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CKPEIIIUBAJIUCH JIM HEAHJAEPTAJIBIIbI MACCOBO C KPOMAHBOHIIAMMUA?
(C TAJIEOHUJIETAHTCKOH TOYKH 3PEHHA, HO C YYETOM JJAHHBIX ITOJTHOTEHOMHOT O
CEKBEHHPOBAHHA OBPA3I[OB COBPEMEHHOH H /IPEBHEH JTHK, A TAK.KE HA OCHOBE 3HAHUH
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Pesome

Jo mnpuxonma okxomo 50 ThICSY JIeT Ha3aj Ha TEPPUTOPHUIO HbIHEIHeH 3amaaHoil EBpomnsl mroneit
COBPEMEHHOI'0 aHATOMUYECKOr0 TUIIA, HA3bIBAEMBIX TaKXK€ KPOMAHBOHIIAMHM, Ha HEW 10 3TOT0 B T€UECHUE
npuoan3uTenbHo 300 THICAY JIET UM HeaHAepTallblbl, KOTOpble BCKOpe Mcyes3nu. [IpuunHa BeIMUpaHUs
HeaHJIepTaJIbIEB 3aHUMAET YMbl MHOTHUX NTOKOJIEHUH MaJ€0aHTPONOIOrOB, MPUYEM 3a ITH T'O/Ibl BBLABUHYTO
OoJbIIOE  KOJIMYECTBO PAa3HOOOPA3HBIX BEPCHUH, IO OJHOH M3 KOTOPHIX NPOW30LUIA ACCHMUIISIUS
HeaHJepTaJIblEB KPOMAHbOHIIAMH, YTO HA CAMOM JIeJIe HE COOTBETCTBYET JAeicTBUTENbHOCTH. Ha Bompoc,
MIPOMCXOAWIO JU MEXKBHUJIOBOE CKPELIUBAHHE 3TUX JPEBHUX TOMHUHUH, YBEPEHHO MOXHO CKa3aTh JHIIb
OJTHO — HEaHJEepPTAJIKU CBOM BKJIaJ] B MOMYJISILIMY COBPEMEHHBIX JIIO/IeH HE BHECHIH, YTO BUIHO U3 Pa3Iuduil
B HyKJIeoTHAHBIX mnociaeaoBatenpHocTsx JIHK HacnemyeMmbIx MaTpuwiIMHEMHO MMTOXOHAPUANIBHBIX
reHoMoB. OOHapyXeHHOE C IIOMOIIBIO ITOJIHOTEHOMHOro cekBeHupoBaHus sipepHoi JIHK mpucyrcrBue
HEKOTOPBIX aJJIETIbHBIX BapHaHTOB (B BHUJE pAJa OJHOHYKJICOTHIHBIX 3aMEH) OTIENbHBIX T'€HOB
HeaH/IepTaJIbIIeB B T€HOMaX COBPEMEHHBIX JIFOJIEH BCe e TpeOyeT JOMOIHUTEIbHOW TPOBEPKH, VIS Yero
HEOOXOJMMO CEKBEHHPOBAaHHE OOJBIIEr0 YHCIa IONHBIX T'€HOMOB JPEBHMX TOMUHHMH C OOJBIINM
nokpbiTieM. Ilpu 3TOM M BBIOOPKHM COBPEMEHHBIX T€HOMOB /ISl TaKkOr'o aHaunM3a JIODKHBI OBITh
OCHOBATENbHO YBEJINYEHBI, IOCKOJIBKY TOJNBKO ceidac Ha [InaHeTe «mpoXKUBaeT» OKOIO 8 MWIIIHAPIOB
BECbMa PAa3HbIX YHUKAIBHBIX «T€HOMOB», U He MeHee 100 MIWIIMOHOB HEaHAEPTAJBLEB JKWIO 32 BECh
MIEPHOJT MX CYIECTBOBAHMS, TAKKE HECIINX YHUKAIbHBIE TEHOMBI, XOTS UX MOIUMOP(U3M OBbUT HECKOJIBKO
HIDKE. B cTaThe akueHTHpoBaHO BHHUMaHKHE HA TOM, YTO ITOJIHBIM I'€HOMOM (UEIOBEKAa) JIOJDKEH CUMTATHCS
JUIIb €ro JAWIUIOWAHBIA BapuaHT, KOTOPHIM MOXXHO 0003HauuTh Kak 6.0, Torma Kak Bce HBIHE
CEKBCHHUPOBAHHBIE T€HOMBI JPEBHHX JIIOJEH SBISIOTCS IO CYTH KBAa3WIAIUIOMIHBIMH M MOTYT OBITh
o6o3HaueHbl Kak 3.0, MCXO[s M3 KOJNMYECTBA MHJUIMAPAOB IAap HYKJIEOTHIOB KaK B JIBOMHOM, TaK U B
OJMHApPHOM HabOpe XPOMOCOM, COOTBETCTBEHHO. COOTBETCTBEHHO, M MOKPHITHE NPHU CEKBEHHPOBAHHUU
T€HOMOB JOJKHO MEPEeCUUTHIBATHCS HA UX JUIUIOMIHBIN CTAaTyc, U HE TOJIBKO JUI JPEBHUX OPTaHHU3MOB.
Taxoke ormeuaercs, 4to aist cekBeHupoBanus apeBHeld JIHK HacrtositensHo TpeOyercst pa3paboTka HOBBIX
MOHOMOJEKYJISPHBIX ~ METOJOB  CEKBEHHUPOBAHMSA, MyCTb M  XapaKTEepU3YIOIIUXCA  MEHbIIEH
MIPOU3BOJIUTENBEHOCTBIO (CKOPOCTBIO), HO HE 3aBHUCSIIUX OT KAaKUX-JIMOO JIOTIONHUTEIBHBIX MAaHHUITYJISIIIHAN
(ammndukamy, JTOOBIX HMHBIX  (EPMEHTATHUBHBIX 00pabOTOK), 4YTO TMO3BOJHUT YCTAaHABIHBATH
TIOCJIE/IOBATENIFHOCTh HYKJIEOTH/IOB KaK OHA €CTh, BKIIOYAs paclio3HaBaHME YpAIWIOB W MOAM(HUKAINT
a30TUCTBIX OCHOBaHMH, a Takxke ux orcyrctBue B [IHK, urto, Ge3ycioBHO, MOBBICUT TOYHOCTH JaHHOTO
Iporecca.

KuarwueBbie ciioBa: HEaHICpTaJICl, KPOMaHbOHEI], aHATOMUYCCKH COBpeMeHHBIﬁ YCJIOBCK, Homo sapiens, Homo
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(FROM A PALEODILETTANTISH POINT OF VIEW BUT TAKING INTO ACCOUNT THE DATA OF
WHOLE GENOME SEQUENCING OF MODERN AND ANCIENT DNA SPECIMENS AS WELL
AS KNOWLEDGE OF THE TECHNOLOGIES USED FOR THIS)

'Chemeris A.V., 'Garafutdinov R.R., *Sakhabutdinova A.R., 2Morozov R.A., *Matniyazov R.T.,
'Gerashchenkov G.A., 'Kuluev B.R., ‘Baymiev An.Kh., 'Baymiev Al.Kh., *Chemeris D.A.

YInstitute of Biochemistry and Genetics, Ufa Federal Research Center, Russian Academy of Sciences,
71 Pr. Oktyabrya, Ufa, 450054, Russia. Email: chemeris@anrb.ru
“National Research University of Electronic Technology, 1 Shokin Square, Moscow-Zelenograd, 124498, Russia
*Maxim Medical LLC, 34-1 Narodnogo Opolcheniya str., Moscow, 123423, Russia

Resume

Neanderthals lived on the territory of present-day Western Europe for about 300 thousand years before the
arrival of people of modern anatomical type, also called Cro-Magnons, about 50 thousand years ago. After
that Neanderthal soon disappeared and what happened to them occupies the minds of many generations of
paleoanthropologists, and over the years a large number of different versions have been put forward,
according to one of which there was assimilation of Neanderthals by Cro-Magnons, which in fact does not
correspond to reality. To the question whether interbreeding of these ancient hominins took place, one can
confidently say only one thing — Neanderthal women did not contribute to the populations of modern
humans, as can be seen from the differences in the nucleotide DNA sequences of inherited matrilineal
mitochondrial genomes in Neanderthals and modern humans. The presence of some allelic variants of
individual Neanderthal genes in the form of a number of single-nucleotide substitutions in the genomes of
modern humans, detected by full-genome sequencing of nuclear DNA is still necessary an additional
verification, which requires sequencing a larger number of complete genomes of ancient hominins with a
large coverage. At the same time, the samples of modern genomes for such an analysis should be
thoroughly increased, since only now about 8 billion very different modern unique "genomes" “live” on the
Planet, and at least 100 million Neanderthals lived for all the years, also carrying unique genomes, although
their polymorphism was somewhat lower. The article focuses on the fact that only diploid variant of
genome, which can be designated as 6.0, should be considered a complete genome for human, whereas all
currently sequenced genomes of ancient people are essentially quasi-haploid and can be designated as 3.0,
based on the numbers of billions of pairs of nitrogenous bases in both double and single a set of
chromosomes, respectively. Accordingly, the coverage during genome sequencing should be recalculated
for their diploid status but not only for ancient organisms. It is also noted that the sequencing of ancient
DNA urgently requires the development of new monomolecular sequencing methods, albeit characterized
by lower productivity (speed), but independent of any stage of amplification and any enzymatic treatments,
which will allow to establish the sequence of nucleotides as it is, including the recognition of uracils and
other modifications of nitrogenous bases, as well as the absence of these in the DNA chains, which will
certainly increase the accuracy of this process.

Keywords: Neanderthal, Cro-Magnon, anatomically modern man, Homo sapiens, Homo neanderthalensis,

paleogenomics, paleoanthropology, whole genome sequencing, T2T sequencing, quasi-haploid genome, diploid
genome, pangenome, ancient DNA, interbreeding
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BBenenne
K paccMorpeHmio  Bompoca — CKpEIIUBAHUS
HEaHJIEPTALIICB €N  Masse ¢  KPOMaHBLOHI[AMH,
Ha3bIBACMbIMU cef/iqac qauie AHATOMHUYECCKU

COBPEMEHHBIMHU JIFOIbMH, TIOJ0OMIEM U3/1aJIeKa, a TOYHEE C
TO3UIMKA JHS CETOAHSIIHET0 WM Jake 3aBTPAIIHEro,
OTCTOSAIIMX OT TeX COOBITUH mpuOIM3UTENbHO Ha 40
ThICSY JieT. [Ipu 3TOM HeaHAepTalblLbl JSTWIN OOIIYIO
TEPPUTOPUIO C KPOMAaHBOHIIAMH Ha MPOTSHKEHUH 2 - 5
TBICSY JIET (10 APYruM JaHHbIM — OT 1 10 10 ThicsY JieT) B
3aBHCHMOCTH OT Teorpauyeckoro MeCTOIIOIOKEHUSI.
[Tpuuem penponyKTUBHOTO Oapbepa y STHX BHAOB, CKOpee
BCEro, He ObLIO, MOCKONBbKY 3a 800 THICSY JIET A0 3TOro
(wm nake MEHbIE) OHM HMMeNH OOIero mpenka W He
yCIIeNT pa3oMTHCh B SBOJIIOUH HACTOIBKO JIAJIEKO, YTOOBI
UX TOTOMCTBO OBUIO HemIoAoBUTHIM. Ho 3mech nemno
CKOpee Ja)xke He BO BpPEMEHHM HX pacXOXICHUsS, a B
KapuoTHIIe STHX BHIOB, IOCKONBKY y denoBeka — 46
XpOMOCOM, TOTJa Kak y Hamero OJmKaiIiero HbIHE
KHUBYIIETO COPOJMYA — MIMMIIaH3e — 48 XpoMocoM, JIBE U3
KOTOPBIX OOBEAMHWINCH B OAHY. Korma mpousonuio 3To
o0beAMHEHHE W CKOJBKO  XpoMocoM Obulo Yy
HeaH/IepTaJIbIieB — 3TO elle Oosiee BakKHBIM BONpOC, Ha
KOTOpBIM,  BOpPOYEM, CMOIJIO  OTBETHUTH  TOJBKO
TIOJTHOT€HOMHOE CEKBEHMPOBAHHE. MX Y HUX OBLIO TaKXkKe
ckopee Bcero 46. OqHako 4TOOBI OTBETUTH HA BOINPOC —
Obul0 5 BooOOWmIE IMONOOHOE  CKpeumuBaHWe? —
HEOOXO0AMMO TPUOErHYTh K COBPEMEHHBIM JIaHHBIM B
00JIaCTH CEKBEHHUPOBAHUS IOJHBIX T€HOMOB KaK HbBIHE
KUBYIIMX, TaK M apXaW4HbIX Jrojer. [Ipu aTom Tpedyercs

KOPOTKO KOCHYTBCA HCIIOJIb3YEMbIX JUIIsL 9TOro
TeXHOHOFHﬁ, KOTOpLIC HYXHO mpoao0JIKAaTh
COBCPUICHCTBOBATD, B TOM Yucie CIICIIUaJIBHO

pa3pabaTsIBaTh [T cCeKBeHUpOBaHUs npesueit JJHK.

CerIlII/IBaHI/Ie HEAHICPTAJIBIECB U KPOMAHBOHIICB
Hepexoz[ﬂ HCIMOCPCACTBCHHO K BOIPOCY O

CKpCIIMBAaHUK  MEXAy Cco0Oi  HEaHACPTANbICB U
KpOMaHbOHIIEB, MOXaJyd, CTOUT NPOU3BECTH MOIHYIO
ceifuac PEKOHCTPYKIUIO Tex BO3MO>KHBIX
JMIOUCTOPUYECKUX  COOBITUH, HO  TOJNBKO  YHUCTO

ymo3purenbHo. C yu4eToM TOro, 4To HeaHAepTalbLbl U
KPOMaHBOHIIbI KOHKYPUPOBAJIH (PaKTHUECKH 32 OJTHH U TE
’Ke HeoOXOIUMbIE WM Ui TPONHUTAHUS PECYypChl H
TEPPUTOPUU, TO ATH BCTPEUU MOIJIM HOCUThH HAJEKO HE
NPY)KECTBEHHbBIA XapakTep, XOTs mepBbie (MOCKONBKY

KPOMaHBOHIIGI ~ OBbUIM  SBHO  OoJiee  yAawWIUBBIMH
OXOTHHKAaMH) MOIJIH BOOOIIE CTapaThCs UX U3berath, Kak
9TO TIPOUCXOJWT B IKMBOTHOM MHpE, KOTJa MEJKHe
XHIIHUKHA HE 3aX0/ST Ha TEPPUTOPUIO, KOHTPOIUPYEMYIO
Oonee KpYHHBIM XWIIHHUKOM. Henb3st Takke HCKIIIOYaTh,
YTO TPH TaKUX BCTPEYax OHH HE BCTyNAId B
MIPOTUBOOOPCTBO M IPOCTO YXOAMIIN IIPOYb BOCBOSICH, TEM
Oornee, ecnM TMPOBU3MHM Y HHUX B TOT MOMEHT OBLIO B
nocratke. Ho ipu aToM 00a BUIa APEBHUX JIOJEH YMeEIH
OXOTHTBCSI M SIBHO UMENM HABBIKM KaK HallaJeHWs], TaK U
o0opoHbEl. HecMoTpst Ha TO, YTO HEaHAEPTAJBIBI OBLIH,
cKopee Bcero, (hM3MuecKW CHiIbHEEe, KPOMAaHBOHIIBI, IO-
BUAUMOMY, o0ONajgas Jy4lIdM «BOOPYXEHHEM» H, C
BBICOKOW JI0JIell BEpOSITHOCTH, HEKOH wiIeHOpa3JeabHON
peuso’, MOITH Golee NPOJYMAHHO M OPrAHU30BAHHO
aTaKoBaTh MPOTUBHHUKA M MOOEXKIATh €ro. XoTs B TaKUX
CTBIUKaX, O€3yCIIOBHO, MOIJIM MI'paTh BAXHYIO POJb Kak
BHE3AIIHOCTh ~ HANaJeHWs, TaKk W  YHUCIEHHOCTh
MIPOTUBOOOPCTBYIOIIUX CTOPOH, HO INPH 3TOM H3BECTHO,
YT0 OOIIMHBI KPOMaHBbOHIEB OBLIM 3aMETHO KpYyITHEe,
HacuuThiBas 10 100 m OGomee ocobeit mporuB 20-25 y
HeaH/IepTaJIbIIEB.

