononHuTtenbHas (HereHeTMYecKasi IMarHoCTHKa) 2000—10000
XpaHeHue JaHHBIX 5000

Hcemounuk: Chrystoja C. C., Diamandis E. P. Whole Genome Sequencing as a Diagnostic Test:
Challenges and Opportunities. Clinical Chemistry, 2014, vol. 60, iss. 5, pp. 724—733.

ITpu aTOM 1O Mepe pa3BUTUS TEXHOJOTUIA 3aTpaThl MO OOJbIIEH YyacTu
BCIIOMOTATEJIbHBIX CTaTeil pacXodoB OyayT pacTd 3a CYET YBEJIWUYESHMUS
00beMa MCXOMHBIX TaHHBIX M YMCJIa TOTeHLIMATIbHO 3HAYMMBbIX BAPUAHTOB,
TpeOyonImx 00padboTKN. B pe3ynbraTe peanbHast CTOMMOCTD aHaIM3a TeHO-
Ma OyIeT CoKpallaThest 60j1ee MeIJICHHBIMU TEMIIAMU, YeM OKUIaeTCs ',

C y4eToM yKa3aHHBIX JOMOJHUTEIbHBIX 3aTpaT MOJHAasl paciurugpoB-
Ka reHoMa SIBJISIETCS 9KOHOMUYECKHU d(PD(MEKTUBHBIM pelleHUeM B Clie-
IYIOIIUX CUTYaLIMSIX:

13 DddexT moaTBepKIaETCS aHAIM30M 3aTpar B paMKax J0JTOCPOYHOM TPOrpaMMbl T€HOMHBIX
uccnenoBanuii B Kanane (2012—2015 romsr). HecmoTpst Ha o61iiee coKpaliieHle pacxXoI0B Ha cydait
aHajM3a 3a CUeT OMepeKalolero CHIXKEHMsS] CTOMMOCTU CEKBEHUPOBAHUSI, B XOJie MPOrpaMMbl OT-
MeuaeTcst yCTOMUMBBII POCT PACXOIOB B YaCTH OMOMHGMDOPMATUYECKOTO aHAIN3a, XPAHEHUS IAHHBIX,
3apabOTHOI TUIAThI TEPCOHAJIA U MTOCTOSIHHBIX 3aTpat Ha obopynoBaHue [Weymann et al., 2017].
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1) I AMarHOCTUKM CJIOXKHBIX CydaeB HACJaeICTBEHHBIX 3a00seBa-
HUI (33 CUET COKpAIEHMS YUCIIAa OTACIbHBIX TECTOB U MTOCEIIEHU I
Bpaya Iepexo] K aHajau3y IeHoMa ITO3BOJIMT COKPATUTh 3aTPaThl
B cpeaHeM Ha 20%'4; miig poCThIX cliydaeB 60Jiee SKOHOMUYESCKU
9¢hHEKTUBHBIM METOAOM OCTAaeTCs IMPUMEHEHUE CIEeLMaTnu3upo-
BaHHBIX TECTOB);

2) IS BBISIBJIEHUSI CUJIbHBIX TEHETUYECKUX MPEAPACITONOKEHHOCTEN
K OIpeesIeHHbIM 3a00JIeBAHUSIM CMEIIAHHOM PUPOILI CPEIU T1a-
LIMEHTOB, MHAVBUAYaIbHASI WU CeMeiiHash MeIUIIMHCKAs UCTOPUS
KOTOPBIX IMO3BOJISIET MPEIAIIONOKUTh HATUYUE COOTBETCTBYIOIIMX
MyTaluii (aHaJIM3 TeHOMa MPeIoCTaBIsieT 0ojiee TOUHYIO MH(DOP-
MallMI0 O PUCKE pa3BUTUS 3a00JIeBaHUS B CPaBHEHUU C Tpaay-
LIMOHHBIM OOCJIEIOBAHMEM YJIEHOB CEMBU, IPU STOM CTOMMOCTH
JOTTOJTHUTEIbHBIX JIET 3KU3HU HE TIPEBbIIIACT NPeaeIbHBIX HOpMa-
THUBOB, UCIIOJIb3YEMBIX PA3BUTHIMU CTpaHAMU MPU GOPMUPOBAHUU
rOCyIapCTBEHHBIX FApaHTUI MEAULIUMHCKON oMoIu'’);

3) st noabopa nepCcoHANIM3UPOBAHHbBIX JIEKAPCTBEHHBIX IIperiapaToB
(mpumepHo B 20% ciaydaeB mpUMEHEHUE MePCOHATN3UPOBAHHOM
Teparuiu COMpPOBOXKIAeTCd CoKpaleHueM 3arpat, B 40—50% ciy-
yaeB — YJIy4YlIEHUEM DPEe3yJbTaTOB MPU OJHOBPEMEHHOM ITOBbI-
LIEHWU 3aTPaT, OCTAIOIIeMCS B MpeaeaX HOPMAaTUBOB CTOMMOCTHU
JTOTIOTHUTETbHEIX J1eT Xku3HU | Phillips et al., 2014]).

CrutioliHOe TeCTUpOBaHME HaceJeHMsl Ha HamboJiee CUJIbHBbIC Tpel-
PaCITOJIOKEHHOCTH K OMpeAeSIeHHBIM 3a00JIBAHUSIM MOXKET CTaTh 3¢-
(eKTUBHBIM TIPY COKpAIIEHWU CTOMMOCTM aHajau3a OO0 YpoBHS 250—
300 mom. [Long, Ganz, 2015; Manchanda et al., 2018]. C ygeTom TOTO,
YTO Jaxe IpH 3Tol 1eHe 3((GEKTUBHOCTD CIUIOIIHOTO TECTUPOBAHUS Ha
Haubosee onacHbie MyTalinui BRCA1/BRCA2 ocTaercst noctaTO4HO HU3-
Kot (6osiee 50 ThIC. JOJUI. 32 AOTTOJIHUTEIbHBIN IO KU3HW ), MOXKHO Mpe/-
MOJIOXUTh, YTO YUCJIO MYyTalLUiA, JUISI KOTOPBIX CIUIOIIHOE TECTUPOBAaHMUE
OyIeT 5KOHOMUYECKU OIpaBIaHHbBIM, OCTaHeTCs HeOobIUM. OCHOBHOM
MPUYMHOM HU3KOM 3(P(HEKTUBHOCTH 3aTPAT MPU IIPOBEACHHUU CITJIOIIHOTO

4 B uenax 2013 roga ¢ 25 Toic. mosi. 10 20 Teic. mosi. OueHKa MpoBeaeHa s CJIydaeB, IMarHo3
KOTOPBIX HE yAaJ0Ch YCTAHOBUTb MO Pe3y/bTaTaM MepPBOro CreLrnalu3upoOBaHHOIO TECTa, C YUETOM
50-TIPOIIEHTHOM MOTOJIHUTEJILHOM AMATHOCTMUYECKOM CITOCOOHOCTH TOJIHOM paciindpoBKU TeHO-
Ma (TO ecTh YCTAaHOBJIEHUE TOYHOTO AuarHo3a juiib aist 50% nauuenTtos). [1o Mepe panbHeiiero
COKpAIIIEHUS] CTOUMOCTU CEKBEHUPOBAHUS TIPEUMYIIIECTBO HOBOTO METONA OyIeT YBEJINYMBATHCS
[Shashi et al., 2014].

15 WccnenoBanre 3(pheKTUBHOCTU TECTUPOBAHMSI YICHOB CEMEll MAllMEHTOB HA HOCUTEILCTBO
BRCAI u BRCA2, npoBeaeHHOe B ABCTpaiuu, OLIEHUBAET MoJie3HbIi ahdekT B 0,17 1ONMOJHUTENb-
HOTO roJ1a XKU3HU, CKOPPEKTUPOBAHHOTO C YUETOM KauecTBa. Pacxopl B iepecyere Ha JOMOTHUTEb-
HBIIl IOl )KU3HU COCTaBJSIIOT 14,9 ThIC. aBCTpaIMiiCKMX AOJI., UTO CYLIECTBEHHO HUXe MPUHSTON
Tpee;TbHON CTOMMOCTH To/Ia XU3HU B pa3Mepe 50 Thic. aBcTpanuiickux gosut. [Tuffaha et al., 2018].
AHajiornuHoe ucciaenoBaHue B Hopseruu nosyyusio cxonHbie pedyasrathl: 0,11 10MOJTHUTEIBHOTO
rona xwu3Hu, 40,503 ThIC. eBpoO B MepecueTe Ha NOTOJIHUTENbHBIN T XU3HU, YTO TaKXKe 3aMEeTHO
HUXe ucnosbdyemoro npeneia B 60—80 tric. eBpo [Norum et al., 2018].
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TECTUPOBAHUS SIBJISIETCSI PEIKOCTD PACIIPOCTPAHEHUST 3HAUMMBIX BapHaH-
TOB, UTO TaKXKe ITO3BOJISIET IMOCTaBUTh O] COMHEHUE 11€JI6CO00Pa3ZHOCTh
CIUIOLIHOIO TeCTUPOBAaHMUSI HA HACAEACTBEHHbIE 3a00JIeBaHMSI.

CnemyeT OTMETUTB, YTO CYIIECTBYIOIINE UCCICA0BAHNS OrpaHUYMBa-
IOTCSI OLICHKOM 3(P(PEKTUBHOCTH CIICHUATN3NPOBAHHBIX T€HETUIECKUX
TECTOB WJIM lIeJIEHANPaBJIEHHOTO aHaJn3a reHoMa. Ilepexon K MHOTO-
KpaTHOMY UCII0JIb30BAaHUIO MaTepuasioB paclliu(GpoBKHA TeHOMa Teope-
TUYECKM MOXET pPACIIMPUTh IMepeuyeHb SKOHOMUYECKU 3(P(PEKTUBHBIX
TecToB. TeM He MeHee, ITOCKOJIbKY MHOTOKPAaTHOE MCIO0JIb30BaHUE MaTe-
pUaIOB OTPeOyeT MOMOJHUTEIBHBIX pACXOIOB HA XpaHeHUE U Iepenady
JIAHHBIX, a TAKXKE IIPOBEICHIE HOBBIX BpaueOHBIX KOHCYJIBTalNiA, 3(pPeKT
SKOHOMMUM OYIEeT OTHOCUTEILHO HEBEJIMK M HE CMOXKET PagvKaJIbHO I10-
BBICUTD 3(P(PEKTUBHOCTD CILIOLIHOIO TECTUPOBAHUSI.

