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PE3IOME

Pa3BuTHE COBPEMEHHBIX TEXHOJIOIHH MMOJIyYCHHS HHPOPMAIIMU O TEHOME Y€JI0BEeKa IIPUBEJIO0
K TIOSIBJICHUIO HOBBIX OTpAaciell MEJUIUHBI, OCHOBAHHBIX HA MCIOIH30BAHUU JAHHBIX T€HO-
MHKHU. [ €eHOMHAasI METUIIMHA TTO3BOJISCT PEIIaTh 3aJa4M PAaHHEH TMarHOCTHKY 3a00JIeBaHUIM,
MPOBOANTH CTPATU(UKAIIMIO TAIUCHTOB JIsl OLEHKH A((MEKTUBHOCTU TEpariu, a TaKXKe
OCYIICCTBIISITh MACIITAOHBIA CKPHHUHT Ha MPEAPACIIOI0KEHHOCTh K TEM HJIH HHBIM 3a00J1e-
BaHMSIM B MaciiTabax MomyJsiuii. Pa3BuTre MpoeKTOB M0 TEHOMHON MEIMIIMHE BO MHOTHX
CTpaHax MO3BOJISIET TPAHCHOPMUPOBATEH HAITMOHABHBIC CHCTEMBI 37ipaBOOXpaHeHus. B naH-
HOW CTaThe PACCMAaTPUBAIOTCS OCHOBHBIC 00JIACTH MPUMEHEHUS TCHOMHBIX JIAHHBIX B KJIH-
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HUYECKON MPaKTUKE, a TAKXKE BO3MOXHBIE CIIOCOOBI HCTIONB30BaHMUS TECHOMUKH JJIS IEpexo1a
K NEpCOHANIN3UPOBaHHON MenuuuHe. [IpuBoasTCS mpUMepsl HAIIMOHAIBHBIX TPOrpaMM re-
HOMHOH MEIWIMHBI U JETAJIbHBIA 0030p MOAX0A0B K TpaHCPOpPMAlUU HAIIMOHAIBLHON CH-
CTEMBI 37IpaBOOXpaHeHus Ha mpuMepe uHuIatuBbl Genomics England (BenukoOputanus).
B 3axirouenue nmpeaaraloTcsi BO3MOKHBIEC HAIPABJICHUSI Pa3BUTHS CUCTEMbI T€HOMHOH Me-
nuuuHbl B Poccnn.

KuarwueBble ci1oBa: 6noMapkepsl, TCHOMUKA, KOTOPTHBIE UCCIENOBAHUS, MEIUIIMHCKAS TeHE-
THKa, HACIICACTBEHHEIC 3a00JIEBaHUS, OHKOJIOTHS, TICPCOHAIM3UPOBAHHAS MEIUIIMHA, dap-
MaKOI€HOMMUKa.
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aun I'A. Tlepcnekmugvl pazeumus cucmemvl 2eHOMHOU Meduyunsl 8 Poccuu. Poccuiickuii
JicypHan nepconanuzuposaniol meouyunsl. 2023,;3(3):99-107. DOI: 10.18705/2782-3806-
2023-3-3-99-107.
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ABSTRACT

Modern genome technologies and a widespread use of omics data have revolutionized health-
care and brought unprecedented opportunities to apply genetics to medicine to maximize
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patient benefit. Genomic medicine provides innovative approaches to rapid and reliable early
disease diagnostics, patients stratification to assess and monitor the effectiveness of therapy
and, finally, population-scale screening for predisposition to certain diseases. In view of this,
many countries took steps to adopt of genomics in clinical practice, thus transforming national
healthcare systems. Here we discuss main applications of genomic data in clinical practice,
its contribution to personalised medicine and associated emerging challenges, as well as key
considerations for the successful integration of genomic technologies into healthcare systems.
Besides that, we showcase several national genomic medicine programmes, particularly the
UK one, providing a detailed review of approaches to transformation of the national health-
care system as implemented by Genomics England initiative. Finally, we discuss possible
avenues for the development of genomic medicine system in Russia.

Key words: biomarkers, cohort research, genomics, medical genetics, mendelian diseases,
oncology, personalized medicine, pharmacogenomics.
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BBEAEHWE

I'enomHas menuuuHa — pa3BHUBAIOLIASACT MEIU-
LWHCKasg JUCIUTIINHA, KOTOpas OCHOBAaHA HA WCTIONb-
30BaHMM T'€HETHYECKOM MH(OpMALINK TALIUEHTA B XOJIE
JIEUEHUs I MPOBEACHUS AUATHOCTUKHU MIIU C LENBIO
NPUHSATHUS TEPANEBTUYECKUX PelIeHUH. ['eHoMHas Me-
JUIMHA aKTHBHO UCIIONB3YETCs B TAKMX 00JACTAX, KaK
OHKOJIOTHs, (hapMaKoJIOTHs, PEIKUE HACJICICTBCHHbIC
3a0oneBaHus, a TaKk)Ke MHPEKIMOHHbIe Oone3Hu. Tem
caMbIM, Ha HAallIMX I71a3aX BO MHOTUX CTpaHaX MPOUCX0-
IUT TpaHchopManus HAMOHAIBHBIX CUCTEM 3][PaBoO-
OXpaHEHHS U TIepeXo]] Ha KaYeCTBEHHO HOBBIN YPOBEHb
OKa3aHUs MEIULUHCKOW mnomomu. ['maBHOW HBUXKY-
el CUJION Pa3BUTHUSI FTEHOMHON MEIULIUHBI SBISIOTCA
OMMKCHBIE TEXHOJIOTHH, OCHOBaHHBIE HA JTOCTHIKEHUAX
TeHOMHUKH, TPAHCKPUITOMHUKH, TPOTEOMUKH, MeTa-
OOJIOMUKH U TIp., U TIOJIy4aeMble C UX MOMOIIBIO Pa3-
JINYHBIE THIBI BBICOKONPOU3BOIUTEIBHBIX IAHHBIX.
WnTerpaumsi, aHain3 moiaydyaeMol MHPOPMALUK U ee
MociIeaAyIomas HHTEpIpeTanns B KOHTEKCTe 3adoiie-
BaHMS BEAYT K OOHAPYXCHHWIO KIMHHYECKHX, MOJe-
KYJISIPHBIX U T€HOMHBIX (h)aKTOPOB, €I'0 BBI3BIBAIOIINX,
U OTKPBIBAIOT HOBBIC BO3MOKHOCTH ISl pa3pabOTKH
HOBBIX (Q(GEKTHUBHBIX, B TOM YHCJE EPCOHATU3ZUPO-
BaHHBIX, CTPATET Ui JICUCHHUS.

HecmoTpst Ha TO YTO OCHOBHBIM HMCTOYHUKOM HH-
¢dopmanuu s pa3pabOTKM METOJOB I'€HOMHOH Me-
JULUHBI SIBISETCS TEHOM Y€JI0BEKa, BAKHOE 3HAUCHME
HMMEIOT TaKe TeHOMBI aCCOIIMMPOBAaHHBIX MUKPOOpra-

HU3MOB (MUKPOOHOMBI), & TAKKE TaHHbBIE, T0JyYaeMble
IIpy IIOMOIIU APYTIUX OMUKCHBIX TCXHOJ'IOI‘I/II‘/'I, TaKux,
HaIpuMep, KaK TPAaHCKPUIITOMHUKA, SIIUT€HOMUKA, I1PO-
TEOMHUKa, MeTabOJOMHMKA U T. M. MHTErpupoBaHHbIC
pELICHNUs, UCTIONB3YIOMINE B JIOMOJHEHUE K MEpedHc-
JICHHOMY BBIIIE KIMHUYECKYI0 HH(OPMALUIO (KITUHO-
MUKa WU (HEHOMUKA), TIO3BOJISIOT IPUMEHUTH METOJIbI
BBIUYUCIUTEILHON M CHCTEMHOW OWOJIOTHH K aHATHU3Y
MaToJIOTHH U pa3padaThIBATh HOBBIC JTHATHOCTHUCCKHUE
WHCTPYMEHTBI, JICKAPCTBEHHBIC IpenapaThl (BKJIIO-
Yasad BaKIIUHBbI U aHTI/ITeJ'Ia), a TaKXX€ MCTOJbI JICUCHUA
B 1enoM. [Iporpamma pa3BUTHS T€HOMHON MEIUIIUHBI
TaKKe JIOJDKHA peliath 3aJa4u pa3paboTKU CTaHIap-
TOB TOJIy4eHUS M OOpabOTKM OaHHBIX, METOHOB HX
aHaiu3a, obecreueHus: 0e30MacHOCTH MEPCOHATBHBIX
JAHHBIX TAIUEHTOB U JPYTHE MPOOIEMBI ITHIECKOTO
xapakrepa.