OpHako HYXHO TIPOBOJIUTH TaKyIo
JIOUCTOPHYECKYIO PEKOHCTPYKIMIO JI0 KOHI@ W BaXKHO
TIOHSATH - YTO K€ NPOUCXOIMIO IOCNIe MOOeAbl TOH WiH
WHOM CTOpOHBI. YuacTBOBajia B TaKUX CTHIUKaX, HAJ0
JlyMaThb, MPEUMYIIECTBEHHO MY)KCKasi 4acTh IUIEMEHH, a
KEHCKYI0 4YacTb 3areM >JKAaja Jpyras  y4acTh.
[Mocnenyromias UCTOpUST HYENIOBEUECTBA TAKWE IMPHUMEPHI
3HaeT W, CKOopee Bcero, OyAeT HENpaBHIBHBIM CUHTATH,
YTO JpEeBHHUE JIIOAW IOCTYNalM MO-Apyromy. Bpsn nm
CKpEIIMBAHUS HEaHJEpPTaJblleB W KPOMAHBOHILIEB, IO
KpaiiHell Mepe, OTHOCUTEIBHO MacCOBO, IPOMCXOAMIN He
TocJie Takod «OHMTBBI», a Kak-To nHaye. C y4eToM TOro,
YTO KpPOMaHBOHIIEB CTaHOBWJIOCH BCe Oomblie, a
HeaH/IepTaJbieB BCE MEHBIIE, €IIe K, NPHUHUMAs BO
BHUMaHHe OoJiee BBICOKMH HWHTEIUIEKT IIEPBBIX, TO,
«1mo0enBy B TaKUX «CPAKEHMSX», MO-BUANMOMY, dHalle
OKa3bIBAJIMCH HA CTOPOHE KPOMaHBOHIIEB. Te€M caMbIM

CHHXKas BEPOATHOCTDH COBOKYIUICHUS MYXYHUH-
HCAHACPTAJIBLCB C KCHINUMHAMU-KPOMAHbOHKAMMU. Taxum
06pa30M «IIOTOK T'CHOB» CKOpEe BCCTIO, men

NPpEUMYHICCTBEHHO OT KPOMAHBOHIIEB K HCAHACPTAJIbLIAM,

! Yro Hamu I0BOTBHO TOIPOGHO PACCMOTPEHO B APYTOi
cratee [[apadyraunos u ap. (Garafutdinov et al.), 2022]
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CKpemmBaIuch M HeaHACPTAIBIBI C KPOMaHbOHI[AMH?

a He HaoOopor. Ilouemy Ha 3TOM 3aocTpsieM 31ech
BHuManue? Ilo ouens mpoctoit mpuumHe. Tak, ceituac c
MIOMOIIBI0 aHaINW3a TOJMHBIX T€HOMOB COBPEMEHHBIX H
JIPEBHUX JIIOJIEH OBUTO ITOKa3aHO, YTO HEKOTOpas 4acTh
reHOMa HEaHAEPTalblieB B BUJAE THIUYHBIX JUII HHUX
aJJIeTIbHBIX BapUaHTOB psiia TEHOB IPUCYTCTBYET B HBIHE
KUBYIMX JIONAX. [IpudeM crouT oOpaTHTh BHHMAaHHE,
YTO B OTHENBHBIX ITyONUKAaNWsX, TPaHCIUPYIOMINX
NIepBOHAYAIEHYIO (IpaBUIBHYIO B CMBICTIE
MIpEnoiHECEeH ) HH(POPMALIUIO, CEYac MO>KHO BCTPETUTH
ynomuHanue, 4to ot 1 1o 4% I'EHOB HeannepranblieB
OOHapy)XMBaeTcsi B TE€HOMax COBPEMEHHBIX JIIOJIEH.
AbcomoTHO HeBepHO. HemnorpyxeHHbIi B TOHKOCTH
HacnenoBanus JIHK uwuratens MoxeT BOOOpasuTh, 4YTO
9TUX TeHoB y H. sapiens mpocro He ObUIO, M OHH
nocranuch emy or H. neanderthalensis,® Torma xak Ha
caMOM JIeJleé pedb HJET BCEero JHUIb 00 aJluIenbHBIX
BapHaHTaX TeX JK€ caMbIX T'eHOB. Ho K 3TOMy Bonpocy MEI
BEpHEMCS JTaJIbIIIe.

OpHaKO HENbB3sI TAKKE UCKIIIOYATh, YTO JKEHCKUE
TIOJIOBHMHBI TIJIEMEH, 3aHUMAasiCh COOMPATENbCTBOM ILIO/IOB
pasHbIX PAacTEHHWH, OTHAISUINCH OT MECT CTOSHOK, I'ie Ha
HUX MOTJIM HaIla/JaTh MY>KYMHBI APYroro BHJA YelIoBeKa
NP YCIOBHM TMEPEKPBITUSI apeajioB MX OOWTaHHWS W
COBEpIIATh aKThl HACWIHS. Bpsia nu crouT mpesmonaraTh
TIPUHSATHUS B «CBOM PSIABD) MPENCTaBUTENEH NPYroro BHIA
JIPEBHUX JIIOJIEH, XOTSI COBCEM HCKJIIOYATh IIOCIIETHEE,
BIIpOYeM, Hemnb3sl. M mpu Takux BCTpeyax MOTOK I'€HOB
JIEWCTBUTENIBHO MOT HWJATH OT HEaHAEPTAIbIEB K
KpoMaHbOHKaM®. HO HACKOMBEKO OH MOT' HOCHTH MACCOBBIIT
XapaxkTep, Y4YHTBHIBas K TOMY e, YTO HE Kax/Io0e
COBOKYVIUICHHE MpPHUBOAUT K OepemenHoctu? Jla wu
MaTepHHCKas BMECT€ C MJIAJEHYeCKOH CMEPTHOCTBIO
ObUTH KpaliHe BBICOKHM, B TOM YHMCJIE M Y KPOMaHBOHIIEB.
VYunTpiBasi Bce O3TH OOCTOSTENBCTBA, Kak OLEHUTH,
CKOJIbKO JK€ TaKWX MEXBHIOBBIX THOPUIHBIX JAeTel
JIOXKHUBAJIO JI0 TOJIOBO3PENIOr0 BO3pacTa U OCTABIAIO
noromctBo?! Buanmo, kpaitne mano. K tomy ke, ucxons
W3  aHaM3a HYKJIEGOTHIHBIX  IOCJIENOBaTEeIbHOCTEN
OTAEJIBHBIX TEHOB, CeHYyac CYUTAeTCs, 4TO Yy TaKUX
ruOpUI0B Moryia ObITh CHIXKEHHast (hepTHiIbHOCTh. U 31O
JIOTIONIHUTENBGHO ~— CHIDKQJIIO  BEPOSITHOCTH  TEpelayu
HEeaHJIePTAJIbCKUX aJuleNel CIeAYIOINUM OTOMKaM, Cpean
KOTOpPBIX JIETCKasi CMEPTHOCTh OblIa TaKXKe BBHICOKOH. Tem
He MEeHee, C TOMOIIIBIO TOTHOIeHOMHOT'O CEKBEHHPOBAHHMS
JIHK HeannepTaibckue ajulelbHble BAPHAHTHI HEKOTOPBIX
T€HOB y COBPEMEHHBIX Jto/iel Oblin HalineHsl. Ho npex e
yeM 0OoJee OCHOBATEIFHO KOCHYTHCS OSTOr0 BOIpOCa,
cnenyer YIAENUTh orpeziesIeHHOe BHUMaHHE
MIOJTHOTEHOMHOMY ~ CEKBEHHPOBAHMIO, ITOCKOJIBKY ~OHO
ObIBaeT OYEHb Pa3HBIM.

2

XOTs TCOPETUUCCKU U TAKOC MOKET OBITE
3 o

O6paTHI>II/I MOTOK UCKJIFOYATh B 3TUX CITydasdX HEJIb3s1
KOHCYHO XK€

Bapuanuy roroBHOCTH CeKBEHUPOBAHHBIX
MOJIHBIX TEHOMOB BBICIINX OPraHU3MOB
JJISl COBPEMEHHBIX 00pa3noB
B Hameill HenaBHeW crathe [BaiimueB u p.

(Baymiev et al.), 2022] ™Mbl J0BOIBHO TOAPOOHO
paccMOTpenM  pasiMYHble  CTAQAUM  3aBEPHICHHOCTH
MNPOEKTOB MO  IOJHOTEHOMHOMY  CEKBEHHPOBAHHIO

coBpeMeHHBIX o00OpasuoB JIHK. Xorst oHu Kacamuck
Oorbllle pacTeHWil, TeM He MeHee, OOIIMe TNPHHIIHITBI
CEKBEHUPOBAHUSI TMOJHBIX T'€HOMOB JIOOBIX BBICIINX
OPraHM3MOB TPAKTHUECKH OJIMHAKOBEI', H MO3TOMY 3/€Ch
3aTPOHEM ATH BONPOCH MAKCUMAJbHO KOPOTKO, CIEIaB
aKIEHT Ha JIPyTUX MOMEHTaX.

Utak, B pe3ynasraTe BBICOKONPOM3BOAUTEIHLHOTO
cekBenupoBanus JIHK HOBBIX mOKoONeHWA o0Opa3yercs
00JIbIIOE KOJMYECTBO CHIPBHIX JAHHBIX B BUJIE IMPOYTEHHN
pasHOM JUIMHBI B 3aBHUCUMOCTH OT HCIONb3YyeMOH
wiatopMbl U TexHosmoruu. Ilpu aTom Takume (parMeHTHI
MOAUYMHAIOTCA pacnpeneneHuo I[lyaccona M ciyuaiiHbIM
o0pazoM pasdpocansl 10 TeHOMY. [loaTOMYy OZHOKpATHOTrO
MOKPHITUS. T€HOMa JJIsl BOCCTAHOBJICHHS €ro MOJHOU
MIOCIIEIOBATENBHOCTA SBHO HEJOCTaTOYHO U IO TEOpHUHU
BEPOATHOCTH NPHU HCHONB30BAaHUHM HEKOEro CTaHJAPTHOTO
merona cexkBenuposanust J[HK cuuraerca, uro 30-tu
KPaTHOTO TOKPBITHSI JUIS 4Y€JIOBEUECKOr0 NeHOMa XBaTaeT
JlaKe ¢ HEKOTOPBIM 3alacoM, €CJIU CUUTATh, YTO TEHOM
nMmeer pasmep okono 3 wipanH. Ho »3t0 nummib
TIOJIOBUHHBIN pa3Mep reHOMa YeIOBEKa, 3aKIF0UEHHBIN B 23
XpOMOCOMax, TOTa KaK y 4yenoBeka 46 XpoMocoM, U €ro
WCTHHHO TIOJIHBIH TEHOM, C KOTOPHIM OH JKHBET W
TIPOSIBISIFOTCSL BCE €0 JKM3HEHHBIE OCOOEHHOCTH, paBeH 6
MIpAILH. CleqoBaTeNnbHO, U MOKPBITHE, KOTOPOE MOXHO
CUUTATh JOCTATOYHBIM Ul CEKBEHUPOBAHMS IUILUIOUAHOTO
reHoMa dYenoBeka, OyneT yxe 60-TH KpaTHBIM WM OKOJIO
toro’. M K 5TOMy BONpPOCY MBI ellle BEPHEMCS IpH
pacCMOTPEHUH CEKBEHHPOBAHUS T'€HOMOB JIPEBHUX JIIOAEH.
A moKka oTMeTHM, 4TO cOopKa de NOVO KOPOTKHX MPOYTESHHUIt
MO3BONSACT (hOPMUPOBATH KOHTHTH W cKaddomel, 4To 10
CHUX MOp NMPUHUMAETCS 32 YEPHOBOM T'€HOM, €CIU JJIsl 3TOrO
BU/a OpraHM3Ma OH CEKBEHHPYETCS BIIEPBBIE W,
CIIeZIOBATENBHO, €ro cOopka Benercss Oe3 HCIONb30BaHUS
Kakoro-n1bo mabinoHa B Bune pedepeHcHoro reHoma. [pu
9TOM TaKH€ YEpPHOBBIE T'€HOMBI IIPEACTABISIOT COOOW B
abCoIIOTHO IIPOM3BOJILHOM HopsiaKe MO3aUYHOE
4YepeZOBaHUE YJYACTKOB IIap TOMOJOTHYHBIX XPOMOCOM,
JIOCTABIIMXCS] OPTaHU3MY OT KaXKJIOrO U3 €ro poauTesnei B
BUJIE OJMHAPHOTO HaboOpa XpOMOCOM, M IO3TOMY TaKoOH
«TIOJTHBID) TEHOM NPaBWIIbHEE CUMTATH KBA3UTAIUIOWIHBIM,
Ha 4YTO MBI YK€ HEONHOKPAaTHO oOpaliaiyu BHUMaHHUE

4 €CJIM HC IIPUHUMATh BO BHUMAHUE NPUCYITYIO MHOT'MM
PaCTCHUAM NOJIUIITIONIHOCTD, BKIIIOYAs
NaJICONOJIUIITIONTHOCTD U MOCJICAYIOUTYTO
YHKIIUOHAJIbHYTO AUIJIOUANU3AlUI0
Ha caMOM J€JIC, OAHOI'O 3TOIr0 HEAOCTATOYHO
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[Kynyes u gp. (Kuluev et al.), 2020, baiimuer u mp.
(Baymiev et al.), 2022].

Crnenyronmm YPOBHEM TTOJTHOTHI
CEKBEHHPOBAHHOTO TE€HOMa SIBJISIETCSl  [T0-XPOMOCOMHAS
cOOpKa, KOrja Bce KOHTHTH M CKa(OIabl pacIionararoTcs
B COOTBETCTBHH C UX HaXOXK/ICHUEM B COCTaBE KOHKPETHBIX
xpomocoM. Ilpu 3TOM [OMyCKalOTCs HENPOYHUTAHHBIE
Opemrn, oroOpakaemble B 0a3aX  JIAaHHBIX  Kak
MHOXecTBeHHBIE “N”, 9TO CHMBOIM3UPYET BO3MOXKHOE
MPUCYTCTBUE 0000 M3 YETBEPKH HYKICOTHUIOB (TOYHOE
yucio KOTopelX B Buae N, kak mpaBuiio, ocTaercs
HEM3BECTHBIM) B KaXKIOM TakOM MeCTe, a TaKKke
HecoOpaHHBIE KOHIIBI XpOMOCOM W3 Tenomep. HemaBHO
JIOCTUTHYT HOBBIH YPOBEHb COOPKH YK€ OT TEJIOMEpHI 10
TenoMmepsl, monmyuuBninii Hazanue 12T (Telomere-to-
Telomere), HO W B 3TOM cCjlydae TE€HOM OCTaHETCS
KBa3UTaIUIOW/IHBIM. OpHaxo HEJIaBHO ObLIIO
MIPOIEMOHCTPUPOBAHO, UTO eCIU I 12T CeKBEHUPOBAHUS
ObUTH B3STHI KJIETKH YEJIOBEKA T'OMO3HMIOTHOW JIMHUH C
kapuoturioM 46,XX, TO 3TO0 MO3BONWIO cOOpath 0e3
mpo0esIoB  BCE  XPOMOCOMBI B WX  JIEHCTBUTEIHHO
raryiouTHOM BapHaHTe6 o0mmM pasmepoM 3,055 MIIp/I.ILH.
Y UCTIPaBUTh BCE OIMOKA NPEABITYIUX cOOpok [Aganezov
et al., 2022; Nurk et al., 2022]. TlocnenoBaBiive 3aTeM
OTKJIMKM WX KOJUIET CBUAETENHCTBYIOT, YTO MOJyYEHHBIE
JIaHHble, HECOMHEHHO, TPEICTABIISIIOT MePeOBOi ypOBEHb
3HAaHWH O TEHOME 4YenoBeKa W OyIyT CIIYXHTh HOBBIM
9TaloHHbIM TeHomoM CHMI3, numieHHBIM  BecbMa
MHOT'OYHCIICHHBIX ouIMboK TIPEKHUX cOopok
[Commentary, 2022; Lupski, 2022].

Ho 4ro0sl coOpaTh JCHUCTBUTEIHHO ITOTHBIN
TEHOM 4YelOBEKa, KOTOPHIM MOXET OBITh  TOJBKO
JIIUTONIHBIN, TIPOYUTAHHBIM K TOMY ke B (opmate T2T,
HEeo0X0IMMO TIPOBOJIUTH TaIuIOTUITHYIO cOOpKy
¢asupoBanHbpx  ywyactkoB  JIHK  mo-xpomocoMHo,
uckiIrountenbHo  de  novo. Tlpu  a3tom  Tpebyercs
YBEIMYEHHOE TIOKPHITHE TeHOMa MPH €r0 CEKBEHUPOBAHU,
KOMOWHAIMSI MEHEE TOYHBIX UTMHHBIX U BBICOKOTOYHBIX
KOPOTKHX TMpPOYTCHUM, TpOYHME YXUIIPEHUS B BUJC
OIITHYECKOr0 KapTUPOBAHUS W/WIH TPUO-CEKBEHUPOBAHMUS,
a TaKKe HCIIOJIb30BaHHE COOTBETCTBYIOIIMX INPOTpaMM M
ITOPUTMOB U151 O100HOH (ha3upoBaHHOM cOOpku. Takux
JUIUIOM/IHBIX TEHOMOB II0Ka HEMHOr0, HO WMEHHO OHH
TIPE/ICTABIISIIOT HAMOOJIBIINIA MHTEpPEC, KaK ISl MEJHULIMHBI,
Tak W I8 TOMYISIUOHHBIX HccienoBaHuid. [Ipu sTom
BepUTCS, 4To  JaybHeiIee COBEpILICHCTBOBAHHE
TexHosnoruii ceksenuposanus JIHK Hopelyx nokoneHui,
TIO3BOJIMT OCYIIECTBISITH COOPKY JWIUIONIHBIX T'€HOMOB
3HAYUTEIIHHO JIETYe.