Haxe mpu ycJOBUM MHOTOKPATHOIO MCIIOJb30BaHUSI JaHHBIX CTOM-
MOCTh IIPOBEJEHNUs aHajIM3a FeHOMa Ha CeroiHs 3HAUMTEJIbHO IIPEBBI-
IIIaeT CYIIECTBYIOIINE HOPMATUBEI (DMHAHCUPOBAHUS T€HETUICCKUX HC-
CJICIOBaHMI, 3aJIOKEHHBIE B IIPOrpaMMax rocydapCTBEHHBIX PacXOI0B
pa3BuUTHIX cTpaH. B yactHocTu, B Hunepnangax B 2014 rooy pa3mep ¢u-
HAHCUPOBaHUS FeHETUYECKUX HUCCIeOBaHUI B MepecyeTe Ha AyIly Ha-
cenenus cocranist 10 eBpo B ron, B benbrum — 4 eBpo B rog [Hanquet
et al., 2018]. Bceobmmii oxBaT pacimdpoBKOil TeHOMa TTOTpedyeT Ccy-
IIECTBEHHOI'O YBeIMYeHUs (DMHAHCUPOBAHUS WK TIepepacIIpeecHUS
CPEACTB BHYTPH IIPOrpaMM T'OCYyIapCTBEHHBIX TapaHTUIA.

Ha makpoypoene

[Ipu aHaNMM3e COBOKYIHBIX 3aTpaT Ha pealn3aliuio MOIECIN TeHeTHYE-
CKOTO 3IpaBOOXpPAaHEHMSI Ha MAaKpOYpPOBHE HEOOXOOMMO HOIOITHUTEIb-
HO YYWTBIBaTh pacxodbl Ha IIepBOHAYajIbHOE (DopMHUpoBaHMe WHPpPa-
CTPYKTYpHI (T1aTopMbl CEKBEHUPOBAHMSI, IPOrpaMMHOE 00ecIieUeHIE,
01o0aHKM), TOATOTOBKY MEIMIMHCKUX CIeIMaJUCTOB (yBeIWYeHUe
BBIITYCKA Bpayveil-reHeTUKOB WIM BKJIIOYEHUE MEIUIIMHCKONM T'eHETUKU
B IpPOrpaMMBbl ITOATOTOBKM WHBIX CICLUMABHOCTE) U CO3IaHUE COO-
CTBEHHOI Hay4yHOI1 0a3bl, OTpaxKamllell perMOHAIbHYIO U 9THUYECKYIO
crieunUKy TeHETUYECKUX BApPUAHTOB'C.

CeromHs OOJIBIIMHCTBO Pa3BUTHIX CTPaH HAXOISTCS Ha 3Tarre (POpMu-
POBaHUSI HAYYHOM M TEXHOJOTMUECKOI Oa3bl TeHETUUECKOT0 3IpaBOOXpa-
HeHusd. 1o cocrosuuio Ha 2017 rox mopsiaKa cOpoka CTpaH peaan30BbI-
BaJIX LIeJIEBbIC MIPOrPaMMbI Pa3BUTHS MEAULIMHCKON TeHeTuku'’. Jlecsathb

1o OTesibHBIE TPYIIITBI HACEJIEHUS] MOTYT OTJIMYAThCS 110 HAJTMUYMIO U CTETIEHU PaciipOCTpaHeH-
HOCTM 3HAYMMBbIX T€HETUYECKUX BapvaHTOB. Db(dEKTUBHOCTh TeHETMUYECKON MUATHOCTUKU ISt
OMpeJieJIeHHON PernOHaIbHOW WM STHUYECKOI IPYIIbl HACeNeHUsT OyIeT 3aBUCETh OT HAINYUS
JAHHBIX UCCIIEIOBAHUI TeHETUUECKU CXOIHBIX TPYIII.

" Dana G. 3 Ways China Is Leading the Way in Precision Medicine. World Economic Forum, 2017.
https://www.weforum.org/agenda/2017/11/3-ways-china-is-leading-the-way-in-precision-medicine/.



Bnagumup HA3APOB, Hatanbs CUCUTHA

197

Tao6bnumuya 3

KpynHeiilume HauMoHanbHbIe NporpamMmbl c60pa reHeTMYecKoil Hdhopmaumun

Crpana | Ilepuon e MexaHu3MbI Bromxker Tekymue
peausanuu (MJIH I0JUL) | Pe3yJIbTAThI
Benuko- 2012— | CekBeHupoBanue 100000 | OT6op nauueH- 102,4 92000
OpuUTaHUs 2018 | reHOMOB 0OJILHBIX OHKO- | TOB — HalnoHasb- TEHOMOB
(AHTIMS) JIOTUYECKUMMU, PEAKUMH | Hasl ClTyk0a 31paBo-
1 Haubojiee OMACHBIMU | OXpAaHEHUS, CEKBe-
MHGEKUMOHHBIMU  3200- | HUPOBaHHWE — IIPeu-
neBanusimu (BUY, rema- | MyiiecTBeHHO YacT-
Tt C, TYyOEpKYyJe3) HBI TapTHEP
CaynoB- 2013— | CekBenupoBanue 100000 | Ha 6aze Hauwo- 200,0 10000
ckas 2018* |reHoMOB, BKJIOYas 00- | HAJIBHOIO HAyYHOTO TreHOMOB
ApaBust pasibl Kak OOJIbHBIX, TaK | areHTCTBA
Y 3[I0POBBIX IPaKIaH
Kuraii 2017— | CekBeHupoBaHue 100000 | Ha ©6aze Hauumo- 13,2 Benercst
2021 |reHOMOB (BBIOOpKA pe- | HAJNIBHBIX HAyYHBIX cbop
npe3eHTaTUBHA JJIs1 BCETO | LIEHTPOB 00pa3LoB
HaceJIeHUs)
®panmmst | 2016— | CexkBenuposanue 235000 | Co3nanue ceTH Jia- 782,0 3anyuieHsl
2025 | reHOMOB OOJIBHBIX PEIKM- | OOPATOPHBIX LIEHT- 2u3 14
MH ¥ OHKOJIOTMUECKUMU | POB matopm
3200J71eBAHVUSIMU B TOIT
CLIA 2018— | CekBeHupoBaHue | maH|Ha ©0a3e Hauumo- 14550 OToOpaHsbl
2026 | reHOMOB (BBIOOpKA pEIl- | HANBHBIX HAyYHBIX repBbie
pe3eHTaTMBHA JUIsSI BCErO | IEHTPOB 75000
HaceJIeHus1) YYaCTHUKOB

2 [IpenBapuTeIbHBIIN IITaH.

Hemounuku: Bemukooputanus (Anmmst): The 100,000 Genomes Project. Genomics England,
2018. https://www.genomicsengland.co.uk/the-100000-genomes-project/; The 100,000 Genomes
Project by Numbers. Genomics England, 2018. https://www.genomicsengland.co.uk/the-100000-
genomes-project-by-numbers/;

Caynosckast Apasusi, Kuraii: Philippidis A. The 100,000 Genomes Club. Genetic Engineering &
Biotechnology News, 2018. https://www.genengnews.com/insights/the-100000-genomes-club/;

Dpannyst: Genomic Medicine France 2025. Aviesan, 2015. https://solidarites-sante.gouv.fr/IMG/
pdf/genomic_medicine france 2025.pdf; Launch of the First Two Platforms of the French Plan for
Genomic Medicine 2025. https://aviesan.fr/en/aviesan/home/aviesan-news/launch-of-the-first-two-
platforms-of-the-french-plan-for-genomic-medicine-2025;

CLUA: Molteni M. The NIH launches Its Ambitious Million-Person Genetic Survey. Wired, 2018.
https://www.wired.com/story/all-of-us-launches/; Boyle A. National ‘All of Us’ Campaign Aims to
Enlist a Million Genomes for Precision Medicine. GeekWire, 2018. https://www.geekwire.com/2018/
national-us-campaign-aims-enlist-million-genomes-precision-medicine/.

CTpaH 3asiBWIM O IJIaHaX IIPOBEICHUS MacIITaOHBIX HAIMOHAJIBHBIX UC-
cJeI0BaHUII TeHOMa ¢ TOIHOM pacindpoBkoii or 100 Thic. 06pa3LoB's.
[TpumMepsl KpyIHERIIIMX HALIMOHAJIBHBIX TPOTPpaMM cOOpa reHeTUIEeCKOM
nH(pOpPMAILIIK TIPUBEICHBI B Ta0. 3.

BonbmmHCTBO CTpaH CTaNIKWBAIOTCA € Ne(UIINTOM HHQPPACTPYKTY-
PHI YXXe Ha 3Talle IIepBOHAYAJIBHOTO cOOpa TeHETUIECKOM MH(pOPMAIIUH.
CIIA u KuTaii, niaHupyolye UCIOoJb30BaTh MOIITHOCTHU CYILIECTBYIOLLIUX
Hay4YHBIX LICHTPOB, IOITYCKAIOT BO3MOXKHOCTh COKPAILEH!sT 00bEMOB MJTN
MPOJUIEHMS CPOKOB TporpaMM. Bo ®@paHiuu i peanusalyuy IporpaMMbl

'8 Philippidis A. The 100,000 Genomes Club. Genetic Engineering & Biotechnology News, 2018.
https://www.genengnews.com/insights/the-100000-genomes-club/.
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cO37aeTcs HOBasl CeTh CITELIMAIM3UPOBAHHBIX TOCYIaPCTBEHHBIX MCCIIEI0-
BaTeJIbCKMX LIEHTPOB. B AHITIMM /U1 TPOBENEHUST CEKBEHUPOBAHUS T€HO-
MOB B paMKax HallMOHaibHOU TTporpaMmbl «100000 reHOMOB» MpuBJIeYeH
yacTHBIN mapTtHep ([/llumina), BHIMTPABIINI TOCYTAPCTBEHHBIN KOHKYPC
Ha IIpaBo MPOM3BOACTBa padoT. OIrIaTa ycIyr 4aCTHOTO ITapTHEPa COCTABUT
78 maH ¢yHTOB (102,4 MJIH J0JJ1.), TIPU TOM YaCTHbBII MapTHEP MPUHSLI
00s13aTeILCTBA M0 MHBECTUpOBaHMIO 162 MiH (pyHTOB (212,7 MIIH A0JI.)
B cO3aH1e HEOOXOAUMOI MH(PACTPYKTYPhl HA TEPPUTOPUU CTPAHBI.