Ilens co3maHus HAMOHATBHOW CHUCTEMBI (CEpBH-
ca) TeHOMHOH MEAMLIHMHBI — O0ECHEeYUTh LIMPOKHH
JOCTYIl HACCJICHUA K MeI[H].[PIHCKOﬁ moMomniu, OCHO-
BAHHOW HA MCHOJIb30BAHUH I'€HOMHBIX JaHHBIX, U, KaK
CJIC/ICTBHE, IEPCOHATN3UPOBAHHBIN MOAXOJ K JIUATHO-
CTHKE ¥ BEIOOpPY CTpATETUH JICYCHUSI.

OCHOBHBIMM HAaINpaBJIEHUSIMHU PAa3BUTUSA T€HOMHON
MCIUILIUHBI B HACTOANIICC BPEMS ABJIAIOTCA:

*  AHaiu3 accoluanuil MexJy TeHEeTHYECKU-
MU BapHaHTaMH W HACJICJICTBCHHBIMH 3a00JICBaHUS-
MU C LEJIbI0 CO3/aHUsl HOBBIX M COBEPIICHCTBOBAHHUS
CYHCCTBYIOIIUX TCHETUYCCKHUX TCCTOB, 4 TAKXKE IJIA
pa3paboTKu 0oJice TOYHBIX U JOCTYITHBIX THATHOCTH-
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YECKUX MHCTPYMEHTOB F€HETUYECKOr0 CKPUHUHIA Ha-
CJCICTBEHHBIX 3a00JCBaHUI.

. Crparudukaliisi OHKOJIOTHYSCKUX MAI[UCHTOB
Ha OCHOBaHHUM I'€HETHMYECKHX XapaKTEPUCTUK OIyXO-
JIeH 771 YTOUHEHU I IMarHo3a U MPUMEHEHUs TapreTH-
POBAHHBIX CTPATErUi JICUCHHUSI.

. dapmakoreHoOMHKa — IMpecka3anue G exra
OT MIPUMEHEHU JIEKAPCTBEHHBIX CPEACTB B 3aBUCUMO-
CTU OT M'€HETUYECKOr0o CTaryca IMalueHTa, M03BOJIAI0-
LIEr0 OCYIIECTBISATh MHIAMBUIYAJIU3UPOBAHHBIA TOA-
0Op MpemnaparoB U UX JIO3UPOBKH.

. Ilouck 1 Baaugalys HOBBIX MUIIICHEH IS Jie-
KapCcTB, OCHOBAaHHbIE HA MCIOJb30BAHUHU JETAJIBHOIO
M3YUYCHUSI MEXaHW3MOB 3a00JICBaHUM, a TaKXKe pas3pa-
0O0TKa HOBBIX IPUHITUIIOB TUATHOCTUKH, HAIPUMED,
Ha ocHoBe BHekyeTouHol JIHK.

VHHUKaJILHOCTh TCHOMHBIX JaHHBIX KaxXa0-
ro manmueHTa IIO3BOJIACT OCYHICCTBUTL IICPEXON
K HepCOHaHHSHpOBaHHOﬁ MEIUIMHE, KOorJda IpHu

MOCTAHOBKE JIMArHO3a W JICUCHHH YYUTBHIBAIOTCS MH-
NUBHUAYaJbHBIC JAHHbIE KOHKPETHOTO YeJIOBEKa.
PazpepThiBaHME CUCTEMBl T€HOMHOW MEIUIUHBI
B Macmrabax CcTpaHbl TpeOyeT KOOPIMHUPOBAHHBIX
YCHIIMA Ha YpPOBHE COOTBETCTBYIOUIUX TOCYyAap-
CTBEHHBIX CTPYKTYp sl Pa3pabOTKu cTpareruye-
CKOTO IJIaHA, BKJIOYAIOIIETO B ce0sl KaK MpOBEICHHUE
MMUJIOTHBIX TIPOEKTOB C IEIBI0 BBHIOOpA HAMIYYIIIHX
MOJIXOJIOB K PEUICHHUIO TeX WIIM WHBIX 3a/1a4, TaK U CO-
3/laHUe HEOOXOAMMON HOPMATHUBHOM 0a3bl, B TOM YHC-
Jie TOCYNApCTBEHHBIX CTaHIAPTOB M 3aKOHOMATENb-
HBIX JIOKYMEHTOB, PETYJIUPYIONINX HOBYIO OTpacib
3/paBooxXpaHeHus. BHenpeHne TeHOMHOW MEIUIIUHBI
B TOBCEAHEBHYIO KIIMHHYECKYIO MPAKTUKY, KaK MOKa-
3BIBAET OIIBIT JAPYTUX FOCYAapPCTB (CM., HAIIPUMED, MTPO-
rpammy Genomics England (www.genomicsengland.
co0.uk)), Mo3BONISIET OCYIIECTBUTH TII00ATBHYIO TPAHC-
(hopMaIiio CHCTEMBI 3[paBOOXPAHEHHUS 3a CUET CO3/1a-
HUS MEXJIUCIUTUTMHAPHBIX MPOPECCHOHAIBHBIX CO00-
1IeCTB, HHYPACTPYKTYpbI cOOpa, XpaHCHHUS U aHAJIN3a
NIAaHHBIX, a TaK)Ke TECHOTO B3aUMOJCHCTBUS YUCHBIX
Y KITUHUITUCTOB.

Hwxe B 3TOM TekcTe ciemyeT 0030p OCHOBHBIX Ha-
MPaBJICHUN Pa3BUTHUS TCHOMHOW MEIHUIIMHBI U IIPEIIIO-
JKEHUS 10 MX peanu3auuu B Poccuiickoit denepanuu
C YUYETOM MEXKIYHAPOIHOTO OIBITa MPOBEIACHUS Mac-
M TaOHBIX TEHOMHBIX TTPOEKTOB.

Hayuonanvnvie npoexmoi no cenomuke uenogexa
U 2eHOMHOU MeOUyuHe

B nacTosmee BpeMs B MUPE aKTHBHO Pa3BHUBAIOTCS
OKOJIO 86 HALIMOHAJBHBIX MPOEKTOB [1], MOCBAIEHHBIX
aHaJU3y TeHETUYECKOr0 pa3HOOOpa3us HaCEICHUS TOU
WU MHOH cTpanbl. OHOM M3 OCHOBHBIX IeJieH 10100-
HBIX WHUIIMATHUB SIBIISICTCSI ONMCAHWE YCIOBHO 310PO-
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BOI momyssiuu (ONpeaeseHne OJHOHYKICOTHIHBIX
3aM€H, KOPOTKUX MHCEPLIUH U JIeNeIUid, a TAKKE CTPYK-
TYPHBIX BapHAHTOB), YTO B YCIOBHSIX OTPAaHUYEHHOTO
00beMa TEHETUYECKIX JIAHHBIX MOXKET OKa3aThCs 3HaA-
YUMBIM (PaKTOPOM JUJIsI pa3pabOTKH TUATHOCTHYSCKUX
MEINKO-TEeHETHYECKNX MHCTPYMEHTOB U JJIs MPOTHO-
3WPOBAHUS COIMATBHO 3HAYMMBIX 3a00JI€BaHNN, TAKUX
Kak opcaHHbIe 3200/IeBaHUS U 3JIOKAUECTBEHHBIE HO-
BooOpa3oBanus. JladpHEHITUM Pa3BUTHEM 3THUX WJCH
siBasieTcs poekT «llanreHoM denmoBekay [2], uHUIHU-
rnpoBaHHBIN B 2022 rofy, IENbI0 KOTOPOTO SBISIETCA
cOopKa MocIeI0BaTeIbHOCTH T€HOMA YeJIOBeKa, COIep-
JKAIlero HauOoJee TOYHOE W PEIPE3eHTaTUBHOE OIH-
CaHUe Pa3IUYHBIX TUIIOB TEHOMHBIX BAPUAHTOB U YUU-
THIBAIOIIETO T€HOMHYIO BapuaOelbHOCTh Pa3IMYHBIX
MO YJISIIUH.

