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PE3IOME

PaccmoTpeHbl coBpeMEHHOE COCTOSIHUE M MePCMNEKTHBbI PA3BUTHS FEHETUHECKOro TECTUPOBAHMS B KAMHUYECKOM AQBOPATOPHOM AMArHOCTUKE,
COBPEeMEHHbIE POPMATbI CEKBEHUPOBAHMS HYKAEMHOBBIX KUCAOT MX AOCTOMHCTBA M OBAQCTH MPUMEHEHMS. HECMOTPS HA TO YTO MOAHOrE@HOMHBbIM
aHaams accoumaumi (GWAS) CTaA CTAQHAQPTHOM MPAKTUKOM B BbisIBAEHMKM OHIT AAS ONpPeAeAeHMs MPEAPACTOAOKEHHOCTH K 3a60AEBAHMAM,
OTMEYAIOTCS HEAOCTATKM YKA3AHHOIO MOAXOAQ. [PDEAAQraeTCs HOBbIM MOAXOA: MHTEIPATHMBHbIM MOAHOTE€HOMHbIM AHOAM3 ACCOLMALMI
(IGWAS), B KOTOPOM MCMOAb3YyeTCS MHQPOPMALIMA 0O DKCMPECCHM reHOB AAS MCCAEAOBAHMS B3AMMOCBS3M OHIT ¢ gopeHOTUMOM 3aB0AEBAHMS.
MHOro4McAeHHbIE MCCAEAOBAHMSA MOKA3AAM, 4TO IGWAS No3BOASET CyLLLeCTBEHHO ODAErY1Tb MOMCK reHETUYECKUX B3AMMOCBS3EM M B ITOM MAAHE
MPEBOCXOAUT METOA, BKAIOYAIOLLIMI TOAbKO nonck OHI. lpoBeAeHue reHeTnyeCcKoro TeCTMpOoBaHMsa ByAeT CoCOBCTBOBATE PEKAQCCHMADMKALIMM
3a60AEBAHUI YEAOBEKA HA MOAEKYAIPHOM OCHOBE. OMNMChIBAIOTCA TEXHMYECKME ACMEKTbl CEKBEHMPOBAHMSA C MCMOAb3OBAHMEM HAHOMOP,
CO3AQHME MPUAOXKEHMS AAS IPhone B KQYeCTBE AOMOAHEHUS K MUHMUATIOPHBIM YCTPOMCTBAM AAS CEKBEHMPOBAHMS M MEPBOrO B MMPE MOBMABHOTO
QHAAM3ATOPA reHOMHbIX MOCAEAOBATEABHOCTEM IGenomics.
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SUMMARY

Authors discuss the current state and prospects for the development of genetic testing in clinical laboratory diagnostics, recent nucleic acids
sequencing technologies, their advantages and applications. Although genome-wide association studies (GWAS) have become a standard
practice in identifying SNPs to determine disease susceptibility, this approach has limitations. A novel approach is proposed: integrative genome-
wide association analysis (iGWAS), which relies on gene expression information to investigate the associations between SNPs and disease
phenotype. Numerous studies have shown that iGWAS can significantly facilitate the search for genetic correlations and is superior to a method
that relies only on the search for SNPs. Genetic testing will facilitate the molecular-based reclassification of human diseases. Authors describe
the technical aspects of nanopore sequencing, the development of an iPhone app to complement miniature sequencing devices, and the

world’s first mobile genomic sequence analyzer, iGenomics.
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l_‘eHeTI/Iqecxoe tectupoBanue (I'T) B knnHUYeckol abo-
paTopHO# JMAarHOCTUKE B HACTOSILEE BPEMS HHTEHCUBHO
pa3BUBaeTCs KaK B KOJIMYECTBEHHOM MacIITa0e ITyTeM CO3-
JIaHUS HOBBIX TECTOB U YBEJIMUEHUEM HUCCIEIOBAHUIH C X
IIOMOIIIBIO, TaK M, YTO OoJiee BasKHO, PACIIUPEHUEM MEPEUHS
HoBBIX OMUKCHEBIX 6roMapkepoB, OMOMH(OPMALIMOHHBIX
JITOPUTMOB U 00J1ee TECHOM CBA3BIO C KIIMHIYECKIMU T10TPeO-
HocTsiMU. bonee 40 et Ha3az NOSBIEHNE CEKBEHUPOBAHUS
1o Canrepy ObUIO PEBONIOIIMOHHBIM, TOCKOJIBKY OHO BIIEPBBIE
TI03BOJIMJIO paciin(poBaTh IOJHEIE TTOCIIEIOBATEILHOCTH T'e-
HoMa [ 1]. Bropas peBosmonus npou3onuia, Korjaa NosBUINCh
TEXHOJIOTHH CEKBEHHPOBaHUsI cieayoero nokonenus (NGS),
KOTOPBIE CAENANN CEKBEHUPOBAHHE FEHOMA HAMHOTO JELIEBIIE
u ObIcTpee (He0CTaTOK — KOPOTKOE YTEHUE MOCIIEI0BATEIb-
HocrTel). HeaBHO MOSBUIINCH METOIBI TPETHETO HOKOJICHHS