Eme pa3 moBTOpMM, YTO TONBKO IUIIOWIHBIE
¢ (a3upoBaHHOW TAIUIOTHITHOW COOpPKOH B
Novo MOryr /JaThb HOJHOLEHHYIO

TE€HOMBI
¢dopmate  de

6
3a HEOOJIBIIIMMH HUCKIIIOUYCHHUAMU, Ha YTO YKA3bIBAIOT
CaMH aBTOPbI

nHpopmanuio 00 0COOEHHOCTSIX CTPYKTYpHOU
OpraHM3alliM BceX aleneil NapHeIX Xpomocom.' B
MIPOTUBHOM CIJIy4yae, B TOM YHCJIe NPU MCIIONb30BaHUH JUIs
CcOOpKM JTaJIOHHOIO TE€HOMa €CTh DPHUCK IIONYyYeHHs B
UTOTe WCKOKEHHOM WH(OpMAalMU O IOMyJISIIIMOHHBIX
YacTOTaX BCTPEYAEMOCTH TE€X WJIM WHBIX IOJUMOPQHBIX
HYKJICOTHOB B CLEIUICHO HACIeAyeMbIX OJOKax W/UiIH O
3/I0pOBbE HOCHUTENS T'€HOMa, MPOYMTAHHOIO JUISi HEro B
KBa3WTaIUIOWIHOM Buje. Tak, B 4aCTHOCTH OIpesieneHue
TOrO SIBJSIETCS JIM HEKWH monmuMopdu3M B BHIAE IBYX
OJTHOHYKJIEOTHTHBIX 3aMeH, HaXOJISIIIUXCS o
OTHOLIEHHIO APYT K APYTY B yuc- WIK mMpaHc-NOI0KEHUH,
YacTo SBJISIETCS KPUTHYHBIM MOMEHTOM IIPH OLEHKE HX
BEpPOSATHOCTHOro Ouonoruueckoro 3ddexra. Hampumep,
HaJIMYUe ABYX MOTEHIMAJIBHBIX MYTallMi B KOAWPYOLIEH
HOCIIEI0BATENIbHOCTH MOXeET TIPUBECTH K
HE3HAYUTEIILHOMY M3MEHEHUI0 (DEHOTHIIA WM JIaXke K He
MIPOSIBJICHUIO TAKUX MYTAllMi, €CIIM OHM SIBISIOTCS yYuUC-
10 OTHOUIEHHIO JIPYT K JAPYTY, B TO BpeMsI KaK OHH MOTYT
BBI3BATh NOTEPIO (PYHKIIMH, €CIIN OHU OKaXYTCSl B Mpauc-
nonoxkennu. Wnm  Haobopor. B momyssimoHHBIX
WCCIIEJIOBAaHMSAX TAK)Ke BO3ZHMKHET HHAsl CHUTyalus IpH
yuere TeX K€ OIHOHYKICOTHIHBIX 3aM€H B UX yuc- 1
MPAHC-TIONOKEHUSX OTHOCHTENIBHO Jpyr Jpyra IpH
CIIETUICHHOM HAacJIe0BaHNM, (aKTHUYECKH KapAWHAIBHO
MEHss B3IVISI  Ha  CTPYKTypy  mnomyisouu.  Jlms
TIOATBEPXKIEHNSI 3TOTO JIOCTATOYHO IPUBECTU IMPHUMEPHI
MojicdeTa 4YHcia BO3MOXHBIX KOMOMHAIMH B HEKHX
yCIOBHBIX Mukporamtorunax.! Eciu mpu cremieHHOM
HACJIEJIOBAaHUM OTAENBHBIX YYacTKOB XpOMOCOM B
OvaJIeIbHOM CHUIIE OJIMH TOJMMOP(QHBIA HYKJICOTH] B
YUC-TIOJIOKEHNN HE pacCMaTpuBaTh BKyNE C HEKUMH
NONMUMOP(HBIMU ~ HYKJIEOTHAAMH W3  PACHOJIOKEHHBIX
HEMoJalIeKy APYrux OHWauleNbHBIX CHUIIOB, KOTOPHIE B
peambHOCTH OyZyT 10 OTHOIIEHWIO K  II€PBOMY
HaXOJWTbCI B  MPAHC-TIONIOKEHUHM, TO  KapTHUHA
0COOEHHOCTEW KOHKPETHOH IMOMYJISIMU OyJIeT MCKaXKeHa.

7 X0t 9TO He MMeeT MPSMOro OTHOLICHHS K TeMe JAHHO#H
CTaThH, HO, BO3MOJKHO, CTOUTH 3aMETHTh, YTO BEPXHEH
«IUTAHKOM» MCCIIEI0BAHUS OPraHU3aI[MU T€HOMA SBIISIETCSI
OIIpe/IeNICHUE €ro MPOCTPAHCTBEHHON KOH(UrypaIuy,
obo3Havaemoii kak “3D genome” [Bouwman et al., 2022],
HHTEpPEC K KOTOPOH B MOCIIEIHKUE OBl 3a8METHO PACTET,
HO €€ YCTaHOBIICHHE TPEOYeT UCIIONB30BAHMS PA3IUYHbIX
METO/IOB KapTUPOBAHHSI XPOMOCOM, N Situ
CEKBEHHPOBAHUSI TOCPEICTBOM JINTHPOBAHUS 1
MHOYKECTBa IIPOYUX MMOIXO0JI0B, Pa3pelIAOmIast
CIIOCOBHOCTD KOTOPBIX SBJSIETCS TIOKA JIOCTATOYHO
rpy0oii, TocTHrast B JIyUIIEM CIIydae OKOJIO OJHOM THICSUYM
nap HyKJIE€OTHJIOB.

8 PaccmaTpiBaeMble BMECTE MapHBIC MUKPOTaIIOTHITB]
BCe Ke ynoOHee Ha3bIBaTh MUKPOHUILIOTUIIAMH, YTO HAMU
He Tak JaBHO npeaiokeHo [Yemepuc u ap. (Chemeris et
al.), 2020].
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Uro0bl He OBITH TOJOCIOBHBIMH TIPUBEIEM TMPUMEPHI
MOJJOOHBIX pacueToB. Tak, s TpeX OHAIICITLHBIX CHUITOB
MaKCHUMaJIbHOE YHCIIO BO3MOXKHBIX KOMOMHAIIUN COCTABUT
Bcero 8, Torma Kak Ijisi 3THX JK€ CHHIIOB B COCTaBe
MUKPOJUIUIOTHIIOB C YYETOM YUC- U MPAHC-TIONOXKCHUN
MTOTMMOP (HYHBIX HYKJICOTHIIOB B HHX YUCITO
BEPOSTHOCTHBIX ~KOMOWHAIMIA pE3KO BO3pacTaeT u
nomuunsercss popmyne [N % (N+1)]/2, tae N — umcno
MUKPOTaIuIOTHITOB. TakuM 00pa3oM, BMECTO YIOMSHYTBIX
BBIIIlE & KOMOWHAIMH KOJWYECTBO TAKOBBIX IS
HACJIICIYEeMbIX CIICIUICHO TpeX OWaUIeNbHBIX CHHIIOB
3aMETHO BO3pacTeT W COCTAaBUT yxe 36 c AalbHEHIINM
SKCIOHCHIIMANBHBIM POCTOM 3TOM pPAa3HHIBI MO Mepe
YBEITUYCHUS qucla Oepymuxcs B aHaJINu3
MUKpO(Ta) IUIIIOTHIIOB.

[TonmyTHO CTOMT KOCHYTHCS HEKOTOPBIX IPYTHX
tepmuHOB. Tak, Gombrre cromerus Ha3aj B 1920 r. ObuT
MpEeaoXKeH TEPMUH  «TEHOM»,  XapaKTePU3YIOIIHMA
rarIoNuaHbI Habop XpomocoMm. Pa3paboTka MeTOH0B
cekBenupoBanus JIHK mo3Bonmuna st pa3audHbIX
OpraHU3MOB CO BpEMEHEM ONpEICNIATh HX IOJHBIE

T'CHOMBI, KOTOpPEIC (,baKTI/I‘I €CKH OKa3bIBAJINCh
KBasurarjiouJHbIMU. HpI/I OTOM B JIUTEpPATYpE€ MOXHO
BCTPECTUTH 0003HaueHHE TaKHX CCKBCHUPOBAHHBIX

reHOMOB Kak «MoOHormtonaabie» [Garsmeur et al., 2018],
OTTAJIKUBASACh OT TEPMUHA «MOHOIUIOMIHBIA TEHOM,
UCTONB3yeMOr0  MPH  MOJCYETE  KOJIUYECTBEHHOTO
conepkanust JIHK B siape B Bunge C-value [Greilhuber et
al., 2005], cooterctByromiero Bceir JJHK B opnHOYHOM
nabope  xpomocom  (1C-value) uucio  KOTOpBIX
obo3Hauaercs kak “‘X”. XoTd JUIA  JUIDIOUIHBIX
OpPTraHU3MOB, KOUM SIBJIICTCS YETIOBEK, TAKOEC 0003HAYCHUE
BIIOJTHE TMOAXOIHWT - BCE € OHO HE YHHBEPCAIBHO,
MMOCKOJNIBKY JUII  pacTeHHid OymeT COOTBETCTBOBATH
6azoBomy uuciny xpomocom (“b”), a Hukak He
ramtonHoMy Habopy (“N”) MOIMILIONIHOTO OpraHu3Ma,
MpETePIeBIero  (QYHKIUOHATBHYIO  JMILIOWU3AIIUIO.
IMosToMy  HaM  MpPEACTaBIAETCSA,  YTO  TEPMHH
«KBa3UTATUIONTHBIA TeHOM» OOJIbIIIE OTPAXKAET CYTh TOT'O,
YTO OOBIYHO HBIHEIIHUMH METOJAMU CEKBEHUPYETCS.

BosBpamasce kK TUILIOUIHBEIM TEHOMAaM, CIEIYeT
CKa3aTh, YTO OHU MOTJIH ObI MOJYYUTh CBOM COOCTBEHHBIM
TEPMUH «JUT€HOM» WU 0O0Jice KOPOTKO «IMHOMY, YTO
yepe3  HEKOTOPOE BpeMs  MOXET OBITh  BIIOJTHE
BocTpeboBano. Ho 3To ObUT OBI OOMIUET TEPMHUH JIIS BCEX
BUJIOB BBICIIMX OPraHu3MoB. UTO KacaeTcs 4ejoBeKa, TO
€ro KBa3WTralyIOMIHbIE U IUIUIOMIHbIE TCHOMBI MOXHO
TaKke 0003HAYATh KaK, HAITpUMEp, «TeHOM 3.0» U «reHOM
6.0» COOTBETCTBEHHO, UCXOJI1 U3 KOJIUYECTB MUJUIHAPIOB
map a3OTHCTBIX OCHOBAHUN B OJMHAPHOM H JABOHHOM
HabOpax XpOMOCOM 3TOTO BHIA.

B aT0i cBsi3M cneayer oOpaTHTh BHUMAaHHE Ha
CTaThI0  M3BECTHOTO  CHeUalucTa B oOmacTu
cekBeHupoBanust reHomHod JIHK (1 He TONBKO)
Jx.K.Bentepa [Venter, 2010], HanucaHHyl0O UM dYepes

necsituierue mocie obHapomoBaHus B 2001 r. mepBBIX
YEepHOBBIX T€HOMOB 4elioBeka. Tak, BeHrep ormeuaer, 4ro
npu o0CYXKAeHHH W (OPMHUPOBAHUHM MEXKIYyHAPOIHOTO
npoekTa «['eHOM YesoBeKa» BOZHUKAIO HEMAJIO BOIPOCOB
M0 pEAJbHOCTH €ro BHIITOJHEHHS W BBICKAa3bIBAINCH
OIIaCeHMs], YTO OH OTBJIEYET CIIMIIKOM MHOIO JCHET OT
JIPYTHX TPOEKTOB OMOJIOTHYECKUX HCCIEeOBAaHHUH, YTO B
UTOTe BBUIMJIOCH B TO, YTO OBUIO NPHHATO pEIICHHE
OIPaHUYHTHCS CEKBEHHPOBAHWEM ITOJIOBUHHOTO Habopa
XpOMOCOM M,  CJIEAOBAaTENbHO,  CEKBEHHPOBAHUEM
OpPHEHTHPOBOYHO 3 MIP/.ILH. BMECTO 6 MIPJ.ILH.,
MPUYEM, 10 €r0 MHEHHIO, 3TO TOCIYXHJIO CEphE3HBIM
C/IepXKMBAOMIUM  (DAKTOPOM ISl Pa3BUTHS  HOBBIX
TEXHOJIOTU CEKBEHUPOBAHUS JIHK® u Gbuto GOIBIION
ommOKkoH. YToObI ee  XOTb  Kak-TO  HCIPaBUThH
BO3TJIaBIISIEMBIN um KOJUIEKTHB CEKBEHHPOBAJ
TIepCOHAJIBHBIA T€HOM camMoro BeHTepa B IMIUIOMIHOM
(bopmaTe HACKOIIBKO TOTJa MO3BOJSLIH TeXHOMoruu [Levy
et al., 2007]. I1pu 5TOM CEKBEHUPOBAHUE OCYIIECTBIISIOCH
KiaccudeckuM MeToioM CaHrepa ¢ BBICOKOTOYHBIMH H
OTHOCHTENIFHO JUIMHHBIME IpouTeHusiMH. COOpka Benach
B (dopmare de NOVO, YTO SBJISETCS «KPACYrONbHBIM
KaMHEeM» ISl MCKJIIOYEHUsI NPOITyCKa WHIWUBHIYaJIbHBIX
OTIMYMN TepCOHAJBHBIX TE€HOMOB. Torma e ObUIO
cO00IIEHO o CEKBEHUPOBAHUH TIepCOHAIILHOTO
JIUIUIonaHoro  remoma  HobeneBckoro — yaypeara
Ix.Yorcona [Wheeler et al., 2008]. Ilpu 3ToM reHoM
YoTcoHa crai mepBbIM, CEKBEHHPOBAHHBIM C MOMOIIBIO
METOJIOB HOBBIX IIOKOJIEHHH, HO Ui ero cOOpKH
WCIIONIB30BAJICS  OTAJOHHBIM TEHOM  YeJoBeKa, 4TO
MPAaKTHYECKN HCKII0YAIO BBISBIEHHE BCEX YHHUKAJIBHBIX
ocoOeHHOCTEH (B TEpBYIO Ouepelb HWHJACIOB) TeHOMA
HobGenesckoro naypeara. BosBpamasice K TreHOMY
Benrepa, Hy)KHO OTMETHTB, YTO OBUIO OOHAPYKEHO, UTO
«MAaTepUHCKas» 4YacTh €ro reHoMa C Y4eTOM WHJIENIOB
OTJIMYajiach OT «OTHOBCKOW» Ha 0,5%, 4YTO MOBONBHO
MHOro, torjaa kak B 2001 r. pasnuuuns renomon (hopmara
3.0) HepONCTBEHHBIX JIIOJICH CUMTANIOCH, YTO JOCTUTAKOT
tonbko 0,1%. Celidac BBIICHEHO, UYTO T'€HOMBI Pa3HBIX
mozeit MoryT otamyarbest Ha 1 — 3%. Ilockonbky reHom
6.0 KaX/1oro YernoBeka, CTporo roBopsi, COCTOUT U3 IABYX
PA3HBIX 3.0 reHoMoOB, TO pa3iauuusi MEXIy HUMHU
(«BHYTpH» OJIHOTO YEJIOBEKA) MOT'YT OBITh TAK)Ke BECbMa
CYIIECTBEHHBIMH.

Boo6mie o nommmopduzme JJTHK (coBpemenHoro)
4eoBeKa HY)XHO ckazath oco0o. Korma B 2001 r. Obutn
NPOYHUTAHbl TepBbIE JBa KBA3WUTAIUIOWIHBIX T'E€HOMA
(mpuuyeM naneko He TONHOCTBIO), YHCIO BBIIBICHHBIX
SNP' cocTaBmIO BCEro OKOIO MUIUTHOHA H CIIEAYIOIIHM
9TaIoM, TOMHUMO 3aIlOJTHEHHWsS HENpPOYMTAHHBIX Operie,
crano BeisicHeHne mnomumoppuzma JIHK y pasHbix

o MBI ITOJTHOCTBIO COJIMAAPHBI C 9TUM
1 SNP - Single Nucleotide Polymorphism, unraercs kax
«CHHUID» U COOTBETCTBYCT OJHOHYKJICOTUAHBIM 3aMCHAM
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TIOMYJISAIUM, 1U1s dero ObLl 3amynieH npoekt HapMap. B
T€ TOABl  CYMTAJOCh, 4YTO HauboJIee MaccoBbIe
nonuMop(HbBIE OJHOHYKJICOTHIHBIE 3aMEHbl B T'€HOMax
pa3HbIX JIOJIEH BCTPEYAIOTCS B CpElHEM uepe3 KaKIple
500 - 1000 wyxmeorumoB. Celyac KOIUYECTBO
BamuaupoBaHHeix ~SNP  mi1g  reHoma — 4denoBeka
HacuuTkiBaeT 6osbire 100 MHIIMOHOB, HO HACKOJILKO OHO
COOTBETCTBYET PEaJbHOCTH JJIsI BCETO 4YEJIOBEUECTBA —
Oonmpmioll  Bompoc. B kadecTBe  MOATBEPKACHHS
orpomHoro momumopdmsma JIHK denoseka mpusemem
BBIXBAUEHHBIH Hayraj y4acTOK reHoMa, Oiaroiaps Tomy,
41O B 6aze JIAaHHBIX dbSNP
(https://www.ncbi.nlm.nih.gov/snp/) B mouckoByr CTPOKY
HamMu ObII HaoOyM BBEJEH HOMEpP HEKOero CHHUIA
rs765490™, OKa3aBIIerocs TeTpaauIebHBIM u
pacrionokeHHbIM B 3TajoHHOM reHome GRCh38.p13 Ha
xpomocome 1 B momoxenun 112152098 (puc. 1). U3
oToOpakeHHBIX Ha puc. 1 mnpubnusurensHo 100
HYKJICOTH/IOB JTAJOHHOW I10OCIE0BATEIBHOCTH TE€HOMA
YeJoBeKa BHIHO, YTO WHAEIOB PAa3HOW IMPOTSHKEHHOCTH
(class 2, mOACBEYCHHBIE  CHUPEHEBBIM  I[BETOM
NPSIMOYTOJIGHUKH; HE TIIyTaThb C BBIZEICHUEM [[BETOM
camoro cHuma [rS765490) wu chumoB (class 1,
TIO/ICBEUYEHHBIE KPACHBIM LBETOM NPSMOYTOJBHUKH) JUIS
9TOro (parMeHra YK€ H3BECTHO CBBIIIE YETHIpEX
JIECSITKOB M JIMIB Jisi 10 HYKJIEOTHIOB MEXIY CHUIIAMHU
rs1022660831 u rs1398173803 y cekBeHHPOBaHHBIX K
HACTOSIIIEMY BpPEMEHH T€HOMOB pa3HBIX JIOJEH He
OOHapyXKeHO Kakux-1ubo Bapuanmii. Ilpm >ToM Her
HUKAaKMX TapaHTUd, YTO B OYEPEIHBIX IOJHOCTHIO
CEeKBEHHMPOBAHHBIX T'€HOMAaX y JPYTUX JIOJed He OyayT
HaleHsl NoNMMMOp(hHBIE HYKIEOTHIHI MMEHHO B JTOU
30He. Tak, HampuMmep, B XOJie BHIIIOJHEHHS IIPOEKTA
Simons Genome Diversity Project, B Tom wumcie ¢
yyacTHeM Koler W3 Hamero MHctHTyTa  mpH
cexBeHHpoBaHuU 300 reHoMOB U3 142 pa3HBIX NOMYIALUI
ObUIO BBISBIICHO 5,8 MIIH.ILH., paHee He IPE/ICTaBICHHBIX
B atanonHoM renome [Mallick et al., 2016].