AHIIMiicKasi mporpaMma IIOJy4dusa TepBble HaydHbIE pe3yJbTaThl.
Ilo mpenBapuTeIbHBIM OLIEHKAM, COOpaHHBIC HAHHBIC ITO3BOJISIIOT TIO-
BBICUTb BEPOSITHOCTb KOPPEKTHOM NMArHOCTUKU PEIKUX 3a00JIeBaHUIA
Ha 20—25%. B 2017 romy OBLIO OOBSBICHO O IUIAHAX BHEAPEHUSI TCHOM-
HbBIX TEXHOJIOTUI B pEryJISIPHYIO KIMHUYECKYIO ITpakTUKy HartmoHaibHOI
Cayk0bI 3apaBooxpaHeHus yxe B 2018—2021 romax". Oxwumaercs, 4To
aHaJIM3 TeHOMa Oy/IeT BKJIFOUEH B IIPOrpaMMbl IMAarHOCTUKU PEIKUX 1 OH-
KOJIOTUYECKHUX 3a00J1eBaHMI1, HO MH(OpMAaIIKs O KOHKPETHBIX IUIAHUPYE-
MBIX c(pepax IPUMEHEHMS HOBBIX TEXHOJIOTUIA CETOIHS OTCYTCTBYET.

CxomHast mo MaciuTaOy IporpaMMa T€HOMHBIX MccienoBaHuii Cay-
JIOBCKOI ApaBUM HEOTHOKPATHO IPUOCTAHABIMBAJIACH M3-3a HEXBATKU
duHaHcupoBanus. 1o coctosiHuIo Ha KoHell 2016 roga ObUIM CEKBEHUPO-
BaHbl 10000 reHOMOB OOJIBHBIX HAC/IEACTBEHHBIMU 3a00JI€BAHUSIMU, YTO
MMO3BOIIIO BISIBUTH O0J1ee 2000 HOBBIX 3HAYMMbBIX T€HETUUECKIX BapraH-
TOB, B TOM umclie 6oiee 500 cnenuduuecKux HallMOHAIbHBIX MyTaLIAii>’,

ITepexon x BceoOlIeMy OXxBaTy paclIM(pPOBKON IreHOMa IoTpedyeT
3HAUYUTEIbHO OOJIBIINX BIOXEHUI B MH(GPACTPYKTYPY U IMOJATOTOBKY Me-
JTUIMHCKMX CIIELMAIMCTOB M0 CPaBHEHUIO ¢ pean3aliueil BHIOOPOUYHBIX
obOcnemoBaHuit HaceaeHus. Mcxonst u3 pacCMOTPEHHOIO OIbITa BEPOSIT-
HOCTb CO3aHUSI KaKOK-JIMOO CTpaHOU B OJuKalilliue MsTb-AeCsThb JIeT
MHGPACTPYKTYPHI, HEOOXOAMMOI ISl BCEOOIIeTo oXBaTa HaceIeHUS Ie-
HOMHBIMHU UCCJIEIOBaHMS, CIeIyeT OLIEHNUTh KaK KpaliHe HU3Ky0. boee
peaTMCTUYHBIM TIPEICTABIISICTCS CLIEHApUI TTOCTEIIEHHOTO BHEIPEHUS
T€HEeTUYECKUX TeXHOJIOTUI B KIIMHUUECKYIO IMPAKTUKY, HAUMHas ¢ 00J1a-
cTeit ¢ HanboJiee BLICOKOM METUIIMHCKON M 9KOHOMMNYECKOM 3(pPeKTUB-
HOCTBIO (IIPeXIe BCETO NMAarHOCTUKM 1 JICUCHUST PEIKUX 1 OHKOJIOTUIE-
CKMX 3a00JIeBaHMIA).

3. BHewuHKe orpaHuyeHus

[IpuBeneHHbIE BHIIIE OLIEHKNA MEAUIIMHCKON 1 9KOHOMUYECKOM 3¢h-
(PEeKTUBHOCTH TEHETUUECKOTO 3IPAaBOOXPAHEHUS IIPEIIIOJIaraloT, 49TO

' NHS England — Board Paper. PB.30.03.2017/06. https://www.england.nhs.uk/wp-content/
uploads/2017/03/board-paper-300317-item-6.pdf.

2 Philippidis A. The 100,000 Genomes Club. Genetic Engineering & Biotechnology News, 2018.
https://www.genengnews.com/insights/the-100000-genomes-club/.
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JIaHHbIE TEHOMA IIPUMEHSIOTCS 0€3 KaKMX-JIM0O0 OrpaHWYSHUIA M O -
06ok. Ha mpaktuke 3(p(peKTMBHOCTH HOBBIX TEXHOJIOTHIT MOXET 0Ka3aThCs
HIDKE PACUETHOI B CUITY OIIMOOK CEKBEHUPOBaHUS U OMOMH(pOopMaThye-
CKOTO aHajii3a, UppalMOHAIbHOM peaKlUy IMAlMEeHTOB, 0TKAa3a OT UC-
TTOJIB30BaHUS TeHETUISCKUX JAHHBIX IT0 TUYSCKUM COOOpaKeHUSIM MU
B pe3yJibTaTe 3aKOHOIATEIbHOTO 3arpeTa.

Texnuueckue 02PDAHUMECHUA

[Ipouenypa cekBeHMpPOBaHMSI TEHOMA OCTACTCS TEXHUIECKU HECOBEP-
IIEHHBIM MPOILIECCOM, TOIMYCKAIOIINM KaK CUCTEMHBIE, TaK U CTydaiiHbIe
olIMOKU paciudpoBKU. OCOOEHHOCTU MPUMEHSIEMOI TEXHOJOIMU He
MO3BOJIAIOT ¢ JOCTATOYHOI CTENEeHbI0 HaNEeXXKHOCTH pacro3HaBaTb OT-
JIeJIbHbIE TUIIbI T€HEeTUYECKUX HapylIeHUil (B YaCTHOCTH, M3MEHEHUE
YHClia KOMU TeHa M XpPOMOCOM, MOBTOPSIOIINECS MOCIEeI0BAaTeIbHO-
ctu JIHK, nnmvHaHBIe BcTaBKM win mporryckn) |Biesecker, Green, 2014].
s mouckKa JaHHBIX HapyLIeHU HeOOXOAUMBbI JOMOJHUTEIbHbIE Cre-
LIMAJIM3UPOBAHHbIE TECTHI.

CiyyaiiHble OlIMOKM, KaK MpaBUJIO, BOSHUKAIOT B pe3y/bTaTe HeBep-
HOTO pacIio3HaBaHUS OTAEILHBIX 2JIeMeHTOB. [To cocrossnuio Ha 2013 ron
TeXHAYECKAs MOTPEIIHOCTD JYUIINX aHATIUTUISCKNX TIAaT(GOPM OLICHM -
BaJlach Ha ypoBHe 6—12 ThIc. o1mmbok Ha reHoM [Chrystoja, Diamandis,
2014]. BepoSTHOCTh Cly4yaiiHBIX OIIMOOK MOXET ObITh CHUXKEHA, HO HE
HUCKJIIOUYEHA 3a CYET MPOBEACHMSI CEKBEHUPOBAaHMsI FTEHOMAa OHOBPEMEH-
HO Ha ABYX M OoJiee matdopMax, UCIIOIb3YIOIIMX pa3IMYHbIe MOIEIN
pacrio3HaBaHus?'. Ha mpakTuke ISl NpeAOTBpallleHUs OLIMOOYHBIX
BBIBOJIOB OOBIYHO MCITIOJIB3YeTCSI OOBEAMHEHHBIN aHAIN3 KIMHUYECKOM
KapTUHBI, ¢OOPMUPOBAHHON C YYETOM TPAZUILIMOHHBIX METOIOB IUA-
THOCTUKM U Pe3yJbTaTOB TeHOMHOro aHanaus3a. O4eBUAHO, YTO JaHHBIA
MOJXO UCKJTIOYAET BO3MOXKHOCTh IPUMEHEHMSI TEHOMHOIO aHaIu3a JJIsI
npeackazaHus 3a00eBaHUIA.

CylecTBYIONINI YPOBEHb TEXHUUECKOM MOTPEIIHOCTY IpU paciiud-
pOBKE TeHOMa CTaBMUT IOJ COMHEHHE YacTO MCIOJb3yeMbIi apryMEHT
O BO3MOXHOCTH OJHOKPATHOTO TPOBEACHUS aHAIW3a C MaJbHEWIIUM
KCIOJIb30BAaHUEM TTOJYYEHHBIX JaHHBIX Ha MPOTSKEHWU BCEi XXU3HU
yesjoBeka. [Ipomoskaroiieecsi pa3BUTUE TEXHOJOTUI TTO3BOJISIET TPEI-
MOJIOXKUTh 11€J€CO00Pa3HOCTh IMEPUOAMYECKOTO OOHOBIECHUST JaHHBIX
pacindpoBKHA.

2l DKCMepuMeHT MO MPOBEIEHMI0 HE3aBUCUMOIO CEKBEHMPOBAHMUSI C MCIOJIB30BAHUEM [BYX
1aThopM MOKa3al BBICOKMII YPOBEHb COOTBETCTBUSI paciin®poBKU 0OIIeit yacTu reHoMa (99—
100%), HO 3HaYMUTEIBHO GOJIee HU3KYIO OJTI0 COBMAACHUI B YaCTH HanboJiee 3HAUMMbIX YUaCTKOB,
Koxupyromux 6enku (64—70%), HeGOJBIIMX BCTABOK WM TPOIMYCKOB (53—59%) u y4acTKOB, OT-
BETCTBEHHBIX 32 Hac/IeCTBeHHbIe 3a60neBanust (10—75%). B 3aBucumoctu ot Bbibopa riathopmbl
cekBeHUpoBaHust aHaM3 10—19% TeHOB, OTBETCTBEHHBIX 32 HACJIENCTBEHHbIE 3a00JeBaHMsI, ObLIT
MPOBE/IEH C HEJOCTATOUYHOI /ISl IMarHOCTHKM TOYHOCThIO | Dewey et al., 2014].



