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Pesrome

MuKporarmoTHITEL, HECYIIHe HEKOTOPOe KOJINIECTBO OJHOHYKICOTHIHBIX 3aMEH, SIBIIAIOTCS HOBBIM THIIOM
MapKepoB B KpUMUHATHCTHYECKUX HccienoBanusx it JHK-unentudukanuu 1maHocty, Tpedyroume npu
STOM COIOCTaBJICHUS JAaHHBIX 10 OO0eMM TapHBIM XpPOMOCOMAaM, UYTO NpaBWJIbBHEE CYHTATh
MUKPOIUIUIOTAITHEIM aHamu30M. [Ipu 3tom omHOHYKIeoTHAHBIH momumopdusm (OHIT) HambGonee yacto
BCcTpewyaeTcsi B reHomax umofed. OcHoBHbIM MetonoMm BeisiBiIeHus OHII B MukporamiaoTumax
(MUKpPOIUIUIOTHITAX) SBJSIETCS MAacCOBOE MapalIeIbHOE CEKBEHHpOoBaHUE. [0 CpaBHEHHIO ¢ OTIACITHHBIMU
OHII nponemoHcTpupoBaHa ux Oojiee BBICOKash JAUCKPUMHHUPYIOIIAs CIIOCOOHOCTH B COCTaBe
MHUKPOTAILIOTUIIOB C YUETOM HX YUC/MPAHCTIONOKEHUNA IJISI CEMEHHOTO W MPEAKOBOTO aHAIM30B, a TAKKe
MIPY aHAJIM3€ CMENIaHHBIX OMOJIOTHYEeCKNX 00pasloB, YTo KpaiiHe BocTpeboBaHo B JJHK-unentudukanmm
mmaHocTH. [lokazana sBomonms ucnois3yeMblx B JJHK-uaeHTHOHUKAINN THYHOCTH MHUKpPOTAIUIOTHUIIOB B
BU/JIC YMEHBILIEHUS UX Pa3MepOB C OJHOBpeMeHHbIM yBennyenrueMm konunuecta OHII B Hux. [IpuBenen psag
MOJOOPaHHBIX MHKpPOTAIUIOTHIIOB, BKIIOYAIONMX Kak OW-, Tak W Tpu- W TeTpaauensaeie OHIIL,
(hTaHKUPOBAaHHBIE yYaCTKAMH TE€HOMa, B KOTOPBIX ITOKAa HE BEISBICHBI MOJUMOP(HBIC HYKICOTHABI H
KOTOPBIE MOTYT CIIY)KUTh MECTaAMU OTKHTa NMpaiMepoB.
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Resume
Microhaplotypes that carry a certain number of SNPs (Single-Nucleotide Polymorphism) are a new type
of markers in forensic research for DNA identification of individuals, requiring comparison of data on
both paired chromosomes, which is more correctly considered as a microdiplotype analysis. The main
method of identifying SNPs in microhaplotypes (microdiplotypes) is massively parallel sequencing. In
comparison with individual SNP, a higher discriminating ability of SNPs within microhaplotypes
considering their cis/trans relationships has been demonstrated, for family and ancestral analyses, as well
as for the analysis of mixed biological samples, which is highly demanded in DNA forensics. The
evolution of microhaplotypes used in DNA forensics is shown in the form of a decrease in their size with
a simultaneous increase in the number of SNPs in them. Several selected microhaplotypes are presented,
including both bi-, and tri- and tetraallelic SNPs flanked by genome nucleotide sequences in which
polymorphic nucleotides have not yet been identified and which can serve as places for annealing primers.

Keywords: DNA, single-nucleotide polymorphism, SNP, microhaplotypes, phased SNPs, cis/trans relationships of
SNPs, microdiplotypes, DNA forensics, DNA identification, massively parallel sequencing, MPS
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Beenenne
OmHuM U3 KpailHe BaXHBIX HalpaBJICHUH
UCTOJIB30BaHUsT MHGOPMAlMM O TCHOME 4eloBEeKa
sBisiercss JIHK-kpuMuHanucTuka, HaCUUTBHIBAIOLIAS YK€
Oojyee Tpex JECATKOB JIET W 3a 3TO BpeMsl 3aMETHO

9BOJIFOLMIOHMPOBABIIAs B IUIAHE HPUMCHCHHS IS ITHX
Hesedl pasHbIX TUIOB MOJMMOP(GU3MOB M METOIOB HX
JETEKIUH, JOBOJBHO MOAPOOHO PACCMOTPEHHBIX HAMH
HekoTopoe Bpemst Hazaxa [Uemepuc u np. (Chemeris et al.),
2018; AnucumoB u ap. (Anisimov et al.), 2019]. Oanako
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CYNTAaEM BAXXHBIM OOpaTUTH IOMOJHHUTENEHOE BHUMAHHC
Ha HecyIue MHOECTBEHHbBIE (asrpoBaHHbIC
OHOHYKJICOTH/IHBIC 3aMEHBl WM OJHOHYKJICOTHIHBIH
nosmmMopduzm (OHIT) MukporarioTiiel, npeTeHaAyoIHe
Ha HOBOE IIOKOJICHHE MAapKepHBIX IpPU3HAKOB B BHJE
mukpoumotuiios it JJHK-naenTndukannm mmanoctu
U aHaJIM3a OMOJIOTHYECKUX CIIEJOB C MECT MIPECTYIUICHHH,
B KayecTBe KOTOPBIX cedac ucronb3ytores STR-I0Kychl,
XapaKTepU3YIOIIUEeCs MacCOi HEIOCTATKOB, B TOM YHCIIE
OTHOCHUTEJIBHO HEOXWIAHHO IPOSIBUBIINXCS B IOJHOMN
Mepe TOJIbKO B IOCJEOHEE BpeMsl, Cpeld KOTOPBIX HX
N30aJUICIIbHBIE COCTOSIHHH, BBIpaXKaoINeCs B
OJIMHAKOBOM 4HCIIE KOPOBBIX ITIOBTOPOB, MMEIOMIMX IpPU
9TOM OTJIMYHMSA B HYKJICOTHIHBIX IOCIECJOBATEIBHOCTSIX.
OCHOBHBIM METO/IOM BBISBICHUS mosumop¢pusma STR-
JIOKYCOB SIBJISIETCSl KalMJULIPHBIN Telb-3J1eKTpodopes, HO
€My Ha CMEHy BO BCEM MHpE IPUXOJUT MAaccoBOE
MapajyieIbHOE CEKBEHHPOBAHUE HOBBIX IOKOJICHMH,
KOTOpO€, BHE BCSIKOTO COMHEHHSI, 4e€pe3 HECKOJIBKO JIET
MOJIHOCTBIO BBITECHUT Kak NPEKHUH MOAXON I
nerexiun STR-IOKYCOB, Tak M caMH 3TH JIOKYCBHI MOXKET
MIEPEeBECTH B Ppaspsl MOIOJHHUTENBHBIX. O BO3MOXHOM
samene STR-nomumopdusma mis JJHK-unenTudukammu
JMYHOCTU WJIHM CEPbE3HONH KOHKYPEHIIMH €My CO CTOPOHEI
MHUKpOTAIJIOTHIIOB, OCHOBHBIM METOJOM  BBISIBICHHS
KOTOPBIX CeWdyac C y4eTOM HX YUC/MPAHCTIONOXKEHUH
CIIY)KUT MaccoBO€ IapayielbHOE CEKBEHHPOBAHUE,
TOBOPHUTCSL BO MHOTHX IMYOJNMKAIMAX TOCIEIHUX JIeT
[Kidd et a., 2014; van der Gaag et al., 2018; Oldoni et al.,
2019; de la Puente et al., 2020].