Kpowme Toro, B Mupe aKTUBHO Pa3BUBAIOTCS TTPOEK-
Tbl IO TEHOTUIIMPOBAHUIO HACEJICHUS B paMKax pas-
BUTHSI HAIIMOHAJIBHBIX CHUCTEM 3/paBOOXpaHEHMs (Ha-
npumep, Million Veteran Program, CILIA [3], FinnGen,
Ounnaaaus (www.finngen.fi), IRUD, Snonus [4],
Genomics England, BenuxoOpuranus). OcHoBHas
LEeNb ATHX U MOAOOHBIX UM MPOEKTOB COCTOUT B CO3-
JAHWW HAITMOHAJILHOM CHCTEMBI (CEpBHCa) TEHOMHOU
MEIUITNHBI, 00eCTICTNBAIOIICH MTEPCOHATN3UPOBAHHBIN
MOJIXO/T K TUAaTHOCTUKE U BBIOOPY CTpATETHH JICUCHHUS.
370, B CBOIO OYEpE/Ib, TOAPA3YMEBAET NOCTPOECHUE HH-
TErPUPOBAHHON HAIIMOHAIBHOU MHPPACTPYKTYPBI JJIsI
MOJYUYCHHU S, XPaHEHHsI U 00pabOTKN OHOMETMIIMHCKUX
JAHHBIX, BKJIFOYasl TIEPCOHATBHBIE TEHOMBI, 3JIEKTPOH-
HbIe MEAUITMHCKUE KapThI, a TAKKE HEOOXOIUMYIO JI0-
MOJHUTENbHYI0 HHopManuio. CleayeT NOAYePKHY Th,
YTO JPYroil KpUTUYECKU BaXKHOM KOMIIOHEHTOH TaKo-
T0 pojia MPOEKTOB SIBIISIETCS CO3/IaHNE HAIIMOHAJIBHON
ceTH OMOOAHKOB M IEHTPOB TEHOMHOW MEIUITUHBL,
OCYIIECTBIIAIOINX CHUCTEMATU3aLUI0 U TOATOTOBKY
Onomarepuana JJist HOCJIENYIOIIEro aHaIH3a.

Haubonee ycremHsIM MPOEKTOM TEHOMHOH Me-
TUIUHBI B MUPE Ha JAHHBIH MOMEHT SIBIISIETCS TOCY-
napctBeHHas koproparusi Genomics England (GeL),
BenukoOpuranusi, cTaBsias CBOSH LENbl0 BHEAPEHUE
MOJTHOT€HOMHOTO CEeKBEHUPOBAaHUSA B PYTHHHYIO KJIH-
HUYECKYIO TPAKTUKY. 3a TOABI PA3BUTHS 3TOTO TTPOEK-
Ta (c 2013 1.) OBLTH CO3TAHET:

e oOmeHauuoHaJbHAS CETh LEHTPOB F€HOMHOW
MEIUIMHEI,

. CIVHBIN TIEHTP XpaHEeHHS U o0pabOTKU JaH-
HBIX, & TAaK)Ke

°  MEXaHU3M B3aWMOJIEHCTBHUS MEIHUIIMHCKOTO
Y aKaJIeMHUYECKOr0 HayYHBIX COOOIIECTB st 00padoT-
KM, aHaJIM3a U UHTEPIIPETAI[UH MTOJTydaeMbIX JTaHHBIX.

Taxke OplTa pa3zpadoTaHa MPOIETypa OpraHU3aAIINN
JIOCTyTa K aHOHMMH3UPOBAHHBIM JTaHHBIM IS KOM-
MEpPYECKUX CTPYKTYP ((hapMaKoIOrnyecKux KOMITaHuH
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u 11p.). BHeApeHue nomydYeHHbIX Pe3yJIbTaTOB B KIMHU-
YEeCKYIO MPaKTUKy HAXOAMTCS B KOMIETECHIMH Halld-
OHAJIBHOW CITYOBI 3/7paBOOXPAHEHHUS, MOCPEACTBOM
LEHTPOB TEHOMHOI MEIMIIUHBI, YIIOMSHYTHIX BBIIIIE.

K 2022 romy uncino oTCEKBEHUPOBAHHBIX IMOJHBIX
T€HOMOB J0CTHUIJIO 150 ThICSY, OOIIMH O00BEM I'€HOM-
HBIX M JpyTHX JaHHBIX cocTaBiseT 60 mnerabaidrt.
Uccnenyemble HO30/mOrMK oxBaThiBaloT okoino 8 000
peaKuX HaCJICACTBEHHBIX 3a00yieBaHmNil (YPOBEHD pac-
npocTpaHeHHocT B nonynsunud Menee 0,05 %) u 7
THIIOB OHKOJIOTHYECKUX 3a005ieBaHNi, Han0oJIee 4acTo
BcTpevatonuxcst B BenmukoOpuranuu. [lpoBaiimepom
yenyr cekBeHupoBanus s Gel siBrsieTcst kKoMmaHwust
Illumina, Inc. — nmuaep Ha peIHKE 00OPYTIOBAHUS U pe-
AKTUBOB JJIsl CCKBEHUPOBAHUSI.

Baxnoii komnonenrtoit GeL ctano co3nanue skcnept-
HbIX coobmectB (GeCIP — GeL clinical interpretation
partnership, cooOmiecTBO KIMHMYECKOH WHTepIpeTa-
nuu naHeeiX Gel). [laaHBIA (opmar mo3BOJSET, TIPH
COXpPaHEHHH KOH(PHUICHUUATBHOCTH IEPCOHAIBHBIX
JaHHBIX MMAEHTOB, OTKPBITH JOCTYII K aHAJIHU3Y aHOHU-
MU3UPOBAHHBIX TCHOMHBIX U KITMHUYECKUX JTAHHBIX JIJISI
LIMPOKOTO KpyTa CIELHUAIMCTOB CO BCETO MUPA (WWW.
genomicsengland.co.uk/research/academic).  [loctyn
K 9THM JIJaHHBIM, HO YK€ Ha KOMMEPUYECKOl OCHOBE, TaK-
K€ MOTYT MOJIYYUTh (hapMalleBTUUECKUE KOMITAHHNH, Be-
JylIve pa3padOTKH HOBBIX JHUATHOCTHUECKUX CPEJICTB
1 JICKAPCTBEHHBIX MPEIapaTos.

OxoHoMuveckass 3PQPEKTUBHOCTh HCIIOIb30BAHUS
TeHOMHBIX JaHHBIX B pamkax GeL cBs3aHa c moBbliie-
HUEM KayecTBa U CKOPOCTH JUArHOCTHKH, YTO B KOHEU-
HOM cYeTe NMPOBOJUT K CHUKEHUIO YHCJIA TOCHUTAIIN-
3anuii 1 aMOyJIaTOPHBIX MPUEMOB [5, 6]. J{mst 85 Teicsa
MalMeHTOB — Y4YacTHUKOB HccnenoBanuil B GeL Obun
YTOYHEH JMAarHO3 ¥ CKOPPEKTUPOBAHBI CTPATETHHU Jie-
4yeHusi, a B 25 % ciyyaeB Ha OCHOBE IOCTABIEHHOTO
IeHEeTHUYECKOIro JUarHo3a Oblja OKa3aHa HEeMEIJICHHAs
BpadeOHas momouIs. bosee Toro, ncnonb3oBanue 60Ib-
IIUX KOTOPT JIOKA3aJi0 CBOI IMPAKTUYECKYIO d(dek-
THUBHOCTB IIPY UCCIICJIOBAaHUH PEJIKUX HACIICCTBEHHBIX
3aboneBanuii. Hampumep, ananus reHomoB 13 949 ce-
MEHHBIX TPHO (POAUTETU—PEOCHOK) BHISBUI 18 HOBBIX
I'CHOB, aCCOLIMMPOBAHHBIX C HACJIEACTBEHHBIMHU 3a00-
neBanusiMu [7].