(long-read), kKoTOpBIC MOT'YT MPOU3BOIUTE COOPKHU T€HOMA
OecIpeleICHTHOTO KaueCTBa, HAPsIMYI0 0OHAPYKHUBATh 3ITH-
reHetuveckre Moaudukanuy HaruHou JTHK u mo3BomnsioT
MIPOBOUTH CEKBEHHPOBAHKE BCETO TPAHCKPHIITA Oe3 He00XO0-
JUMOCTH COOPKH, YTO 3HAaMEHYET CO0O0MH TPEThIO PEBOIIIOLIUIO
B TEXHOJIOTMH CEKBEHUPOBaHUs. Pe3ynbrarsl Hcciae10BaHus,
OILICHMBABILET0 TOYHOCTh COBPEMEHHBIX METOJIOB CEKBEHUPO-
BaHMSI YEJIOBEUECKOro TeHOMa [2], ToKa3aiu, 4TO MHOXKECTBO
3HaYUMBIX C MEIULMHCKON TOUKH 3peHus yuyactkoB JJHK
YeJIOBEKA HAXOAUTCS B CIIOKHBIX U TPYIXHOIOCTYITHBIX JUTSI
aHanm3a 00MacTaX (COCTABILAIOT MIOYTH YETBEPTh TEHOMA), TIPU
CEKBEHUPOBAHUM KOTOPBIX B HACTOSIIEE BPEMSI BOSHUKAIOT CH-
CTEMaTHYECKHUE OIMUOKH, T0O3TOMY HEOOXOIUMO UMETh MaTepH-
aJIbl 1 METOJIBI [T BepH(DUKAIIMHY PE3YJIBTaTOB HCCIICIOBAHHUS
B JIMATHOCTUYECKUX Heisx. Takue pedepeHCh JOKHEI OBITh
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HWHCTPYMEHTaMH KOHTPOJISl U 00ecIiedeH s KauyecTBa HCCIIE0-
BaHUS M HEOOXOMMBI JUISl IPOBEPKH TOYHOCTH JAHHBIX CEKBE-
HUPOBAHUS U aHAJIN34, TO €CTh IPENOTBPALIEHNUS NTOTyYeHUS
JIO)KHOIOJIOXKUTEBHBIX U JIOXHOOTPHULIATENIBHBIX PE3YNIBTaTOB
nccnenosanus. Takumu pedepencamu 6pun Hgl9 (2010),
Hg38 (2015), pusnueckn nocrynnsie pedepeHch, Co3aHHbIe
B paMKax KoHcopuuyMa Genome in Bottle, Platinum genomes
illumine, YH China. OxoH4areapHast OIHAs I10CISI0BATEb-
HOCTBh T'€éHOMa 4eJIoBeKa Oblila onrcaHa B Habope U3 MECTH
crarell B BBIIIyCKe KypHana Science ot 1 anpens 2022 roga.
B uenoBedeckoM reHoMe CONEPIKUTCS MHOXKECTBO TIOBTOPSI-
IOIIMXCS yYacTKOB, 0COOEHHO B T€TEPOXpPOMATHHE IIEHTPOMEDP
U TEJIOMEp, a TAaKXkKe MPOUYUX TeTEPOXPOMATHHU3UPOBAHHBIX
Y4YacCTKOB, BOCCTAaHOBJIEHUE TOYHOI HYKJICOTUIHON MOCHEN0-
BaTENbHOCTU KOTOPBIX — 04EHb TpyAHas 3aga4a. Koncopuuym
Telomere-to-Telomere (T2T) coobmw o pactmppoBKe HEIO-
cTaromux 8 % CIOKHEHIINX YJaCTKOB YEI0BEUECKOTO FeHOMa.
Hogas cOopka renoma venoBeka, obozHagaemas T2T-CHM13,
coctout u3 3,055 Mipa nap OCHOBaHUM U cMOIVIa 3alIOTHUTh
Operm Ha Bcex 4eI0BEYECKUX XPOMOCOMaX, 32 HCKIIFOUEHHEM
Y-XpOoMOCOMBI, JOMOIHUITH NTOCIEI0BATEILHOCT TEHOMA TIOYTH
200 mutH map OCHOBaHHUH, Cpeay KOTOPBIX npeackasanu 1956
TEHOB, U3 KOTOPHIX 99 Koaupytot 6enku [3, 4]. Koncopruym
T2T npeacraBui NOJTHOTEHOMHBINA SMUTEHETUYECKUN JTaH -
madT 4eI0BEYECKOro reHoMa [5], a Takke MOTHYI0 TeHOMHYIO
U SIHUIEHOMHYIO KapThl LIGHTPOMEP XPOMOCOM 4eloBeKa [6]
U HOBBIE PE3yNbTaThl aHANIN3a FEHETUUECKUX BapHalui ue-
noBeka [4]. MccnenoBaB caMble CIIOKHBIE y4aCTKU T€HOMA
YeJI0BEKa, IIOBTOPBI, JETAIBHO OMUCAIN UX TPAHCKPUIIHOH-
HBII U snIureHeTHYecKuit craryc [7]. MexnyHapoaHas uccie-
JoBarenbckas rpynmna Telomere-to-Telomere B KoHIE aBrycra
2023 rona Takxe ormyOIMKoBaja HaydHyIo padoty «IlomHas
MOCJIEAOBATEIbHOCTh Y-XPOMOCOMBI YeIoBeKay. [8]. YueHble
n3 NVIDIA u 'apBapackoro yHuBepcuTeTa pazpadboTanu
WHCTpYMEHTapHi Ha 0a3e TEXHOJIOTHHU ITyOOKOT0o 00y4eHMs,
KOTOPHII MIOMOXKET UCCIIeNoBaTh qoctymHeie oomactu JHK,
JlaKe KoTJia JaHHble 00pa3ioB OrpaHUYEHHEBI, YTO YacTo MPo-
WCXOJIUT TIPU PAHHEM BBISBICHHUH paKa M IPYTHX TeHETHIECKUX
3aboneBanuii. Cucrema AtacWorks criocoOHa kak pacrosHa-
BaTh JJaHHbIC CEKBEHUPOBAHMS, TaK M ONPEAEIATH 00JIaCTH
¢ poctynHoi JJHK 1 MoeT BBINONHUTE aHAIU3 BCETO FEHOMa
BCEro 3a IoI4aca ¢ MOMOIIBI0 rpaMueCKHUX IIPOLECCOPOB
NVIDIA Tensor Core [9]. AtacWorks pabotaet ¢ ATAC-seq,
MOMYJISIPHBIM METOJIOM IIOMCKA OTKPBITHIX YYaCTKOB F€HOMA,
KaK B HOPMaJIbHBIX, TaK M B KJIETKaX ¢ NaTOJIOTMYECKUMH
W3MEHEHUSIMH, YTO MO3BOJIAET MOMYyUYUTh KPUTHUECKYIO UH-
(opmanuio Ut pa3padOTKH COOTBETCTBYIOIIETO JICKAPCTRA.
Cymecryrtomue (GopMarhl KIMHUYECKHX HCCIICIOBAHUN
C UCMOIBb30BaHUEM I'€HOMHOTO CEKBEHUPOBAHHS HOBOTO IO-
koneHust (NGS): nonHoreHOMHOE cekBeHupoBanue (WGS);
cexBeHupoBanue 3k30MoB (WES); cekBeHHpOBaHIE TeHHBIX
naneneid. K WGS npuberaror, koraa octajibHbIE METO/IbI T€HO-
JMarHOCTUKH ce0st ncuepnainy, a WES-cexBeHpoBaHHE SIBIIS-
ercsl B HacTosIIee BpeMsi Hanoosiee MepCIeKTUBHBIM METOJIOM
aHaJIM3a, €CIIM TeHeTHYecKas Mpuposia 3a00IeBaHNs HEsICHa,
nipudeM pesynsrarsl WES koropr narueHToB, mogo0paHHBIX
10 HO30JIOTHSIM, 000O0IIEHBI B XOPOIIO KIIMHUYECKH aHHOTH-
poBaHHbIe B/] 11 TO3BOJISIOT BBISIBISATH HOBBIEC TCHETUYECKHE
KOMITOHEHTBI MOHOTEHHBIX M MYJIBTH(aKTOPHBIX 3a00JIeBaHUI

(M®3). CexBeHMpOBaHHE TEHHBIX MaHENEH 1T BO3MOXKHOCTh
HCCIIEIOBATh Cpa3y BCE TeHBI, MyTaIl1 B KOTOPBIX BBI3BIBAIOT
KJIIMHUYECKH CXOJHYIO KapTHHY, U SIBJIIETCsl HanboJiee pac-
IIPOCTPAaHEHHBIM M3-32 IIPOCTOTHI aHAJIN3a, HHTEPIPETALNH
pe3ysbTaToB U JemeBu3Hbl. C pa3BUTHEM MOITYIISIIIMOHHBIX
W KJIMHUKO-TeHeTH4YecKuX b/l M CHI)KEeHHEeM CTOMMOCTH
NGS-uccnenoBanusi, CEKBEHUPOBaHNE TCHOMHBIX NaHEJeH
OyIeT MoCTeNeHHO 3aMEHSTHCSI 9K30MHBIM CEKBEHHUPOBAHHEM,
KOTOPOE IO3BOJISIET OOHAPYKUTH B IIOJIOBHHE CITy4YaeB I'eHe-
THUYECKYIO IIPHUYMHY 3200JIeBaHus (B 9K30ME COCPEIOTOUCHO
85% onmcaHHBIX MyTalmii) 1 B 6 % CiIy4aeB HCKIIFOUUTH paHee
peonaraBumiics: 1uarnos. [Jist ycnenHoro npoiBIKEeHHS
I'T HeoOxomumel obmepoccuiickue b1, 00beauHsIONNE KITH-
HUYECKHE IT0Ka3aTeNId ¥ TeHETHYECKUE TaHHbIC TallueHTOB.
BakHBIM HaIlpaBiIeHUEM Pa3BUTHS CTaHET WHTEPIPETaHs
MEULHCKUX UCTOPHI MHJIJTMOHOB ITAIMEHTOB C HCIIOIb30Ba-
HHEM COBPEMEHHBIX TeXHOJIOTHH 1 Gonbimx naHHbIX (big data),
a TaXke UCIIOJIb30BAaHNUE CHCTEM UCKYCCTBEHHOI'O MHTEIIEKTA.
Tax, HarprMep, KOTMYECTBO NOATBEPXKICHHBIX MOJIEKYIISIPHBIX
JIMarHO30B MOBBIIIAETCS ITPY OBTOPHOM aHaJIM3€ HK30MOB I1a-
mueHToB [ 10]: uccenoanue 250 sx30MoB (niepsoe B 2012 romy)
Y Ha OCHOBE 3HaHHMH Ha Jiekadbpb 2017 roxa yBenn4miio Moe-
KyJISIPHO-IMarHOCTUYECKUH BBIXOZ TIOATBEPKICHHBIX CITy4acB
¢ 25 o 47%. HoBble MoneKyIsipHble TMarHO3bl ObUTH BBI3BAHbI
KaK OTKPBITHEM HOBBIX I'€HOB, aCCOLMMPOBAHHBIX C 3a00J1e-
BaHUSIMH, TaK ¥ IIPUMEHEHUEM YITyUILIEHHOH KacCUpUKauu
BapHUaHTOB B '€HaX M3BECTHBIX OOJIE3HEH, a TAKXKe BBISIBIICHHEM
TIaTOTeHHBIX BAPUAHTOB YKCIIA KOITUI HEKOTOPBIX YYACTKOB IK-
3oma. OKOJO TpeX YeTBEPTEH MALUEHTOB MOCHIE NEPECMOTPa UX
TEHEeTUYECKHX JIAaHHBIX OBbUTH HaIpaBJICHb! Ha JOIIOHUTEBHOE
TeHETHYECKOEe KOHCYIETUPOBAHNE, TAKTHKA BeACHUS 17 U3 HUX
OblTa KapIMHAIBHO IEPECMOTPEHA.