[Ipexe 4eM MPUCTYNHUTH K U3JI0KEHHIO OCHOBHOTO
Marepuasia, HeoOXOJUMO YIEIUTh HEKOTOpPOE BHUMAaHUE
HCIIOJIB3YEMOM, B TOM 4YHCIE BIEPBbIE I'€HETUYECKOU
TEpMHUHOJIOTHH. Tak, B aHIJIOSN3BIYHOW JHMTEparype
onHOHYKIIeOTHAHBIN  moaumopdusm  (Single-Nucleotide
Polymorphism) mnpuHATO NPUBOAUTE B COKPAIICHHOM
Buzie kak SNP (Ipon3HOCUMBII KaK «CHUID») WM WHOTA
BO MHOXecTBeHHOM uncie kak SNPS. B oredectBeHHO
JUTEpaType, Hapsly C €ro aHrJIMHCKUM HarkcaHHeM —
SNP, mnpumensiercss Tarke abO6peBuarypa «OHID» -
OpmnoHykneotnaneiii  I[lomumopdusm wim  Kanbka ¢
aHIJIMHCKOTO - «cHUM». [lpu 3TOM Hambosiee wyacTo
yIoTpeOsIieMbIM B PYCCKOS3BIUHBIX  ITYONHKAIMAX
sBisiercst nepBelid BapuanT - SNP. B artoii crathe MBI
PEIIMIA TPEUMYIIECTBEHHO HCIONB30BaTh TepmuH OHIL,
HO IIPY 3TOM XOTHM 3aMETHTb, YTO B JaHHOM KOHTEKCTE
[OJl HUM HYKHO IOHMMaTbh HE IPOCTO TMOIMMOPQHOE
cocrosiuue JIHK, B ToM uucie ¢ yTO4yHEHUEM, YTO MOJ
HUM HOJPa3yMeBarOTCs 3aMCHBI €IMHUYHBIX
HYKJIEOTHIOB, @ HEKOE MECTO B TEHOME, B KOTOPOM
HaXOJMTCSl BapHaOEeNbHBIA Ul MHOTHMX JIIOCH TOT WM
nHOM HykneoTun. Ilpu 3TOM, KOHEUHO K€, HE caM TaKOu
Hykineotun, B OHII yxa3siBaeT Ha ero Mecro B
TaluUIONJHOM TE€HOME, a 3TO JETal0T (UIAHKUPYIOIIHAE €TO
HYKJIEOTHUIHBIE  IOCJIEIOBATEIbHOCTH,  IO3BOJIIOLIHNE

UACHTH(HUINPOBATh JIOKAIM3ANNI0 KOHKPETHOTO CHMIIA.
Hampumep, B baze JIAHHBIX dbSNP
(https://www.ncbi.nlm.nih.gov/snp), tpuannensusiii OHIT
(class=1) mnom wHomepom rs12345  compoBOXICH
cnemyromiel nadopManmeil (MPUBEICHHOM 3/1eCh BKpATIIe) -
CTCCCCTCCCCTCTGGCCCTGCAGGTGGGTTGGCTA
CTAGTACCCTGGCTACCGTGGGCTGCAGTACCTGC
TGGAGAAGGGAGACTACAAGGACAGCAGCIG/IAIC]
ACTTTGGGGCCCGTCACCCTCAGGTACAGTCCGTG
CGCTGCATCCACGACATGCAGGGGCACCAATGTGG
TGCCTTCCACCCCTCCAACTAGTGCCCACC, rue c 5°-
1 3’-CTOPOH OT MOIMMOP(GHOTO HYKIEOTH I, TOKA3aHHOTO
B €ro TpeX BapHaHTaXx B KBAPaTHBIX CKOOKax u
BbIJeIeHHOTO 1BeToM (Kak B camoii dbSNP), npuBeneHs
mo 100 ¢mankupyromux HykieotHaoB. Ho kak Oymer
BUJIHO us3 ﬂaﬂbHeﬁLﬂeFO N3JI0KCHUA, TaKHue
(hmaHKHpYyIOIEEe HYKICOTHIB B OONBIIMHCTBE CIydacB
caMH BO MHOXECTBE HECyT JApyrue BapHaOeibHbIC