KimHnveckre mpakTHKH U TePaNieBTUYECKHE CTpa-
Teruwu, pazpadboTanHeie B pamkax Gel, MeHSIOT cTaH-
JapThl JICYUCHHUsI B OHKOIICIUATPHH, TAE IOJHOTCHOM-
HOE CEKBEHHPOBAaHWE TENephb MPEIOCTABISETCS BCEM
narnyeHTaM 1o yMojidaHuio. bonee Toro, mHHIIMATHBA
Cancer 2.0, 3amymieHHas TOJ ATHAO0N MPOEKTa, Mpel-
1oJIaraeT paclUIMpeHHe UCIIOIb3yEMbIX MOIAIbHOCTEH
JaHHBIX 32 CYET HHPOPMAIIIH, TI0JIy YeHHOH [TpH aHAJIU-
3e¢ M300paKeHUH OIMyXOJICBBIX U HOPMAJIbHBIX TKaHEH
OHKOJIOTUECKUX MAI[UEHTOB, YTO OYEBUIHO TTO3BOIHT

YCOBEPILICHCTBOBATh JMATHOCTHKY W JICUCHHE (WWW.
genomicsengland.co.uk/initiatives/cancer). K cepenune
2023 roga 6ynyT obpadoTtanst okono 300 000 cHUMKOB
oT 16 000 y4acTHHKOB MPOEKTA, UTO MO3BOJIUT CO3JaTh
YHUKaJIbHBIN HA00P AaHHBIX, 00 BEIUHSIOMNN TaHHbBIC
CEKBEHHPOBaHUSI K N300paKEeHUsI.

Takum o6pazom, 3a 8 neT (HYHKITMOHHPOBAHUS
Genomics England Oputn 3ammoykeHpl Hay4HBIE, TTPAK-
TUYECKHE W OPraHU3alMOHHBIC OCHOBBI I LHUDPO-
BOW TpaHc(hOpMalliy HAIIMOHAJIBHOW CHUCTEMBI 37pa-
BOOXpaHEeHHsI BenmkoOpuTaHWU, C LENBI0 HIMPOKOTO
BHEJPEHUS B [IOBCEIHEBHYIO KIIMHUYECKYIO IPAKTUKY
BBICOKOTEXHOJIOTHYHON HEPCOHAIN3UPOBAHHON MeIu-
LIUHCKON MOMOIIIH.

Ilepcnexmuenvie mpeHObl pa3eumus 2eHOMHOLL
MeOUYUHDL

B pa3BuTHN T€HOMHOW MEAWIIMHBI B MHPE MOXHO
BBIJICTIUTH 8 OCHOBHBIX HAIPABJICHHI.

1.  Touck u sarudayusi ouaznocmuyeckux Ouo-
MapKepog Ha ocHogse eeHemudeckux geapuanmos. Co-
BPEMEHHBIE METOJIbl CTATUCTUYECKON TeHOMHUKH, B TOM
YUCIIE MTOJTHOTCHOMHBIN TTOMCK acCOIUaIliii, B coueTa-
HUU C JIAHHBIMU T'CHOTHUIIUPOBAHUS TAIMEHTA CO3/1a-
0T BCE HEOOXOIUMBIE MPEAIOCHUTKH JIJISl pa3padoTKu
TECTOBBIX CHUCTEM ISl TUATHOCTHUKH CIOKHBIX 3a00-
JIeBaHWM, BKJIOYas MHOro(akTOpHbIE 3a00JIeBaHUS
C TeTePOrCHHBIMU IPOSIBJICHUSMU. [ €HOTHIIMPOBaHUE
JlaeT BO3MOXKHOCTh MOCTAHOBKH JIMArHO3a Ha PaHHUX
cTaausax 3a00JeBaHUs C HEYETKUM KIMHUYECKHM (he-
HOTHIIOM WJIM TIPU €Tr0 OTCYTCTBHH, YTO CO3/1aeT Oia-
TONIPUSITHBIC YCIOBHS s 3ddekTuBHOrO Tepamnes-
THYECKOTO BMEIIATENILCTBA. BIONHE BEpOsSTHO, 4TO
B Oy/yIlIeM IS MOCTAHOBKU JTUarHO3a OJHUX I'eHETH-
YeCKUX BapHAHTOB WJIM KOMOWHAIWI TlaHeneidl Oyzier
HEIOCTaTOYHO W HAJe)KHAs JIMarHOCTHKAa MOTpedyer
WCIIOJIH30BAHUS JIPYTUX TUIIOB JaHHBIX. 3aMETHM, YTO
0COOEHHYIO Ba)KHOCTH IPH Pa3padOTKe TaKMX TECTOB
u OMOMapKepoB MPUOOPETAIOT CTAHIAPTHI M OTIEPAITH-
OHHBIE TIPOIIETy PbI, OITUCHIBAIOIITUE TIOYUCHHE U aHa-
JIU3 TEHETUYECKHUX JaHHBIX.

2. Onpedenenue Ouomapkepos Oas CMpamu-
Qurayuu nayuenmos u oyenku puckog. CpaBHEHHE
OIYyXOJIEBOM M HOPMAJIbHOM TKaHEW € MPUMEHEHUEM
T€HOMHBIX TEXHOJIOTUH M cTpaTH(UKAIINU OHKOJIO-
FHYECKUX IMAIMCHTOB YK€ CTaj0 OOBIYHOM KIIMHUYE-
cKoi mpakTukoil. IlepcriekTuBbI B 3TON 00JacTH CBA-
3aHBI HE TOJBKO C COBEPIICHCTBOBAHMEM HUMEIOIINXCS
JTUATHOCTHYECKUX WHCTPYMEHTOB JUISS OHKOJIOTHH,
HO TaKXe C MPAKTUICCKUMU Pa3pabOTKaMHU TECTOB JIJIS
JIpyTUX BUJOB 3a00JIeBaHUI (TaKUX KaK ayTOMMMYH-
HBIC ¥ BOCTIAJIUTEIBHBIC), ICTAILHBIA aHATTN3 KOTOPBIX
OBLJII0 HEBO3MOYKHO OCYIIIECTBUTH paHEe CYIIECTBOBAB-
muMHu MetonaMu. Hanpumep, aHa M3 Momysisiiui Kie-
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TOK IMMYHHOW CHCTEMBI MOXKET IIPUBECTH K CO3JIAHHIO
HOBBIX T€CTOB JJISl JMATHOCTHKU U KOHTPOJISI JICUCHU S
BBIIIEYTIOMSAHYThIX 3abosneBanuil. Ilo mepe Haxore-
HUsl KIIMHUYECKOTO MaTepuaa, aKTHBHOE HCIIOb30-
BaHHUE METOMIOB MAIIMHHOTO 00y9eHHs OyIeT Croco0-
CTBOBaTh BCE 00Jice TOUHOW JMATHOCTHKE W aHATU3Y
pHCKa mporpeccun 00JIe3HH, cTpaTu(UKALNH MAUCH-
TOB U BBIOOPY CTpaTeruil JedeHusl.