I'eHeTHYeckoe TecTHPOBaHMe, 321241 M BUABI

B Hacrosiee Bpemst B Mupe Ipeyiararor oosee 2 ThIC. re-
HETHYECKHX TECTOB, B TOM YHCJIE KOMITAHUH, PEKOMEHIYIOIIIE
HX MPOWUTH, MUHYSI Bpada, OJIHAKO TOYHOCTh, 3HAUCHHUE U LIeJIe-
c000pa3HOCTH psifia TECTOB JUISt MEJMIMHBI HHOT/A BBI3BIBAIOT
comHenus. PasButue poiaka I'T 3aBHCHT He TOJIBKO OT BO3MOX-
HOCTEH HayKH, HO M OT 3aIpocoB o0IiecTBa. bompmmHCTBO
TECTOB CTOUT ITPOBOJIHUTH JIFOSIM M3 IPYIIIEI PHCKa (TeM, Y KOTO
POICTBEHHUKH NMEIH JJaHHBIE 3a00JIeBaHks), HO HE TEM, Y KOTO
C HaCJIeICTBEHHOCTBIO BCE B ITOPSIIIKE, U MOXKET ITPUBECTH K U3~
JIUIIHEMY OECIOKOHCTBY M HEHY>KHBIM MEIUIIMHCKUM MaHH-
MyJSIIMSAM. 3a/1a4a MEJUKO-TeHETHUECKNX KOHCYJIBTaHTOB —
OOBSICHATD JIFOMSIM, KaKyl0 HMEHHO MH(OPMaIMIO OHU MOJTydar
1 4TO UM C Helt nenarb. PopMUpYIOTCs TpYNITEl Bpadeli-reHe-
THUKOB ¥ OMOMH(OPMATHKOB JUIsl 00CYKIEHHS U ITOJATOTOBKH
3AKIIIOYEHMS [Tl KIIMHUINCTA, B KOTOPOM MHTEPIPETHPYIOTCS
pesynbrarsl, 1 I'T cTaHOBHUTCSI MOIITHBIM MHCTPYMEHTOM B ap-
ceHasle Bpaya. VneabHbli MEeTO/l TeHeTHYECKOTO CKPUHHMHTa
3a00JIeBaHMH JIOJDKEH UMETH 110 MEHBIIEH Mepe TPH IPEeUMy-
LIECTBA Mepel] «TPaIUIHOHHBIMIY IUarHOCTHYECKUMH TeCTa-
MH: pe3yJIbTaThl MOTYT TOYHEE TOBOPHUTH O PUCKE Pa3BUTHSA
3aboeBaHus1, 4eM (pEeHOTHITMYECKUH 1 (V1) OMOXUMHYECKUHA
CKPHHUHT; IOJDKEH CYILIECTBOBATh SKOHOMUUYECKN ONPaBIAHHBIN
1 BBICOKO3()(EKTHBHBIN CIIOCOO NMPENOTBPAILEHHS JaHHOTO
3a00JIeBaHMs1; PEKOMEHIAlNH, TTOJy4YeHHbIe B pe3yibrare I'T,
JIOJDKHBI HCTIONHATHCS MallieHTaMH OeCIIPEKOCIIOBHO.
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[NonHorenomuslie uccnenoBanust GWAS, ctaproBaBiLue B Ha-
yase XXI Beka v MpoJoKaIOLIMECs 10 CUX MOp, TaK U HE TIPHBe-
JIH K MACHTH()UKALVA TIIABHBIX aJUICIICH MPeipaciioNoKeHHOCTH
g M®3. OdeHb peaKo BBISBIECHHBIE IIPEApacoararonye
aJITENA UMEJTH BBICOKYIO MPENICKA3aTeNTbHYI0 CIIOCOOHOCTD JUIS
OLICHKH pricka 3aboneBanus. [1oka3aHo, yTo HHGOPMAIUI O MHO-
TOYMCIIEHHBIX TeHeTrdeckux Bapuantax OHII He roBoput HIdero
HOBOTO IT0 CPAaBHEHHIO C YK€ BBISBICHHBIMHU (JaKTOpAMHU PUCKA,
TaKUMH KaK CEMCIHBIA aHAMHE3 WIIH (PaKTOPBI OKPYXKAKoIIeH
cpenpl. Jluunoe I'T, koTopoe OLIEHUBAET PUCK PACTIPOCTPAHEHHBIX
3a00JICBaHMIA, MOYKET BIIHATH HA IPUMEHEHUE TPODIIAKTHICCKITX
MEJIAIMHCKIX YCIYT U CTANI0 OoJiee JOCTYITHBIM TSI TAIIMCHTOB
[11], Harbonee YacTo HCTONB3YIOT TCHETHIECKYO HH(OPMAIIUEO
o maccuBax OHII u xoppermsiuun qansbix u3 GWAS uis nomyue-
Hus onieHok pucka Juist CC3, CIl u paka. Komnanus Superdrug
Havaia npopaxu gomanraero tecra JJHK, cioco6HOro cooOmuthb
0 6onee uem 500 reHeTHYECKHUX KaTErOpHsiX, BKJIIOUAsk PUCK
3a00JIeBaHNH, INIIEBYIO YYBCTBUTEIHEHOCTD U TIOBEACHUCCKIC
MpU3HAKK. B oTH4me 0T Ipyrix HMEIONIUXCS Ha PhIHKE HA0O-
poB s TectupoBanus JJTHK, xomrurekt CircleDNA siBisiercs
MIEPBBIM U CTUHCTBCHHBIM PO3HHYHBIM TECTOBBIM HA0OPOM,
HCHOJB3YIOUIMM TEXHOJIOTHUIO CIEAYIOLIETO OKOIEHUS, IIpe/l-
JIararoulyro noiaHoe cekBeHuposanue. bonee 90 % myranuii,
CBSI3aHHBIX C PAKOM M BBISIBICHHBIX ¢ moMotpio CircleDNA,
Oy/IyT IPOMYIICHBI IPYTUMHU TECTaMH, COOOIIAIOT MPEICTABHU-
tenu Superdrug. Llena tectoB Superdrug Bapsupyercst ot $260
11 Habopa HavyabHOTO ypoBHS 10 $ 650 mis npemuym-Tecrta.
s cpaBHenus: kommanus 23andMe nipemiaraet HaOOPHI IS
nomaraero anann3a JJHK 3a $100 u $ 195, Ho oHa He ucmons-
3yet mogo0Hyto TexHonoruio. Tect CircleDNA HagamsHOTO
ypoBHs npeasiaraet 125 otyeToB 1o 14 kareropusm, TaKUM Kak
JIeTa, a Habop IpeMUyM-Kiacca oxBarbiBaeT 500 TeHeTHYECKHX
0T4eTOB 110 20 KaTeropusim, BKJII0Uasi MIMTAHUE, PEAKLIUIO Ha Jie-
KapcTBa, QU3MYECKUEC YCPTHI, TIOBEACHICCKUE XaPAKTCPUCTHKH,
PEAKLUIO Ha 3arpsi3HEHUE OKPYKAIOILEH Cpeibl, ITIAaHUPOBAHUE
CEeMbHU U NIPOUCXOXKAEHUE. Pe3ysnbTaThl TeCTa JOCTABILIIOTCS Yepes3
npuioxenue CircleDNA B Teuenne 18 mHei, u npemiaraetes
aHaJIu3 TOro, 4TO O3Ha4aeT Kax bl n3 500 0T4ETOB, KOTOpHIE
CONPOBOXKAAIOTCS CKOJIB3SIEH 1IKaJIOoi, MOKa3bIBatoLIei Ha-
YUHYIO TOUHOCTB KaX10M HAXOIKH, U MPEAJIaraeTcs CBI3aTbCs
C KOHCYJIBTaHTOM O pe3yiibTarax Tecta. OCHOBHBIMH M HAaHOOIEe
peabHBIMU HalPaBJICHUSIMU UCTIONB30BaHKA TexHooruid NGS
B MEIMLIMHCKOW MPAKTUKE SIBJISIOTCS pa3Hble BapuaHThl [T
Y YICCIICIOBAaHHS MUKPOOMOMHOTO OMOIIeHO3a YenoBeka [12].
B nacrosiee BpeMsi MOXKHO BBIIETTUTh HECKOJIBKO HalpaBJie-
uuit I'T: npenmmnanTaunonHoe, NpeHaraibHOe, HEOHATAIBHOE,
MeIUaTPHYECKOE U TEPANIEBTUIECKOE TSI B3pOCIIOro HACEIEHHUSI.
O6bryHO I'T IPUMEHSIOT B CITy4YasX HATHYUS KIHHAICCKUX
CHUMIITOMOB WJIM POICTBEHHUKOB, CTPAAAIOIINX T€HETHIECKUM
3aboneBanreM. TexHomoruuecku ['T ocymiecTiseTcs AByMs
METOJIaMU: BO-TIEPBBIX, TAPTeTHON TUArHOCTUKU NP HATTMUUH
KOHKPETHBIX TEHETUYCCKHX TTOIMMOP(H3MOB, H, BO-BTOPHIX,
MOJIHOTEHOMHOT'O CeKBEHUpOBaHus. B mepBom cityuae ucce-
JyIOT KOHKpeTHBbIe reHeTnueckue nommopdusmsr: OHIT, CNV,
BCTaBKH, JECIUH, TYTUIMKALUU U T. 1. LEJEBbIX T€HOB WIH
XPOMOCOMHOT0 perroHa. [loJJHOreHoMHBbIE HCCleIOBaHUS IPH-
MEHSIIOT TIpH 3a00JIEBaHUSX C HE COBCEM YCTKOHM KIIMHHYECKOM
kapTuHo, M®3, CBsI3aHHBIMU C MyTaLIUSIMH B HECKOJIBKHX I'eHaX,
a TaKKe MPU MPOBEICHUN CKPUHUHIOBBIX UCCIIEIOBAHUMN IS