Hywteotuapl win  SNPS, kak pa3  dopmupyromime
raruIOTHIIBI, WIIK TOYHEE MUKPOTATLIO THITHL.
Tepmun «rammotum»  (haplotype - haploid

genotype) ObLT MpemIokeH B uioHe 1967 rona BHECITUM
3aMETHBIM BKJIQJI B MMMYHOTEHETUKY M B HCCIIEIOBaHUE
HLA-70KycOB  HW3BECTHBIM HUTANBSHCKHUM T'€HETHKOM
P.Uennemnuuu, korma OH IpeACENaTeNIbCTBOBAN Ha
npoxoauBmem B Typune — (Mramms) — Tperbem
MexayHapoHOM CEMHHape IO T'MCTOCOBMECTHMOCTH
[Petersdorf, 2017]. UM ObLIO OTMEYEHO, UYTO «... HOBbLIL
mepmun  Modicem  Oblmb  88e0eH  0Oe3  ygenudeHus
nymaumuysl, 01 €20  Npeodnazaemcs — 3aMeHumbs
Genoecpynny 2aniomunom ... Ha CAMOM Oele HA38aHUe
00)ICHO Nepedasamsv KOHYenyuio, 4Ymo 2aniomun He
A6semcs  HabnoaemviM (@QeHoM U COOmeemcmeyem
npodykmy ooHoul doswl eena» [Ceppelinin et al., 1967].
[To3xe mMOHATHE TaIUIOTUIA MOJBEPIIIOCH HEKOTOPHIM
M3MEHEHMSM M Celdac NMPHHSATO CYMTATh, YTO TaIlJIOTHII
3TO COBOKYIIHOCTH ajUleNed, pPacHoJIOKEHHBIX Ha OJHOM
W3 TapHBIX XPOMOCOM B MpeAenax OJHOTO JIOKyca H
MOTOMY HAaClIeZlyeMbIX COBMECTHO. B ciyuae nuamenenus B
pe3ylbTaTe KPOCCHHIOBEpa CYIIECTBYOLIEH KOMOMHALINH
ajulelled B TaKOM JIOKyCE€ BO3HMKAeT HOBBIM TalUIOTHIL
YnomuHaHHE BbIIE MAPHBIX XPOMOCOM OTHIO/b HE
CIly4alfHO, IIOCKOJIbKY B C€aMOM TEPMHHE TallJIOTHII
MOJIPa3yMEBAETCs €ro ramjouHOE COCTOSHUE U U3 JIBYX
TaIIOTATIOB (OPMHPYETCS TEHOTHUI JUILIOUIHON ocodu
10 3TOMY KOHKPETHOMY Y4acTKy I'€HOMa.

Tepmunb «MUHHTAIUTOTUID) u
«MHUKpPOTAIJIOTHI, NOSBUINCH OTHOCHTEIBHO HEIABHO, U
00 PTOM crenuanbHO OyAeT TOBOPHUTHCSA najiblime. YTo
KacaeTcss HOBOTO TEPMHHA «MHUKPOAWIUIOTHII», TO €ro
MOSIBJIGHUE  NPEACTABISIETCS  BIOJHE  JIOTUYHBIM,
nockobKy s neneit JIHK-unertndukanim TMaHOCTH ¢
MOMOILBIO HaOHparoLIINX HOMYJISIPHOCTh
MHUKpOTAIUIOTHIIOB, JOJDKHBI YIUTBIBATBCS YUC/MPAHC-
cocrostauss OHIT B HuX B Buae mHGOpMAaIM C MapHBIX
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xpoMocoM (T.e. akTmyeckn nBa MHUKpol Amirotumna (ot
OTI[A M OT Marepu), NPUXOSIIUXCSI Ha OJHO MECTO B
TaIUIONJTHOM T€HOMe) U ymoOHee MX 0003HA4YaTh BMeECTe
Kak MUKpO/ IO THIT MiIM MUKPOIUIIOTHITBI, KOT/Ia Pedb
uzeT 00 UX KOMIUICKTE MU MTaHeIH.

I'anoTunbl, MUHATANIJIOTUTIBI

Jlokanmu3anysi HECKOJNBKUX ajlieNieii B mpemenax
OJIHOTO W TOTO e JIOKyca 00eux MapHBIX XPOMOCOM
OKazajlach KpailHe BaxkHa B TOoM uucie ansa JHK-
KPUMUHAJIMCTHKH, OJHAKO J(QEeKTHBHOE BBISIBICHUE
KOHKPETHBIX TAaIUIOTHUIIOB CTal0 BO3MOXHBIM TOJBKO
Omaromaps TOSBICHUIO METONOB cekBeHupoBanus JTHK
HOBBIX IOKOJIEHUH. XOTs Y€ JOBOJIbHO JaBHO OTMEUYEHa
yBenuueHHas mperackasarenpHas cmwia OHIT B cocrase
ramotunoB no cpasHeHuto ¢ OHII, paccmatprBaeMbIMU
o otaensHocTH [Judson et al., 2000].

Emie B 2001 r. Ha ocHOBE aHa/IM3a y4acTKa OJHON
U3 XPOMOCOM YeJIOBEeKa MPOTHKEHHOCTHI0 500 THIC.ILH.
OBUIO TIOKAa3aHO, YTO OH COCTOMT W3 IIeJOro psiia
coaepxkamux HekoTopoe kommyectBo OHII ramioTumHbIx
0110KOB (TaIuI00JIOKOB) ¢ pazMepaMu OT 3 10 84 THIC.ILH.
[Daly et al., 2001]. Ho HyHO 3aMeTHTb, 9TO TOTJA YKCIIO
BeisiBiieHHBIX OHII, cocraBisBIIEE OKOJIO MHUIMOHA,
OBUIO JTOBOJIBHO Majio, W BEChMa JalCKo OT HX
HACTOSIIEr0 KoJaW4yecTBa, Torga kKak ceiiwac OHIT ms
reHOMa 4eloBeKa W3BecTHO Oosbmie 100 MUIIHMOHOB H,
BO3MOYHO, 3TO YK€ ONMXe K pealbHOCTH. B pamkax
BeIMONTHeHUsT mpoekta The SNP  Consortium  Allele
Frequency Projects amamu3 51 peruoHa ayrocom,
OXBaTHIBAIONINX YK€ 13 MIH.II.LH. TCHOMa 4eJOBeKa,
TaKXKe MO3BOJWI 3aKIFOYUTh, YTO TEHOM MOXET OBITh
MIPEJCTaBICH B BHJE OTHICIBHBIX TraruioOI0KOB, IPA 3TOM
3HAYUTEIbHOC BHUMaHHUE ObUI0 yaerneHo OHII u wactore
ux Bcrpeuaemoctu [Gabriel et al., 2002], uro npuseno k
POKICHUIO CIETHATBHOTO MIPOEKTa HapMap
[International HapMap Consortium, 2003; 2005; 2007].