3. [Tenemuueckue Ouomapkepvl 0 npedcKasd-
HUsl dphexmusHocmu 1eKapCmeeHHbIX NPenapamos.
dapMaKkOreHOMHKa, WM MCCIIEIOBAaHUE ACCOLMUAINN
TeHETUYECKUX BApPUAHTOB C OTBETOM IAallUEHTa HA Te-
panMio TeM WIH WHBIM IpernapaToM, yKe JoKasala
CBOIO MTPAKTHUYECKYIO IIEHHOCTh M MOydYaeT Bce OOIh-
1ee pacpocTpaHeHUe B KIMHUYECKOM mpakTike. Ho-
BbIE BO3MOXXHOCTH B 9TOM HAIIPaBIICHUH CBS3aHbBI KaK
C aHAJIM30M OIIEHKH 3()()EKTUBHOCTH IIperapara B ciy-
Yae JIe4eHHUs] MHOTO(AKTOPHBIX 3a00/IeBaHUH, TaK U C
pa3paboTkoil crpareruii 3¢ppekTHBHOTO TpUMEHEHHS
«JIEKapCTBEHHBIX KOKTEHIIEi» — OZHOBPEMEHHOTO HC-
MOJIH30BaHU ST HECKOJIBKUX KOMIIOHEHTOB.

4. THouck u eanuoayus HOBbIX MEPANEGMUYECKUX
MuwieHel. T'@HeTUYECKUEe BapUaHThI, aCCOIMUPOBAH-
HBIC C TEM HJIU WHBIM 3a00JIEBAaHUEM, JIOBOJIBHO YaCTO
MO3BOJISIOT OOHAPYKUTHh TOTEHIUATBHBIC T'CHBI-KaH-
JUIATHI ISl TEPaieBTUYECKOro BMemareibcTea. LleH-
HOCTh TaKUX IMpeJCKa3aHUi 3aBUCUT KaK OT YaCTOTHI
BCTPEYAEMOCTH JTAHHOTO BapUaHTA B MOMYJISIIHU, TAK
1 OT BO3MOYKHOCTH (hapMaKoJIOTH4YECKOro BO3ACHCTBUS
Ha TIPOJYKTHI F'eHa, CBsI3aHHOr0 ¢ HUM. Vcroiabp3oBanue
TCeHOMHBIX JIAaHHBIX B MacmTabax MOMyJISIIHA B Cove-
TaHUU C COBPEMCHHBIMH METOJAMH MOJICKYJISIPHOTO
MOJICJTUPOBAHHUS TO3BOJIUT OIECHUTH d(H(PEKTUBHOCTD
B3aMMOJICHUCTBHS MPEAIOIaraeMoil TepareBTHYECKOM
MUIICHH C JICKAPCTBCHHBIM areHTOM W MPUOPHTE3U-
pOBaTh MOTCHITMATBHBIX KAaHIWUIATOB JUISI Ooiee 3¢-
(heKTUBHOM pa3paOOTKH HOBBIX JICKAPCTBEHHBIX IIpe-
naparoB. Mcronb3oBaHue OMOMapKepOB, OIHMCaHHBIX
B yHKTax 1-3, 1acT BO3MOXKHOCTB Oosiee 3PPEKTUBHO
MJIAHUPOBATH U MPOBOJUTH KIIMHUYECKUE UCTIBITAHMSL.

5. Ananuz ¢henomunuuecxkux Oanmwvix. OOWMITHE
U OTHOCHUTENBHO JIerKasl JAOCTYIHOCTh (DEHOTHUIIHYE-
CKHX JIaHHBIX, ACCOLMUPOBAHHBIX C 3a00JEBaHUEM,
HampuMep, TaKUX TaK MEAMIMHCKUE H300paKeHHUSI
WJIM JAHHBIC JTa00OPAaTOPHBIX aHAIHM30B, CO3JIAIOT TIPei-
TTOCBIIKH ISl PEIIeHHsT «00paTHO# 3amaum». To ecTh
IPYIIIAPOBKU TAIIMEHTOB 10 SBHOMY W/WJIM KOCBEH-
HOMY (DEHOTHMY C LENbI0 TOCHeayomeid uaeHTudu-
Kallid TEHOTHIIOB, BO3MOXHO TIpepacoiararonux
K BO3HMKHOBCHHIO WM TIPOTPECCHH 3a00JIeBaHMUSI.
B T0 Bpemst kak npsiMoit (PeHOTHIT OTHO3HAYHO aCCOIIHU-
UpoBaH ¢ 00JIE3HBIO0, KOCBEHHBIMU HJIN a0CTPAKTHBIMH
(eHOTHITaMU HA3BIBAIOTCS IPU3HAKH, OUEBHIHBIM 00-
pa3oM He CBSI3aHHBIE C OOJIC3HBIO M €€ KITMHIUYECKUMHU

I I . FEHHAA TEPATINA N TEXHONOTI N PEOAKTVIPOBAHWA TEHOMA

MPOSIBICHUSIMU. AJITOPUTMBI IITYOOKOT0 00yUYEeHHU ST MO-
ryT OBITH MPUMEHEHBI ISl TIOMCKA 3aKOHOMEPHOCTEH
B JIAHHBIX 0€3 MpeABapUTEIbHON KaTEeropHU3aIlii, 9T
MO3BOJISICT HCIOIB30BaTh aOCTPAKTHBIE (DEHOTHIIBI
¥ KOMOWHATOpHBIE (CHOTHUITBI (HAaIpUMep, n300pasxe-
HUS B COUYCTAHUU C OMOMapKepaMu) JJist cTpaTuduka-
[IMY TIAIIUEHTOB, a TaKXe I MOHUTOPWHTA TEUCHUS
0oxe3uu 1 2PPEKTUBHOCTH JICUCHU .

6. Paspabomxa cpedcms KiemouHoU mepanuu
U Opyaux OuUon02UYeCKUX Mepanesmuyeckux aeeHmos.
HccnenoBanusi B 00JIaCTH T'€HOMHKH TaKXe OTKPOIOT
HOBBIE€ TIEPCIEKTUBBI TSI CO3IaHUS MOHOKJIOHAJTBHBIX
AHTUTEN U JIPYTUX MPernapaToB KJICTOYHOW TEparvw,
B TOM YHCIIC aJalTHPOBAHHBIX K KOHKPETHOMY Ia-
[IUCHTY Ha OCHOBaHWU €ro I'eHOMHBIX JaHHBIX. bornee
TOr0, TEHOMHKA WUTPaeT Bce OONBIIYIO POIb B ONTH-
MH3AIMM ¥ KOHTPOJIE KadyecTBa IPOU3BOACTBEHHBIX
MIPOLIECCOB, CBSI3aHHBIX C UCTIOIb30BAHNUEM PA3INIHBIX
KJICTOYHBIX CHCTEM.

7. T'enemuyeckuii ananiuz muxpoouoma. Poms mu-
KpoOHoMa B pa3BUTHH MTATOJIOTHH YeIIOBEKA (0COOCHHO
XPOHHYECKHX OOJNIe3HEH) J0Nroe BpeMs HeIOOICHIBA-
nack. OmgHaKko ceiiyac OrpoMHBIE OOBEMBI T'CHETHYE-
CKOM MH(pOpMAIUK, KaK 4YeIOBEUYECKOH, TaK U OakTe-
PHAIEHO-BHPYCHOM, JTAIOT BO3MOXKHOCTH ITO-HOBOMY
B3TJISIHYTh Ha 3Ty MipoOsiemy. [loMrMo co3iaHumst HOBBIX
JUAarHOCTHYECKUX MOAXOI0B, TAKOW aHaJIN3 TIO3BOJISIET
paspabarbIBaTh TEPANeBTUUYECKUE CPEACTBA C UCIOIb-
30BaHMEM OaKTEPUAIBHBIX MOIYJISIINH.