BBISIBIICHHS PEIKMX U HEOUEBUIHBIX ()eHOTHIOB. BaxHeiimiee
3Ha4YeHue OyJeT NMETh TeHEeTHYECKUH aHaIM3 IHUPOKOTO CIIeK-
tpa PHK — MPHK, nexopupyromue PHK u konndectseHHO
onpenensaTh U3BecTHbIC Npenonpeaencuusie PHK u penxue
BapuaHThl Tpanckpuniy PHK B oOpasiue. AnsrepHaTnBHBIN
CIUTafiCHHT MOXXET OBITh IPUYMHON TPEXKPATHOTO yBEITMICHHUS
reHepanuy OeJIKOB YeJloBeKa. Bo3MOXKHOCTh aHAIM3UPOBATh
niporecch! cruaiicnara PHK naer ynukansHyo nHGOpManuio
0 (yHKIIMOHMPOBAHHUH KJICTKU B HOPME U NATOJIOTHH.
JHK-tecT umeer kpuTepuu JOCTOBEPHOCTH, €CIIH MOJU-
MOpPGH3M U CBA3aHHBIN C HIM TeHETHYECKHI PUCK OOHApyKeH
B x01¢ GWAS uinu BbIJIeTIE€H B pe3ynbTare NPOBEJSHHOIO
MeTaaHanu3a. BakHO ydecTb, 4TO KOJIMYECTBO yUYACTHUKOB
Hay4HBIX UCCIEAOBaHUN B TpyNHnax AJs HOMYJISIUOHHON
TEHETHKH JI0JDKHO OBITH He MeHee | Thic. yenoBek. Ha peiHke
I'T nocTtaTo4HO reHeTUYECKUX TOUYEK, BBIOJHEHHBIX HA He-
peNpe3eHTAaTUBHON U HEOOIIBIION BEIOOPKE, y3KOW ATHHYE-
CKOM rpynie; B3siThl HOTUMOPGU3MEL, HE HCCIIEIOBAaHHBIC
JI0 KOHIIa BBIOpaHBI TE€HBI, 10 KOTOPBIM OBLIO IPOBEJIEHO
BCEr0 OJJHO MCCIIEAOBaHNE M KOTOpOE OOJIbIIe HE BOCIPOH3-
BOJMJIOCH, @ TAK)Ke HE OBUIO ITOATBEPKACHO METaaHAIM30M.
I'enbl He AEHUCTBYIOT U30IMPOBAHHO, OHH BKJIIOYEHBI B OIpe-
JeneHHble renHsle cety, a OHII peanu3syeT naronoruueckoe
COCTOsIHHME WK O0JIe3Hb, B YOPMHUPOBAHUH KOTOPOH MOXKET
OBITh 33/1EHCTBOBAHO HECKOJIBKO IeHHBIX ceTeil. Hanbonee
pacIpocTpaHeHHbIE IIPOOIEMBI Y COBPEMEHHBIX ITPOTYKTOB
TEeHETUYECKUX UCCIIEI0BaHUN: FeHeTHUECcKas aHellb Uccie-
JyeT MaJlo FTeHETHYECKUX TOYEK M Ha 3TOW 0CHOBE (hopMmy-
JIMPYIOTCSI TOJIBKO OOIEM3BECTHBIEC peKOMEHAAIMH. J{pyroit
KpalHOCTBIO SIBIISIETCS TO, UTO FEHETUYECKasl MaHEeIb BKIIIO-
4aeT MHOT'O T€HEeTUYEeCKUX Touek, Hanpumep 500 ThIC., 4TO
CJIOKHO MHTEPIIPETHPOBATh U HEYAOOHO ISl Bpaya-IpaKkTHKa.
MHorue MapKepsl UCTIONB3YIOT 3a00JIeBaHuUs, Ul KOTOPBIX
HET COBPEMEHHBIX METOJIOB BO3JEHCTBHS (penKue 3a0oeBa-
HUS U CUHJPOMBI, OHKOJIOTHSI), YTO MOBBIIIAET TPEBOXKHOCTD
nanueHTa. C Apyroi CTOPOHBI, BKIKOUEHBI TEHETUYECKUE
TOYKH OOJIe3HEH, B KOTOPBIX TeHETHKA UIPAeT MUHUMAJIBHYIO
poib. 'eHOMHas peryisanus Kyjaa CiIoXKHee, 4eM Kacalloch
paHee: B TaK Ha3bIBAEMBIX HEKOJUPYIOUIUX YUYaCTKaX FeHOMa
(He KOIMPYIOIIHX OENKH, 3 KOTOPHIX MOCTPOEHO HaIlle TEJIO)
€CTh MHOTO 00JIacTeH, ONpeneNsIonMX ClennpUIHYO JUIs
pa3HbBIX KJIEeTOK padoTy reHoB. CeroaHs u3BecTHO O 80 THIC.
takux HII, a mo oneHkam y4eHbIX, X YUCIIO MOXKET JOCTUTaTh
HECKOJIbKHX COTEH ThICsiu. COBpEMEHHOE Pa3BUTUE TEXHONOTUIT
Y TOHKOTO aHaJIn3a 3KCIPECCUU T€HOB OTKPHIBAET HOBBIH ro-
PHU30HT NOHMMAHHUSI CIIOKHOCTU U aKTUBHOCTH HAIIErO FeHOMA.
U ecnu panplie cautanock, 4to 97 % renoma GeccMbICIEHHO,
3a Onmkaiiiee AecATHIETHE CTAHET SICHO, YTO NMPAKTHYECKH
BECh Halll FTeHOM aKTHBHO Pa0OTaeT 1 BCE €T0 yYaCTKH UMEIOT
oIpesieNIeHHYI0 (DYHKIHMIO. A 3TO PE3KO MOBBICUT IIOHUMAaHHE,
[04YeMYy OIpeIeNICHHbIE MyTallH CBA3aHbI C ONPEIEICHHBIMU
3aboneBaHusAMHU. HeaBHO y1ajioch BEISIBUTh T€HETHUECKHUH
MapKep UMEHHO 110 paboTe TeHa, M0 €ro KCHPECCHH, KOTOPBIH
MOXET MPSIMO BO BpeMsl ONIEPALUY [0 YAATIEHUIO IEPBUYHOI
OITYXOJIM paKa 3HIOMETPHS IpeAcKa3aTh, OyIyT JIM y Manu-
€HTKHU METacTa3bl WIK OIyXOJb HE MeTacTaTuueckas. Eciu
9TO MOHUMATh YK€ BO BPeMs OIIE€palliH, Bpad MOXKET IPHHATH
pEIIeHHUE O TOM, OCTaBJISAT WIIM HE OCTABIIATH JIUM(paTHIECKue
Y3761, KOTOpbIE 00BIYHO YAAISIOT B MPO(QUIAKTHIECKHX LIEIISIX.
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IIpaxTuka nokassiBaeT, 4To B 80 % cilyyaeB 3TO yjajeHHe
HEOOOCHOBAHHO U Takasl IepecTpaxoBKa CHI)KACT KaueCTBO
*Ku3HU y 80 % JKeHIIUH.