CrmycTss HECKONBKO JIeT TaKHhe TarsIo0JoOKH,
Hecymue  HekoTopoe  koimuectBo  OHII,  Obuio
npeanoxkeHo wucnonb3oBarh Wit JIHK-unentudukanmm
JUYHOCTH, MPUYCM aBTOPHI YKa3aJld Ha TaIUIOOJOKH Kak
Ha HOBeIM THn JIHK-MapkepoB i KpUMHHAINCTHKH,
BBIHECS JIakKe TaKWe CJIOBa B 3arojioBok cratbu [Ge et al.,
2010], ucxoas u3z Toro, uTo cueruieHo Haciaeayembie OHII
OyoyT WMeTh YBEIMYCHHYI JUCKPUMUHHUPYIOUIYIO
CIOCOOHOCTh, HEXEIW CCIM WX  YYUTBIBATh 10
oraensHoCTH. B Xo0me Toi paGoter in silico Gbutm
moT00paHbl TaIuIOOJIOKH, OTBEYAIOIINE DAY KPUTEPHUECB,
cpeny KOTOpbIX ObLIM: MuHHUMabHOe yncio OHIT — we
MEHee TpeX; MUHIUMAJbHBIH YPOBEHb T€TEPO3UTOTHOCTH —
0.2; MUHMMaJIbHOE YUCJIO TamioTunoB — 3. C mOMOIIbIO
MTOCIIEIOBATEIbHO HCIIONB3YeMbIX (MIBTpOB U3 253
W3HAYaJIbHO BBIOPAHHBIX Tario0iokoB mius nenerr JJHK-
KPUMHUHAIACTAKA OcTanuch 24. JIHCKPIMHHHUPYIOUTHE
BO3MOKHOCTH JIaHHBIX TalIOONIOKOB CpPaBHUBAINCH C

naauBuayansaeiMa OHIL, a Taxke ¢ STR-mokycamu u
OBIIO TOKAa3aHo, YTO 24 ramio0j0Ka CrIOCOOHEI 3aMEHHTH
10 crargapTtHEIX STR-1M0KYCOB, M TOATOMY OBLITO PEIICHO,
9T0 OHM  MOryT  ucnoib3oBatees g  JHK-
KpUMUHaIMCTUKU. Ilpy 3TOM B caMol crarke He
YIIOMHMHAIOTCSl Pa3Mepbl BBIOPAHHBIX YYacTKOB, OJJHAKO
coobmiaercs, 9YTr0 B TMpWIAraéMoOM K ITyOJIHKaIuu
JIOTIOJTHATENBHOM (aiie coxmepkarcst S HOMepa BCeX
OHII u3 24 ramio610K0B, U3 KOTOPOTO BUJIHO, YTO YHCIIO
OHII B mux Bapeupyet ot 3 OHII (610K 7 113 XpOMOCOMEI
5) no 27 OHII (6mok 8 u3 xpomocomsl 7). CornacHo 6aze
naaabix dbSNP  mpotskennoctr atix 7 w8 GIIOKOB
Mexay kpaiiHumu OHII, ecnmu cyauTh celiwac 1o
pedepencuomy reaomy GRCh38 cocrasisror 181 m.H. u
3834 n.H. cooTBeTCTBEHHO. OTHAKO B HACTOSIILIEE BPEMS B
ITHX YyYacTKax HaimeHo ropasmo Oosbiiee ymcio OHIIL,
YeM MX OBUIO M3BECTHO Ha MOMEHT BBINIOJHEHUS TOTO
UCCIIe0BaHMS.

[To3gnee mosiBuiace momoOHass pabora Opyrux
aBropoB [Pakstis et al, 2012], rme npu aHammze 45
MOMYJSAIIA YUCIACHHOCTAMH OT 22 mo 119 yemoBek co
BCETO MHpa, BKIIOYas POCCHSIH (PyCcCKHE W3 JIBYX
pEerMoHOB — ApxaHrelibcka ¥ Bouorjel, a Takke ajibiry,
KOMU-3BIpSIHE, XaHTHI, IyBalllH, SKYThl) ObLTO BBIOpaHO 8§
Y4acTKOB TeHoMa, cojepxanux 3 — 4 OHII ¢ noBosibHO
BBICOKHM YPOBHEM TI'€TEPO3UTOTHOCTH, PAaCIIOJIOKEHHBIX
Ha paccTrosiHusAX OT 2687 m.H. A0 9877 m.H. (kpaiiHue
pa3MepHble 3HadeHHWs Uil OTHX &8 YYacTKOB IIO
norpannyHeiM  Toukam ~ OHII), mokxasaBmmx  ux
MPUTOJHOCTD Uil CEMEHHOro W IPEJKOBOTO aHaJIHM30B.
IIpr 5TOM aBTOpHI COYIM BBHIOPAHHBIE MMH Y4YacTKH,
NOTyYMBIIUMU 0003HaueHne kak Mini-haplotypes wmm
minihaps, MameHEKHUMH (M 3TO TIPH TOM, YTO JBa M3 HUX
npubmmxamucs K 10 T.a.H — 9218 u 9877 m.H.), HO OBUIO
OTMEUEHO, YTO JUIsl O3HAYCHHBIX 1IeJIell MOXKHO BBIOpaTh U
Oonee yOOOHYIO TMaHeNb W3 JAPYTHX  IOJOOHBIX
rafuioTUIOB, YTO M OBUIO CHENIAHO UMM BIIOCIENCTBUH,
KOTZa MUHATATUTOTUITBI MIPEBPATHIIIChH B
MHKPOTaILIOTHUIIBL, K PACCMOTPEHHIO KOTOPBIX U TIepeiieM.