8. Paspabomka cmanoapmos obpabomxu, Xxpane-
Hus u ananuza oannslx. Co3naHue KOJUIEKLIUH BEICOKO-
MIPOM3BOAUTEIBHBIX OMHUKCHBIX JaHHBIX U CBSI3aHHOM
C HUMH KIMHHYECKOH MH(OpMAIMK CTaBUT MHOMKE-
CTBO BOITPOCOB ATHYECKOTO U FOPUIHUYECKOTO XapaKTe-
pa. CoBepIlIeHCTBOBaHHE 3aKOHOIATENHECTBA O TMEPCO-
HaJbHBIX JAHHBIX B KOHTEKCTE TEHOMHOH MEAMLIMHBI
JOJKHO OBITH OJHUM M3 BEIYIINX HAlpaBICHU B JaH-
HOM oOmactu. [lo mMepe pa3BUTHS TEXHOJOTUN HEU3-
0C)KHO BOBHMKHOBEHHE HOBBIX BOIIPOCOB, TPEOYIOMINX
0e30TIaraTeIbHOTO PEeIIeHUs U CBA3aHHBIX KaK C Ipa-
BOM COOCTBEHHOCTH Ha EPCOHAJIbHBIC JAHHBIE, TAK U C
BO3MOJKHOCTBIO MX MCHOJIB30BAaHUS JJIsl UICHTH(UKA-
WU JTAYHOCTH.

AxmyanvHble 3a0auu 2eHOMHOU MeduyuHvl 8 Poccuu

B 2019 rony nocranosnenuem [Ipasurenscta Poc-
cuiickoit dexepannu Ne 479 yreepxnena DenepanbHas
Hay4YHO-TEXHUYECKas MPOTrpaMMa pa3BUTHs TEHETHYe-
ckux texuojiorud Ha 2019-2027 rr. OcHOBHBIE LEIHU
[IporpamMMbl COCTOAT B KOMILUIEKCHOM PEIICHUM 3a7ad
YCKOPEHHOTO Pa3BUTHSl TE€HETHYECKHX TEXHOJIOTHH,
B TOM YHCII€ TEXHOJOTHI TEeHETHYECKOTO PEeaKTHPOBa-
HUSL, ¥ CO31aHUHU HAyYHO-TEXHOJIOTMYECKUX 3a€JI0B IS
MEIMIHHBI, CEIbCKOTO XO351CTBA U MPOMBIIUIEHHOCTH,

104

Tom N2 3 ‘ 3 ‘ 2023‘



GENE THERAPY AND GENOME EXTRACTION TECHNOLOGIES . I I

a TaKke COBEPIICHCTBOBAHUH Mep MpPEAyNPEKICHUS
Ype3BBIUANHBIX CUTYallMi OHMOJIOTHMYECKOTO XapakTepa
U KOHTpOJsS B 3ToW obmactu. [locTaHoBIIeHHE, TaKUM
00pa3oM, CO3AAJ0 MPEANIOCHUIKA U 3AJI0KHIO OCHOBY
JUTSL BHEJIPEHUSI TEeHOMHBIX TEXHOJIOTHH B KIIMHHYECKYIO
MIPaKTUKY U, B JaJbHEHIIIEM, IpeoOpa3oBaHUs POCCHII-
CKOM CHCTEMBI 3[IpaBOOXpPAaHEHUs. YCIEX pealln3aluu
TakuX IeNieil B MaciTabax cTpaHbl TpeOyeT coriaco-
BaHMsI YCHJIMH TOCYJapCTBEHHBIX CTPYKTYp, MEIHIIMH-
CKOTO M aKaJileMU4YecKoro coodmecTsa. KirroueByto poib
Oy/IeT urparh penieHre KaJapoBbIX MPOOJIeM, TOr0TOBKa
BBICOKOKBIU(DUITMPOBAHHBIX CIICIUAIUCTOB B TaKUX
o0nacTsx, Kak MEIUIIMHCKAs TeHeTHKa, OHOoMH(pOpMa-
THKA, aHaJIN3 OOJIBIIMX JaHHBIX, OnocTarucTuKa. OIbIT
peanm3anyy MoA0OHBIX MPOEKTOB MOKA3hIBAET, YTO CO-
3[A@HUE DKCIICPTHBIX KOHCOPIMYMOB, C(OKYCHPOBaH-
HBIX Ha W3YYCHWU KOHKPETHBIX HO30JIOTHH, TIO3BOJISIET
Hanboee Y3PGEKTUBHO OPTaHU30BaTh MPOIIECC, OT Gop-
MHUPOBaHHUSI KOTOPT JIO JETAIBHOTO aHalii3a JaHHBIX
U MHTEpHpeTaluu pe3yiapratoB. HakoHel, BHenpeHue
TCHOMHON METUIIMHBI B MOBCETHEBHYIO KIMHHUYECKYIO
MIPAKTHKY HEBO3MOXKHO 0€3 IIOCTPOCHUS HHTETPUPOBAH-
HOM HaIMOHATBEHOW MH(PACTPYKTYPHI IJIS TIOTYUCHHUS,
XpaHEeHUs! ¥ 00paOdOTKH OMOMEINIINHCKIX JTAHHBIX.

OnHOl W3 OCHOBHBIX M HauWOOJIee KaruTaloeM-
KHUX 3a]1ad sIBIISIETCSl CO3IaHNE BBHICOKOTEXHOJIOTHYHBIX
IIEHTPOB OMOOAHKUPOBAHUS M OOBCTUHEHHOTO IICHTpA
cekBeHUpoBaHMs. He MeHee BakKHOH COCTaBIISIOLLEH
SIBIISIETCS TPOEKTUPOBAHNE BBICOKOTIPOU3BOIUTEILHBIX
BBIYHCIUTENBHBIX ~ KOMIUICKCOB, COOTBETCTBYIOIIUX
TpeOOBaHUSIM MPOCKTA KaK C TOUKH 3pEHHsI 000pyI0Ba-
HUS 1 IPOTPAMMHOTO 00ECTIEYEeHH S, TaK ¥ OTBEYAFOIIINX
YCIIOBHSM Pa0OTHI C TIEPCOHAIBHBIMU JaHHBIMU. [Ipu-
HUMasi BO BHUMaHHUE 3TU 0OCTOSTEIILCTBA, HAIIMOHAIb-
HBIM NPOEKT M0 FEHOMHOW MeAauluHe B Poccun Moxer
ObITh JTocTaTouHO 3((EeKTUBHO peaan3oBaH Ha 0Oaze
CYIIECTBYIOIIUX IIEHTPOB T€HOMHOTO aHAllN3a, PacIo-
JIATAIOIINX BCEM HEOOXOIMMBIM 000pYy/IOBaHUEM H 00-
JIQIAIONIUX KaJPOBBIM IMOTCHI[UAIIOM C HEOOXOIUMBbI-
MU KoMIeTeHIusIME. OTHAKO HEOOXOIMMO yUUTHIBATh
CaHKI[MOHHOE JTaBIEHUE U JOTHCTHIECKHUE CIOKHOCTH,
CBSI3aHHBIE C TIOCTaBKaMH OOOPYIOBaHUS M pEareHTOB
u3 crpan EC u CIIA na Teppuroputo PO. O0benu-
HEHUE YCUJIUI CYIIECTBYIOUIUX TCHOMHBIX MHHUIIHATUB
B paMKaxX MacIITa0HOTO HAIMOHAJIHHOTO TPOEKTa 00e-
CIEYUT BO3MOXKHOCTB JOCTYTIA YICHBIX U KIMHHUIIMCTOB
K [TOJTy4aeMbIM JTAaHHBIM IS ISTalbHOTO aHAIM3a U Ba-
JMUAAIUK TONYYeHHBIX pe3ynbratoB. Hammune B Poc-
CHU DKCIIEPTOB C OIBITOM aHATN3a TEHOMHBIX JaHHBIX,
a TaK)Ke C OIMBITOM B pean3alliil KPYITHBIX TEHOMHBIX
npoektoB (GeL (BemmukoOpuranus), «Poccuiickue re-
HOMBI» (Poccust)) MO3BONMUT MPUMEHUTH HAKOTLJICHHBIH
OTBIT M PEaJM30BaTh MACIITAOHBIN HAIIMOHAIBHBIN
MPOEKT ¢ HanOoJbIeH 3 (HEKTUBHOCTHIO.