MOXXHO CMEJO YTBEpXKIaTh, UYTO YHHKAJIbHBIX
YEJOBEYECKHX T€HOMOB CTOJBKO K€, CKOJBKO JIOJEH Ha
[Tnanere, mpuyeMm, ecliM paHee CUUTAIOCH, 4TO
MOHO3UTOTHBIE OJIM3HELBI HECYT aOCOIIOTHO OJJMHAKOBEIE
FeHOMBI'Z, TO HEJABHO IOKA3aHO, 4TO 3a CUeT
MOCT3UTOTHYECKUX MYTalui HEOOIbIINE OTIHYHS MEXIY
HUMHU Bce ke ecth [Jonsson et al., 2021]. Bosee Toro,
MIOCKOJIbKY B IaHHOM CTaThe 3aTparuBaeTcs TeMa JApeBHEH
JIHK u ee Takxke HEoOXOAMMO CEKBEHHPOBATH (K UeMy
HIDKE TIepelieM), TO C Y4eTOM KOrJa-indo >KUBIIUX
JIO/IEl COBPEMEHHOT0 aHAaTOMHUYECKOr'o THIa oOIee

! nanexo He MOGOMY HOMEpY COOTBETCTBYET CBOM CHHII,
HO B JIAHHOM CJIy4ae MPOCTO MOBE3JI0

12 OraMgaromeecs METHINPOBAHHE [IHTO3HHOBBIX
OCTAaTKOB Y OJHOSMIIEBBIX OJIU3HEIIOB 3/I€Ch BBULY HE
nMeeM

YHCIIO OTJIMYAIOIIMXCSI TeHOMOB (opmata 6.0 mpeBsiaer
100 MunnuapaoB, U OHM Bce YHUKanbHBL. K HUM cienyer
npu0aBuTh eme nopsiaka 100 MUIIMOHOB aHAJIOTWYHBIX
6.0 TeHOMOB HeaHAEPTAJbIEB, KaXIbli M3 KOTOPBIX
Takke aOCONIOTHO YHHMKAJ€H U B 3TOM HE MOXET OBITH
COMHEHMH, HECMOTps Ha TO, YTO CUUTAETCs, 4TO
O6ropa3HooOpa3ue HeaHIepTablleB ObUIO HIDKE. Takum
00pa3oM, INpH CEKBEHUPOBAHHM IIOJHBIX T'€HOMOB, KaK
COBPEMEHHBIX JIIOJIEH, TaKk M apXaudHbIX TOMHHHUH
HEen30eKHO IPUXOMUTCS CTAJIKUBATHCS C UX OTPOMHBIM
pa3HooOpa3ueM, 4YTO C OJHOW CTOPOHBI 00ECHeYHBaET
HYXHBIH JUIS MHOTHX IIeJICH MOTUMOpP(U3M MOJIEKYIT

JHK B nmomkHOM o00BEeMe, a C Jpyroidl — co3aaer
OnpeJieSIeHHbIe TPYAHOCTH TPU NPOBEACHUU PA3IAYHBIX
SKCIIEPUMEHTOB.

HecMmotpst Ha To, uTo BeHnTep B TOH cBoeil cTaThe
[Venter, 2010] aKIIEHTUPOBAI BHUMaHHE Ha
HEOOXOJMMOCTH CEKBEHHPOBAHUS JUIUIOUAHBIX TE€HOMOB,
HO BHAUMO, HE Bce ee umrtamnd. Tak, B 2012 r. BhIIDIa
CTaThsl JIPyrMX amMepukaHckux asTopoB [Roberts et al.,
2012] ¥3 M3BECTHOrO MEIUIIMHCKOrO LIEHTPa, B KOTOPOH
OHU PACCYKIAIH O MPEIUKTUBHON EMKOCTH NEPCOHAIBHBIX
T€HOMOB, HO TP 3TOM HH CJOBOM HE OOMOJIBUJIHCH O
HEOOXOUMOCTH YCTaHOBJIEHUS HYKJICOTUHBIX
rociyiesioBaTeNbHoCTe 000MX ajiesell BceX T'€HOB M O
(hasupoBaHHOW raruIoTUIHOK cOopke. Bonee Toro, B Tpex
KOMMEHTApHUAX K OJTOW cCTaTbe TakXkKe He IOAHUMANCS
BOIPOC O JUIUIONTHOM CTaTyce I€HOMOB, KaK OyATO JIFON
— HE IUIUIOU/IHBIE OPTaHU3MBI.

Benrep, 3akanunBas Ty crateio [Venter, 2010],
3aj1aJIcs BOIIPOCOM — Kakasi Oyzner reHomuka yepes 10 ner
1 TIPEJTIONIOKII, YTO Oyiarofaps yIydIeHHIO TEXHOJIOT Ui
CEeKBEHUPOBAHUS JUI KaXJIOrO YelOoBeKa Yxe Oyayr
CEKBEHHPOBATHCA MHOXKECTBEHHBIE €r0 TI€HOMBI U3
CIIePMATO30M/IO0B,  SHIIEKIETOK, CTBOJOBEIX KIETOK'>.
3aBepIIni CBOIO CTaThio BeHTep cioBamMu, 4TO «T€HOMHAas
peBonondsg  TONbKO — HauuHaercs».  Celyac, 1o
MIPOLIECTBUU C TOrO MOMEHTa OoJiee AecsATKa JIET, MOXKHO
CKa3aTb, 4YTO PEBOJNIOIMSA  MO-TIPEKHEMY  TOJBKO
HA4YMHAETCS, HECMOTPsl HAa 3HAYUTENbHOE IOBBILICHUE
MIPOU3BOJUTEIBHOCTH U TOYHOCTU CEKBEHMPOBAHMs. JTa
PEBOJIONMSA, MOMUMO Pa3BUTHA U COBEPUICHCTBOBAHUS
TEXHOJIOTUM  CEKBEHUPOBAaHMA U NPOrPAMMHOIO
obecrieueHnsi, JODKHa ObUla MNPOM3OWTH B yMax
HCCIIeI0BaTeNeH, HO 3TOr0 B Macce CBOEH HE CIy4HIIOCH,
U TO-TIP&KHEMY MAacCOBO NMPOJODKAIOT CEKBEHUPOBATHCS
KBa3UTAIUIONTHBIE TEHOMBI, IIEHHOCTh KOTOPBIX KpaifHe
HU3Ka, IIOCKOJBbKY VXK€ JaBHO CTajo SCHO Kak B
CTPYKTYPHOM IIJIaHE OPraHU30BaH YEIOBEYECKUI IeHOM,
KaKhe B HEM INPUCYTCTBYIOT IOBTODPSIONIUECS W MPOYUE
AJIEMEHTHI, U MPUHIUIHAIFHO HOBOW WH(OPMAIIUU TaKUe
KBa3WT'aIUIOWHBIE IOCIIEA0BATENFHOCTH (DaKTHUECKH He

HECYT.

13
IIOKa BCEC K€ 10 3TOro ACJI0 HE JOLIIIO
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I[Ipn »>TOM AWIUIOMJHBIE TEHOMBI 4YeJoBeKa
¢opmara 6.0, KOTOpHIX IIOKa COBCEM HEMHOTO,
MIPE/ICTaBISIOT COOOKW HOBOE TIOKOJIEHWE T'€HOMHBIX
JIAaHHBIX, HEOOXOANMBIX JUIst OCYIIECTBIICHHS
MepCOHU(UIIMPOBAHHOW W TPEAUKTUBHOW MEIWIMHBI B
OynymieM, a Takke HECyT BaKHYIO HH(OpMAIMIo Juis
MONYJSMUOHHBIX ~ HWccienoBannii. Ho  HbelHemHHe
TEXHOJIOTUH BBICOKOIPON3BOIUTEIHEHOTO
CEKBEHHPOBAHUs BCE )K€ HE ITO3BOJISIOT CHEIaTh TaKOe
CEKBEHMPOBAHUE PYTHHHBIM, KaK 3TO YK€ MMEET MECTO
JUISt (KBa3M)rarionIHbIX T€HOMOB. Tpedyrorcs
MIPUHIMIIHATEHO HOBBIE TEXHOJIOTHY CEKBEHUPOBAHUS KaK
ornenbHbIX yyacTkoB JIHK Tak U, KOHEUHO iKe,
TIOJIHOCTBIO  TOJIHBIX TEHOMOB. Bce e mnepenoBble
pyOeXH B ITOTHOT€HOMHOM CEKBEHHUPOBAaHHU OYAYILEro
Jla)Ke YK€ HACTOALIEr0 — O9TO CEeKBEHHWPOBAaHHUE
(ha3upoBaHHBIX (MUTUTONHBIX ) TE€HOMOB, 1o-
XPOMOCOMHO, OT TeJIOMepHI A0 TenoMephl. U yxe ectb, 1o
KpaiilHell Mepe, HEKOTOpble (YacTUUHBIE) IPHUMEPHI
MOOOHBIX TEHOMOB JIJISl YEJTOBEKA, HEKOTOPHIX )KUBOTHBIX
OpPraHU3MOB, a TAaKXe IS PAaCTEHHH.

31eck MOXHO eme 3aMeTHTh, YTO [OCie
HEen30eKHOT0 TMOSBJICHUSI B OYAyIleM HOBOH TEXHOJIOTHH
cexsenupoBanust JIHK, mo3Bomstomeii Bectu  Ooree
YBEPEHHYIO cOOpKy (ha3upoBaHHBIX
TIOCJIE/IOBATENILHOCTEH, TPaKTHYeCKH BCE HBIHEIIHHE
KBa3WTaIUIOWHBIE T€HOMBI (TeM Ooliee, eciau OHM ObUIH
coOpaHbl MO  JTAJIOHHOMY  TI€HOMY)  HpHeTCcs
CEKBEHHPOBATh 3aHOBO, IOCKOJIBKY 3TO OyAeT clenaTh
mpolie, YeM  NbITaThCd  BOCCTAHOBUTH W3  HHUX
(CeKBeHHMpPOBAHHBIX paHee) MPABUIILHOE pPaCIpe/eIICHUS
o mapHbeIM XpomocomaMm ¢parmenroB JIHK Ha ocHoBe
HOBBIX JaHHBIX. YTOOBI ObljIa MOHSATHA 3Ta MBICIB, CTOUT
NIPUBECTH TIPUMEp W3 HACTOALIETO, KOrna, Harpumep,
HaMepeBasiCh CEKBEHHWPOBATH IOJHBIA T€HOM TOTO WIIH
WHOTO BHJIa JIOOOrO OpraHmM3Ma, aBTOPHI IIOJOOHOTO
MPOEKTa, 4YTOObI Kak-TO yMEHBUIMTH (00JerdynTh) cebde
pabory, oTHIONb He poroTcs B GenBank na mpeaMer Toro
4TO yike OBLIO CeKBEHMPOBAHO JUIsl 3TOr0 00BekTa™ 110
HHX, @ BMECTO 3TOT0 ILIeJICHANIPABIEHHO ONPEAEISIOT BCIO
TOCJIE/IOBATENIFHOCT, I'€HOMa OT Hayaja [0 KOHIa,
JIOBEpsisi, B TIEPBYIO OYepeb, CBOUM AaHHBIM. K Tomy ke
9TO TPOCTO HEBO3MOXKHO - MCKIIOYATh U3 (YPOHTAIBHOTO
CEKBEHUPOBAHUSI KaKHe-TO YK€ CEeKBEHHPOBAaHHbBIE T'€HEI,
nx ¢parMeHTHl WIM TpouMe y4yacTKu reHoma. Koraa
TIOSIBUTCSl HOBAsl TOJXOJSINAS TEXHOJIOTHS, TO ke Oyaer
MPOUCXOJUTh W TIPH  CEKBEHWPOBAHWUH  TUILIOMIHBIX
TEHOMOB, M TIO3TOMY HBIHEIIHIOIO HH(POPMAIHMIO O
KBa3HUT'aIUIOM/IHBIX reHoMax Josiei MOXHO
paccMarpuBaTh JHMIIb KaK BPEMEHHYIO, MPUTOIHYIO IS
OrpaHMYEHHOr0 Habopa aHaJIU30B.

14
3/1eCh UIMEIOTCS! BBUJY KaKHe-JTM0O0 T'eHbl, Tpouue
¢parmentsr JIHK, cexBeHupoBaHHEBIE paHee

Ceityac HyxHa yxe uHpopmanus o6o Beerr JIHK,
00 0boux ayiersix, (POPMUPYIOIINX TUIDIOUAHBIN reHoM 6.0,
W OTpajHO, 4YTO YCWIMBAeTCs [IBIDKEHHE B 3TOM
HanpasieHud. [Ipu stom eme B 2010 r. qpyrumu aBTOpamu
[Li et al., 2010] ObuTO MPETIOKEHO COCTABJIATh HE OTUH
JTAJIOHHBIA TeHOM, a (OPMHUPOBATH TaK HA3bIBAEMBIil
MTAHT€HOM, KOTOpBIH ObI HeC HH(OpMAIHIO O moTuMophu3Me
JIHK cpa3y MHOrux jtozieii M oH ObUT OBl TOTA COCTaBJIeH
Ha OCHOBe cOOpkM Oe NOVO psma HM3BECTHBIX T'€HOMOB,
TIpUBEIMX K OOHAPYKEHUIO OTCYTCTBYIOIUX B 3TAJIOHHOM
TeHOMe IociezioBaTenbHocTel. Tonmbko cryctst roxs! B 2019
r. ObUT co37aH CIenuaibHBll  KoHcopimyM —Human
Pangenome Reference Consortium, HaneneHHbId —Ha
COCTaBJICHWE  YJOBJIETBOPSIOIIETO MHOTMM  YCIJIOBHSIM
MaHreHoma 4YenoBeka. [l TOATBEp)KAEHWS HWIYILEro
mporpecca B 3TOH 00JacTH MOXXHO TPHBECTH HeEJaBHUE
0030pHBIe cTaThK MO TaHreHomam smoneit [Miga, Wang,
2021; Wang et al, 2022], B KOTOpBIX OTMeYaercs
HEOOXOIMMOCTh ~ 3aMEHbl  HBIHEIIHEr0  JTAJIOHHOTIO
(xBasuramtongHoro) reaoma GRCh38, cocraBienHoro He
HA ocHoBe, a U3 ¢parmenToB reHOMOB Ooiee uyem 20
yenoBek ¢ 70% Mpe/CcTaBIeHHOCTHIO0 OJHOIO YEJIOBEKa, UTO
MIAHTEHOMOM CUHTAThCS, KOHEYHO XK€, He MOoXeT. Taroke
Hapsyly C HEOOXOIMUMOCTBIO CO3/J@aHHSl IaHI€HOMOB Ha
OCHOBE OOJIBIIIOrO KONMYECTBA MHIMBU Y IbHBIX TEHOMOB B
9TUX 0030pax MOMYEPKUBACTCS BAKHOCTH YCTAHOBJICHUS
JMIUIONIHBIX (Da3upOBaHHBIX TeHOMOB B (opmate T2T n
00s3aTenbHOCT HMX cOOpok de NOVO, MO3BOJISIONLYO
BBUIBISITH  YHUKAIIBHOCTh OT/ENBHBIX T€HOMOB KaXKIIOTO.
XOTsl ¢ y4eroM YIOMHHABIIErOCsS BbIIIC MOTUMOpP(U3MA
JIHK BCEX JKUBIIIHX u JKUBYIIUX JTIofeH,
MPOWJLTIOCTPUPOBAHHOTO  HAa  pUC. 1,  cocTaBieHHe
TIOJTHOCTBIO YHHMBEPCAJIBHOTO ITAHTEHOMa BCE JKE€ BPSJ JIH
BO3MOJKHO.

Hcxonst w3 ucmonb3yeMbIX HBIHE HamOoee
MaccoBO TEXHOJIOTHH IMOJHOTEHOMHOI'O CEKBEHHPOBAHHMS
TIOJTHBIE T€HOMBI JFOJIEH, MPOYHUTAHHBIC B
KBa3WT'aIUIOWJHOM Bapuante Wi 3.0 MOXHO Takxke
CUHTATh  WMHAUBHAYaNIbHBIM  [MaHTCHOMOM  Ka)JOro
YeJI0BeKa, HO IEHHOCTh TAKOBBIX BECbMa COMHHUTENbHA.

«IToJHBIE» TEHOMBI TPEBHUX TOMUHUH

INosenenue merona I[P, nanpHelimee pa3sutue
TEXHOJIOTUA CEKBEHHPOBaHHS U OHOMH(OPMATHUECKOH
00pabOTKN JTaHHBIX MO3BOJIMIIM CEKBEHHPOBATH T'E€HOMBI
HE TOJNBKO HBIHE JKMBYIIMX JIIOAEH, HO W JPEBHUX
OpPraHM3MOB, BKJIIOYAas TOMHHHUH, HACUMTHIBAIOLINX
MHOTHME JIeCATKH W COTHM Thicad Jier. OpHako
coxpanHocTh Mojiekya JIHK B Takux oOpasmax pesko
OTJIMYaeTcss OT COBPEMEHHOM M CHJIBHO 3aBHCHT OT
OKpyXarolleld  cpeapl, TI/e HaxXOAWINCH  JIpEBHHE
apredakThl, a Takke OoT ux Bodpacta [Dabney et al.,
2013]. B mpeBHux xoctHbix octankax JJHK momsepikeHa
paspylIeHHI0 33  CYeT XHMHYECKHX  HW3MEHEHHUH,
OCHOBHBIMHM W3 KOTOPBIX CJEIyeT CYMTATh THAPOIHU3 U
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okucieHne. Tak, THIPOIU3 TPUBOTUT B OONBIIMHCTBE
ciayJaeB K JIe3aMUHUPOBAHUIO IIUTO3UHOB,
anypyuHU3allMY, peXe K anupuMuauHu3anuu. OKuciIeHue
HaumOoJiee 4YAcTO TMpeBpamaer TyaHWH B €ro 8-
TUIPOOKCUTIPOU3BOJTHOE. Jast 0TOOpaKeHUS
MIPOUCXOJSIIUX TPOLIECCOB MOKHO NMPUBECTH KOPOTKYIO
«IOCIIeIOBAaTEeILHOCTEY B Buie oxHou mernu JIHK wus
YETBIPEX PAa3HbIX Aa30THUCTHIX OCHOBAaHUU C YKa3aHUEM
MECT XUMHYECKOr0 BO3JICUCTBHS Ha HUX (pHC. 2).