200 OKOHOMUKA FEHETUYECKOr0 3,paBOOXPaHEHMS

B COBOKYMHOCTHU IeiCTBYIOIINE TEXHUUYECKME OrpaHUYEHUSI CTaHO-
BATCSl BaXKHBIM (haKTOPOM YBEJIMYEHUS] CTOUMOCTH BHEAPEHUSI TeHOM-
HBIX TEXHOJIOTUI B KIIMHUYECKYIO TTPAKTUKY. JIONOTHUTEIbHbBIE PACXOIbI
BO3HUKAIOT BCIEACTBUE HEOOXOIUMOCTU MPOBEACHNUS MOATBEPKAAIOILIE-
IO CEKBEHUPOBAHUS WJIW MTHOM NTOMOJTHUTEIbHON TMAaTHOCTUKH, PETYIISIp-
HOTO MePeCcMOTpa pe3yabTaToOB paclIM(PPOBKY FeHOMa, a TAK>Ke BO3MOX-
HOTo HEOOOCHOBAHHOI'O OKAa3aHUsI MEIULIMHCKON IMTOMOILIU B pe3yJibTaTe
OILIMOOYHOH reHeTUYECKOM JUAaTHOCTUKH.

Ilogedenueckue O02PAHUYCHUA

OueHka 3(pPeKTUBHOCTH TIpeACKa3aTeIbHON MEIUIIMHBI UCXOIUT 13
TPEATIONIOKEHUS O pAllMOHAIBLHON PeakiMy TMallMeHTa Ha MOJyYeHHbBIM
MPOTrHO3, BKJIIOYas aJieKBaTHOE ITIOHMMaHKUE PUCKa 1 000CHOBAHHBIN BbI-
00p IOC/IEeOYIONIEero MoBeaeHUsI (M3MEHEHNEe 00pa3a XU3HU, IPUHSATHE
MpoGMIAKTUIECKUX MEP, PErYJISIPHOE IIPOXOXKICHNE TMAarHOCTUKHM, BbI-
0Oop ONTUMaILHOTO MeTo1a JieueHs ). OqHAKO CYIIECTBYIOIIME NCCIIEI0-
BaHMS He MOATBEPKIAIOT ITpeodIagaHNsT pallMOHAJIBHOTO TTOBEICHNS.

o 20% manueHTOB HEKOPPEKTHO TPAKTYIOT Pe3yJbTaThl FeHEeTHYE-
CKOTO TECTUPOBAHMS Jaxe ITOC/e IOJIydeHUsT BpadyeOHOM KOHCYJIbTa-
uyKn?2, BOJBIIMHCTBO MCCIEIOBAHUI, aHATM3UPYIOLIUX MOBEICHUE T1a-
LIUEHTOB TIOCJIe TeCTUPOBAaHUSI, HE OOHAPYKMBAIOT PEKOMEHIOBAHHBIX
M3MEHeHUI 00pa3a XKu3HU. B Tex ciryyasix, Korma n3MeHEHMS BBISBIISTIOT-
csl, pacIpoCTpaHEHHOM MOBEICHYECKOI peaklnell CTAHOBUTCS ITPUO0-
perenue BAJloB wnu cpeAacTB aabTepHATUBHONM MenulIMHEI [Bloss et al.,
2011]. Ipu sTOoM OTMeuaeTcsd OOpaTHBIN 3PdeKT MHPOPMUPOBAHUS:
JIIOIY CKJIOHHBI OTKA3bIBAThCS OT paHee ACKIapUpPOBaHHBIX HAMEPEHMI
Mo yay4iieHuo odpasa XXU3HU Tocje TOJydyeHUsT pe3yabTaToB, CBUIE-
TEJIbCTBYIOIINX O HU3KOM e HEeTMIECKOM PUCKE IIJIs 3M0POBbs B JAHHOM
obnactu [Smerecnik et al., 2007]. Beioop MeToa0B NpodUIaKTUKKU U Jie-
YeHUsI TAKXKe He BCerjia CIeAyeT palliOHaIbHBIM apryMeHTaM>,

OnHoii n3 (popM HETaTMBHOM MOBEAEHYECKON peakKMy Ha pe3yiabTa-
Thl TEHETUYECKOIO TECTUPOBAHMUS MOXET CTAaTh CUJIBHBIN IICUXOJIOTHYe-
CKUI1 cTpecc, B 0CO00 TSKEJNIBIX CIIydasiX IMPOBOLUPYIOLINI IeTIPECCHIO
¥ caMOopa3pylInTeIbHOE TTOBeACHUE, BIIOTh 10 TTOIMBITOK CAaMOyOUIICTBA.

22 Onpoc MalnueHTOoB, MPOIIEIIINX TECTUPOBAHME HA HAJIMUYKME 'eHa HACJIeICTBEHHOTO 3a00J1e-
BaHMS (BKJIIOYAsi KOHCYJIBTAIIMIO Bpaya-reHeTHKa ¢ paciin@poBKOil pe3yibTaToB TecTa), nokasal,
yro stk 80% HocuTeeilt KOPPEKTHO TPAKTYIOT MOJTyYeHHbBIE Pe3ysibraThl, 16% roJaraioT, 4To HO-
CHUTEJIbCTBO BO3BMOXHO U BBICOKOBEPOSITHO, 1% OMPOIIEHHBIX COOOIINIT O HU3KOM BEPOSITHOCTH MITH
OTCYTCTBUU COOTBETCTBYIOIETO TeHa, 1% — 00 orcyrcTBUM MHbOopMaru. Cpenu Jil, MOJTyIuB-
LIMX OTPULATEIIbHBII pe3y/IbTaT TECTUPOBaHMsI (HM3Kasl BEPOSITHOCTh HAIMYMsI FeHa), puMepHo 1%
TIPOJIOJIXKAJIM paccMaTpuBaTh cebst Kak Hocuteseil [ Lakeman et al., 2008].

3 PacrnpocTpaHeHHBIM TPUMEPOM 3MOLIMOHATBHOTO PELICHUST SIBIISIETCS] BHIOOP JIBYCTOPOHHE
MaCTIKTOMUU B KAYeCTBE METO/IA MPOMUIAKTUKI TTOBTOPHOTO paKa Ipyay, HECMOTPSI Ha TO UTO YPO-
BeHb 10-JeTHel BbKMBAEMOCTHU MPU AaHHON MpoLeaype He OTIMYaeTcsl OT 6ojiee OrpaHMUYEHHOTO
BMeIIIaTeIbCTBA, TIPEITOJIATAIONIETO yAaJeHe OIyX0Jiu C Moclenyoleil panuotepanueit [Kurian
etal., 2014].
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CoBpeMeHHbIE UCCIIE0BaHUSI HE TTOATBEPKAal0T MaCCOBOTO XapakTepa
JAHHOTO pUCKa, coo01Iasi O MPUEMIEMOM CPEIHEM YPOBHE TCUXOJIOTHU-
YeCcKOTo CTpecca cpeny MalureHTOB, TTOJYYUBIIMX MHMOPMAIINIO O HEN3-
JICUMMBIX 3200JIeBaHUSIX. BeposITHOCTH HETaTUBHOI PeaKIIMK MOBBITIIACT-
s 1151 JIN1I ¢ paHee IMarHOCTUPOBAHHBIMU JITIPECCUEil UM TPEBOXKHBIM
pPaccTpoOMCTBOM, a TaKXKe JIMII, He OXXUIABIIMX BbISBICHUS 3a00JIeBaHUS
[Crozier et al., 2015]. B To ke BpeMsi HEOOXOAMMO YUUTHIBATh, YTO OOJIb-
IIMHCTBO CYILECTBYIOLIMX WCCIEIOBAaHUII OCHOBBIBAIOTCSI HA NAaHHBIX
MAalMeHTOB, CAMOCTOSITEJIbHO TIPUHSIBIINX PEIlIeHHEe O HEOOXOAMMOCTU
CTIEIMATM3UPOBAHHOTO aHAIN3a, TO €CTh MH(POPMUPOBAHHBIX O XapaK-
Tepe 3a00JeBaHUs U eT0 BO3MOXHOM Hainuuu. [1pu nepexose K cruiol-
HOMY OXBaTy paciindpoBKO TeHOMa PUCK CTPECCOBOI peakiuh MOXKET
BO3paCTH.

[TepeuncieHHbIE MTOBeACHUECKHUE MTPOOIEMbl HE MCKITIOUAIOT BO3MOXK-
HOCTH 3(DGhEKTUBHON reHeTUYECKOI JMAarHOCTUKM, HO TIOBBIIIAIOT BaX-
HOCTb KauecTBa W JOCTYITHOCTU BpauyeOHbIX KOHCYJIbTALIMI 10 U TIOCTe
TecTupoBaHusi. Kpome Toro, BEICOKUI PUCK MPPALIMOHAIBHOTO TTOBE/Ie-
HUSI CTaBUT IO COMHEHUE JOMYCTUMOCTD MPSIMbIX MPOAAX YCIYT TeHe-
TUYECKOT0 TECTUPOBAHUS TOTPEOUTEISIM.

Imuueckue 02PDARUMEHUA

Oco0eHHOCThIO paclIU(PPOBKU reHOMA KaK JMarHOCTUYECKOTO METO-
Jla CTAHOBUTCSI BO3MOXKHOCTbD ITOJIYYeHMST «M30BITOYHOM» MHDOpMALINH,
HCIIOJIb30BaHNE KOTOPOI MOPOXKAAET psAll 3TUUecKUX Mpobiem. K rakoit
UHGOPMALIMKY OTHOCSIT CBEIEHUS O HAIMYMU WIM IIPEeapaciionoXeHHO-
CTHU K pa3BUTHUIO 3a00JIEBaHNUI, HE BXOMSIIMX B IIEPBOHAYAIBHBIN 3aIIpOC
MMalleHTa, a TAKXKE CBEICHNSI, 3HAYMMBbIE [IJII TPEThUX JIUII (POICTBEHHU-
KOB, paboToaaTesieii, 001ecTBa B LIEJIOM).