MOXHO BBIIEINUTH [1BA OCHOBHBIX HAIPaBICHUS IPUMEHE-
HUsI TCHOMHOTO CEKBEHUPOBAHUS B OJrKaiiliee BpeMsi: HenH-
Ba3WBHBIHM NIpeHaTabHBIA CKpUHUHT (orieHnBaercst 100 TbIc.
uccIeoBanuii B rof B P®) n oHKoMOTUs: BO-TIEPBBIX, 3TO OIIpe-
JIeJICHUE TepMHUHAIBHBIX MyTalUi y 310pOBOTO MallUeHTa Ui
OILIEHKH pHCKa BO3HMKHOBEHHMS paka (pexae Bcero, PMIK,
paka JIETKHX, IPSIMOM KUIIIKHU U Jp.), BO-BTOPBIX, ONpeeIeHHe
COMAaTHYECKHUX MYTalMi 115 IT0A00pa ONTHMAaJIbHOHN Tepannu
omyxonu. McTopust MacCoBOro CKpUHUHTA HOBOPOXKIEHHBIX
Hadayack B 1962 roxy, Korna aMepuKaHCKH MUKPOOHOJIOT
P. Karpu npezyioxuin MeTos CKpUHUHTa HOBOPOXK/ICHHBIX Ha (he-
Hunketonyputo. B CIIIA B HacTosnee BpeMst IpOBOJUTCS
HEeOHaTaIBHBIX CKpUHUHT Oosiee 80 3aboseBaHmii (10 mTaram
MUHUMYM 29). MeTosoM TaHJIEMHOM Macc-CIIEKTPOMETPHA
(mpemoxmit ucnonb3oBath B 1990 roxy . MUIIIIMHITOH) BBI-
SIBIISIIOT OZTHOTO OONBHOTO pedeHKa Ha 2249 poyKIICHHBIX U YiIyd-
IAK0T >KK3Hb 12 ThIC. neTelt exeronHo. B Poccun npoBoauTcst
PpacUIMpeHHbIH CKPUHUHT HOBOPOXK/ICHHBIX Ha 36 3a00eBaHui.
B HanunonansHOM MEIUIIMHCKOM UCCIEA0BATENBCKOM LIEHTPE
aKylIlepCcTBa, THHEKOJIOTMH U NEPUHATOJIOTUU UMEHH aKaje-
muka B. 1. KynakoBa mpoBenu B paMKax MUIOTHOIO IPOEKTa
OK3AMEH («3x30oMmubI Kimmaudeckn 3HaYUMBIA AHAITH3
Myranuit Enuananeix Hykimeorunosy») B 2022—2023 rogax
MIOJTHO3K30MHBII CKPHHUHT BCEX HOBOPOXKIEHHBIX, POIUTENIN
KOTOPBIX JJAJIM Ha 3TO coriacue. B urore oOHapykeHbI 245
Haxoaku y 8413 HoBOpOKIEeHHBIX (~3 %) M TOIBKO BOCEMb
BXOJAT B PaCIIMPEHHBII CKpHHUHT Ha 36 3a0omneBanmii. Onmcan
METOJI, COUETAOIINI TEHOMHOE CEKBEHHPOBAHUE U MAIIMHHOE
oOy4eHue /1Sl IPOrHO3NPOBAHMS BEPOSITHOCTH BBIKU/IBIIIA
y JKEHIIMHBI U3-32 QHEYTUIOMANHN STUIEKIIETKU, KOTOPOE IIPUBOAUT
K PaHHEMY BBIKUJBIITY U HEYJaYHOMY 3KCTPAKOPHIOPAaTbHOMY
OIUIOIOTBOPEHHIO M COCTABIISIET OCHOBHOM MPOLIEHT OeCILIONHs
(3arparuBaet oxono 12 % xenmmun). [IpoBeneHo uccienoBanue,
OLICHUBAIOILIEE, HACKOJIBKO CHJIBHO OIPEEICHHbIE TeHEeTHYE-
CKH€ BapHaHTBhI PEJICKa3bIBAIOT PUCK OSCILIOANS Y KEHIIMHBI
¢ MOMOIIBIO CEKBEHUpOBaHue Beero sk3oMa [ 13]. Coznano npo-
rpaMMHOe o0ecriedeHHe C UCIIONb30BaHNEM UCKYCCTBEHHOTO
WHTEJUIEKTa, KOTIa IIPOTPaMMBbl MOTYT 00ydaThes U JIeaTh
MIPOTHO3BI HA OCHOBE Pa3pabOTKH alIrOPUTMOB M CTaTUCTHYC-
CKHX MOJIeJIel, KOTOpbIEe aHATU3UPOBAIIU, U JEIalld BBIBOJBI
13 3aKOHOMEPHOCTEH B T€eHETUUECKUX JaHHbIX. Onpenenuim
Tpu reHa — MCM5, FGGY n DDX60L, nomiMophu3MBI KOTO-
PBIX B 3HAYUTEIILHOHN CTETIEHU CBSI3aHbI C PUCKOM TOJTyYEHUS
AWIEKIICTOK C AaHEYIUIOUANEH.

HWHTerpaTuBHLII NOJHOT¢HOMHBIH AaHAJIN3
acconuanuii (iIGWAS)

GWAS cran crangapTHol npakTukoi B BeisiBnenun OHII
JUTSL OTIPEACIICHUS TTPEIPACTIONIOKECHHOCTH K 3a00ICBAHUSIM.
MesxyHapoiHasl TpyIIa ucciienoBaTesel nmpeajiaraet Ho-
BBIN MTOJIXOJ1, KOTOPBII OHU HA3bIBAIOT UHTEIPATUBHBIM MOJ-
HOTCHOMHBIM aHanu3oM accormanuii (iIGWAS), rae ucrnomb-
3yeTcs HH(popMarus 00 3KCIPECCUU TSHOB IS HCCIICI0Ba-
uust B3aumocss3n OHII ¢ ¢penoruiom 3a0oneBanus u s
BKJIFOUEHUSI TCHEAJIOTHYECKOTO METO/Ia B aHAJIN3 TEHOMHBIX
accouuanuii [14]. B uacTHOCTH, HcclieqyeTCsl SKCOPECcCus