NH2 rMaponus
N
N A <= OKHCNEHWE
0 - N <= anypuHU3aLNs
1
- B NH2
O=p—0 3 prr 2

NH

NH;

Puc. 2. TlorennmansHble MecTa paspymenus nenu JHK n
OCHOBHBIE XUMHUYECKUE MOTUPUKAIIA PA3TAIHBIX
a30TUCTBIX OCHOBAHUIMA
Fig. 2. Potential sites of decomposition of the DNA chain
and the main chemical modifications of
various nitrogenous bases

[Ipobmema  mocTMopTanbHONH — MoAM(UKAINT
LIUTO3MHOB (B OTCYTCTBMU (DepMEHTATHBHOW pernaparym)
obopauuBaercst eme M TEeM, 4YTO HEKOTOpas 4YacTb
OOBIYHBIX IIMTO3MHOB IIPEBpAllaeTcs B Yypaunwibl, a
METWINPOBAaHHBIE IINTO3VMHBI — B TUMUHBL. B pesyibraTe
o0a O9THX a30THCTBIX OCHOBaHHMA (IUTO3MH U €ro
MIPOM3BOJIHOE METWJINMTO3WH) npu mnposenenuu I[ILIP c
npesHeit  JIHK  mpuBomsT Kk MOSABIGHHIO  HA
KOMIUIEMEHTapHOH WeNn «HENpaBWIBHBIX» aJICHUHOB
BMECTO «IPAaBMWJIbHBIX» T'YaHWHOB (10 OTHOLIEHHWIO K
WCXOJIHOW TOCIIE/IOBATEIFHOCTH B JKMBIIEM OpPTaHHU3Me).
OnHaKO eClY HCIOJb30BaTh IIHKO3WIA3HYI0 00paboIKy,
TO ypauui, KaKk HECBONWCTBEHHOE a30THCTOE OCHOBAHUE
s JJHK, Oymer ynmamen, a TtumuH (OBIBIIMIA
METWJILUTO3MH) OCTAHETCS HETPOHYTHIM M BOBJICYEHHBIM
B ammiubuKaimo in Vitro u B mocrnenywoiiee
CEeKBEHHPOBAHMUE, YTO TaKXKE COCTABISAET OTAEIbHYIO

po0JieMy M3-3a2 BO3MOXKHBIX OHIMOOK ITPU YCTaHOBJIEHHH
HCXOIHOU HYKJICOTUAHOU T10C/IE/I0BATEILHOCTH.
Cunraercs, 4TO IO KpasM COXPaHMBLIMXCS APEBHUX
mornekyn JIHK nesamuHMpoBaHHME IPOMCXOIUT Yalle
BBHY X BO3MOXXHOI'O OJTHOIIETIOYEYHOT0 COCTOSTHHS, UTO
JlaXKe CITY)KHT HEKOeH rapaHThel peBHOCTH o0paslia npu
cekBenupoBanun [Briggs et al., 2007]. He menee BaxHO
T0, uto (ochommdrdupHas Nenp HEW30EHKHO PBETCS U
pasmep coxpansromuxcss  ¢parmentoB  JIHK  pesko
yYMeHbIIaeTcs, 00bIYHO He mpeBbimast i ApeBHeil JJTHK
200 m.H. C MakCHMyMOM HpEICTaBJIEHHBIX OOPBIBKOB,
npuxomsimumMest Ha 30 — 50 m.H., 4TO KpaiiHe Maio Juis

MOJNHOILIEHHOW ~ cOopku  reHomoB de novo. Xors
OTHOCHTEIIEHO HEJIaBHO c00011IeHO o
CieUaTU3UPOBAHHOM porpamMmme PyDamage,

paccunTaHHON Ha COOpKY KOHTHIOB Ha OCHOBE JIPEBHEH
JHK xak pa3 B ¢opmare de novo [Borry et al., 2021].
Opnnaxo napesusisi JJHK yenoBexa oObrdHO coOupaercs B
KOHTHTH U B «IIOJHBII» T€HOM IPEHMYIIECTBCHHO MTyTEM
HAJIOXKEHUST KOPOTKHX CCKBCHHPOBAHHBIX YYaCTKOB Ha
STAJIOHHYIO ITOCJIE0BATENbHOCTh T€HOMa COBPEMEHHOTO
YeJoBeKa, YTO KaK YK€ T'OBOPHJIOCH BBIIIE, MCKIIOYAET
BO3MOXXHOCTb YCTaHOBJICHHUS WHIUBHYATBHOCTU
Kaxoro obpasna, a B cilydae C JPEBHUMH 00pa3laMu
MOXXET BOOOIIE TPUBOMUTH K TMOTEPE KaKUX-JTHOO
Y4acTKOB TeHoMa. M YK HH O KakOM IIOJHOM
nqurutonHoM reHoMme 6.0 ¢ dasupoBaHHON COOpPKOM st
JIPEBHUX OOpAa3IOB BECTH Pedb HeNb3s. Takum o0pa3zom,
TaIJIOTHUITHOE CPAaBHCHUE JPEBHETO T'€HOMAa C IMPOYHMU
FCHOMaMH, KaK C TaKUMH K€ JPCBHUMH, TaK U
COBPEMCHHBIMU TOJHOICHHO MPOU3BOMUTLCS HE MOXKET,
YTO CEpbe3HO OrpaHWYMBaeT IOJydeHHe Hauboree
JIOCTOBEPHOMN HMH(OPMAITUH.

B ozxnoii u3 pador [Barlow et al., 2020] onucana
nporpamma Consensify, nos3Bonstomias BecTd COOPKY
JIPEBHETO reHoMa Ha OCHOBE STaJIOHHOH
TIOCJIE/IOBATENILHOCTH, HO MO YTBEP)KAEHHIO aBTOPOB C
YMEHBIIICHHBIM YHCJIOM OIIUOOK, OJHAKO UTHOPHUPYS MpU
3TOM (o nx cIIoBaMm) TeTEePO3UT OTHEIC
TIOCJIEIOBATENIFHOCTH M CO37aBasi  IICEBJIOTAIUIONIHBIN
TCHOM, KOTJIa W3 TMPOYTCHUN C HHU3KUM WIA CPEIHUM
TOKPBITHEM  BbIOMpaercss  Oornblliee  YHCIO  pas
MPOYUTAHHBINA TOT WIX WHOW HyKieotund. [lpuyem camu
aBTOPBI OTMEYAIOT, YTO TAKOW MOIXOJ, OMPOOOBaHHBIN
nmMu Ha JapeBHe JIHK melcTOLIEHOBBIX MelEepHBIX
MeIBE/ICH, TPUBOJIUT K OIMUOKAaM, CIIOCOOHBIM HCKAa3WTh
MOMYJISIITUOHHBI U (prutoreHeTHUeckuil  aHanm3. YTo
Kacaercs HCIOJIb3yeMOro STHMU aBTOPaMH TepMHHA

15 OI[HaKO JAC3aMHUHHUPOBAHUEC TUTO3UHOB U
MCTHUJIHUTO3UMHOB U UX MPECBPAICHHSA B PA3HLIC a30TUCTHIC
OCHOBAHUS — ypallWibl © THUMHUHBI COOTBETCTBECHHO
MPUBOIAT K TOMY, UTO IMOABJIACTCA BO3MOKHOCTD
HCCIIeIOBaHUS SIIMTeHOMOB JipeBHuX romunuH [Orlando
et al., 2015; Zhur et al., 2021].
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«TICEBJIOTAIUIONIHBIA T€HOM», TO HY)XHO 3aMETHTh, 4TO
OH CpOJHH «HAIIEMY» KBa3WUTAIUIOUTHOMY TEHOMY,
OJHAaKO OSTH JIB€ TNPUCTAaBKM HECYT  HECKOJIBKO
OTIMYaloMmuiics cMbIci. Tak, TOX «KBa3W» IMOHUMAETCS
Hekoe Tmojxo0ue, Torma Kak  «ICEBAO»  OOBIYHO
MoApasyMeBaeT HEYTO JIOKHOE, 4YTO, BIIPOYEM, TaKXKe
HeJaJIeKo OT HMCTHHBI B CiIydae COOpaHHBIX ITOJOOHBIM
00pa3oM TraruIOUAHBIX (APEBHUX) FEHOMOB.

Taxke cepbe3HEHIIyI0 TpOOJIEMY IIpU aHAIIN3e
npeHell JIHK cocraBnger 3arps3HeHHe HCCIETyEeMBIX
obpasmoB coBpemenHoii JIHK uemoBeka, koTopas u3-3a
TIOCTOSIHHO CITYIIMBAIOIIUXCS YaCTHYEK KOXKU TaK WIH
WHa4Ye KOHTAKTUPYIOUNIETO C YeM YroJHO IIepcoHaja
MOTEHIIMAJIbBHO MOXKET IPHCYTCTBOBATH BE3JlE, BKIIOYAS
UCIIONIb3yeMbIE PEareHThl, 4YeMy MbI HEOJHOKPAaTHO
yoemsd 3HauMTedbHOe BHUMaHue [YUemepuc u ap.
(Chemeris et al), 2012; TapadyrauHoB u np.
(Garafutdinov et al.), 2014; Yemepuc u mp. (Chemeris et
al.), 2022]. Ha Hen36exHO MPHUCYTCTBYIONIYIO B APEBHHUX
o0pasiax B OYCHb OOTBIIHX KOJIMYECTBAX
OakrepuanpHyro JJHK Bce ke MO3BOJNHTENBEHO «3aKPHITh
ry1a3a», IOCKOJIbKY OHa MOXKET OBITh OTpPHHYTa IpH
cOOpKe KOHTHI'OB Ha OCHOBE Pa3jIMuuil B HYKJICOTHIHBIX

MOCICIOBATENBHOCTAX.  [Ipu  3TOM  TpUMEHSETCS
oOoramieHue pasHBIMH CHOCOOAMH  CEKBEHHPYEMBIX
obpasmor  apeuert  JIHK  demoBeka,  BKiIrouas

cnenmanbabie THOpuaM3amonasie PHK-nipoOsr [Soares,
2019], HO B 3THX ciIydasx HEOOXOAMMO YYHTHIBATH, YTO
n3-32 YHOMSHYTOTO BBIIIE OIPOMHOrO MOJUMOp(hHU3Ma
JHK cymecTtByeT BepOSITHOCTb, YTO KaKHE-TO YYaCTKH
HCCIIEYEMbIX T€HOMOB M3 MEPBUYHOIO 3KCTPAKTa MOTYT
ObITh TPOCTO HEBHIXBAYEHHBIMH TMOJOOHBIMH 30HIAMHU
BBUJly IOJIHOIO OTCYTCTBHS TOMOJIOTUU WM CIUIIKOM
HHU3KOT'O €€ YpOBHsI, TeM OoJiee, IPHHUMasi BO BHUMaHHE,
uyto apesHaAs JIHK, kax mpaBuio, mpencraBieHa BecbMa
KOPOTKMMH OOJIOMKaMmH, Ja eme H MOXeT OBITh
MOIU(UIMPOBaHa, YTO TPHUBOJUT K YaCTUYHOMY
HM3MEHEHUIO HYKJICOTHAHBIX MOCIE10BaTEIbHOCTEN.

Jnst  cexBenmpoBanus gapesHed JHK wu B
gactHocTH [IHK uenoBeka mpemiokeHo HeMaio Clioco00B
HCKIIFOUEHUS 3arpsI3HEHUs COBpEMEHHON JHK
aHanmusupyeMmbix mnpemapatoB [Rohland et al.,, 2014,
Korlevic et al., 2015; Korelevic, Meyer, 2019; Farrer et
al., 2021], KONMUYECTBEHHOTrO OMpEAEIEHHS TaKOro
sarpsHenus [Renaud et al., 2019]. Oanako koH)Y3bI Bce
paBHO ciyuarorcs, U BMecto apeHeit JJHK (nHanpumep,
HeaH/IepTaJIbIIeB) WHOTAA CEKBEHHPYIOTCS COBpPEMEHHBIE
3arpsi3HEHUs, Ha 4TO ObUIO OOpalieHO BHUMaHHe B OHOW
u3 pabor [Wall, Kim, 2007]. IIpu atom ompeneneHHYO
IIOMOIIb B JOCTOBEPHOCTH CEKBEHHPOBAHUS JpEBHEH
JHK  BBINONHSIOT ~ KOMIBIOTEPHBIE  IPOTrPaMMBI,
MO3BOJIAIOIINE OTceNekTupoBaTh JjpeBHiol0 JIHK ot
coBpemenHo# [Renaud et al., 2015; 2017; Peyregne, Peter,
2020; Huang, Ringbauer, 2022]. Oana u3 upobiem
cexBeHupoBanus apesHer JHK 3akmtouaercs Taxxke kak

MPaBUJIO, B MAJIOM TOKPBITHA T€HOMOB BBHUJY HEXBATKU
MIPUTOTHOTO MaTepHaia Juis aHallu3a, YTO HE IMO3BOJISET
JIOCTOBEPHO BOCCTaHABJIMBATh HUCTUHHBIE
TIOCJIE/IOBATEIEHOCTH A30THCTBIX OCHOBaHHH B
HCCIIeyeMbIX 00pa3lax, XOTsl €CTb IPUMEPHI JTOBOJBHO
BBICOKOTO TIOKDPBITHS, O KOTOPHIX OyAeT HWATH pedb
JlaIbIIe.

[Mponomxkaromniuecss Ha NPOTSDKECHUM MHOTHX JIET
pa3paboTKu CIIOCOOOB MOJTHOT€HOMHOI'O CEKBEHUPOBAHUS
¢ momonipl0 MetonoB HOBhIX mokonenuin (NGS — Next
Generation Sequencing) Bcerma mpeciaeqoBaNd  IENb
MOBBIIICHUS MPOU3BOAUTENBFHOCTH MpoLiecca, He 3a0bIBasi,
BIIPOYEM, 00 €ro TOYHOCTH. Tak, ecau paHbIIe I TOro,
YTOOB!I CEKBEHHPOBAaTh I'€HOM 4YelIOBEKa INOTpe0OoBaiIoch
Heckonmbko JieT u 300 mapamiensHO  paboTaroIMX
cekseHatopoB [Venter, 2010], To Temepp i 3TOro
(momy4eHuss HEOOXOMUMOro 00beMa MEPBUYHBIX CHIPBIX
JIAHHBIX C BBICOKHUM IOKPBITHEM) JOCTATOYHO PabOThI
OJIHOTO MOIIHOTO TNpubopa B TEYCHHE HECKOJIBKUX
qacoB®, 4TO MPUOIHM3UTETEHO COOTBETCTBYET YCKOPEHHIO
mpolecca B MWUIMOH pa3. [Ipy 3TOM CTOMMOCTB
CEKBCHHMPOBAHUsSI TEHOMa YEJIOBEKAa TaKXKe CHU3WIIAChH
okpyriieHHo co 100 MJH. OJUTapoB 10 MEHEEe YeM OJTHOM
TBICSIYU, YTO COOTBETCTBYET MOYTU TEM Ke 6 MOopsiaKam
pasuuiipl. [IpUueM HET COMHEHHH, YTO OHA MPOIOKUT
cCHIWXaThesa B OyaymieM. Kak u Bpemsl, 3aTpaunBaeMoe Ha
CEeKBCHMPOBAHHWE T'€HOMa, pPAaBHOIO 10  pa3Mepy
yenoBedueckoMy, Ho He g apeBHeit JJHK, Ha uem Huxke
CIICIMANTBHO aKIIEHTUPYEM BHHMAaHUE.