CerogHst OOLIETIPUHATON HOPMOII BpaueOHOTO TTOBENCHUS SIBIISIETCS
MoJIlydeHue MpeaBapuTeIbHOIO corjlacus IalMeHTa Ha MHdopMupoBa-
HUE O JIIOOBIX pe3y/IbTaTaxX UCCIeI0BaHUSI HE3aBUCHMO OT UX O0BbEKTUB-
HO1 3HAaYMMOCTHU. TeM He MeHee cpelM Bpadyeli-TeHETUKOB CYIIECTBYET
OIpeNeIeHHbIM KOHCEHCYC O HEOOXOAMMOCTU MH(MOPMUPOBAHUS NaL-
eHTa 00 UMEIOIIMXCS 3a00IeBaHUSIX 1 3a00JIEBAHUSIX C BBICOKMM PUCKOM
pa3BUTHS, U1 KOTOPBIX CYIIECTBYIOT 3(h(heKTUBHBIE METOIbI MPODUIaK-
TUKU WK JIedeHus, 0e3 3anpoca. HopmaTuBHOe peryarpoBaHue TaHHOMN
MPAKTUKU Ha CerofHs oTcyTrcTByeT?*. MH(MOpMUpOBaHUE O HATMYUU 3a-
OoJsieBaHUI, 711 KOTOPBIX HE CYIIECTBYeT 3(P(PeKTUBHBIX METOIOB IIPO-

?* TlompiTKa pa3pabOTKM PEKOMEHAALMI MO0 MH(MOPMUPOBAHUIO MALIMEHTOB, MPEANPHHSITAS
AMEpUKaHCKUM KOJUIEIKEM MEIVIIMHCKOM TeHeTUKY U TeHOMUKM, BbI3BaJIa HETATUBHYIO PeakIInio
MEIMLIMHCKOI 0OLIIeCTBEHHOCTH, MO/ AaBIeHMEM KOTOPOi B peKOMeH1a1iuu Oblia BKJII0YeHa HOpMa
00 00s13aTeIbHOM TOJTyUYeHUU TPEIBAPUTETIHHOTO COTJIacHsl MallieHTa Ha MH(MOPMUPOBAHUE Taxke
0 OeccropHoO 3HaYMMBbIX TeHeTHYecknx BapuaHTax [Kalia et al., 2017].
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(pUITAKTUKY WV JIEUEHUSI, OCTAETCS CITOPHBIM B CUJIY paCCMOTPEHHOTO
BBIILIE pPHCKa OCTPOI HETaTUBHOM peakiuu. HeyperyinpoBaHHBIMU TaK-
K€ OCTaIOTCSI MPOOJIEMbI IPUHSATHS PEIIEHNUs 0 HEOOXOIMMOCTY aHAIM3a
reHoMa 1 MH(OPMHUPOBAHUS O €0 Pe3yJbraTax B cIydae 00CIeIOBaHUSI
HecoBeplleHHoieTHero mauueHTa [Ross et al., 2013].

K nHpopMaLnmm, 3HAYNMO 1T TPEThUX JIUII, IIPUHSITO OTHOCUTH CBE-
JIEHUSI 0 HOCUTEJIbCTBE HACJIEICTBEHHBIX 3a00JIeBaHMIT, BLICOKOM YPOBHE
TEHETUYECKOTo prcKa (B LIeJIOM, IO OTpeAeeHHBIM MTpoduIIsiM 3a00J1eBa-
HUI1) 1 IPeapacIiofoXXeHHOCTH K ITOTEHIIMAIbHO OaCHBIM JIJIsT OOIIIeCTBa
paccTpoiicTBaM (IM30¢pPEHMS, ASTIPECCHST, OUTIOISIPHBIE PACCTPOICTBA).
ITpenocTaBneHue 3aMHTEPECOBAHHBIM CTOPOHAM JTOCTYIIA K 3TOU WH(OP-
MalllM, C OJHOI CTOPOHBI, MOXET MOBLICUTH 0J1arOCOCTOSIHIE OOIIeCTBa
B LIEJIOM, C APYIO¥ — YXYAIIUTH IOJOXEHUE JIULL C MOBBIILEHHBIMU Te-
HeTuyecKuMu puckamu. Ceifuac pelieHre 0 paCKpbITUM JaHHO UH(bOP-
Mally TIIPUHUMAETCSI TAlIMEHTOM CaMOCTOSITEIbHO, HO IO MEpe pacIlin-
peHMsI oxBaTa HaceJieHWs MOJIHBIM CEKBEHHPOBAaHMEM T€HOMAa CIIEoyeT
OXUAATh POCTa OOIIECTBEHHOM 3aMHTEPECOBAHHOCTH B HOPMATHBHOM
yperyampoBaHuu AaHHbIX BoripocoB [Chrystoja, Diamandis, 2014].

Hpaeoebte O0ZPAHUYUCHUA

HccnenoBaHus reHOMAa IIPEACTABISIIOT COO0M OTHOCUTEIHLHO MOJIOIYIO
00J1aCTh KaK HayKM, TaK U MEAULIMHCKOM MOMOILIY, TPAaBOBOE PErYIUPO-
BaHME KOTOPOM B HACTOSIIIMIT MOMEHT JIUIIb HAaYMHAeT (POPMUPOBATHCS.

B obnactu Hayku KiroueBoii Mpo0ieMoii 3aKOHOAATEIbCTBA CETOIHS
SIBJISIETCSI TIOPSIIOK MAaTEHTOBAHMSI 3HAUMMbIX TeHETUYECKMX BapUAHTOB.
B GonpIIMHCTBE pa3BUTHIX CTPaH BhIIEIESHHBIC ITOCICI0BATCIbHOCTH T'e-
HOB paccMaTpMBAIOTCSl KaK MCKYCCTBEHHO MPOM3BEACHHBIC U MOITOMY
MOTyYT BbICTYyNaTh npeameroM nateHTa (ctpanbl EC, Poccus, Kanana,
Kwurait, FOxnas Kopes, Anonwust). B CIIA u ABcTpanuu npakTuka Ia-
TEHTOBaHUsI BbIICJIEHHBIX ITOCJIEI0BaTEIbHOCTE TeHOB ObLIa 3aMpelieHa
pEeLICHUSIMU HallMOHAJILHBIX BEPXOBHBIX CyI0B>. B 0001X ci1ydasix MoBo-
JIOM K ITIepeCMOTPY 3aKOHOIATeIbCTBA CTaJla XKajlo0a Ha IpaBoo0IamaTesis
mpokKo pacrapocTpaHeHHbIX MyTaunii BRCA1 u BRCA2, onpenensio-
LLIMX TIPEAPacoNOKEHHOCTb K OHKOJIOTMUeCKUM 3a0o01eBaHusIM (Myriad
Genetics). CuibHbBIN O0IIECTBEHHBIN PE30HAHC JAHHBIX € MO3BOJISIET
MPEIOJ0XKUTh, YTO TI0 MEepe pOCTa 3HAUMMOCTU TeHETUYECKOM TUarHo-
CTUKU U TIEPCOHAIM3UPOBAHHOM Tepanuu naTeHToBaHue yyacTkoB JIHK
MOXET OBbITh OrPaHUYEHO U ApYyruMu cTtpaHamu [Canuuxkas, 2016].

Bbi00p MexaHM3Ma MPaBOBOM 3alIMThI BaXKEH, MOCKOJAbKY ONpeaes-
eT CTPYKTYPY pbIHKA Hay4yHBIX MccaeaoBaHMii. [TaTeHTOBaHME 3HAUMMBIX
yuactkoB JIHK obecrnieunBaeT BO3MOXKHOCTb UX KOMMEPUYECKOTO UCITOJIb-

» Gene Patenting Position Paper. AIPPI, 2017. http://aippi.org/wp-content/uploads/2017/08/
Gene-Patenting-AIPPI-Position-Paper.pdf.
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30BaHMS, UTO CTUMYJUPYET YACTHBIE BJIOXKEHHUS B UCCIIeJOBAaHME TeHOMa.
OOHapyXeHHbIE JaHHbIE OCTAIOTCS JOCTYITHBIMM JUTSI (PYHIaMEHTaJIbHbIX
Hay4HBIX UCCIIeNOBaHUI, HO HE TSI pa3paOOTKU PHIHOYHBIX IIPOIYKTOB.
YrouHeHUe paHee MOJYYCHHBIX JAHHBIX WM OOHApPYKEHUE TOITOIHM-
TEJIbHBIX B3aMMOCBSI3€H IJIsI 3aIIaTeHTOBAHHBIX TeHOB CTAHOBUTCSI MOHO-
nojMei nmpaBoobagarens, GoOpMUPYs JOMOJHUTEIbHBINA CTUMYJI K «3a-
XBaTy» MePCIEKTUBHBIX y4aCTKOB%,

OTKa3 OT MaTeHTHOM 3allUThl MPEAOCTABSIET MOJHYIO CBOOOIY Kak
IUUISI ICCIIeI0OBaHU, TaK U ISl IPOM3BOACTBA HOBBIX PHIHOYHBIX IIPOIYK-
TOB C UCIOJIb30BAaHMEM PaHee IMOJyYeHHBIX pe3yabraToB. OMHAKO B 3TOM
CHUTyalIM1 YaCTHBIC KOMIIAHUU MOTYT OTKAa3aThCsl OT COOCTBEHHBIX Hayd-
HBIX MCCJIENOBaHNI MJIM HadaTh O(POPMIISITh MX pe3yJIbTaThl KaK KOMMEP-
YeCKYI0 TaliHy, MOJHOCTbIO UCKIIOUas Yei-T1M00 JOCTYIT K OOHapyKEeH-
HBIM B3aMIMOCBSI3SIM.