TeHOB, B3aUMOOTHOLIeHUs BHyTpu ki1actepoB OHII u camo
3a0oJIeBaHNE, YTO MTO3BOJISAET Pa3/eUTh BIMSHUE TeHOTUIIA
Ha (eHOTHH 3a00NeBaHMs Ha ABE yacTH. [lepBast yacts — 310
3 heKT, onocperyemMblii ypOBHEM SKCIPECCUH TEHOB, KOTOPBIH
HCCIIE0BATENN HAa3bIBAIOT MEIUATOPHBIM 3((EKTOM, BTOpast
4acTh 00yCJIOBJICHA BIMSHUEM JPYTHX OMOJIOTHUECKHX MeXa-
HU3MOB WJIH BHEIIHEH Cpe/Ibl MU Ha3bIBAETCS AJIbTEPHATHUBHBIM
3¢ pekroM. Pazpaborana mobanbHas CHCTEMa TSCTHPOBAHUS
000uX 3(PEKTOB IS CO3AAHUS MMPOCTHIX MOJIEIICH MaToreHe3a
3a0oJieBaHMi. MHOTOYHCIIEHHBIE HCCIIENOBAHMS TOKA3AIIH, YTO
oaxo, ucroib3ytomuii iGWAS, 11o3BosieT CyIiecTBeHHO
00JIErYUTh MONUCK F'€HETHYECKUX B3aMMOCBS3€EH U B 9TOM IlIa-
HE IPEBOCXOAUT METOJ, BKIItodaromuil Toapko nouck OHIL.
IIpoBenen reneanorundyeckuit GWAS s Moznenu ieTckon
aCTMBI, KOTOPBIH BBISIBUJ IIECTh HOBBIX T€HOB, OTBEYAOLINX
3a IIPe/IPacIioIOKEHHOCTh K 3TOMY 3aboneBanuto (MANEA,
MRPL53, LYCAT, ST8SIA4, NDFIPI u PTCHI), co cpeaHuM
YPOBHEM JIOAKHOMOJIOKHUTEIBHBIX PE3YNIBTaTOB MeHbIIe 1 %.
Taxol ypoBEHb JOCTOBEPHOCTH SIBISIETCS HEOCTHKUMBIM
JUI TECTOB, UCTIONB3YOLMX TonbKo nouck OHII, a BiusHME
9THX TEHOB Ha 3a00JIeBaHIEe NIPEUMYILECTBEHHO Pean3yeTcst
Ha TpaHckpunuroHHoM ypoBHe. ['T gist M®3 moxeT ObITh
HEIOCTATOUHBIM JUIsl IPOTHO3UPOBAHHUS TOTO, TIOIBEPAKEH JIU
YeJIOBEK OIpeIeNIeHHOMY 3a00JIeBaHHIO. Tak, FeHOTUIIBI F'eHa
napaokconasbl (PON) B XxpoMocoMe 7 CBsI3aHBI C aTepOCKJIe-
po3oM u CC3, HO TeHOTHUI Y ITHX JIFOIEH HE BCETa OTpaXkaeT
¢enorun CC3. HoBas kapra Ha ocHoBe CRISPR cBsizbiBaeT
Ka>)K/IbIf TeH YeJIoBeKa ¢ ero (pyHKIMel: IpeacTaBlieHa epas
BceoObeMITIoNas (pyHKIMOHAIbHAS KapTa TeHOB, KOTOPBIE HKC-
MIPeCCUpYIOTCs B KileTKax 4enoseka [15]. Meron Perturb-seq
ucnomnb3yeT penakrupoBanue renoma CRISPR-Cas9 niist BHe-
CEHUsI TCHETMYECKUX M3MEHEHHH B KJIETKH, 4 3aTEM C IIOMOIIBIO
cexBeHnpoBanusi PHK onHo# kiteTku cobupaeT nHbopMaIuio
o PHK, xoTopsle skcrpeccupyroTcs B pe3ylbTaTe JaHHOTO
reretnueckoro usMeHenus. [lockonsky PHK xoHTpOmupyror
BCE aCIEKThI OBEJEHHUS KIETOK, STOT METO MOXKET IIOMOYb
pacmmdpoBaTh MHOTOUNCIIEHHBIE KIETOYHbIE 3 (eKThI re-
HETUYECKUX U3MEHEHUIl. B HOBOM HcclieioBaHUU yUeHbIe
YBEIMYHIM MaciiTab MeToza 1o eJIoro reHoma. Mcrnons3ys
KJICTOYHBIE JINHUU paKa KPOBH YEJIOBEKA, & TAKXKE HEPAKOBBIE
KJIETKH, TTOJTy4YEeHHBIC U3 CETYaTKH Iv1a3a, OHM 1poBenu Perturb-
seq Ooiee yeM ¢ 2,5 MITH KJIETOK M HCTIONB30BAII TOJyYeHHbIE
JIAHHBIE AJISI HIOCTPOEHHUS KOMILIIEKCHOM KapThl, CBS3bIBAIOLIEH
TEHOTHIBI ¢ (DEHOTUIIAMHU.

IMpoBenenue I'T Oyner criocoOcTBOBATH peKiaccH(pUKan
3a00J1eBaHUI Ha MOJIEKYJISIPHOW OCHOBE M JACT BOBMOYKHOCTh
ucnonb30Batk oHO JIC juis JieueHus: HECKOIBKHX 3a00JIeBaHHIA.
Mmuorure M®3 npencTapisitor co00i COBOKYITHOCTD PA3IMIHBIX
COCTOSIHHH, Ka)KJI0€ U3 KOTOPhIX UMEET COOCTBEHHYIO MOJICKY-
nsipHyto npupony. Hanprumep, 1Ba netiko3a MOTYT OBITH HIIEH-
THYHBIMU MOP(OJIOTHIECKH, HO UMETh pa3HbIe MOJICKYISIPHbIC
npouii 1 o-pasHomy pearuposath Ha JIC. Pesynsraret ['T
HanboJee BOCTpeOOBaHbI B IIPEHATAIBHOM IMarHOCTHKE, OHKOTe-
HEeTHKe, (papMaKoreHeTHKe, TOTPEONTENBCKOM TeHETHKE (OLIeHKa
TIPE/IPacIIONIOKEHHOCTEH K 3a00JIEBaHMSM, CTAaTyC HOCUTEIIBCTBA
HacJICJICTBEHHBIX 3a00JIeBaHIH, 0COOEHHOCTH MeTaboIn3Ma,
CIIOPTHBHAs F'eHeTHKA). Tak eBpOIeHCKUiA OIBIT OKa3bIBAET, 4TO
«(hapMaKOJIOrNYECKHH TTacTopT», BKIIOYAIOIINN 58 TeHETHIECKNX
BapuanToB 14 renos (CYP2B6, CYP2C3, CYP2C19, CYP2D6,
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CYP345,DPYD, F5, HLA-A, HLA-B, NUDTI5, SLCO1B1, TPMT,
UGTI1A1, VKORCI), MOXeT OBbITh HCIIOJIB30BaH BMECTE C KIIMHHU-
YEeCKMMHM PEKOMEHIALUSAMU A7 ONTUMU3ALMY 03Bl U IPOTHO3U-
poBanus 1000uHBIX A dexToB 11 49 yacto npumenstomuxcs JIC.