OpnHako mpexze, CIpaBeMIUBOCTH PAid, HYKHO
BCIIOMHHUTh OJHY OoJyiee paHHIOK paboty [Jones et al.,
2009], B KOTOpOW M BBISBIEHUS POJCTBEHHBIX
OTHOIICHHH B IOTOMCTBE MbIIeH Hu Apo3odui, ObuM
BBIOpaHbl HECKOJBKO TEHHBIX JIOKYCOB C HEKOTOPBIM
kommdectBoM OHII B Hux (ot 3 10 26), aHAM3 KOTOPBIX C
yuerom ¢asupoBkn OHII mo xpomocomam mokazai
MPEUMYIIECTBO 3TOTO MOJXOJa II0 CPAaBHEHHIO C
ucnosibzoBanreM OHII 1o oTnenpHOCTH, YTO MO3BOJIMIIO
aBTOpaM Ul TaKMX BBICOKOIOJIMMOP(HBIX TaliIoTHIOB
Jaxe mpeaioxkuts tepmuH «microsatellite-like markery.
[TpenMyIIiecTBO  HMCIHONB30BaHUSl  TalUIOTUIIOB  OBLIO
MPOJEMOHCTPUPOBAHO M HAa OPTraHW3Max HHOTO YPOBHSA
TEeHETHYECKOH CJIO)KHOCTH, @ WUMEHHO JUIs CJIEXEHHs 3a
pacnpocTpaHEeHHEM KOPOHABHPYCHOM MHGEKIUU TIpH
uccienoBanuu OnopasHooOpasus nzonsro SARS-CoV-2
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y maccaxupoB KpyusHoro cymna Diamond Princess,
MO3BOJIMBIIAM BBISBHTH, 4YTO Bce 3aboseBinue ObUIH
3apaXeHbl BHPYCOM, HW3HAYAIBHO HWMEBIIMM MYTAIHIO
D614G, Ho 3aTeM yxe Ha CyIHE 00pa30BaIUCh HECKOJIBKO
knactepoB  SARS-COV-2, Hecymux MeHee 3HAYUMBbIC
myranuu [Sekizuka et al, 2020]. Hamu HemnaBHO
HNOATOTOBICH psAX OO30pPHBIX CTaTeil IO JaHHOMY
koponasupycy [[apadpyrmunoB u ap. (Garafutdinov et
al.), 2020; 2020a; Mycradpun, Xycuyranuosa (Mustafin,
Khusnutdinova), 2020], rme, B TOM 4YHCIe YAEICHO
BHMUMaHue Bo3HukaromuMm OHII, Bxirodas 3Ty 3aMeHy
aneHnHa Ha ryaHuH B 23403 TOJOXEHWH BHPYCHOTO
reHoma (Muccenc-myrauus 23403 A>G), npuBoOAAIIyIO K
MOSIBJICHUIO omacHoi wmyrtammu D614G u  nenaroryro
0eTakOpOHABUPYC € HEil HAMHOTO 0oJyiee KOHTArMO3HBIM
[Korber et al., 2020; Zhang et al., 2020].

MuKporanJioTHIbI

Pa3BuBas cBoo paGoTy MO MHHHIAILUIOTHIIAM
[Pakstis et al., 2012], sta e rpymnmna aBTopoB, Oiaroaaps
HOSBJICHUIO ~ TEXHOJOTMH  CCKBEHHPOBAHHS  HOBBIX
HOKOJICHHUH, 00paTuia BHUMaHHE Ha YJaCTKH Pa3sMepoM
menee 200 M.H. ¢ IBYMsI WJIM HECKOJILKO OOJIBIIINM YHCIIOM
OHII, pmaB um wHasBamume mMmicrohaplotype loci wam
microhaps (muxporamnotunsl) [Kidd et al., 2013]. B
Ka4ecTBe ImpuMepa ObUT MPUBEACH MHKPOTAILIOTHUII
Microhap09A pasmepom 193 mH. ¢ aByms OHII
rs3118582 u rs10776839. B ux cueayromeii pabore mo
nanHoit Teme [Kidd et al., 2014] Ot BeIOpaH yxe 31

TakOW MHUKPOTAILUIOTUIIHBIM  JIOKYC, MMEIOIIMMA, IO
KpaiHel Mepe, TpH aJlJIeIIbHBIX COCTOSIHHSA,
XapaKTePU3YIOLIHICs BBICOKUM YPOBHEM
FETEPO3UTOTHOCTH, K  TOMYy K€  CTaTUCTHYECKU
HE3aBUCHUMBI  OT  OCOOCHHOCTEH  MOMYISIIAA U
nogxomsamuit g JIHK-wunentudukanmm  JTUYHOCTH.

VuuThIBas 3TH 0OCTOSTENBCTBA, B HA3BAaHUH LUTUPYSMOMH
CTaThH TAKXKe NPUCYTCTBOBAJIA ()pa3za, YTO ITO HOBBIH THII
KPUMHHAIIMCTHYECKHX ~ MapKepoB, TIPH 3TOM  OBLIO
HOAYEPKHYTO, 4YTO JAHHBIM THUII MapKepOB IOSBUIICS
Ouaroaps HOBBIM TEXHOJIOTHSAM cekBenuposanus [Kidd
et al, 2013]. Yyrp mo3xe TOYHO Takas JKe MBICIb
OTHOCHUTCJIbHO MCTOJIa BbIABJICHUSA MHUKPOTAIJIOTUIIOB
ObLTa BBICKa3aHa B paboTe KUTalckux aBTopoB [Wang et
al., 2015].

Pacrymee BHMMaHHE K MHKPOTarulOTHIIAM
MIPUBEJIO K HEOOXO0AMMOCTH BBIPAOOTKH KPUTEPHEB IS UX
BeIOOpa B TeHome uenoseka [Kidd, Speed, 2015]. Taxk,
OCHOBHBIM ~KpPHTEpHEM aBTOPbl pabOTBl MOCUUTAIN
Hajgu4ue He MeHee TpexX BhicokomosmMopdubrx OHIT B
MHUKPOTAIIOTHUIIE (2 JIy4ire — O0JbIIe), KOTOPBIH JOIDKEH
ObITH pazmMepoM 0k0j0 200 I.H., MOMYTHO 3aMETHB, YTO
HOBO€ BBICOKONPOM3BOANUTENBHOE cekBeHHpoBanue [JHK
MIOXO0XKe CTaHOBUTCS CTaH/IapTHBIM METOIOM
reHotunupoBanus B JIHK-kpumunanuctuke. B nannoit
cTatbe ObUIa MCIIONIb30BaHA IpEIJIOKEHHas paHee