Ouens Tpy6o Metoapl NGS MOKHO pa3ienuTh Ha
JIBE TPYIIIBI — MaccOBOE IMapajjie]IbHOEe CEKBEHUPOBAHUE
U MOHOMOJEKYISPHOE  CEKBEHHPOBaHHE,  KpPATKO
paccMOTpeHHbIe HaMU HenaBHO' [3y6oB u jp. (Zubov et
al.), 2021]. B wHacrosiiee BpeMs CO3Jajiach CHUTYyallus,
Korja o0a 3THX TMOAXO/Aa JIOMOJHSAIOT JPYr JIpyra IMpu
CCKBCHHPOBAHMH  MOJHBIX T'€HOMOB  COBPEMEHHBIX
00pa3IoB 3a cyer Ooiee TUHHBIX, HO MEHEE TOUYHBIX
MPOYTEHHIA c MTOMOIIBIO MOHOMOJIEKYJISIPHOTO
CEKBEHUPOBAHUS M BBICOKOTOUHBIX KOPOTKUX MPOYTEHHIA
METOJJaMH MacCOBOT'O TapajlIeIbHOIO CEKBEHUPOBAHUSI.
Ilpu sTOM BpeMms, 3aTpayMBacMoe Ha CEKBCHHPOBAHHUE
TIOJIHOI'O T€HOMa YeJIOBEKAa, XOPOIIO OBl CHM)KATh elle
nmanpme (0e3 TOTepw  pa3pelieHus, KOHEYHO IKe),
MOCKOJIbKY  KUBYIIMX  JIIOJ€Hd, TE€HOMBI  KOTOPBIX
(murmtonaHele wim uHave gopmata 6.0) HyxHO OyJer mo
pa3HbIM NPHUYHMHAM CEKBEHHPOBATh, IO KpalHeill Mepe,
MHOTHE MHJUIHOHBI WIIH JaXe UX COTHU. M 3TO Hekui
Ou3Hec pdaxe, 3acTaBJSIIONIMH pa3padaThiBaTh HOBBIE

18 1oMEMO IPOGOMOArOTOBKH, KOTOPAsk HE MEHEe
cIIoXkHasl Obljla He0OX0IMMa 1 paHblIIe

7 Panee HaMy HamcaHa MOHOrpad¥s, B KOTOPOIl O4EHb
JIETaJIbHO PACCMOTPEHBI KIACCHYECKUE METO/IbI
cexBenupoBanus JJHK, B Tom uucne no merony Canrepa
[Uemepuc u ap. (Chemeris et al.), 1999].
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mepeioBeie  TexHoioruu yxke Next Next*® moxonenmui.
CoBceM MHasl cUTyanus ¢ JPEBHUMH 00pa3iaMu (IpruyeM
HE TOJBKO TOMHUHHI), pabOTBl € KOTOPBIMH HOCST
(aKTHYeCKH ecnM He eIUHWYHBIH (IITY4YHBIH), TO B
moOOM cilydae KysJa MeHee MacIuTaOHbBIA xapakTep, U
MOATOMY HET HYXKIbl CEKBEHHPOBATh HX 3a OUYECHb

KOpPOTKO€ BpeMSL. JpeBHue TE€HOMBI JIy4iie
CEKBEHUPOBATH JIOJIbIIIE, HO Jydie (TouHee). C MOMOIIIBI0
HMEHHO MOHOMOJIEKYJISIPHOT'O CEKBEHHUPOBaHMUSI,

WCKITIOYAIOIIEr0 JIIOOYI0 aMIUIM(HUKALIUI0 HYKIEHHOBBIX
KHCJIOT U TOTEHIUAJIBbHOE HAKOIUIEHHE, B TOM YHCIIE B
XOJI€ 3TOr0 MpoIiecca HeXxeNaTeNnbHbIX omrOoK. [Ipu aTom
HBIHEIHUE METOJIBI MOHOMOJEKYJIIPHOT O
CEKBEHUPOBAHUS MaJIO0 TOIXOIAT JUIs JPEBHUX 00pasloB
XOTs OBbI yXKe MOTOMY, YTO OHHM PacCUMTaHbI HA JUIMHHEIE
npouteHus, a monekyn JHK Takoll nnuHBEI B JpeBHHX
obpasuax mompocty Her. CremoBarenbHO, HYXHO
pa3pabaThIBaTh HOBBIE TEXHOJOTHM MOHOMOJIEKYJISIPHOTO
cexermposanus (akrimaeckn 3N mm N® (Next Next
Next) mokoneHus, OCHOBaHHbIE Ha abOCOMIOTHO HWHBIX
MPUHIMIAX TOMy4eHUs] HH(POPMAIUH, IYCTh He OBICTpHIE,
HO KOTOpble 0e3 Kakoro-nmubo jsTama aMIUTM(pHUKALIN
u/wna  (HEpPMEHTATUBHOTO KOMHPOBAHUS OBUTH  OBI
CIOCOOHBI CEKBEHHPOBATh KOPOTKHE OOPBIBKM MOJEKYII
JHK, mnpuuem ¢ BBICOKOH TOYHOCTBIO OJHO3HAYHO
OTpeieNasd B HUX BCE HYKJIEOTUABI KaK OHU €CTh, BKJIIOUas
ypaumibl, Mpoyre MOTU(PHUKAIMHA a30TUCTHIX OCHOBAHHH,
a taxke Mecta B neru JJHK Ge3 OHBIX, YTO MO3BOIUT C
OorbIeit JIOCTOBEPHOCTBIO BOCCTAaHABJINBATh
M3HAuYaJbHYI0 TocienoBaTenbHOCTh  ApeBHer  JTHK.
Hecmotps Ha TO, 4TO B 3TOM Cllydae KOMMEPLUH B IIJIaHE
OIJIaThl CEKBEHMPOBAHUS TE€HOMOB HX XO35€BaMH HeE
Oyner, TOCKOJNbKY T€ JaBHO IOYWIIM, TEM HE MEHee,
BaYKHOCTb ISl HAYYHBIX HCCIEIOBAHUN B MAJIEOr€HOMUKE
u MaJI€0aHTPONOIOT NI Takoro(ux) MeTona(oB)
cekpenupoBanust JIHK  ana  japeBHUX  reHOMOB
HEOCIIoOprMa ¥, MOXXHO HaJesThCs, YTO OH(M) paHO WIH
MO37JHO TOSBHU(s)Tcs. 31Mech OyAEeT YMECTHO BCIIOMHHTH
3HAaMEHUTBIA JIoKIan apyroro HobGeneBckoro naypeata
P.®etinmana [Feynman, 1960], B KoTopoM OH 3arjisiHyN B
TEXHOJIOTHUECKOe Oynayliee 4YeloBeuecTBa W 00paTui
BHUMAaHHE B TOM YHCJIE Ha OUOJIOTHIO, TPEAIIONI0KHB, YTO
«... BBl Oynere BUIETh MOPSIOK [a30TUCTHIX| OCHOBAaHUM
B uenu ..», uMmes B Buay monekyny JHK. Tlpu stom
@eliHMaH OTMETWJI, YTO HEOOXOAWMO 3HAYUTEIHHO
MOBBICUTh Pa3pelIeHue MHKPOCKOIOB, KOTOPBIE B TO
BpeMs OCTaBaJUCh, IO €ro MHEHMIO, JIOCTaTOYHO
«rpy0s». ITo-BHAMMOMY, OH MMEN B BUAY AJIEKTPOHHYIO
MHUKPOCKOIIHIO, C TIOMOUIbI0 KOTOPOH MO3KE MBITAINUCH
cexkBenupoBatk monekynsl JJHK [Bell et al., 2012], HO
HEIUIOXMM MOTEHIMAJIOM O0JIaflaeT ¥ CKaHUpYoIas

18 o o

C HyYMEpalueu MmOKOJICHNU METON0B CEKBECHUPOBAHU A
JAcia o0cTosIT HEIPOCTO, HO HE 6yz[eM 31€Ch 3a0CTPATH Ha
OTOM BHHUMAHHUCE.

TyHHeAbHas Mukpockomnus [Tanaka, Kawai, 2010],
[IPUMEHSBIIASACS JJISL OTOM IEIU TAKKE OTEYECTBEHHBIMU
aBropamu [Yamieirua u ap. (Chaplygin et al.), 2015].
Xors HE0OXOAMMO IPH3HATH, YTO IOAOOHEIE IOAXOIBI
HYXXHO OCHOBATEJIBHO YJIY4IIATh.

OnsiTh 0 BO3MOKHOM CKPEIBAHUHI
HeaHJAepTAIblieB 1 KPOMAHbOHIIEB

Pa300paBUIMCh ¢ TIOMHBIMH TeHOMaMH (KaKUMH
OHM OBIBAIOT), MOXHO BEPHYTbCS K BOMPOCY O
BO3MO)KHOM CKpEIINBaHUU HeaH/IepTaJIbLEB c
KPOMaHBOHIIAMH, HCHOJB3YSl JAHHBIE ITOJHOI€HOMHOTO
cekBeHUpOBaHUWs. [Ipu 3ToM cpa3y 3amMeTuM, 4YTO, He
CTaBs II0J] COMHEHHsS HUKaKWe JaHHBIE, MBI, TEM He
MeHee, He OyZeM NPHUHUMATh BO BHUMaHHE PE3YJIbTAThI
TapreTHOr0 CEKBEHHPOBAaHMS OSK30MOB JHOO TI'€HOMOB
JIPEBHUX TOMHHUH WJIN HMX IIOJHbIE T€HOMBI C HU3KUM
TIOKPBITHEM, a OyIeM OMHPaThCsl TONBKO HA IOJHOCTHIO
CEKBEHUPOBAHHBIE T€HOMBI JIPEBHUX JIIOJIEH C BBICOKHM
nokpbiTHeM. ™ TIOCKONMBKY BBIIIE MBI OOEIIAIH BEPHYTHCS
K BOIIPOCY TMOKPBITHSI TEHOMOB IIPH MX CEKBEHHPOBAHHH,
TO JIeNlaeM 3TO ceifuac, NMpuBJeKasl JaHHbIE U3 CTAaTbH, B
KOTOPOH  OMNKCBIBAETCS ITOJMHBIA T'€HOM  MY)KYHMHBI
COBPEMEHHOI'0 aHATOMHYECKOr'0 THIIA, OCTAHKH KOTOPOTO
BO3pacToM OKojio 45 ThICSY JieT HaljeHbl Ha Oepery
Wpteimia B 3amaguoit Cubupu [Fu et al., 2014]. Ora
pabora mpuMmeyarenbHa TEM, YTO NPU CEKBEHUPOBAHUH
ynanocek s ayrocomHor JJHK moctwus BeICOKOrO 42-X
KpatHOro mokpeitus. IIpm atom st momoBeix X- Y-
XPOMOCOM TIOKPHITHE OKa3aJI0Ch JIMIIb MPHOIN3UTENBEHO
22-X KpaTHBIM. Bce mpaBHIbHO?, €Ci HCXOIHTH U3 TOTO,

19 Ene pa3 cTOMT HAIOMHHTB, YTO pa3Mep MONHOTO
reHoMa YelloBeKa He 3 MIJIIHap/a rmap HyKJICOTHIOB KaK
MIPUHATO ONTMOOYHO CUUTATH, @ 6 MIJUTAAPJIOB, TEM
Goree, 4TO OOBIYHO JUIsI CEKBEHHUPOBAHUS OEPYTCSl TKAaHH C
JIBOMHBIM HA0OpPOM XPOMOCOM, a YTO KacaeTcst IPEBHUX
00pas3IoB, TO Ul HUX JAPYrUX U OBITH HE MOXET, U
MTOSTOMY MTPUBOJAUMBIC B TIOAABIISIONIEM OOJNBITHHCTBE
aBTOpPaMU BEJIMYUHEI IOKPHITHS TCHOMOB TIPU
CEKBECHUPOBAHUU (BIIPOYEM, HE TOIBKO APEBHUX
OpPraHU3MOB) HY>KHO JIJIUTH TOIIOJIAM.

20 Ha camoM Jiesie B 9TOii CTaThe HEe BCE MpaBUIBLHO,
MTOCKOJIBKY B Hell MpuBeieHa HH()OpMAIHS, YTO
CEKBEHHPOBAHBI 1,86 MIIP/.I1.H., IPUHAIJIEKAIIUX
ayrocomaw (T.e. 44 ayrocomMam), a MOCKOJIBKY OO
pasmep 45-oit u 46-0it X- u Y-XpOMOCOM COCTABIISCT B
cymme uyth 6omnee 200 muH.ILH. (154 1 57 MIH.ILH.
COOTBETCTBEHHO), TO BOSHUKAET 3aKOHHBIN BOIIPOC —
KyJia MoJIeBajics elle OJUH MIIPJL.ILH., KOTOpOro He
XBaTaer A0 3 MIIPJI.IL.H. TAIUIOWIHOTO TeHOMa YernoBeKa’?
KoHeuHO, BO3MOXKHO 3TO TPUBHAIBHAS ONEYaTKa, HO, K
cOXKaJIeHHIO, B JabHeleM ucnpasnenus (Erratum) me
TIOCJIE/IOBAJIO, M ATO MOXET BBOAUTH YHTATEINICH B
3a0TyKICHUE.
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YTO MU OBIJIO CEKBEHHMpPOBaHHI He 44 XpOMOCOMBI, a 22
nmapsl ayrocoM. BoT u yBenuumiock Ais HUX HMOKPBITHE
JIBYKpaTHO, MOCKOJIBKY IO MOJTYYEHHBIM JaHHBIM BeJach
cOopka WMeHHO 22 TmapHBIX XpomocoMm, a He 44
CaMOCTOSTENIBHBIX. dakTHueckn ~ WHAWBUIYaJbHBINA
MIAHTEHOM TOT'O JIPEBHETO YesoBEKa ObUI MMHU ITOCTPOEH.
IlosToMy c mOKpbITHEM HE BCE TaK IPOCTO U TpHU
HBIHEIIHEM KBA3WUTAIUIOWIHOM CEKBEHHUPOBAHHWHU JIIOOBIX
TEHOMOB €ro TpeOyercsl JeUTh Ha JBa, €CIH IIPO HEro
(TOKpBITHE) B KOHKPETHBIX CTaThsIX CIIENHAIBGHO He
OrOBApUBANOCh, 4YTO OHO JJIsI TeHOMa 4eloBeKa
MepecuYuTaHo Ha 6 MIIPJL.ILH.

B Hacrosimiee Bpems s apyroro Buaa(oB)
JIPEBHETO 4yeioBeKa H3BECTHBI HYKJIEOTUHbIE
TIOCJIE/IOBATENIFHOCTH JIMIIb YETBIPEX MOJOOHBIX T€HOMOB
C BBICOKMM  TOKPBITHEM, W3 KOTOPBIX TpH -
neanzgepransckux [Prufer et al., 2014; 2017; Mafessoni et
al., 2020] u oqun — nenucorckuit [Meyer et al., 2012]. Ho
W U1l HUX, HeCMOTps Ha npuOim3utensHo 30-TH KpaTHOE
NmokpbITHe (IO yBEpEHHsM  aBTOpOB, HO  He
KOHKPETHU3UPOBABIINX, YTO OHO HA AUIUIOMIHBINA TE€HOM,
MO3TOMY HYKHO cyMTath ero 15-Tu  KpaTHbBIM),
COXpaHSIOTCS BCE T€ JK€ NPOOJEMBl, THITUYHBIE JUIS
cekBeHUpoBaHus M000i apesHeld JIHK B BHge KopoTkux
MIPOYTEHUH, BBICOKOT'O YpOBHS MouduKanui
HYKJICOTU/IHBIX TOCJIE€A0BATEILHOCTEH, B IEPBYIO OUEpEb
JI€3aMUHUPOBAHUSl LIUTO3MHOB, HU3KOIO COJAEpPXKAHUSA
sunorensoi JIHK u npucyTcTBust B OOIBIIOM KOINYECTBE
JIHK  OaxrepmanbpHOW, a Takke IOTEHIUAIBHOE
sarpssnenue  JJHK  coBpemenHoro  uyenoBeka. B
YaCTHOCTH, IPU CEKBEHUPOBAHUHU JECHUCOBCKOIO reHOMa
OBUTO OIpEJEeNIeHO, YTOo 3arps3HeHue coBpemenHoi JTHK
cocraBuno menee 0,5% [Meyer et al., 2012], uto Ha
caMOM JieJle HeMalo JUId TIIATENbHBIX IIOJCYETOB U
IJI00aJbHBIX BBIBOAOB. K TOMY jk€ TIIOMHBIE T€HOMBI
apXauM4yHbIX TOMHMHHH  COOpaHbl 10  STaJOHHBIM
MOCJIEI0BATENBHOCTAM IT€HOMOB COBPEMEHHOT'O UENOBEKa
U UIMMIIAH3€, YTO 0 HEKOTOPOW CTENEHU JIMIIAeT HX
HWHUBUAYAJIBHOCTH, a TaKXe NPUBHOCHUT OIPEEICHHbIE
OmMOKM TIpH COOpKE B JIONMOJHEHHE K HETOYHOCTSIM,
KOTOpBIE MOTYT IIPOMCXOAWTH H3-32 MOAW(HKAIMNA
azoTucthix ocHoBanuii B npeBHer JJHK. ITpu atom cOopka
JIPEBHUX TeHOMOB O€ NOVO CHIbHO 3aTpyAHEHA BBHAY
HalIW4Ms B UCCIENYEMOM MaTepHae JIUIIb OTHOCUTEIbHO
Hebonpmmx obnomkoB JIHK. Kpaiine sxemarenbHO JuIst
YBEpEHHOH COOpPKM HMETh OTHOCHTENBHO JITMHHBIE
npoutenusa apesHed JIHK, uto mioxo moctmxumo wmu
MOYTH HEJOCTIKUMO, OJHAKO MBI 3HAEM KaK MOXHO
TIONBITATHCS ATOTO JOOUTHCS, HO 10 TIOHATHBIM ITPUYNHAM
McaTh 3/1ech 00 TOM He MoXeM. BooO1iie kpaiiHe BayKHO
CO3/1aTh 3TAJIOHHBII HeaHJepPTANbCKUI TeHOM, COOpaHHBIN
uckmounTensHo de novo®!, uToGEl B jambHeiimeMm ero

21 .
0 IO-XPOMOCOMHO#1 cOOpKe, u TeM Oosee B hopmare
T2T, nnst qPpeBHUX TEHOMOB MOXKHO Ja)Ke HE MEUTaTh

MOXHO OBUIO HCIOJIB30BAaTh B KauecTBe pedepeHCHOro
BMECTO 3TAJOHHOTO I'€HOMa COBPEMEHHOI'O 4YEIOBEKa, B
TeX CIydasx KOr/la B CHIIy HU3KOI'O KayecTBa oOpasloB
JIHK cOopka HOBOro CEKBEHHPOBAHHOI'O JIPEBHETO
reHoma (e NOVO MPUHIMITUATIBHO HEBO3MOXKHA. TeM He
MeHee, CEeKBEHUPOBAaHHUE JIEHUCOBCKOT'O u
HEaH/IEpPTAILCKOr0 T€HOMOB C OTHOCHUTEIHHO OOJBIINM
nokpeituem [Meyer et al., 2012; Prufer et al., 2014]
nokaszaino OObEeIUHEHHE JABYX XPOMOCOM IIMMITaH3€e
(PTRI12 u PTR13) B 0HY Y€TI0BEYECKYIO XPOMOCOMY MO
HomepoM 2 - HSA2, 4ro OBIIO YCTaHOBJIEHO
CEeKBCHMPOBAHHEM MeCTa CIIHSHHS TEJIOMep, O YeM
TOBOPHJIOCH BBIIIE W YTO SIBUWJIOCH KIIFOUYEBHIM MOMEHTOM
JUIs  TIOATBEPXKJEHHS OTCYTCTBUSI  PEIPONYKTUBHOTO
Oapbepa npeBHHX ToMHHUH. CIycTsi HEKOTOpOE BpeMs
JUIs  HEaHJepTaJblleB W  JICHHCOBLEB JTO  OBUIO
JIOTIOTHUTENBHO TT0Ka3aHo U C TMIOMOIIBI0 aHaH3a albga-
cateuiutHoM JIHK, nponemMoHcTpupoBaB ee MpUCyTCTBUE
B MECTe MCYE3HOBEHHMS OJHOM U3 1ieHTpoMep [Miga et al.,
2017].