I'eneTn4eckoe TecTHPOBAHME B OHKOJIOTHH

B CIIIA yxe npoBOAST FeHETUUECKUH CKPHHHHT HACETIEHHUS,
HalpaBJICHHBIH Ha BBISABICHUE paKa IPyIH U STMYHHUKOB, CBSI-
3aHHOrO ¢ myTauusamMu BRCAI u BRCA2 n BapuantoB LDLR
C KOpOHapHBIM arepockiepo3oM [16]. ITokazarens 3Ha4MMO-
CTH F€HETHUYECKOTO BapUaHTa PU CKPUHUHIE — IOJIOKUTENb-
Hasl IPOTHOCTHYECKas IEHHOCTH (positive predictive value,
PPV)—BeposITHOCT, YTO YENIOBEK C OOHAPYKEHHBIM «ILIOXHM»
TEHETHYECKUM BapHaHTOM JICHCTBUTEIHHO OKaXETCsI OOJICH.
TexHomnorus OHOYNIIOB, IIMPOKO UCTIONB3yeMast KOMMEPUECKH-
MU KoMnaHusamu 110 I'T, HeHaiexxHa py 0OHapyKeHUH OYEHb
penkux BapuaHToB [17]: y3HaB 0 cilydasx, KOrja >KeHIIMHAM
Ha3Ha4MIIM OTIEPALHIO MOcie Toro, kak ['T ommbouHo ykazanm,
YTO Y HUX OY€Hb PEAKUe T'eHeTU4ecKue Bapuanuy reHa BRCA I,
IPOBEJN KPYIHOMACIITaOHBII aHaIN3 TEXHOJIOTHH, HCTIONb3YS
nganssle noutd 50 Teic. yenosek. IIpoananusuposanu OHII-
YHIIBI, KOTOPBIE OTIIMYHO MOIXOMAT ISl BBISIBICHUS OOIIMX
TeHETHYECKHX Bapuanui, HarpuMmep auadera BTOporo TUIa,
HO 4pe3BBIYAHO II0X0 PabOTaIOT NpH 0OHAPYKEHUH OYECHB
PEIKUX TeHETHYECKHX BapHAHTOB, BBI3BIBAIOIIMX 3200JICBaHNS,
YacTo J1aBasi JIOKHOTIOIOKUTEIIBHBIC PE3Y/IbTaThl, KOTOpble ObUIH
UCTIONIB30BaHBI YIS ITAHUPOBAHUSI HEHY)KHBIX 1 HEOOOCHOBAH-
HBIX UHBAa3UBHBIX MEJULIUHCKUX IPOLIERYP.

C nosisnenneM I'T oHkosIOrMYecKue 3a00IeBaHMsI pac-
CMaTPHBAIOTCS KAK TEHETHYECKHUE, U y)KE U3BECTHO OOJIBIIIOE
YHCIIO OHKOTEHOB U CYIIPECCOPOB ommyxonei. IImocs! 1 MUHYChI
MacCcOBOTO CKPHHMHTIA Ha pa3IMyHbIC BUABI paka 00cyxaa-
I0TCSI IaBHO: HEOOXOIMMO HaTH OaaHc MEXITy CTOMMOCTBIO
CKPUHMHTA U €r0 TOYHOCTBIO, COIOCTAaBUTh BBITOJY OT paHHEN
JUarHOCTUKU M BO3MOXKHBIH yIIEpO OT JIOXKHOTIOJIOKHUTEb-
HBIX pe3ynsTaToB. B despane 2022 rona Oputa BO300OHOBIIEHA
nporpammMa Cancer Moonshot ¢ 1enpro HHTeHCH(HUIPOBATh
60pb0y C OHK03200JICBaHNUIMH, B YACTHOCTH CHU3UTH YPOBEHb
CMEPTHOCTH OT paka He MeHee ueM Ha 50 % B TeueHHe cieny-
IoIuMX 25 JIeT ¥ MOBBICUTH KaueCTBO XKMU3HH O0JIBHBIX. B pam-
Kax 3To nporpammel HarmonaneHslid nHcTHTYT paka (NCI)
IUTAHUPYET OLCHUTD NEPCIEKTUBHOCTh CKPHHUHIOBBIX TECTOB.
OnoOpeHo yeThIpexJieTHee MIIOTHOE nuccienoBanne — Cancer
Screening Research Network / Multi-Cancer Early Detection
Evaluation. B Hem nipumMyT yuactre He MeHee 24 ThIC. YeTIOBEK
1 OyIlyT OLIGHMBAThCS! TIIaBHBIM 00Pa30M TECTHI, BBISBISIOLINE
cienoBble KoiandecTBa onmyxoneBbix JJHK u 6enkoB B kpoBu
(>xknakast OMorcHs), M1 Ha OCHOBAaHUU PE3YJIBTaTOB MPUMYT
pelIeHne, CTOUT JIM 3aITyCKaTh OoJiee AIUTeNIbHbIC KITMHUYEC-
KH€ MaCCOBBIE HCIBITAHUS, YTOOBI Y3HATh, CIIACACT JIN YKU3HH
CKPUHMHIOBOE TECTUPOBAHUE. TeCTHI ISl PAHHETO BBISIBICHHS
OHK03a00JIeBaHHUH pa3padaThIBAIOT IECATKH KOMIIAHUH, B TOM
gucie Grail ¢ Tectom Galleri u Exact Sciences (Cologuard,
Oncotype Dx). Tect Grail cronmoctsro 949 nomapoB Ha3Hava-
eTcst BpadyoM, 0OHapyXHBaeT IIUPOKUH CIIEKTp OHK03a00sIeBa-
HU U IpeHa3HaueH Ui Jrofel ctapiie 50 JIeT U Ipyrux JIUL
C MOBBIIIEHHBIM PUCKOM pa3BuTus paka. Buauane NCI npose-
PHT TecThl Ha 00pa3uax KpoBH JIOAEH, O KOTOPBIX H3BECTHO,
YTO OHH OOJIBHBI PAKOM, @ TaK>Ke JIIONIeH, KOTOPbIE, BEPOSITHO,

HE UMEIOT OHK03a00JIeBaHHH. 3aTeM HECKOJIBKO TECTOB BOMIYT

B IMJIOTHOE KIIMHUYECKOE MCCIIeJOBAaHNE, KOTOPOE HAYHETCS

B 20232024 rony. HexoTopbIM y4acTHHKaM CAETAOT JKUIKYIO

OuoncuIo JJIst BBISIBIICHUS Pa3IMYHbBIX BUJIOB paka M CTaHIapT-
HbIE CKPUHUHTOBBIE IIPOLIETyPBI, HAIIPUMEP MaMMorpaduio,
TOTIa KaK KOHTPOJIbHAS TPYIIIA ITOTyYHT TOJIBKO CTaHJapTHBIC

TecThl. B citydae ycrnexa npuCTyIsT K 60see KpyImHOMY Hccile-
JIOBaHHMIO, B KOTOPOM Y>Ke OyJIeT OLIEHEHO BO3MOKHOE CHIDKCHHE

CMEPTHOCTH. BO3MOXKHBIE TIPOOIEMBI: TECT MOXKET CHU3UTH

YHCJIO CIIyYaeB paka Ha ITIO3THNX CTaUsIX, HO HE CHU3UTh CMEpT-
HOCTb, MOKET HAlTH BSUJIOTEKYIIHE 3a00JIeBaHus, HAIPUMEP paK

npocrarsl (TecT Ha [ICA). BO3MOXKHOCTH paHHETO BBIABICHUS

paka, CBSI3aHHBIC ¢ MUKPOOHOMOM, HCCJICIOBAHbI CTapTarioM

Viome [19] st aHaim3a 006pa3iioB CITIOHEI TAIIMEHTOB C PAKOM

nosiocTy pra. B nmoryyeHHoM aHanmze oOHapyKUIHM OOMapKe-
PBI, KOTOpBIE OBIIN HETIOCPEICTBEHHO CBSI3aHbI C IPH3HAKaMH

paxa. /lnarHocTHka Mo3BoJniIa BEISIBUTH PAHHHE TIPU3HAKH paKa

TIOJIOCTH PTa C YyBCTBUTEIBHOCTBIO OKOIIO 83 %, 6omnee 93 % —
qutst paka I cramm, u cnermaaOCTRIO 0uTH 98 %. KoMmanus

3asBUIIA, YTO Y)Ke BbIsABHIIA Oostee 30 TOUHBIX OMOMapKepoB,
CBSI3aHHBIX C OHKOJIOTHYECKUMH 3a00JICBaHUAMH, OOJIE3HIMHU

oOMeHa BelleCTB, ayTOMMMYHHBIMH 1 HeHpoereHepaTHBHBIMU

3a00JIeBaHUSIMH, a TAKKE IICUXUYECKUMH PacCTPOCTBAMH.
KommiekcHoe reHoMHOE nTpoduimpoBanue (comprehensive

genomic profiling, CGP) cmoco6HO MOMOYb MUJUTHOHAM JFOMICH

BO BCEM MHpE, HOCKOJIbKY aHain3 oopasuos JJHK mo3Bomiser

BBISIBUTH COTHU T€HETHUECKUX BAPHAHTOB, KOTOPHIE B HACTOSI-
11ee BpeMsl CBSI3aHbI C PAKOM, 3aJ0JIT0 JI0 TIOSIBIICHHS] CUMIITO-
MoB. B 2021 romy Roche u ee nouepnsst komnanus Foundation