HOMCHKJIATYpa MHKPOTAIUIOTHIIOB, M0 KOTOPOW OJUH M3
Hux ObUT HaszBaH kak Microhap048, Ho Hapsmy ¢ TaKuM
o0o3HaueHweM s cojaepkammx  4erbipe  OHII
MUKpPOTaIIOTHITA UCIIOJIB30BAJICS BapHAHT
MicroTetrad315. OpHako, mOCHEAHWNA MHKPOTATLIOTHIT
npu ONvKaiIeM pacCMOTPEHHH (a MMEHHO TPH B3TJISNE
Ha Tabnumy 4 B IUTHPYEMOH CTaThe), MOMUMO UYETHIPEX
OCHOBHBIX, HEC  eme MIecTh  JPYTUX  PEIKo
Bcrpedatomuxcs OHII, koTopbie aBTOpaMu mpeaaraioch
HE YYHTHIBATH MPH TEHOTHIMPOBAHUH. 31€Ch HYKHO
3aMEeTHUTh, 4TO Ta WH(popMauus 1Mo Hamuuuio Bcero 10
OHII B sTom ywactke JTHK Opi1a ana mo cocTosHUIO, 1O
KpaiiHell Mepe, Ha Hadayno ceHTs0ps 2014 r. (ykazaHHas
Jara TOJIydeHUs PYKONHCH LUTHPYEMOW  CTaThu
penakmueii - 12 centsops 2014 r.), Torna Kak Ha KOHEIT
utons 2020 1. UIst 3TOTO K€ OTpe3Ka TeHOMa dYeJIoBeKa
BEIABICHO yke Oomee 50 OHII, uro MOXHO BHIETH W3
yrmoMuHaBmerocs Bbime pecypca dbSNP.

Poct mHTEpEeca Kk MUKpOTAIIIOTHIIAM TIOTPEeOOBaT
pa3pabotky ux HoBo# HoMenknatypsl [Kidd, 2016]. Beuto
MPEUIOKEHO JaBaTh MHKPOTAIUIOTHIIAM COKpaIlleHHOe

0003HaueHHe «mhy (ot microhaplotype),
COIPOBOXKJAEMOE HOMEPOM XPOMOCOMBI, TIJe TaKOH
MHUKPOT IO THIT HaXOJIUTCH, u ab0peBuaTypoit

naboparopun 10 (GaMHINH PYKOBOJUTENS, B KOTOPOM
STOT MHKPOTAIUIOTHIT OBLT BBISBJICH, M COOTBETCTBYIOIIUM
nopsakoBeiM HoMepoM. Hampumep, moa «mh01KK-001»
no Bepcun K.Kidd 3akoampoBaH MHKpOTAILIOTHI W3
MIepPBOI XpOMOCOMBI, ONMICAHHBII JTabopatopueir Kenneth
Kidd, monyuuBmmii wHomep 001 wu  rae-HHOYIB
onmyonukoBaHHBIA. [locme O3HaKOMJIGHHMST C  TakKoi
nyonukanue Oyaer scHO, 4yTo 3ToT ywactok JIHK
conepxkur OHIT rs4648344, rs6663840, rs58111155 u
rs6688969. Ilockonbky AT XPOMOCOM OTBEJEHBI JBE
Udpbl, TO B AaHHOI CTaThe yKa3bIBa€TCs, YTO IMOJIOBHIC
XpOMOCOMBI ~ JTOJDKHBI  0003HaThcss kak O0X wm  OY.
CootBercTBeHHO ymoMsiHyThie Bhime Microhap048 wu
MicroTetrad315 mo-HoBOMY cramu 0003HAYATHCA Kak
mh14KK-048 u mh21KK-315. TTo3xe ApyrumMu aBTopamMmu
[Zhu et al., 2019a] ¢ coxpaHeHHEM OCHOBHBIX IPUHIIUIIOB
TaKOW HyMepalHu IPeJUI0KEHO HEKOTOpPOE YTOYHEHHE
JAHHOW HOMEHKIIATypbl, 3aKJIIOYalolieecs B TOM, 4YTO
PEKOMEHIOBAIOCh  MOOABIATH B KOHEI OYKBEHHBIC
WHJIEKCHI, TOBOPSIIHAE O BEPCHMM TOTO WJIM HHOTO
MHUKpOTAIDIOTHIIa. B KkadecTBe mpumepa OB TIpHBENCH
psl BepcHH OJHOTO W TOTO >K€ MHKpPOTaIIOTHIIA C
yBenmuuBarorumMcs grciiom OHIT B Hem — mh10zI004A,
..., mh10z1004D, uro BmOJIHE JOTUYHO, MOCKOJIBKY 4Yepes3
Kakoe-To BpeMsi nHpopmamuu o J1o00M ydacTKe reHoma
yenmoBeka, Bkiogas HoBele OHII, craHoBUTCS OOJBIIE.
Becema ocnoBarenphas pabora [Kidd et al.,
2017] nmocesmena nuccnepoBanuio 130 MUKPOTaIIOTHIIOB,
B 0o0melt cnoxxknoctu Hecymux 359 OHIT (ot 2 mo 5 Ha
OTHENBHBIA MHUKporamioTum), y 5115 demoBexk m3 83
nomymsanuii. PasMepsl BBIOpaHHBIX MHUKpPOTAIIOTHIIOB
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BapbupoBaiH OT 12 Mm.H. 10 291 M.H. ¥ TOJBKO ceMb ObLIH
kpynHee 200 m.H. Ilpm 3TOM MMKpOTAIIOTHIIHL,
JIOKATM30BaHHBIE ~ HAa  OJWHAKOBEIX  XPOMOCOMAX,
pacronarajuch MNPEUMYIIECTBEHHO JOBOJBHO JAaJEeKO
Ipyr OT Jpyra, HO dYacTh W3 HUX HaxXOIIINCh Ha
CPaBHHUTEJIFHO HEOOJBIIMX PAcCTOSHUAX. bbIIo NokazaHo,
gro, momuMo upumenenus mia JHK-upenTndukanmn
WHAWBUJIOB, UCIIOJIE30BaTh MUKPOTAIIOTHITHI [T aHA3a
CMeLIaHHBIX 00pa3loB IMPEANOYTUTENbHEE, YeM OOBIYHO
mpuMeHseMble s 3Toi nenmn STR-I0Kychl, BBHIY TOTO,
4TO MOCJECJHHWE TPpU aMIUIMpHUKAIUK 00pa3yloT Tak
Ha3bIBacMbIe CTaTTEPHBIC (P)PAarMEHTHI, OTIUYAIONINECS OT
HCXOJHBIX, YTO MPHBOJUT K HEOJHO3HAYHOCTAM MpU
MHTEPIIPETaluy JaHHbIX. Heckolbko Mo3ke ¢ MoMOLIbIO
65 ny4ymmMx MUKporamiotunoB u3 3tux 130 panee
HaWJEHHBIX JUIs MPOBEAEHHS IIPEJKOBOrO aHaiu3a ObLIO
uccnenosano 96 momymsiumit [Bulbul et al, 2018]. B
npyroit pabote stux ke aBropoB [Kidd et al., 2018]
KOJIMYECTBO  MHKPOTAIUIOTHIOB ~ OBUIO  HECKOJIBKO
yBenuyeHo (no 182, oxsarsiBatomux 490 OHII) u mpu
ATOM pacIHImpuiIcs nuana3zoH pasmemnieHus B Hux OHII (ot
6 mH mo 303 m.H.), YTO TO3BOJHJIO MOJPa3ICIUTh
MHKPOTarIOTHITBI Ha TPYIIIbI COTJIaCHO ux
TIpeTHa3HAYCHUS - TSI BBIABIICHHS POJICTBA, CEMEHHOTO 1
MIPEAKOBOIO aHAIM30B, BKItOYas (PEHOTHIHMYECKUH, eciu
oanH n3 OHII, oTBeyaromux 3a Takue MPU3HAKH, BXOIIII
B COCTaB TOT'O WJIM MHOT'O MUKPOTAIJIOTHIIA.