PexomMeHmOBaHHBIM pellieHueM MpoOJieMbl MPaBOBOM 3alllUThI SIB-
JISISTCS TIEPEXO K ITaTeHTOBAHNIO KOHKPETHBIX METOI0B TeHETUUECKOM
muarHoctuku |[Nuffield Council.., 2002]. Dra mpakTnka IpUMEHSIETCS
B page ctpaH EC (B ITepmanun, Wramuu, ®@panunn)?’. Tem He MeHee
OCTaeTCs HEeSICHBIM, TTO3BOJIMT JIM 3Ta MOJIEJIb 3alLMTUTh UHTEPEChl YacT-
HBIX KOMITAaHUH B YCJIOBUSIX MACCOBOTO Iepexojia OT CIlellMaJlu3upoBaH-
HBIX TEHETUYECKHUX TECTOB K MOJIHOI paciIndpoBKe reHoMa.

MenuunHCcKOe IPUMEHEHNEe TeHETUIECKIX TeXHOJIOTUI B OOJIbIINH-
CTBE CTpaH IMOKa He MOJYYUIO AETaTU3UPOBAHHOIO MPAaBOBOrO 0(popM-
nenus. B CIIA, saBasgiomuyxcs JUAepOM Ha PbIHKE FTeHeTUYeCKO Meau-
LIMHBI, OTMEUYEHBI TIePBbIE MTPELIeICHThI 3aKOHOAATEJIbHOTO OTPaHUYEHUST
reHeTnuyeckoit apuarHoctuku. B 2008 rogy B CIIA ObUT TpUHAT NEepBLIA
B MHUP€ 3aKOH O 3aIlpeTe ATUCKPUMUHAIIMY 10 TeHETUYECKOMY ITPU3HAKY,
YCTaHOBMBIIMI 3aIIpeT Ha UCITOIb30BaHME TAHHBIX CEMEITHO MeINIINH-
CKOU MCTOPUM WJIM Pe3yJIbTaTOB F€HETUYECKUX MCCIEeIOBaHUMN sl UC-
KJIIOUEHHSI OTpeaeeHHBIX 3a00JIeBaHNI U3 MEAULIMHCKOM CTPaXOBKU?,
a Takxke 3arpeT Ha MpelIoKeHUe TeHeTUYeCKMX UCCIeN0oBaHUul COo CTO-
POHbBI MEIULIMHCKOTO CTPAXOBIIMKA UK paboTomaTess?.

B 2013 rogy YmpaBineHue 1Mo KOHTPOJIIO MUILEBBIX MPOAYKTOB U Jie-
KapcTBeHHBIX cpeacTB CILIA BBe10 BpeMeHHBII 3a1IpeT Ha IIPSIMYIO IIPO-
Iy TeHETUYECKMX TeCTOB KOHEUHOMY ITOoTpebuTtesto. OCHOBaHUEM IIJIs
3apeTa CTajayd OofaceHus nepes BO3MOXHBIMU OLIMOKAMU B pe3yjabraTax

% Tlo oLleHKaM MCCJIeIOBaTeN e, Ha MOMEHT 3arpeTa MaTeHTOBAHUSI CYIIIECTBYIOLIUX TTOCIIEI0-
BatesibHOCTe# reHoB B CLLIA nateHTb oxBaTbiBasin 41% ydacTKOB reHOMa, P 3TOM MPEAMET MHO-
T'MX MATEHTOB ObLT c(hOPMUPOBAH BeChMa Pa3MbITO WM He 00JIaIall aieKBaTHOI CaMOCTOSITEIbHOM
ueHHocThlo [Rosenfeld, Mason, 2013].

27 Gene Patenting Position Paper. AIPPI, 2017. http://aippi.org/wp-content/uploads/2017/08/
Gene-Patenting-AIPPI-Position-Paper.pdf.

% Ha maHHBI MOMEHT [eWCTBUE 3aKOHA HE PACTIPOCTPAHSIETCS] HA UHbBIE BUIbI CTPAXOBAHUS,
TaKue KaK CTpaXOBaHUe KU3HU, HETPYIOCIIOCOOHOCTH UJTH I0JTOCPOYHOTO yXOa.

» Genetic Information Nondiscrimination Act of 2008. National Human Genome, 2015.
https://www.genome.gov/10002328/genetic-discrimination-fact-sheet/.
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TECTUPOBAHUS WJIM UX HEBEPHBIM MCTOJIKOBAaHMEM MallMeHTamu. Pas-
paboTuyuKa 00s13a71 MPOBECTU TOIOJHUTEIbHbIC MCCIENOBAHUS, TOMI-
TBEPKIAIIIME BHICOKYIO TOYHOCTh aHajM3a U CIIOCOOHOCTb MOTpeOu-
TeJIell KOPPEKTHO MHTEPIIPETUPOBATh €ro pe3yabrathl. Jloka3aTteabcTBO
0e30MacHOCTHU MPOAYKTA 3aHSJI0 HECKOJBKO JIeT. [TepBbie mecsaTh TeCTOB,
BBIMTOJTHUBIINX MMOCTaBJIEHHBIE TPEOOBaHUS, OBUTM BHOBb JTOMYIIEHBI HA
PBIHOK Jinib B 2017 romy™.

4. CocTosiHUE reHeTMyeckon meauuuHbl B Poccuu

Poccuiickas moauTtrka B 00JIaCTU TeHOMHBIX MCCJICIOBAHUIA U CBSI-
3aHHBIX ¢ HUMU HOBBIX MEIWIIMHCKUX TEXHOJIOTUI ¢ HEOOJBIIIUM OT-
CcTaBaHUEM CJIEAyeT OMbITY Pa3BUTHIX cTpaH. B Hauane 2018 roma mpen-
cTaBUTE]Ib MUHUCTEPCTBA 3apaBooxpaHeHus1 PO BriepBbie 00HAPOI0BAT
IutaHbl nepexona K MmeauiHe «4I1»3!. B anpesne 2018 roga Oblia yTBep:K-
neHa KoHIenums IpeauKTUBHONM, IPEBEHTUBHOI M II€PCOHAIMU3UPO-
BaHHOI MEIUWIIMHBI, TTOATBEp:KAAIONIAasl OPUEHTALMI0O Ha pacUIUpeHUe
JOCTYITHOCTU MeTULMHBI «411» 1 pa3BuTHE ee HayYHbIX OCHOB2. OmHAaKO,
MO CYTH, KOHIIEIIIMS MpeacTaBisieT coO0i AeKIapaTUBHBINA TOKYMEHT,
He coaepxXallliil KOHKPETHBIX 00s13aTeIbCTB TOCyIapcTBa I10 peaiu3a-
LIMK 3asBJICHHBIX IJIAHOB.

Becnoit 2018 roma mpe3uaeHT MOPYYMJ IIPaBUTEIBCTBY B CPOK 10
1 Hos16ps 2018 roga paspaboTaTh NporpaMmy pa3BUTUSI MEPEAOBBIX Te-
HOMHBIX MCCJIEIOBAHWI U TeHeTUYECKUX TeXHosI0ornii B PM33. B Hacros-
MU MOMEHT IPOEKT (hefaepaybHONM HayYHO-TEXHUUYECKOU MpOorpamMMbl
pa3BuTHs reHeTnYecKnx TexHonornit Ha 2019—2027 romsl TPOXOIUT CO-
IJ1acoBaHMeE B IpaBUTEIbCTBE,

OCHOBHOI1 1IEJIPI0 IIPOTPAMMEI SIBJISIETCSI KOMILIEKCHOE PEIIeHHE
3a7a49 YCKOPEHHOI'O Pa3BUTHUSI T€HETMYECKUX TEXHOJIOTUIA, B TOM YMC-
Jie pa3paboTKa OMOJIOTMYEeCKUX TMPEernapaToB, AMarHOCTUUYECKUX CUCTEM
1 UMMYHOOMOJIOTMYECKUX CPENCTB Wl chephl 3npaBooxpaHeHus. B pe-
3yJIbTaTe peaM3allii IPOTrpaMMbI JOJIKHBI OBITh pa3paboTaHbl HE MEHEe
IBamaTH TEHETUYSCKUX TEXHOJIOTHM, O00eCIeYMBAIOIINX pPEeIaKTUPO-
BaHME T€HOB-MUIIIEHEH, aCCOUMUPOBAHHBIX C IMaTOJOTMYECKUMU IIPO-
meccaMy M TeHEeTUYSCKUMU 3a00JIeBaHUSIMM YeJIOBeKa, U3 HUX B Tede-

30 Warning Letter 23andMe, Inc. 11/22/13. https://www.fda.gov/ICECI/EnforcementActions/
WarningLetters/2013/ucm376296.htm.; FDA Allows Marketing of First Direct-to-Consumer Tests
that Provide Genetic Risk Information for Certain Conditions. https://www.fda.gov/newsevents/
newsroom/pressannouncements/ucm551185.htm.

31 3amriaBel MUH3IpaBa 3asiBIJI O [Iepexo/ie MeIUIIMHbBI Ha rpuHIm yeTbipex «[1». PBK, 2018.
https://www.rbc.ru/rbefreenews/5a5e2b589a7947747ccad254.

32 Mpuka3 MunuctepcTsa 3apaBooxpaHerust PO ot 24.04.2018 No 186 «O6 yrepxiaeHun KoH-
LIETLMU MPEAUKTUBHOM, IPEBEHTUBHOM U MEPCOHAIU3UPOBAHHON MEAULIMHbI».

3 TlepeueHpb mopydeHuii Mo uroram 3acenanust CoBera 1o HayKe M 0Opa30BaHUIO M BCTPEYU
¢ yueHbiMu Cubupckoro otaeneHust PAH. http://kremlin.ru/acts/assignments/orders/57300.

3 Bososukosa T. B Hory ¢ peBommouueii // Touck. 2018. 9 centsaopst. http://www.poisknews.ru/
theme/science-politic/39836/.
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Hue 2019—2021 rogoB — He MeHee MSATU TeXHOJI0Truii. B KpaTkocpouHoit
MepcreKkTuBe (TPU-TSATh JIeT) 3allJJaHMPOBaHO CO3JaHUE HE MEHEee JBYX
reHoTepareBTUYECKUX MPerapaToB™.