BHenpenue moaxomoB MEepcOHATU3UPOBAHHONW Me-
TUIMHBL B Poccnu mpearnonaraeT pelieHue clienyro-
IIMX 3a]1a4:

*  JIMarHOCTHKA HACJEICTBEHHBIX (hOPM OHKOJIO-
THYECKUX, OPPaHHBIX U HEWpOAEreHepaTHBHBIX 3a00-
JICBaHU;

*  yBenwueHHUE YPPEKTUBHOCTH TPUMCHCHHUS JIe-
KapCTBEHHOHW Tepanuy OHKOJIOTMIEeCKHX 3a00IeBaHHUIA;

*  CO3IaHHE PeecTPOB 3/I0POBBIX HOCHTENEH U Cce-
MEWHOE KOHCYJIETUPOBAHUE,

*  cozgaHue equHON 0a3bl JaHHBIX TeHETHYECKUX
BapHAHTOB U ITPOTPAMMHOTO 00eCTIeUeHH S JJTsI Bpadeid;

. co3aHue axkTyanbHbIX st Poccuiickoit @ene-
pauyy TECT-CUCTEM M APYTHX MEIULMHCKUX H3ICIHUM.
Ha npakrtrike peanuzanys MpoekTa MOXET BKIIIOYATh: a)
B3aMMOJICHICTBHE C TIAIMEHTAMH U JICYal[UMH BpadaMH
Jutst cOopa Oromarepuarna v KIMHUYECKOW HHPOPMAITIH;
0) nepBuUHYI0 00pabOTKy Oromarepuaia ¢ Uenblo OHoo-
aHKUpOBaHUs U BblneneHne renomuoit JJHK mis momxo-
T€HOMHOTO CEKBEHUPOBAHUSI;, B) BHECEHUE KIIMHMYECKOH
nHGOPMAITHH B SKOCUCTEMY OOJBIINX JaHHBIX; T') TIOITHO-
TeHOMHOE CEKBEHUpPOBaHWE OOPasIOB; JI) 3arpy3Ky JaH-
HBIX CEKBEHHPOBAHMS B SKOCHCTEMY IS MOCIEAYIOIIeH
00paboTKH, CHCTEMaTU3aN M XPaHEHHST; €) PEeOCTaB-
JICHHE TICPBUYHBIX JIAHHBIX JICUAIl[M BpayaM W TalieH-
TaMm; W, HAKOHEIl, ) TIOCIIeIYIONNi TIIyOOKHIA aHaIn3
Y TIOBTOPHBIH aHAITN3 TI0 MEPE HAKOTLICHUs HH(OPMAIIUH.

Tunomnouii npoexm

Apanranus OPUHUOUINOB (YHKIMOHUPOBAHHS CHU-
CTeMbl T€HOMHOW MEAMLMHBI K POCCHUHCKUM peaslisiM
TpeOyeT TIIATeNbHOrO yueTa clenu)UIecKux 0coOeH-
HOCTEH HAIlMOHAJIBHOW CHCTEMBI 37PaBOOXpPaHEHUS
1 BPAJl T MOXKET UMETh yCrex 0e3 MmpeaBapuTeNbHON
peasn3aluy MUJIOTHOTO MPOEKTa CPaBHUTENIBHO He-
OosipiIoro Macmrada, HampaBIEHHOTO HAa MEIUKO-Te-
HETHUYECKOE HCCIIEZIOBAaHUE CIEAYIOIUX T'PYII COIU-
aJIbHO 3HAYMMBIX 3a00JIeBaHUI:

*  OHKOJIOTMYECKHE 3a00JieBaHMs, B TOM 4YHCIE
HaCJIeICTBCHHBIE;

e HellpolcUXMaTpUuYeCKHe U HelpojereHepa-
TUBHBIE NATOJIOTUHY;

. WH(DEKITHOHHBIC OOJIC3HU;

*  peaKue, HaCJIEACTBEHHbIE 3a00IeBaHUSL.

[IpeacTaBistoTcs BaXKHBIMH CJICAYIOIINE LENU 1~
JIOTHOTO ITPOEKTa:

. [NocraHoBKa/yTOUHEHHE TUATHO3a WU BHIOOD/
ONITUMH3ALMS CTPATErUU JICUEHUS IS TallUeHTOB —
YYaCTHUKOB IIPOEKTa Ha OCHOBE JAHHBIX IOJIHOI'€HOM-
HOT'O CEKBEHHPOBAHMSL.

¢ DKocHCTeMa — WHTErpHUPOBAHHBIN KOMIIJIEKC
porpaMm 1 6a3 JaHHBIX, TO3BOJSIONIUH YPPEKTUBHO
HCIIONIb30BaTh OMHUKCHBIE IAaHHBIE B HCCIIEOBATElb-
CKHX, MEIMUIMHCKHX M mpounx nemsix. Ilpenmonara-
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eTCsl, YTO CHCTEeMa JIOJDKHA TIONJICPKUBATh TIONHBIN
LUK 00paOOTKM M aHaiM3a MEJUKO-TeHETHUYECKOM
WHPOPMAIUH: OT UCXOAHBIX JAHHBIX CEKBEHUPOBAHUS
W KIIMHUYECKOTO (PeHOTHIIA NAIIMEHTAa JI0 Pa3BepHYTO-
r'0 KIIMHAYECKOTO 0TYeTa M HHCTPYMEHTOB TTOICPKKH
BpaueOHBIX PEIICHUH.

* B xone BbIMOMHEHHS MTUJIOTHOTO MPOEKTA J0JI-
XKeH ObITh COPMHPOBAH POCCHHUCKUN MEIUKO-TeHE-
THYECKUH KOHCOPITUYM, OCHOBHBIM (DOKYCOM DPaOOTHI
KOTOPOT'O CTaHET BHIPAOOTKa MPUHITUTIOB TIOCTPOCHUS
1 GYHKIMOHUPOBAHUS CUCTEMbI T€eHOMHON MEAMIIMHEI
B MacmiTabax CTpaHbl. B 4acTHOCTH, JTOJKHBI OBITH
pa3paboTaHbl JOKYMEHTBI, perilaMeHTUpPYIoIue pado-
Ty KOHCOpIIMyMa, TMPUHITUIIEI OpraHU3aluud padounx
TPYII TIO HO30JIOTHSIM, CTaHIApTHBIE TEXHOJIOTHYE-
CKHE perjJaMeHThl 1 IIp., o0ecneynBatomnue B Oy 1yuem
MacmTaOUpOBaHWE WHUIUATHBBI 33 CYET BKJIIOUCHHSI
HOBBIX YYaCTHUKOB.

[IponykTrBHAs paboTa U ycrexX B JOCTH)KEHUH IT0-
CTaBJIECHHBIX IIeJel JII00Oro KPYMHOTO M CIIOXKHOTO
KOHCOPLIUYMa 3aBHCUT OT 3(P(EKTHBHOTO yIpaBICHUsI
W pa3pabdOTKH Pa3yMHBIX H OCYIECTBUMBIX MOJIUTHKH
W PYKOBOJAIINX TPHHIIAIIOB, JIEKAINX B OCHOBE €ro
WCCIIEIOBATENBCKON JIesITeNbHOCTH. [ [pUHIHITEI paboThI
KOHCOPLILYMa, OCHOBOIIOJIAraroIie JOKyMEHTBI, CTPYK-
Typa ¥ Ip. JIODKHBI OCHOBBIBATHCS HA OIBITE KPYITHO-
MacIITa0HbIX MEXTyHAPOIHBIX HAyYHBIX WHHIIUATHB
¢ ydactreM MHoTuxX maptHepoB (To ecth ENCODE,
ICGC, HCA, GA4GH), ut0, BIpoueMm, HE HCKIFOYa-
eT aJanTalfio OPraHM3alUOHHBIX M YNPaBICHYECKUX
MOJZIEJIEN MPUMEHUTEIBHO K POCCHHCKUM PEAHSIM.
B wacTHOCTH, KOHCOPIIMYM JIOJI’KEH MTPUBJIEUb IIIMPOKUMA
KPYT 3KCIIEPTOB B Pa3IIMUHBIX OOJIACTSAX, BKITFOYAFOIINX
KaK KIMHUYECKYIO cepy, TaK U UHKCHEPHO-TEXHOJIO-
rudeckoe obecrieuenue npoekra (MUT, bmonnpopmaru-
Ka 1 OnoOanKuHT). KoHCOpIIMYM TpUHIMAET KITFOUeBbIe
peleHus, BKIoJasi Te, KOTOPbIE CBA3aHBI C BHIOOPOM
MPUOPHUTETHBIX HANpPaBICHUN HCCIEIOBaHUH, CO CXe-
MOii cOopa JaHHBIX, ¢ IMyOJIMKAIMOHHOW IOJUTHKOM,
C PeryJIMpoOBaHUEM JIOCTYIIA K JAHHBIM; C OpTaHH3aI-
et KoHhepeHIHiA 1 pabOINX COBEIIAHUH | T. 1.