Ho ue Tomsko maGopatopus K.Kidd mposiBisiet
HHTEpEC K MUKPOTAILIOTHIIAM. TakK, SITOHCKAMHU aBTOPaMHU
[Hiroaki et al., 2015] B reHoMe yenoBeKa 13 6a3bl JaHHBIX
JSNP database B xauecTBe MOOOOHBIX TrarwioOI0KOB OBLIO
BbIOpaHO 27 y4acTKOB, OTBEYAIOUIMX CIIEAYIOLINM
kputepmsim: 1) T1pm wimm  Oomee OHII  mommkHBI
pacnionararecsi Bo ¢parmenre JJHK pasmepom mo 100
m.H.; 2) OHII momxHBI pacmojaraTbCsi B MHTPOHAX WIIH
OBITH BHE T'CHOB; 3) 4aCTOTa BCTPEYAEMOCTH JOJDKHA OBITh
He meree 0,4 ms xkaxaoro OHIT u3 ramo6umoxka. [puuem
OTMEYECHO, YTO Maiblii pa3Mep BBIOPAHHBIX y4YacTKOB
reHoMa MO3BOJSIeT X paccMaTpUBaTh KaK HacleayeMble
CIEIICHHO, TOBBIMAs OOMWH YpPOBEHb MONUMOpGhH3IMa
(ecmm  CONOCTaBIATH C PaBHBIM  KOJHMYECTBOM  IIO-
oTnensHOCTH paccMatpuBaemMbix OHIT).

[IprMeHeHN0 MUKPOTATIOTUTIOB JUTS BEISBIICHUS
B JIHK-kpuMHHATHCTHKE CMEIIAHHBIX 00pa3IoB, a TAKKE
MPEIKOBOTO aHAllM3a IOCBANICHA IeNias cepus crarei
kutaiickux asropoB [Chen et al., 2018; 2019; 2019a].
OO0mreit xapakTepuCcTHKON Hecmux oT Tpex 1o maru OHIT
u Ha3BaHHBIX aBTOpaMH «KPOIIICYHBIMUY
MUKPOTAIZIOTUIIOB ~ OBUT WX MaJblii  pa3mep, He
npeBbILaoIMil mo jgokanuzauuu kpaiHux OHIT 50 n.h.
O6o03nayenne umu OHII, Hanpumep xaxk MH11CP003 B
meraoM cootBeTcTBoBaio pekomenpanmsm K.Kidd. st
aHaJM3a CMENIaHHBIX O00pa3loB OBUTM COCTaBJICHBI HX
HNCKYCCTBEHHBIE CMECH C pa3HBIMH COOTHOLICHUSMH
Ma)XOPHOTO M MUHOPHOTO KOMIIOHEHTOB. HecMmoTpsi Ha

HEKOTOPBIE CIIOKHOCTH OOHAPY)KSHUS MPUHAIICKHOCTH B
OTACIBHBIX CJIydasaX MHUHOPHBIX KOMIIOHCHTOB, 6])1.]'[0
OTMEUEHO yIOOCTBO HCIHOJB30BAHUS TMPH  aAHAIN3E
MHKCTOB MHKPOTAIUIOTHIOB. [IprdeM aBTOPbI MOCYUTAIH,
YTO YIYYIICHHBIH MMOA00P MYJIbTHUIUIEKCHBIX IpaiMepoB
criocobeH Oyzer emie OOJbIIe HMOBBICHTH JIOCTOBEPHOCTD
Pe3yJIbTaTOB.

3HAYNTEIbHOC BHUMAHUE aHANM3Y CMEIIaHHBIX
KPUMHHATHCTHICCKHUX o6pasios c TIOMOTI[BIO
MUKPOTAIIOTUTIOB YICIWIA W APyrHe aBTopsl [van der
Gaag et al., 2018; Voskoboinik et al., 2018; Bennett et al.,
2019; Pang et al., 2020]. Ilpuuem B TmepBOil U3
UUTHPOBAHHBIX 3JeCh pabOT Kak KpailHe BaKHOE
OTMEYaeTCsl  OTCYTCTBHE  CTaTTEPHBIX  (DParMeHTOB,
TUOUIHBIX U1 STR-110KycoB.