Ho wna camom gneme u ¢ oOpa3oBaHHEM
00bEAMHEHHONH XPOMOCOMBI OOCTOHUT HE BCE TaK IPOCTO.
BriepBrie MecTo CIUSIHUSI B XpOMOCOME 2 4elloBeKa ObLIO
CEeKBEHHPOBaHoO emie B 1991 r. u ObIM 0OHApYKEHBI TTOJTHBIE
W YaCTUYHO PpEOyIMPOBAHHBIE TEJIOMEPHBIE ITOBTOPEHI
TTAGGG, pacnonoxeHHbIE B HEM «T0J0OBa K TOJIOBe» (B
00IIIeH CIIOKHOCTH OOJIee TIOITyTOpa COTEH) U (MIAHKAPOBAHHEIC
TIPEATEIOMEPHBIMH T10CIIEIOBATEIBHOCTSIMHU, THITHYHBIMA
s xpomocom uenoBeka [IJdo et al., 1991]. Tlo3zxe
BBISICHWJIOCH, YTO BOJM3M MECTa CIUSHUS TakKxke
PAacIIONOKEHbI NPOTSHKEHHbIE TYIUIMKALMK JUTMHON OKOJIO
40 T.I.H., KOTOPBIX Yy YeJoBeKa mMmeercs Bcero 4 wmu 5
Komui, Torma Kak y mummanze TakoBeix 300 — 500
[Cheng et al., 2005]. TIpu sToM Bpemsi 0Opa3oOBaHUS
«uenmoBedeckoi» xpomocomsl HSA2, mno pasHbM
OLIEHKAaM, OCHOBBLIBAIOLIIMMCSI TJIaBHBIM 00pa3oM Ha
CKOPOCTSIX SBOJIOLUH HYKJIEOTHIHBIX
TIOCJIE/IOBATENIFHOCTEH  9TMX W JPYTMX  IOBTODOB,
KoJeOneTcs OT HECKONBKHX COTE€H ThICSY JIeT [0
MWJUTHOHOB. HenaBHO mpouW3BelNeH HOBBIH —IOACYET
[Poszewiecka et al., 2022], noka3sIBarOIIKi, 4TO BpeMs
crusiHus 28 ¥ 2b XpoMocoM ykiaipiBaeTCs B AMANA30H OT
04 ngo 1,5 MimH. J€T W 3TO MOXET O3HA4YaTh, YTO
TEOPETHYECKN HEaHJePTAJIbIbl MOIJIH OBITh HOCHTEIISIMH
48 XpOMOCOMZZ. A ¢ y4eToM CIOXHOCTH HPOYTEHUS
MTOBTOPSIFOIIUXCS YIaCTKOB BooOIIe, u B apepneii JJHK B
0COOCHHOCTH (M3-32 COXPAHSIOIIMXCS OOJIOMKOB JIHIIb
OYEeHb MaJIOH JUIMHBI K TOMY € C W3MEHEHHBIMU

22
B OTOM CJ1y4ac IpHu HOCUTCILCTBEC HCAHACPTAJIbLIAMHU 48

XPOMOCOM HX CKPCHIMBAHHUIO C KPOMAaHBOHIIAMU 3TO HE
npenATCTBOBAJIO 6I>I, HO q)epTI/IJ'II)HOFO IIOTOMCTBaA
BO3HUKATbH HC MOIJIO U, CJICAOBATCIIBHO, O IIEpeaadc
TCHCTUYCCKOI'0O MaTepurajia moToOMKaM peub UATHU HE
MOXKECT, U IIPHU 3TOM HEBA)KHO, KTO MaTb, @ KTO OTCII.
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a30THCTHIMH  OCHOBAHHUSMH), BO3MOXKHO, Tpedyercs
YTOUYHEHHE OTHX IIOCIEeJOBAaTEIbHOCTEH Yy JpPEBHHX
TOMHUHMH, BKJIIOYAs HEaH/IEPTAJIbIEB, U JKEIATENbHO
MetopaMu cexBeHupoBanus JJHK HoBelmux noxoneHuit.
IMpuuem B oxmHOit w3 pabor [Stankiewicz, 2016]
BBICKa3bIBa€TCsl TOYKA 3PEHMs, 4YTO TaKoe CIUSIHUE,
CONPOBOXKIAIONIEECS IIOTEpPEeH YacTW T'€HOB IIMMITaH3e
(BO3MOXHO MpaBWIbHEE YHTATh - JPEBHHX TOMHHHH,
H.rhodesiensis, Hampumep), MO0  JaTh  HEKOE
SBOJIOLMOHHOE TPEHMYLIECTBO HOCUTEISIM  yxke 46
xpomocoM. MckirouaTh  mocienHee — JICHCTBUTENBHO
HeJb3s1, HO U JIOKa3aTh MPOOJIEeMaTHYHO.

Bce ke onHOl 13 pabotr ¢ HU3KUM (2,6 KpaTHBIM
= 1,3 KpaTHBIM) TMOKPBITHEM CEKBEHHPOBAHHOI'O T'€HOMA
KocHeMcsl. B Heii coo0maercs o CeKBEHUPOBaHUHM T€HOMa
JIEBOUKH, MaTh KOTOpOH TIPEATONIOKUTETHHO
HeaH/IepTallka, a OTell — JECHHCOBEI, IIPH 3TOM aBTOPHI
cooOmmy, 4uro 3arps3HeHne coBpemeHHod JIHK He
npeebimiaer 1,7% [Slon et al., 2018]. K BeBoay o
THOPUITHOM TPOUCX OKJICHUH peOeHKa aBTOPBI MPHUIIUIN Ha
OCHOBE 0oJee BBICOKOM TI'€T€PO3UI'OTHOCTH JIaHHOTO
reHOMa, HECKOJBbKO IIPEBBINIAIONIEH TaKOBBIE  JUIs
JICHUCOBCKOTO M HEaH/EPTAIGCKOr0 TI'eHOMOB, 4YTO
MO3BOJISIET CYMTATh, YTO B HEM (B T'€HOME YCIOBHOTO
¢dopmata 6.0) mpUCYTCTBYIOT KaK ObI JBa CHJIBHO Pa3HbIX
reHomMa 3.0, COOTBETCTBYIOUIMX pPa3HbIM TallIOHJHBIM
HabopaM XpOMOCOM. B 3TOI CBS3M MOXKHO €IIe 3aMETHTh,
YTO JUIS CKPEUIMBaHHs JICHUCOBIEB M HEaHJEPTAJbIEB B
NPUHIOUIE OCOOBIX TPEMATCTBUH TOYHO HE OBLIO,
YUUTHIBAs, YTO 3TO OTHOCHTENIHHO OJIM3KHE CECTPHHCKHUE
BHABI JPEBHHX TOMMHHH’S, HMEIOUIME, 10 BCeil
BUAUMOCTH, B IIEJIOM CXO)XUH MEHTAJUTET M OJHM3KHe
YPOBHU MHTEIJIEKTYaJIbHOTO PAa3BUTHSL.

Bruto Taxke coobiieHo o cekBeHupoBanuu ¢ 30-
@ (umtait  15-THM) KpaTHBIM IOKPBITHEM TIEHOMA
HEaHJIePTAJIbCKON KEHITUHBI, OCTAHKU KOTOPOW HaWJEHbI
B ropax Antas [Prufer et al., 2014]. B stoit pabote 66110
OIIpEJIeIeH0, YTO €€ TeHOM  JIOBOJBHO  CHJIBHO
TOMO3UT'OTEH, CBHIETENLCTBYS, UYTO €€ pPOJUTENN ObLIH
OTHOCHUTENBFHO OJIM3KU Jpyr APYrY T€HETHYECKH, YTO B
NPUHIMIE HE JIOJDKHO YAMBIIATBH, MOCKOJNBKY Ha Aurae
BCE K€ HEaHAEPTAIbIEB ObUIO IIOMEHbIIE, YeM B
3anazxnoit EBpore. [Ipu cpaBHeHHHN C OJTHBIMU TeHOMaMHU
25 COBpEMEHHBIX JIOJIell M3 pasHbIX reorpadruecKux
TeppUTOpUil OBIIIO YCTAHOBJEHO, YTO B HUX B TOM WIIU
WHOM O0BEME COXPaHWINCH «CIIEAbl» HEeaHIepTaIbCKOU
JHK u Obim gaxke cCOCTaBlIeH HEKWH IepedYeHb TaKHX

%% BrionHe BO3MOYHO, UTO HEAHAEPTAIBIIb! H ACHHCOBLBI
OTHOCATCS K OJHOMY BUAY IPEBHUX JIOAEH, HO
MOCKOJIBKY IOJTHOTO CKEJETa JCHHCOBIIA EIIE HE
00HapyXeHO, TO, COOTBETCTBEHHO, BOCCTAHOBUTD €0
OOJIMK ¥ IPUHATH PELIeHUE I10 MPUIAHHIO EMY CTaTyca
OT/IEJIBHOI0 BUJIa HA OCHOBE MOP(HOIOTNIECKUX OTIHYHA
MOKA HENb35.

OJHOHYKJICOTHJIHBIX 3aM€H, OJHAKO KaK YK€ T'OBOPUIIOCH
BbIIIe ceifyac Ha [lnaHere «KMBYT» OKOJO § MHIJUIMAp/IOB
pasHbIX «TeHOMOB 6.0», a ecinM IepeBOJUTh Ha
KBa3WT'aIUIOMJHbIE T€HOMBI, TO MX CTaHOBHTCS Yxe 16
MUIUIHApJOB M MOXET JIM BBIOOpKa 25 W3 HHUX OBITH
penpe3eHTaTuBHON. A ecnu emle leeCT1>24 BCEX Korja-
00 JKUBIIMX JIIOAEH COBPEMEHHOTO aHAaTOMHYECKOTO
TUIIa, TO HYXHO BECTH peub yxke o Oonee uem 200
Muapaax reHoMoB 3.0. [la u onuH HeaHJaepTalbCKUi
reHom” u3 NIPUOIU3UTETHHO KOra-nnoo
«apoxuBaBmux» 100 MHIIMOHOB, HECMOTpPS Ha HX
ropaszzio 6osiee HU3KUH ypOBEHb ITONUMOp(hU3Ma, BPS JIN
MOXET O0€CIeUHTh ODKHYIO IPEJCTaBIEHHOCTh BCEX
TIOMYJISIUHA U CyOIOITYIISIIIHA.

CrycTst  HECKONBKO JleT ObUI  TaKkke ¢
npubnusurenabHo 30-tu (¢ 15-TH) KpaTHBIM MOKPHITHEM
CEKBEHHMPOBAH I'€HOM HEaHJEPTaJIbCKOW >KEHIIWHBI, YbU
OCTaHKY ObLIM OOHAPYKEHBI B OJJHOH 13 memiep XopBaTHH
[Prufer et al., 2017]. ®akTuyecku aBTOPbI COCTABUIIHN JIJIsI
Hee 1Ba reHoma 3.0 (Ho He (a3upOBaHHBIX, a
KBa3WTaIUIOWIHBIX, MO CYTH), aHaJM3 KOTOPBIX ITOKa3al,
YTO OHM OTJIMYAINCHh MEXAY co0oi B cpenHeM Bcero 1,6
3aMeHaM¥ Ha 10 TBICSIY HYKJIEOTHIOB, YTO HAMHOT'O HIKE,
YeM XapaKTepHO JUIsi COBPEMEHHBIX JIFOAEH, IONTBEpKaast
TEM CaMbIM, YTO Pa3Mepbl MOMYJSUUH HeaHAEpTalIbIEB
Obutn  HeOonbmme. B aTOM  pabore Takxke ObuH
00OHapY>KEHBI HEKHe cIezpl CKpEIIVBaHUs
HeaH/IepTaJIbIIeB C KPOMaHbOHLAMHM MpPU CPaBHEHHWH C
TeHOMaMH COBPEMEHHBIX Jto/ie. OTHOCUTENBHO HEIaBHO
coobureHo [Mafessoni et al., 2020] o cexBeHupoBanuu ¢
27,6 kpaTHBIM (HYXHO OIISITH-TAKA [EJUTH ITOIIOJIaM)
TIOKPBITHEM TEHOMa HEaHJEepPTaIbCKOW JKEHIIMHBI U3
neneps! «Yarsipckash» Ha Ajrae, KOTopasl HaXOIUTCsl Ha
paccrostHuu Bcero 106 kM Kk 3amaxy OT IeHIepsl
JleHncoBckol, Tme paHee OBUIM HAHIEHBI OCTAHKU
JeHUCOBIIEB. [Ipy 3TOM JaHHBIA TEHOM OKa3ajcs OOJbIINe
MOXOXK Ha T€HOM 3aIla/IHOEBPONEHCKUX HEaHJepTajbleB,
HEeXENW Ha TakoW ke anraiickuii [Prufer et al., 2014].
OpHaKo POAHWIIO C TOCIEAHHUM €ro TO, YTO YPOBEHb
TOMO3UTOTHOCTA OBUI  TOBOJIBHO  BBICOKUM, TaKXKe
CBUJIETENBCTBYS O MEHBIIUX pa3Mepax IOMyJISIHA
HeaHzepranbieB B FOxHoit Cubupn.

B Hacrosee BpemMsi B JIMTEpaType MOXKHO
BCTPETUTH MHOXXECTBO MyOJIMKalMi, BKIIOYas 0030pHbIE
CTaThbM, B KOTOPBIX TOBOPUTCS O TNPHUCYTCTBHH
Heanzaeptanbekod JIHK B reHoMax cOBpeMEHHBIX JIOJIEH.

%4 2 yIUTHIBATH UX HY)KHO, B TOM UYHCIIE H IOTOMY UTO
HEaHICPTATBIIBI €CITU W CKPELINBAIKCH, TO UMEHHO C
JPEBHUMH KPOMaHbOHI[AMH

2% rem Gonee u3 naneoit Cubupi, a He w3 EBponsl, rie
TOJNBKO CKPEUIMBAHUS PEBHUX TOMUHUH U MOLITH
MPOUCXOIUTH OTHOCUTEIBHO MACCOBO
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OrnpaBHOM  TOYKOM AJS  3TOrO0  cTaja HepBaﬂ26
myonuKanus, B~ KOTOPOH  OBUIO  cooOImeHO O
CEKBEHHMPOBAHUM IIOJIHOTO HEAHJIEPTAJIbCKOr0 T'eHOMa
[Green et al., 2010]. Torma Obita cexBenupoBana JJHK
LIECTH HEaHJIEPTAJIbIIEB — TPOUX M3 OJHOTO MECTa U elle
TPOMX W3 TPEX Pa3HbIX MecT. B obmiel ciIoXHOCTH CTaNno
W3BECTHO OKOJIO 5,3 MIIP/L.IT.H., YTO B UTOr€ O3HAYAET, YTO
TIOKPBITHE HEaHAEPTAILCKOr0 AUTUIOMIHOTO TeHoMa (a Ha
JIPYrOf CTaTyC W HE HYXHO IEePECUHUTHIBATH) OBIIIO BCETro
npuoamsurenbHo  0,9-tm kpataeiM.  [Tomumo  JITHK
HEaHJICPTANIBIICB B TOU e paboTe ObLIM CEKBEHHUPOBAHBI
COBPEMEHHBIE ITOJHBIE TEHOMBI C OTHOCHUTEIBHO HHU3KHM
4-x — 6-1it (27 — 3”) KpATHBIM TOKPHITHEM IISITH YETOBEK
n3 FOxHo#t n 3ananHoit Adpuxu, 3anaguoii EBporsl, a
taoke FOro-Bocrounoit Azun. Ha ocHOBe BcTpeuaeMocTH
OTZAEJBHBIX OJHOHYKJICOTHUAHBIX 3aMEH Y pa3HbIX JIIOJIEH,
TIPE/ICTABISIOINX PA3JIMYHbIE TOIYJSIHY, ABTOPHI 3TY
nHpOpMalMIO  HWHTEPHNPETHUPOBAIN  KaK  pe3YJIbTaThl
CKpEIIMBAHUS KPOMAaHbOHOK C HEaHAepTalbllaMH |
NPUILIA TaKKe K 3aKIIOYEHHIO, YTO HEaHJEePTalbLbl
UMEIOT Ooblie o0mero (Ha TEHOMHOM YpPOBHE) C
npeactaButensiMu - EBpasum, uWeM ¢ Hapoaamu,
MpOXXKUBalOMMMH IokHee mycTtbiHn Caxapa. M ¢ takum
BUJICHHEM DBOJIIOIMM TOMHMHUH COIVIACHIMCH MHOTHE, HO
He Bce. Tak, psj aBTOpOB ITOCUHMTAIH, YTO NPHIHMHOU
(BMHOI) TOMY (€CJTM KOPOTKO) BCE K€ JOBOJBHO BBHICOKHH
ONMUMOP(U3M TPEIKOBBIX MOMYJISIUIN, KOTOPBIH HYXKHO
ObUTO0 MpUHUMATEL BO BHUManue [Eriksson, Manica, 2012;
Lowery et al., 2013]. C uumum comumapHa n.0.H.
C.A.bopuHckasi, BbICKa3aBIIasiCsl HA 9Ty TEMY Ha pecypce
AHTPOIIOI'EHE3.PY. Ha camom gene pemo B
UCTIONIB3YyEeMBIX pa3Mepax BBIOOPOK M Oepymiuxcs B
aHaJIM3 TeHOMOB JIJIsI CPAaBHEHUsI B BHJI€ BHEIIHHUX TPYIIIL.
B wyactHOCTH, MOMHMO TreHOMa MIMMIAH3€ HYXHO JUIs
CpaBHEHHUsI  WCIOJNB30BAaTh  €le TIeHOMBI  JAPYTHX
4eJoBeKooOpa3HbIX 00e3bsiH. K ToMy e omepupoBaTh
OIHHUM I€HOMOM IIHMIIAH3¢> , CIUTAS, YTO OH HA BECh BHI
P.troglodytes omuu Tako#t (He mnOIMMOPQHBIA) OBLTIO
Hemb3sl. B kauecTBe MoATBEpIKAECHHS 3TOrO TE3HCa B BHIE
HEOOXOJMMOCTH HCHOJNB30BaHUS [UIi CPaBHHUTEIHHOTO
aHaJM3a YBEJIMYEHHOTO YHCIa Pa3HBIX T€HOMOB MOXKHO

%8 Ha camoM Jiefie elme paHbIie MOSBUIACH APYras CTAThs
(ee nMTHPOBATh HE UMEET CMBICTIA), B KOTOPOH
€O00IIAIOCh O CEKBEHUPOBAHUH ITPUOIM3UTEIHFHO OTHOTO
MJIH.IL.H., HO TOTIa Ha IOBEPKY BBIILIO, 4TO 0K010 70%
B3saToi B ananu3 JJHK npunaaniexano He HeaHAepTabILY,
a COBPEMEHHOMY YeJIOBEKY, YTO OOHAPYKHIIOCH ITPH
TIHIATEJHLHOM aHAJIHM3€ TeX YY)KUX Pe3yJIbTaToOB JPYrHMHU
astopamu [Wall, Kim, 2007], o 4emM MBI yXke yHOMHHATIH
BBIIIE.