Hns obecriedeHust STOH JEATENBFHOCTH JIOJDKHA
OBITH CO37aHa HaJAEKHAs OpraHU3alMOHHAs U YIpaB-
JeHYecKasi CTpykTypa Bo raBe ¢ CoBetom Koucopiu-
yma (Governing Body), kotopslit popmupyer Paboune
rpymmel (Workgroups) 1o OTAENTBHBIM HaIlpaBIeHUAM
WCCIIeIOBaHUN (HAIpUMeEp, HO30JIOTHSIM), KOOPIUHH-
pYeT uX AeSTETBHOCTh U JeNeTUPYET UM OpraHu3alu-
OHHbIC, KOHCYJBTaTUBHBIC U JAPYTUE YHpaBICHUECKHE
(hyHKITH TaMm, TIe 3TO HEOOXOMUMO. Y YaCTHUKH JTOJDK-
HBI OBITH CBsI3aHBI MEXLy c000i KoHcopImyMHBIM cO-
mianieHueM, MeMopaHIyMOM O B3aUMOIIOHMMAaHUH,
CONIAIICHUSMH O Tiepesiade JaHHBIX U OnoMarepuanoB
W JPYTHMHU JOKYMEHTaMH, KOTOPbIE OMpeelsT IpaBa

I I . FEHHAA TEPATINA N TEXHONOTI N PEOAKTVIPOBAHWA TEHOMA

1 00s13aTeNbCTBA Pa3NMUHbIX cTopoH. [Ipeamnonaraercs,
gto CoBet KoHcopiinyma T0KeH OBITh TOCTAaTOYHO He-
OompImM (5—6 4enoBek), 9ToObI OBITh d(DPEKTHBHBIM,
W BKITIOYaTh B ceOs JHONEH C Pa3UMIHBIMUA KOMITETCH-
musiMi. COBET YCTaHOBUT MPOLETYPHI BBIOOpa Mpejice-
Jarensi, ONpe/eNeHUsT CPOKOB TOJTHOMOYHM, POTALUH
wieHoB U T. A. OTnenbHbIe HccienoBaTensckue Pabdo-
YHe TPYIIIBI BO3MIABIISIOT /1BA PYKOBOUTEIIS HAITpaBIIe-
HUSI — OOLIeNPU3HAHHBIC JTUIEPHl B TaHHOW 00JacTH.
HayuHyio skcrepTu3y HCCleNoBaTelIbCKUX MPOEKTOB,
npeIaraeMbIX K peaju3aliy B paMKax TOrO UK HHOTO
HaIpaBJIeHHs, OCYIIECTBISIET KOHCYJIbTaTUBHAS ITaHENh
skcniepToB (SAB, scientific advisory board), Bo3mMox-
HO, copMHpOBaHHas B MapTHepcTBe ¢ Poccuiickum
Hay4yHbIM (GougoM (PH®) nnm npyrumu skcriepTHBIME
coobmiectBaMu. B pomosnHeHue, Bemymnas OpraHu3a-
IUs1, OPTaHM3YIOMIAs U KOOPIMHUPYIOIIAS Pean3aIluio
MUJIOTHOTO TIPOEKTa, AOJDKHA UMETh HEOOJBIION ImiTar
MOCTOSAHHBIX KOMIIETEHTHBIX COTPYAHUKOB (1-2 werno-
BeKa), 00eCIeUyMBAIONINX 8 IMHHUCTPATHBHBIC (QYHKIIUH
¥ KOOPIMHAIHIO PA0OTHI BHYTPH KOHCOPITIyMA.

JlocTrxeHune 1ienei MUI0THOTO MPOeKTa 00eCTIey -
BAETCS PEIICHUEM CIEeIYIOIUX 3a1ad:

*  ®opMupoBaHUE KOHCOpLUYMa JIS peau3a-
[IUU TIPOCKTA C IIOTSHITUAIOM PACITUPEHHUS U, BIIOCIIC -
CTBUH, IPUBJICYCHIS] HOBBIX YYACTHHKOB.

*  Pazpabotka nH(pacTpyKTypbl U HPOrPaMMHO-
r'0 KOMIUIEKCA aHaJIN3a JaHHBIX.

COop KJIMHMYECKOW MH(OpPMALIUH, 00pa3IoB,
nX OMOOAHKUPOBAHNE U CCKBECHUPOBAHHE.

*  Menuko-TeHETHYECKUE U TPAHCISAIUOHHBIE
HCCIIeJOBAaHUS MOJIEKYJISIPHBIX MEXaHHU3MOB, JIEXKAIUX
B OCHOBE KOHKPETHBIX 3a00JIeBaHUH, TOCTPOCHHE JITHU-
JEMUOJIOTUYECKUX MOJIeTIed M TOUCK MOTEHIIHATBHBIX
MHIIeHeH 71 pa3paboTKH HOBBIX JIEKApCTBEHHBIX
CPEJICTB.

[lo pesynbraTaM MOJTHOrEHOMHOTO CEKBEHHPOBa-
HUsI KOTOPT NAalMeHTOB JIOJDKEH OBITh CO31aH YHU-
KaJBHBIA pecypc (TO €CTh DKOCHCTEMA), COMEPKAITIN
TeHETHYECKUE JaHHBIE IO CIeNU(UISCKUM HO30JI0-
TUSM, YTO TO3BOJUT BpadaM-NIPAaKTUKaM IMPOBOJUTD
CPaBHUTENBHBIA aHATN3 KIMHUYECKUX JIAHHBIX, a Ma-
[MEHTaM — YYaCTHUKaM MPOEKTa, B UTOTEe MOITYYUTh
MIEPCOHATM3UPOBAHHYIO BBICOKOTEXHOJOTHYHYIO Me-
JUIIMHCKYIO IIOMOIIb. TeM caMbIM, pe3yJIbTaThl KIHHU-
YEeCKHUX MCCIICAOBAHUN JIOJKHBI OBITH TPAaHCIUPYEMBI
B [IPaKTHKY, a HA UX OCHOBE, OBITh MOJKET, CO BpEMEHEM
OyayT pa3paboTaHbl HOBBIC CTAaHAAPTHI OKa3aHUS Me-
JTUITUTHCKON TIOMOIIIH.

COBOKYITHOCTb YHUKAJIBbHBIX KIMHUYECKUX U TeHe-
TUYECKUX JaHHBIX B COUYCTAHWU C WHHOBAIIMOHHBIMH
WHCTPYMEHTAMH aHAIUTUKH OTKPOIOT MPEkKIe Helo-
CTYTTHBIE BO3MOXXHOCTH JUJISl TPOBEACHU S HAYYHOTO TI0-
HCKa C TeM, YTOOBI ONpeaeuTh HOBbIC [€HETHUECKUE
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MPUYUHBl BO3HUKHOBEHHS 3a00JICBAaHHM, TCHETHYC-
CKH€ M3MEHEHHS, KOTOPhIC BIUSIOT HA PUCK Pa3BUTHS
HaTOJ'IOI‘Hﬁ, U ONpeCACIuTbL MEXaHHU3MBbI, C IMOMOILIbBIO
KOTOPBIX 3TH TCHCTUYCCKHUC HN3MCHCHHSA OKa3bIBarOT
CBOC BO3JICHCTBHE Ha TpOoTeKaHWe Ooyle3HM U dhdek-
THUBHOCTb JICUCHUSI.
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