Medicine 3armryckaroT B Ipou3BOACTBO Habop Avenio Tumor

Tissue CGP ToapKko 1 McCaen0BareaIbCKOro UCIOIb30BaHUs

u juis1 1aboparopuii B EBporne, A3un u AMepuke 11 aHanu3a

324 reHOB, CBA3aHHBIX C PAKOM, 110 24 00pa31oB C KaXIbIM

13 HabOpOB. DTOT U IpyTUe TECTHI Avenio NpeaHa3HaueHbI IS

pabots Ha cuctemax NextSeq komnanuu [llumina. CGP nmomo-
raeT NPUHUMATh PEIICHUs O JOCTYNHBIX BapHAHTaX JICUCHUS,
BKJIIOYasi TAPTETHYIO TEPAIHIO, UMMYHOTEPAITHIO, TUArHOCTUKY

OITyXOJIM M y4acTHE B KIIMHUYECKHUX MCIIBITAHUSX, HA OCHOBE

YHUKAJIBHOTO TeHOMHOTO MPO(MUIIS OITyXOJH MAlUEHTA.

Hossble nepcnexruBHbie Texnonorun I'T

IIponomxaercsa roHka 3a yMEHbIIEHHE CTOUMOCTH CUKBEH-
ca: IEpBBIMH O HAMEPEHUH CEKBEHUPOBATh FEHOM YeJIOBEKa
3a $ 100 3asBuna kommnanus [llumina B 2017 roxy, a 8 2020-m
TaKue e IJIaHbl 03ByYmIIa kuraiickas pupma MGI. Oxnako
IIOKa JTOM 1Ie/X He yAAN0oCh JOCTUYb HUKOMY. AMepUKaHCKUIl
crapran Ultima Genomics B 3TOM roxy o0emaeT CeKBeHH-
posath reroMm 3a $ 100 u pa3zpaboran HOBYIO IIaThHOPMyY
JUISL MACCOBOT'O MapaJlIeIbHOTO CEKBEHUPOBAHUSI CUHTE30M,
BKiIIouaeT caMm cekenarop u [10 st 06padorku nanHbIX [20].
Hcnonb3yeTcs kpeMHHEBasI IOUI0XKKA, Ha KOTOPYIO HAaHECEHbI
yuactky, ¢ kotopeimu JIHK cBsi3bIBaeTcd 3a cuer neKkTpo-
CTaTUYECKUX CHJI BMECTO NIPOTOUHOM A4erku. [Ipyroit MeToxn
OBICTPOTO MOJTHOTE€HOMHOTO cekBeHupoBauus (rWGS) s
JMarHOCTUKU TeHETHYECKHUX 3a00JIeBaHNi coueTaeT B cebe
ONTHUMHU3UPOBAHHBIN MPOTOKOJI cekBeHUpoBanus Oxford
Nanopore, 001a4Hy10 OMOMH()OPMATHKY ¥ HHANBHyaJIbHBIA
MOJIX0/] K 0TOOPY BapHaHTOB M PEKOPJIHO KOPOTKOE BpEeMs
TeCTUpOBaHus (Ha JaHHBIH MOMEHT — 7 4acoB 18 MHUHYT), 4TO
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BaXXHO — B OOJIBIIMHCTBE PELICHHS 110 OKA3aHUIO HEOTIIOXK-
HOW ITOMOIIY JIOJKHBI IPUHUMATHCS B TEUEHHE HECKOIBKHUX
yacoB. B HejaBHO 0ITyOJIMKOBaHHOM 0030p€ ONMCHIBAIOTCS
TEXHUUYECKHUE aCTIEKThl CEKBEHUPOBAHUsI HAHOIIOP, TOAUEPKU-
BAIOTCS IPEUMYIIECTBA U HEAOCTATKU ITOT0 METOIA, a TAaKXKe
MIPUBOAATCS IPUMEPHI UX MMOTEHIIUAIHHOTO IPUMEHEHUS
B IIOBCEJIHEBHOHN KJIMHWYECKOH j1aboparopuu [21], Takue
KaK OBICTpasi HICHTU(UKAINS BUPYCHBIX I1aTOI'€HOB, MOHH-
TOPUHT JIMXOpaJKH J00J1a, OKpy>Karoliel Cpebl M MUIIEBBIX
IIPOAYKTOB, MOHUTOPUHT O€3011aCHOCTH, CEKBEHUPOBaHHE
T€HOMa 4YeJI0BEeKa U PACTeHUN, MOHUTOPUHT yCTOMYUBOCTU
K aHTHOMOTHKaM U Jpyrue npuioxkenus. Komnannei Oxford
Nanopore 6s10 pa3paborano npunoxenue i iPhone B xa-
YeCTBE JOMOJIHEHUS! K MUHUATIOPHBIM YCTPOIMCTBAM ISt
cexseHuposanus JJHK, npoussoaumeiv komnanueil. ITo mepe
TOTO KaK CEKBEHATOPbI CTAHOBWJIUCH BCE MEHBIIIE U MEHBIIIE,
He OBUIO TEXHOJIOTHH, mo3Bosstomux nzydars JJHK Ha mo-
OMIIEHOM YCTpOICTBE: BEIpaBHUBAaHHE MOCIIEIOBATENILHOCTEN
JHK, ananu3 BeinoiHseTcs Ha OOJIBIINX CEPBEPHBIX KilacTe-
pax WM BBICOKOKJIAaCCHBIX HOyTOyKax. [Tombp3oBarenu MoryT
BBINOJTHATH CEKBEHUPOBAHUE U TIEPETIPABIISITE IaHHBIE APYT
K JIpyTy, TPUYeM OHU MOTYT poBoauTh aHanu3 JJHK B cambix
YAAJIEHHBIX MECTax, Jake TeX, [Ae HEeT JOCTyINa K NUHTEPHETY.
Henasno yuensie u3z Cold Spring Harbor Laboratory (CSHL)
pa3paboTainu nepBbli B MEpe MOOMIIBHBIN aHAIN3aTOpP TEHOM-
HBIX TIOCJIEIOBATENBHOCTEN B BU/IE ITpritoxkeHust st iPhone,
KOTOpOe mosrydmwio Ha3zBanue iGenomics [22]. CoenuHUB
iPhone ¢ mopraruBabsiM cexkBenaropoM JJHK, nmois3oBa-
TEJIM MOTYT CO371aTh MOOMIIbHYIO J1a00paTOPHIO T€HETHKH.
[Mpunoxenne iGenomics MOJHOCTHIO PabOTAET HA YCTPOH-
cTBe Ha ocHOBE 10S, NCKITIOYMB NMOTPEOHOCTH B HOYTOyKax
iy 00JBIIOM 00OpPYJOBaHUU B IOJIEBBIX YCIOBHSX, UTO
YAOOHO JUIS CIIEIUAINCTOB, 3aHUMAIOLINXCS TTaHIEMHUSIMHU
1 9KoJiorueii. MoOuibHOE PUIIOKEHHE JUIsl CMapT(OHOB
paccuuThIBaeT FT€HETUYECKUH PUCK Pa3BUTHUS HIIEMUUYECKON
60J1e3HN cepAalia 1 MOXKET OKa3aThCsl MTOJIE3HBIM HHCTPYMEHTOM,
TPy NPEIKIAIOLIHM JIIOZIeH 00 UX PUCKE U CTUMYIIUPYIOIIUM
ux k jgedenuto [23]. [IpunoxeHre MOXET UMIOPTUPOBATH
TeHEeTHYECKYI0 HH(OPMALIHIO U3 IIHPOKO UCTIOIB3yEMOTO
cepBuca reHeTHYecKoro TectiupoBanus 23andMe u npeno-
CTaBIATh NEPCOHATU3UPOBAHHYIO OLICHKY PUCKA Pa3BUTHUS
HIIEMHYCCKON OOJIC3HH cepa.
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