%7 kaK y 4enoBeKa SICPHBIC TEHOMBI CHITBHO OTTHYAIOTCS
OJIMH OT JIPYr'oro, TaK ¥ NIMMIIaH3€ HECOMHEHHO MPHUCYII]
AQHAJIOTMYHBIN MJIM CKOpee HECKOJIBKO MEHBIIHI
MOTUMOPHH3M.

NPUBECTH paboTy, B KOTOpo# Apyrue apropsl [Kuhlwilm,
Boeckx, 2019] COCTaBWIN HEeKUi KaTajuor
OMHOHYKJICOTHJIHBIX ~ 3aME€H, OTIMYAIONIMX  JPEBHUX
JIIO/IEH OT COBPEMEHHBIX, M ITOKA3ajJH, YTO B OTIMYHE OT
panee cooOmennbix 31389 takux caiiroB [Prufer et al.,
2014] B WX HCCIEAOBAHUSX KOJIUYECTBO TAKOBBIX
OKa3aloch CHMXKEHO na0 Bcero 12027 orwact u3-3a
BKJIIOUEHHUS] B aHAJIN3 APYroro apXandHOro WHAMBHIA U
[VIaBHBIM 00pa3oM Ojarojapsi CTaBIIEMY H3BECTHOMY
nozxe Oonpmemy noaumopdusmy JIHK coBpemeHHBIX
MOMYJISAUI YeTOBEKa.

Ecnn monoOHbIe cKpelyBaHUsS KPOMaHbOHOK U
HeaH/IepTaJIbIIeB UMEH MECTO, TO B OoJiee OJIM3KUX K TEM
COOBITHSIM ~ TMOKOJCHUSX  KPOMAHBbOHIICB MOPU  UX
MOJTHOTGHOMHOM CEKBEHHPOBAHHU [TOJKHBI BBISIBIISITHCS
oonee xkpymHble «JIHK-crempr», HO, K COXKAJICHUIO TaKUX
paboT MOXXHO CKa3aThb HET, 33 WCKIIOUEHHEM TeX, YTO
QHAJM3UPOBAIN <IIOJIHBIE» TEHOMBI (MJIM TIPOCTO HX
OTZAEJbHBIE YacTH) JKUMBIIMX B T€ JajieKhe BpeMeHa
KPOMAHBOHIIEB C BEChbMa HI3KHM mokpbiruem (>1° — 3,8
=>0,5" - 1,9°), a 5Ty uH(OPMALIIO MBI B pacyeT peiin
He OpaTb’ BBUIY BO3MOXKHEIX HCKAKCHHH DeaTbHBIX
TOCIIE/IOBATENIFHOCTE  y TOrAa JKUBIIUX JIIOJEH |
MOATOMY ISl TOrO YTOOBI YTBEPAMTEIHHO OTBETUTH Ha
BOIPOC OBUIM JIM TakuWe CKPElMBaHUS HEOOXOIUMO
CeKBEHMpPOBATh TOpa3fo Ooibllee YUCIO T'€HOMOB
JIPEBHUX KPOMAHBOHIIEB M C MaKCHMAJIbHO BO3MOXKHBIM
MOKpeITHEM. HoO elle ecTh MHUTOXOHIPHATBHBIN T'€HOM,
HacJeIyeMblii 110 MaTepUHCKOW JIMHUM W KakK pa3 ero
npore® ceKBEHMpOBATH y APEBHUX TOMHHHUH. BbIie MbI
YK€ YHNOMHHQIM, 4YTO y COBPEMEHHBIX  JIIO/IEH
HEeaHJEPTAIbCKOIO MHTOT€HOMa HET, HO IOCKOJBKY
TIPEAIoIaraercs, 9YTo IPOUCXOIMIH (JIUIIb) CKPEIMBAHUS
KPOMaHbOHOK M HEaHAEPTaNbIeB, TO CPEAU ITOCIEIHUX
HY)XHO HCKAaTh MHUTOXOHJPHANBHBIA T€HOM, CXOXKHH ¢
TAKOBBIM JIFOJIel COBPEMEHHOI'O aHATOMHYECKOI'O THIIA.
Ho, k coxanenuro, Takue 1oka Toxe He HalIeHBbI, XOTI UX
W3BECTHO YK€ OKOJIO TpexX JeciTKoB. B Tom uwmcie
HEeJJaBHO CEKBEHHUPOBAH OUYEpPEJHON, HPHHAIICKABIIHNA
neBouke u3 Mesmalickoit nemepsl Ha CeBepHoM KaBkase,

%8 [Ipu 5TOM 151 IOOBHOrO AHAIM3A 1
COOTBETCTBYIOIIHX BBIBOIOB JIOJKHBI OBLITH
CEKBEHHUPOBATHCSA TEHOMBI IPEBHUX KPOMAaHBOHIICB,
MIPOXXKUBABIIHX Ha TeppUTOpUH 3amaaHoi EBporsl, a He B
nanekoit CHOMPH, U XOTS MBI 3HaeM 00 OTHOU TaKOH
pabore, B KOTOPOii COOOIIAIOCH O CEKBEHUPOBAHUH C
JIOBOJILHO BBICOKMM TOKPBITHEM F€HOMA YeJIOBEKa
COBPEMEHHOI0 aHATOMUUYECKOI0 TUIA, OCTAHKHA KOTOPOro
HAaCUYUTHIBAIOT OKOJIO 45 THICSY JIET, U HUTUPOBAHHON
Hamu Bbimie [Fu et al., 2014], ee mo 3Toit yncro
reorpauyecKoi NpUUUHE 3/IeCh OCTABUIIU 3a MPeAeIaMu
paccMOTpeHHsI.

® 3a cuer Manoro pasMepa U BBICOKOM KOTMHHOCTHU B
KaXKI0H KIIeTKe
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puIeM sTa  pabora BBINOJTHEHA TTOJTHOCTBIO
oreuecTBeHHbIMU aBTOpamu [Andreeva et al., 2022],
KOTOPBIMM B XOJ€ CBOEr0 HCCIENOBaHUS NpeioKeHa
HepapXudecKas HOMEHKJIAaTypa rariorpyri
muroxoHapuansHoit [IHK HeanaepTanblieB U mocTpoeHO
(uIOreHeTHYeCKOe JIPEBO, M3 KOTOPOrO BHIHO, YTO BCE
CEKBCHUPOBAHHBIC IIOKA MHTOTCHOMBI HEAaHICPTAIBIICB

pacnojaraioTcs  O4€Hb  JAJIeKO OT  MHUTOI€HOMOB
COBpeMEeHHbIX Jrofed. Ho omaTbh-Taku cekBeHHpOBaHa
muroxoHapuanbHas JHK ngumbs y  OoTHOCHTENBHO
HEOONBIIIOr0  YHCJIa  HEaHACPTAJbIICB W HYXHO

MpOJOKAaTh 3Ty paboTy B HaJexJIe HAWTH TOYHBIE
JIOKA3aTeJIbCTBA CKPEIIMBAHMS OTHX BHIOB JPEBHHX
TOMHMHHH, B KOTOPBIX Kak Y€ T'OBOPHJIOCH OTIIOM
BBICTYNAJ HEaHepTael.

Ho Henp3st 3a0bIBaTh W TPO SEPHBIE TE€HOMBI
JIPEBHUX JIIOZIEH, W BaXKHBI CBUJIETENILCTBA IMPUCYTCTBUS
kpomanboHckor JIHK B reHomax >KMBHIMX TOTJa Ke
HeaHzaepraynbleB. Ho W3 MecT HMX  COBMECTHOrO
NPOXXMBAHUS ~ C  BBICOKMM  YPOBHEM  ITOKPBITHS
CEKBEHUPOBAH JIMIIb OJWH TAaKOW T'€HOM U3 TelIephl B
XopBatuu [Prufer et al, 20171, OJTHAKO
MUTOXOHIPUAJIbHAS JHK B HEM OKa3aJ1ach
HEaH/EPTAIbCKOr0 MPOUCXOXK/IEHHUS W, CIIEOBATENBHO,
9TO OBUT He «ruOpumy. W3 Bcell Korma-nubo KUBIICH
TONYJISAUK HeaHepTaibleB (okoino 100 MUUTMOHOB) H3-
32 PE3KOro CHWKEHHMS WX YHCICHHOCTH Ha TEPUOJ HX
COBMECTHOTO  CYIIECTBOBAHUS C  KPOMaHbOHIAMH
MIPUXOJUTCS, CKOpee BCEro, JIMIIb OKOJIIO OIHOTO
MUJUIHOHA, HO U U3 HEro ellle HY)KHO HalWTH «THOpUIIOBY,
00pa3oBaBIIMXCS B peE3yNbTaTe€ TaKOr'o MEXBHIOBOTO
CKpEIIMBAHUS WM WX OJNWKaWHIIMX ITOTOMKOB 4Yepes3
HECKOJIbKO MokoseHnd. [losToMy 3ajgasa B TepBYIO
o4epenb Ul apXeoJoroB HE U3 JIETKHX.

3aBepmiast JaHHYIO CTAThIO, CTOMT €Ille 3aMETHTB,
4T0 W YOEJUTETHHBIX apXEOJOTMYECKHX CBHIETENIHCTB
MEXBUJIOBBIX CKpEUIMBaHUH B BHJIE TNPOSBICHHUS Y
HaMJEHHBIX KOCTSKOB MPHU3HAKOB OIHOI'O BHJA JIPEBHETO
YyeJoBeKa B JPYroM Ha OCHOBE TeX WM HHBIX
XapaKTEepHBIX YePT CKelleTa, YEPEHOH KOpOOKH, KOTOpbIe
Obl NPUHUMAIIUCH 32 HENpPEJIOKHBIE IO0Ka3aTelbCTBa HX
THOPHUITHOTO TIPOHUCXOXKICHHS BCEMH
TAJIC0aHTPOIIOJIOraMH JIO CUX MOp HeT.

3akiouenne

besycnosno, apesnioro JITHK HykHO H3yuaTh U
CEKBEHHMPOBATh, JUISI YEro BCE K€ KpailHe >KenaTeslbHO
MOSIBJICHWE  HOBBIX ~ MOHOMOJEKYISPHBIX  METOJIOB
CEKBECHUPOBAHMUS, CITOCOOHBIX HE OBICTPO, HO C BBICOKOM
TOUYHOCTBIO OMNPEIENATh TUIBI A30TUCTHIX OCHOBAaHUU -
KaKkue HMEHHO COXPAaHWIUCh, BKJIIOYash BCEBO3MOXKHBIE
MMOCTMOPTAJbHBIC M TPOYME UX MOAM(UKAIUU C TeM,
YTOOBI YBEPEHHO BOCCTaHABJIUBATh HUCTUHHBIE
HYKJICOTH/IHBIE TIOCIIEIOBATEIbHOCTH, MNpPUHAJIEKABIINE

JKUBIIIUM B CTapOJlaBHUE BpEMEHa namusuaam. > Tenombl
K€ COBPEMCHHBIX JIOJICH JODKHBI CEKBEHHPOBATHCS B
¢opmare 6.0, TO OHIIL OBITh  JTUILUIOWIHBIMH,
YCTaHOBJICHHBIMH IT0-XPOMOCOMHO, OT TEJIOMEpPHI JI0
TEJIOMEPBI, BEMIs UX COOPKY UCKIIoUUTENbpHO de Novo, uto
YK€ OCYIIECTBIISIETCS, HO TOKa HE HOCUT MAacCOBBII
xapakrep. C y4eToM TOro, 4TO KaKIblii WHIUBHUI HECET
CBOM YHUKaJIbHBIA reHoM 6.0, TO TakoOBBIX ceiuac Ha
maHeTre 3eMJisl UMEETCsl OKOJIO 8 MWILIHApJIOB Pa3HBIX,
MMOCKOJIBKY JBYX OJWHAKOBBIX HET. Ecimu mpubaBuTh K
HUM TaKXe YHHKAJIbHBIE TEHOMBI BCEX KOIJIa-JIH00
JKUBIIUX JIFOZICH COBPEMEHHOTO aHATOMHUYECKOr O THIIA, TO
X oOIIee KOJMYECTBO MPEBBICUT, Kak cuutaercs 100
MWUTHAPJ0B. UTO Kacaetrcs HeaHAepTalblieB, TO YUCIO UX
BCEX Korjga-iaodo SKHBIIHX 3a BCE BpeMs
TEPPUTOPUAIBHOTO W  HMHOTO HMX TOCIHOACTBA Ha
MPOTSDKECHUHA HECKOJBKUX COTCH TBICSY JIET IO CaMBIM
CKPOMHBIM MOJiCU€TaM cocTaBiaser He MeHee 100
MUJUTHOHOB Y COOTBETCTBEHHO CTOJBKO K€ Pa3HBIX
reHoMoB 6.0 Torma 3a TOT mepuoj oOpa3oBaiock. M B
9TON CBSI3U BO3HUKACT BOIPOC, KAKUMH JIOJDKHBI OBITh
pernpe3cHTaTUBHBIC BBIOOPKHM, 4YTOOBI B HHUX ObUIA
MIPEJICTABIICHBI BCE TPYIIILI M MOATPYIIIBI, MOMYISIUN U
CyOTOIMyAIMHA KaK COBPEMEHHBIX, TaK U IPEBHUX JFO/ICH.
[IpuyeM OCOOEGHHOCTH yuc- W MPAHC-PACTIPEICICHUSL
OTHOHYKJICOTUAHBIX IMOJUMOP(PHU3MOB, paBHO KaKk U
Pa3HOOOPa3HBIX MHJEIOB B JAHHBIX BhIOOpKaX (s TOrO,
9TOOBI  JlemaTh ~ OOOCHOBaHHBIC  3akitodeHUs (O
CKpPEIIUBAHUAX)) JOKHBI OBITh TAKUMH ‘K€, KaK B
TCHEPAJTbHBIX  COBOKYIHOCTSX. BHIUMO  10q00HBIE
BBIOOPKH, KaK IO COBPEMCHHBIM, TaK H IO JPEBHUM
TCHOMAaM, XapaKTEPU3YIOIIUXCS BBICOKHM ITOKPHITHEM,
BKJTFOYAs. HEAHJIEPTANBCKUE W KPOMAHBOHCKUE, JOJIKHBI
ObITh HEMAaJICHBKMMM, SIBHO NPEBBIMAIOINIMMA TE, Ha

OCHOBC KOTOpPBIX paHEC IMpUIUIA K BbIBOJaM O
MNpUCYTCTBUHA 3a CUecT CKpCUIMBaHUA MCKIY
HCaHACpTaJIbllaMU u KpOMaHbOHKaMH HCKOCTO

TCHETHYECKOr0 MaTepuasia (B BUIC OJHOHYKICOTHUIHBIX
3aMEH B aJUICIBHBIX BapUAHTaX HEKOTOPBIX T'CHOB) JaBHO
BBEIMEPIIUX HEAHJICPTANBICB B TCHOMAaX HBIHE KHUBYIIHX
moneit. TloaToMy moka, Korja emnie CEeKBeHUPOBAHHBIX
TCHOMOB (TIPEUMYIIECTBCHHO KBA3HMTAIUIOWIHBIX) Kak
COBPEMCHHBIX, TaK ¥ JPCBHHUX JIIOACH H3BECTHO
OTHOCHUTEJILHO HEMHOrO, II0JOOHBIE BBIBOABI BCE IKE
HYXHO JIelaTh ¢ OOJbIIeH OCTOPOXKHOCTBIO, XOTS HUYCTO
HCKJIFOYaTh ACUCTBUTEIHHO HENb3s. [Ipu 3TOM HECKONBKO
VAUBJISICT BBIABISCMBIN JIMIIb OJXHOCTOPOHHUH IMOTOK
TCHOB, XOTS HAWTH JOKA3aTeNLCTBA 00PATHOTO IMMOTOKA OT
KPOMaHBLOHIICB K HeEaHJIepTajkaMm, Oe3yCIIOBHO, ropasio
CJIOJKHEE.

30

MIpUYEM TOJJOOHBIC ITOIXOBI K CEKBCHUPOBAHHIO
npeBreit JJHK Oynyt BocTpeOOBaHBI HE TONBKO JIIS
YeJI0BEKa, HO M JUIS MTPOYUX UCKOMIAEMBIX OCTAaHKOB
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