Hapsny ¢ mommep:kkoii HpUKJIATHBIX HAYYHBIX MCCICHOBAHUU I10
MIPUOPUTETHBIM HAYYHBIM HAMIPABJICHUSM IIpOrpaMMa IpearycMaTpuBaeT
001IMe aIMUHUCTPATUBHO-OPTaHM3ALIMOHHEBIE MEpPOIIPUATHS, HaIlpaB-
JICHHbIE Ha CO3JaHUE LIEHTPOB T€HOMHBIX MCCJIEIOBaHMIA, ITOJTOTOBKY
KaapoB ¥ MH(MOPMaIlMOHHO-METOANYECKOe O0ECIeueHe pa3BUTHUS Te-
HETUYECKUX TexXHOJIOTUu. BaxkHoli 3amaueid mporpaMmbl SIBJISIETCSI CHU-
JKeHHE KPUTUIECKOM 3aBUCUMOCTH POCCUIICKOM HAYKN OT MHOCTPAHHBIX
0a3 TeHEeTUYECKMX 1 OMOJI0TUUECKIX JAaHHBIX, THOCTPAHHOIO CITeIIaJI-
3MPOBAHHOTO ITPOrPaMMHOTO 00eCITeUueHsI 1 IPUOOPOB HAa OCHOBE pa3-
pabOTKM OTEYECTBEHHBIX aHaJIoroB. CiieayeT OTMETUTh, YTO UMEHHO 3a-
BUCHUMOCTb OT MHOCTPaHHBIX PEareHTOB M PacXOIHBIX MaTepHaiOB Yallle
BCEro Ha3bIBaJlaCh OTEYECTBEHHBIMU YYEHBIMU B KaueCTBE OCHOBHOI
MIPUYMHBI OTCTABAHUS B 00JIACTU TEHOMHBIX MCCIIETOBAHMIT.

EnuHCcTBeHHOU AEUCTBYIOLIEH HA CEroJHsl MporpaMMoii coopa JaH-
HBIX TTOJTHOM paciInpoBKU reHOMa SIBIISIETCS MpoeKT «Poccuiickue re-
HoMbI» (CaHKT-IleTepOyprckuii rocynapcTBEeHHbIN yHUBepcuret, 2015—
2018). ITpoexTt npeamnomnaraet coop mo MeHblei mepe 3000 reHOMOB KO-
PEHHBIX XXUTeJIel pa3IMYHbIX perMoHOB Poccuu, B TOM 4uciie B HEIsIX
M3y4eHUS TeHETUUEeCKMX BAapUAHTOB, BIMSIONIMX HA YACTOTY U3BECTHBIX
Gosie3Hel cpeaun poccuiickoro HaceneHusY. I1o cocTosTHUIO HAa Havasio
2017 roga 6nu10 coopaHo 1440 obpasuos, u3 HuX BoiaeaeHo 700 oopas-
o JAHK, muib 60 06pasiioB ceKBEHUPOBAHbBI®,

B oGsactu BHeApeHUs TePCOHATM3MPOBAHHBIX METOIOB JUATHOCTUKU
U JICYEHMS B PETYJISIPHYIO KIMHUYECKYIO TPAaKTUKY KPYITHEHIIeH Halluo-
HaJIbHOU TporpaMmoii siBisieTcsl «CoBepIIeHCTBOBAaHUE MOJIEKYJISIPHO-
reHeTn4ecKoil nuarHocTuku B Poccuiickoii Menepalinyl ¢ LEJIbIO TOBBI-
meHust 3¢p¢GEeKTUBHOCTU TPOTUBOOMYXOJIeBOro jedyeHust», ¢ 2011 roga
peanmsyeMasi PoccuiickiM o01ecTBOM KJIIMHUYeCKO# oHKojioruu. [1o co-
crossHMI0 Ha Havaio 2018 roga B paMKax ITporpaMMBbl ObLI IMTPOBEICH aHAIU3
6uomarepuanoB 6oee yeM 50 ThIC. MaLMEeHTOB U3 82 cyobekToB PD¥,

3 Tpoekr [Mocranosnenus 06 yreepxkiaeHnn MenepanbHON HAYYHO-TEXHUYECKOW MIPOTrPAMMBbI
pa3BUTHST reHeTuuyeckux TexHosmorumit Ha 2019—2027 roxpl. http://www.sbras.ru/files/news/docs/
geneticheskie _tehnologii_poekt postanov.pdf.

36 YyeHble: MporpaMma reHOMHBIX MCClIeOBaHUIT CMOXET BbiBecTH PM® B MUPOBbBIC JMAEPHI.
TACC, 2018. http://tass.ru/nauka/4945803.

7 Tlpoekt «Poccuiickue reHoMbl». CaHKT-IleTepOyprckuii rocynapcTBEHHBI YHUBEPCHUTET,
2015. http://genomerussia.spbu.ru/.

% Bproxun B. TlpoekT «Poccuiickne reHOMbI» — TiepBbie pe3yabTaThl U MepcreKTuBbl. CaHKT-
[MeTepOyprekuii rocynapcTBeHHbIN yHUBepcuTeT, 2017. https://spbu.ru/sites/default/files/20170424
bryuhin_doklad.pdf.

¥ Odunmanbhbiii caiit nporpamMbl RUSSCO «CoBepiiieHCTBOBaHNME MOJIEKYJISIPHO-TEHETH -
yeckoii iuarHocTuku B Poccuiickoit Denepaiiuu ¢ 1eblo MOoBbiIeHUsT 3¢ heKTUBHOCTH MPOTUBO-
OTIyXO0JIEBOTO JieueHust». Obiepoccuiickasi o0lecTBeHHasT opranu3aius «Poccuiickoe ob1ecTBo
KinHn4eckoi onkosnornuun» (RUSSCO), 2018. http://www.cancergenome.ru/.
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3aknioyenune

HecmoTpst Ha mocTUTHYTHII TTporpecc B paciindpoBKe reHoMa, repe-
XOJ1 K TEHETUYECKOMY 3IpaBOOXPAHEHUIO B OJIMXKAKIIIME roJibl MAJTOBEPO-
gateH. [lepcrnieKTHBHBIMU 00JACTSIMU MCTIOJb30BAHUSI TEHOMHBIX TAHHbBIX
B KpaTKO- U CPETHECPOYHOI MEePCIEeKTUBRE SIBJISIOTCS ClIeAyIOlIne.

1. JImarHoCTMpOBaHUE CIIOKHBIX CIydaeB HacJIEACTBEHHBIX 3a00Jie-
BaHUM.

2. JInarHOCTUPOBaHUE CUJIBHBIX TeHETUYECKMX IPEPacIIONOXEeHHO-
CTeli K ompeneieHHBIM 3a001eBaHUSIM CMEIIAHHOM IIPUPOIBI, IS
KOTOPBIX CYIIECTBYIOT 3(P(PEKTUBHBICE METOAbI MPOPUIAKTUKH,
paHHeil TMarHOCTUKHY WM JISUYCHUSI.

3. TlepcoHanuzanus JeKapCTBEHHON Tepaluu ¢ y4eTOM WHIWBUIY-
aJIbHBIX T€HETUYECKUX OCOOCHHOCTEN OpraHuM3Ma U IpOTeKaHUs
3a0o0seBaHus (TTpU HAJTMIUN).

OnpeneneHrue KOHKPETHBIX YCIOBUW MPUMEHEHUST aHAIM3a TeHOMa
JUTST KaXJOTO M3 HaIpaBlIeHUI TpeOyeT MOATBEPXKACHUSI MEAULIMHCKON
1 3KOHOMMYEeCcKOi 3¢ deKTuBHOCTU. CyIIeCTBYIOIINE WCCIEeI0OBAHUS
JOTTYCKAIOT BO3MOXHOCTb Oosiee HU3KOW 2(hPEeKTUBHOCTH HOBBIX TEX-
HOJIOTUI B CPaBHEHUU C CYIIECTBYIOIIUMU ISl OTACJIbHBIX Cy4aeB Mo
KaXXI0My 13 BBIICJIEHHBIX HampaBieHuii. [1o Mepe mpeoaoieHrs TeXHU -
YecKMX (OIIMOKM CEKBEHUPOBAHUS U OMOMH(MOPMATUIECKOTO aHaIn3a)
1 TIOBEJEHYECKUX OTPAaHUYEHUI (HEKOpPPEKTHasl peakiysl MalueHTa)
nepeyeHb 3(GHEKTUBHBIX BMEIIATETbCTB C UCMOJIb30BAHUEM T€HEeTUYe-
CKOTO aHainu3a Oy/eT pacIINPSITHCS.

BceoOmmit oxBaT pacmindpoBKO TeHOMa I BBISBIEHUS U TPO-
(pUTaKTUKU OTHOCHUTEJIbHO HU3KUX YPOBHEN TE€HETMYECKOTO pHUCKa
MPU CYIIECTBYIOIIUX HAYYHOM U TEXHOJIOTMYECKOM YPOBHSIX OCTAETCS
MEJUILIMHCKUA U DKOHOMMYECKU He 3hdeKTUBHBIM. [leiicTBeHHas1 mpo-
(bunakTrka TakMX PUCKOB HEBO3MOXHA B CWIYy HEIOCTAaTKa JAaHHBIX
0 TeHETUYECKOI Mpupoje 3adojieBaHUS, OTPAHUUYEHHON POJU TeHETH-
YecKnX (pakTOpoB B BOBHUKHOBEHUM U PA3BUTHUU 3a00JIEBAaHUI U, KaK
CJIEICTBUE, OTCYTCTBUSI OOOCHOBAHHBIX METOIOB OLIEHKW UM KOPPEKTU-
poBKU pUCKOB. C y4yeTOM OTHOCUTEJIbHOU PEIKOCTH PacIpOCTPaHEHUS
3HAYMMBbIX TEHETUYECKMX BADUAHTOB U HU3KOU 2(h(HEeKTUBHOCTU UX KOP-
PEKTUPOBKM BCEOOIINIT OXBAT HACETEHWSI TEHOMHBIMU UCCJIETOBAHUSIMU
CETOMTHSI TPOUTPHIBAET OOJIEEe TPAAUIIMOHHBIM METOIAM TTPO(PUITAKTUKY,
OCHOBaHHBIM Ha BbIIEJEHUU IPYIII PUCKA.

BaxHoii mpobyieMoii pacuMpeHusi oxBaTa T€HOMHBIMM MCCIIENO-
BaHUSMU TaKXKe OCTaeTcsl CO3[laHue HEeoOXOINMMOW MHMPACTPYKTYpHI,
BKJIIoUasi (hOpMUpPOBaHNE HALMOHAIbHBIX 0a3 T€HETUYECKUX JAHHBIX,
npuodpeTeHne o0opyIOBaHus AJisl MPOBEAECHUS UCCIENOBAHWI U XpaHe-
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HUS TIOJIyYEHHBIX JaHHBIX, a TAKXKe MOATOTOBKY KBaIU(PUIIMPOBAHHOTO
nepcoHana. C yueToM BO3MOXHOCTH MOCTENEHHOIO pacuIMpeHust 0oJia-
CTell MPUMEHEHMSI HOBbIX TEXHOJIOTUI HanboJiee BEPOSITHBIM pellieHUueM
MpeACTABIISIETCS MOITAMTHOE BHEIPEHUE aHATM3a TeHOMA B KIIMHUYECKYIO
MpaKkTUKy, HaUMHasg ¢ obsiacTeil ¢ HauboJjiee BbICOKOW MEIUIIMHCKOM
U1 3KOHOMMUYECKOM 3(p(hEKTUBHOCTHIO.

TeMmbl pa3BUTUSI TEHETUUECKOM METUIIMHBI B OTIEIbHBIX CTPaHaX Oy-
IIYT OTPeAeIISIThCSI TOTOBHOCTBIO TOCYAapCTBa U YACTHBIX CTPYKTYP BKJIa-
JIbIBATh CPENICTBA B pa3BUTHE UH(PPACTPyKTYphl. OnipeneseHHOe BIUsIHIE
Ha CTereHb 3aMHTEPECOBAHHOCTU B TEHETUYECKUX TEXHOJIOTUSIX MOXET
0Ka3aTh TUI HAllMOHAJILHOM CUCTeMBI 3apaBooxpaHeHus1. YacTHoe 31pa-
BOOXpaHEHUE OOecreuynBaeT HauboJjiee OJaronpusTHbIE YCIOBUS IS
pa3pabOTKU U OBICTPOrO BBIBOJA HA PHIHOK HOBBIX MEIMUIIUHCKUX MPO-
nykToB. OMHAKO Ha 3Tare rnepexoja K MacCOBOMY OXBaTy YacTHBIE CHU-
CTEMBbI 3[PABOOXPAHEHUST MOTYT CTOJIKHYThCSI C MPOOJIEMO TUCKPUMU-
HAIlMU Tpax/JaH — HOCUTEJICH MOBBIIIEHHOTO TEHETUYECKOT0 prUckKa co
CTOPOHBbI MEAULIMHCKUX CTPAXOBIIMKOB W pabortopareneit. OmnaceHus
BO3MOXHBIX MTOCIEICTBUI HETATUBHBIX PE3Y/ILTaTOB 00CIECI0BAHUS UJIN
MPSMON 3ampeT Ha MPOBEJEHUE TaKUX UCCIENOBAHUIN MO UHUIIMATHBE
TpeTheil CTOPOHBI CTAHYT CEPbE3HBIM MPEMSITCTBUEM I PACIIIUPEHUS
oxBara.

CTpaHbl C pa3BUTHIM OOIIECTBEHHBIM 3IPAaBOOXPAHEHUEM MOTYT T0-
Ka3aThb OTCTaBaHME Ha TMEepBOHAYAJIbHBIX 3Tanax BHEAPEHUS TeHEeTH-
YECKOW MeOUIIMHBI (B CUJTy OTPaHWYEHHOTO YaCTHOTO PhIHKA M 0oJjiee
JUTUTEJIBHOTO Y CJIOXHOTO MPOlecca YTBEPXKACHUSI HOBBIX TEXHOJIOTUH
B paMKax rocyJapCTBEHHBIX rapaHTUit), HO C BBICOKOI BEPOSITHOCTHIO
BBIMIYT B JIUAEPHI MPU TOCIEAYIONIEM pacliupeHun oxsarta. JlaHHbIe
CTpaHbl 3aMHTEPECOBaHbI B MOBbIIIEHUN 3(DGHEKTUBHOCTH HALMOHAIb-
HOI cHCTeMBbI 3IpaBOOXpaHEHUsI, 00JIaAalOT OMBITOM BHEIPEHMST HOBBIX
TEXHOJIOTUI1 B MAaCCOBYIO MPAKTUKY M (PAKTUYECKU JIUIIEHBI YyTPO3bI Te-
HETUYECKOW JUCKPUMMHAIIMY B CUCTEME 3[IPABOOXPAHEHUST B CUJTY BCe-
OOIIMX PaBHBIX TApAaHTUN MEAULMHCKON MoMouIu. JJOomoJHUTEbHBIM
MoJje3HbIM 3(hHeKToM paciuiupeHust oxBaTa OlEHKON TeHEeTUYECKUX PH-
CKOB CTaHeT yJIy4dllleHWe MeXaHW3MOB TUIAHWPOBAHMS U pacmpeeieHus
(pvHaHCHpPOBaHUS BHYTPU CUCTEMBbI OOIIECTBEHHOTO 3[paBOOXPAHEHMSI.

CrtpaHbl ¢ 00s3aTeIbHBIM MEAUIIMHCKAM CTPaXOBAHUEM MOTYT MC-
MOJb30BaTh CUJIbHBIE CTOPOHBI KaK TOCY/IapCTBEHHOIO, TaK U YaCTHOTO
3IpAaBOOXPAHEHUSsI, TPUBJIEKAsl K OLIECHKE U BHEPEHUIO HOBBIX TEXHOJIO-
M HETOCYIapCTBEHHBIE CTPAXOBbIe OPTaHU3aAMNU. ATIMUHUCTPATHBHAS
1 (pvHaHCOBasl aBTOHOMMUSI CTPAaXOBbIX OpPraHU3alMii 00eCTIeYnT UX 3a-
MHTEPECOBAHHOCTh B OTOOPE M YCKOPEHHOM BBOJIC B MPAKTHUKY Hau0OO-
Jiee 3G PEKTUBHBIX TEXHOJIIOTUH, aHAJTOTUYHYIO HE3aBUCUMBIM yYACTHU-
KaM pbIHKA YacTHOTO 3/paBooxpaHeHus. B ciydyae Poccuu peanuzaius
MPEeUMYIIECTB CTPAXOBOW MOJEIN TpeOyeT MpeaBapuTeIbHOTO BOcCTa-
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HOBJIEHMSI PHIHOUHOM MOTMBALIMU CTPAXOBbIX OpraHM3alMii HA OCHOBE
nepeBoaa 00513aTeIbHOTO MEAUIIMHCKOTO CTPAXOBAHUS Ha KJTACCUYECKIUE
CTpaxoBble MPUHLIMIKI (TogpoOHee cM. [Hazapos, ABkceHTheB, 2017]).

Ceifuac OOJBLIMHCTBO CTpaH IIPOBOMIT MOATOTOBUTEIbHYIO MO-
JINTUKY, HaIlpaBJIeHHYI0 Ha (OpMHpPOBaHME HAyIHOM, MaTepHaIbHO-
TeXHUYECKON U KaApOBOIi 0a3bl MPUMEHEHUSI HOBBIX TeXHOJ0rui. JIniib
OTIEeJbHBIE CTPaHbI (B YaCTHOCTH, BenkoOpuTaHust) 3asiBIISIIOT O TOTOB-
HOCTH K BKJIIOYEHHIO TeHOMHBIX HCCJIeIOBAaHUI B TOCYIapCTBEHHBIE ra-
pPaHTUM MEAULIMHCKOM MOMOIIM B OJIMXKaMIIIe TOAbI.

B Poccun k HacrosiiieMy MOMEHTY pa3paboTaH MpoeKT (peaepabHOI
Hay4YHO-TeXHUUYECKO MpOrpaMMbl Pa3BUTUSI TEHETUUYECKUX TEXHOJIOTUI
Ha 2019—2027 roapl, B 00IIMX YepTaX COOTBETCTBYIOLIUI MPaKTUKE pa3-
BUTBIX cTpaH. [TpoekT mporpaMmbl mpeaycMaTpuBaeT MPOBEIeHUE CaMO-
CTOSITEJIbHBIX MCCeAOBaHMI reHoMa Ha 0a3e HallMOHAJIbHBIX JaHHBbIX,
TMOJIEPKKY Pa3BUTUSI KaAPOBOTO MOTEHIMAA OTPACIU, CO3MaHUE JIabo-
paTopuii ¥ LIEHTPOB TEXHUYECKOI MOAIepKKH nucciaenoBanuii. Magpopma-
1S O BKIIIOUEHUH MCCJICNOBaHUM reHOMa B TOCYIapCTBEHHBIC TapaHTUN
OecIIaTHOIO OKa3aHUsI MEIUIIMHCKOM ITOMOIIM Ha CeTOIHSI OTCYTCTBYET.
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Genetic Health Economy
Abstract

The article provides an overview of the social and economic effects of restructuring
healthcare on the basis of regular use of genetic data. The review covers such problems
as medical efficiency of the proposed model, its affordability and economic efficiency
(micro and macro levels), and external (technical, behavioral, ethical, and legal) con-
straints. Empirical studies indicate low medical and economic efficiency of universal
coverage of whole genome sequencing. For most diseases, genome analysis does not
allow one to take adequate measures to prevent risk of suffering from it given the lack
of information about its genetic nature, the limited role of genetic factors in onset and
progression of diseases and the absence of effective low risk management practices.
The combination of rarity of significant genetic variants and low efficiency of early
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prevention leads to worse efficiency of universal genetic screening compared with tra-
ditional preventive measures. Promising directions for genome medical technologies
in the short and medium term are diagnosis of hereditary diseases and strong predispo-
sition to certain diseases as well as drug therapy personalization. The rate of adoption
of new technologies in regular clinical practice will be determined by the willingness
of the state and private entities to invest in the required infrastructure, including creat-
ing national banks for genetic data, acquiring equipment for analysis and storing the
data obtained, and training of qualified personnel. At the moment Russia has a backlog
of several years in this area compared with advanced countries. The national program
for the development of genetic technologies, capable of closing the gap, is expected to
be approved in early 2019.

Keywords: genetic risk, genome sequencing, P4 medicine, personalized medicine.
JEL:118.
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