Metoap! BoiaBjenust OHII B cocTraBe
MHKPOTanJoTHIOB

Kak yxe roBopmiocs BbIIIE, IHUCKPIMUHHPYIOIIAS
cuma OHII B cocraBe ramioTHIOB OBLI OLIEHEHa YXKe
JOBOJIBHO  [1aBHO,  OIHAaKO  yJNOOHBIX  METOMOB
oTpeieNieHns] MOIMMOP(HBIX HyKiIeoTuoB B Takux OHII
C y4eToM uX (a3MpOBaHHOTO I YUC/MPAHCIIONOXKEHUS,
10 ecthb Haxoxuaeuus OHIT B ogno#t menu JHK
OTIpeJIeTICHHOH XPOMOCOMBI, B TO BpeMsi ele He ObuIo,
MOCKOJIBbKY 00braHOe cexBeHupoBaHue [IHK mo Correpy
He JaeT nonooHyo nHdopmanuto. [losTomy npuxoannock
UCIIOJIb30BATh  BBIYMCIHUTENBHBIE  BO3MOXHOCTH U
CIELMaIbHO HAlMCaHHBIE ISl 9TOM LENIM KOMITBIOTEPHBIC
MPOrpaMMBbl, OCHOBaHHbIE Ha JaHHBIX CTAaTUCTHKU, B TOM
guciie mporpammy PHASE [Stephens et al., 2001;
Stephens, Donnelly, 2003]. TIpu 3TOM HY)XHO 3aMETHTh,
YTO HOBBIE BEPCUH 3TOI MPOTPaMMBbl HCIOIb30BATHCH AT
9TOH XK€ 1IWeIM © B JMO0Xy IOJHOT€HOMHOTO
CEeKBEHHPOBAHMSA TMpH aHauM3e MJaHHBIX TagMan

ammmudukanuu [Kidd et al., 2014; 2017; 2018].
Haubosiee >(pPEeKTUBHBIM METOIOM BbISBICHHS
OHII B MHUKpOTaIjioTunax c Y4ETOM ux
YuUc/mpaHcrioNoXKeHN B HACTOSIILIEE BpPEMsl  SIBJISETCS
MaccoBO€  MapajuleIbHOE  CCKBEHHPOBAHHE  HOBBIX
MOKOJICHHH, 4TO OTMedaeTcsi B LenoM psae crared [Kidd
et al., 2014; 2015; Wang et al., 2015; Turchi et al., 2019;
Zhu et al., 2019b; Gandotra et al., 2020; Kureshi et al.,
2020]. YacTth 3THX pabOT BHINOJIHEHA C HCIOJIH30BAHUEM
(ryopecieHTHBIX cekBeHaTopoB ¢pupms! Illumina; npyrue
UccieI0BaTeN! UCIIOJIB30BaNIN TEXHOJIOTHIO
TIOJTyTIPOBOTHUKOBOTO CEKBEeHHpoBaHus (upmer Thermo
Fisher Scientific. B onHoit 13 mybmukamuii COOOIIEHO O
IPUMEHEHHH O0OMX JTUX METOAOB IOJHOT€HOMHOTO
cekBenupoBanust [de la Puente et al., 2020]. HanomopoBoe
CEKBCHUPOBAHUE TaKxke HCII0JIb30BAJIOCH UL
uccrenoBanus Mukporamtotunos [Voskoboinik et al.,
2018]. Jlmst  sy4dmiero  W3BJICYCHHS — JAHHBIX 10
MHKpOTaIIoTHIIaM u3 pe3yabTaTOB MaccoBOTO
NapajuIeJIbHOTO CEeKBEHUPOBAHUS HAIMCaHA CIenualbHas
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nporpamma Flfinder [Zhu et al., 2015], Ha ocHoBe
KOTOpOH TO03ke Oblila co3/1aHa yCOBEPUICHCTBOBAHHAS B
IUTaHE TIOBBIMICHUS €€ MPOM3BOANUTEIBLHOCTH IPOTrpaMMa
MHanalyser [Li et al., 2019]. TloarotoBieHa u apyras
mporpamma MHTyper, mpecnenyromas Te e Menu
[Zhang et al., 2019].

OpHako TmWpeayarauch ¥  WHBIE  CHOCOOBI
ycraHoBieHus nosmMopdHbIX Hykieotunos B OHII B
COCTaB€ MHKpOTAIUIOTHIIOB. Tak, B OJHOH H3 padoT
ommcano npumeHenne metoma ITIIP-SSCP (Single-Strand
Conformational Polymorphism), MIO3BOJISIIOIIETO
MPOTHO3MPOBATh  TNPHUCYTCTBHE  TEX MM  HHBIX
HYKJICOTHUAOB B ojHouenoyeyHoM ¢parmente JJHK B
3aBUCHMOCTH OT €ro KOH(pOpMAallMH, OIpelnesieMoi
MIOCPEICTBOM HN3MCHEHUS nekTpodopeTnieckon
MOJIBI)KHOCTH pasHbIX amrmuinkonoB [Chen et al., 2017].
Ho aBTOoppl TOH cTarbyl OTMEYAlOT, YTO 3TOT METOX
3HAQUUTEJIBHO  YCTyNMaeT IO TOYHOCTH MAacCOBOMY
napaiensHoMy cekBerupoBannio JIHK. Panmee Oputo
MIPEATI0KEHO UCIIOJIb30BaTh METO/ TUIABJICHUS
aMIUTMKOHOB BBICOKOTO Pa3peIIeHHs], OCYIIECTBISIEMOTO B
npubope Rotor-Gene 6000 [Hiroaki et al., 2015]. Pa3mep
aMIUTHKOHOB IIpU 3TOM cocTaBiisul MeHee 100 m.H. u Hecnu
oun ot Tpex no uwersipex OHII. B cmygae
HEOIHO3HAYHOCTH MOJTy4aeMBbIX pe3yNbTaToB
npuMeHsiiach Bce Ta ke nporpamma PHASE. Henasho
MIPEIOKEH €lle OJUH CII0co0 BBISBICHUS HOIUMOP(HBIX
HYKJICOTUIOB C y4eTOM (ha3MpPOBKHU IPH UX HAXOXKICHUH B
cocraBe MukporamiotunoB [Zhang et al, 2019]. On
OCHOBaH Ha WCIOJIB30BaHUM  aJUIEb-ClICHUPUIHOM
MYJIBTHILICKCHON ARMS-TIIP aMIUTH(DUKAIAH,
00BbEJMHEHHOW C  OJHOHYKJICOTHIHBIM  YIUIMHEHHUEM
mpaiiMepa. Panee HeuTo MmOmOO0HOE OBLIO OMHMCAHO ISt
aHaJ W32 MHUKpPOTAIUIOTHIIOB 33 CYET WCIIOJIB30BaHHA
MYJIbTHILICKCHON —aitenb-crermpuunoin TP - MD-
PASA (Multiple Double PCR Amplification of Specific
Alleles) [Eitan, Kashi, 2002].

Hoaumopdusm OHII B cocTaBe MUKPOranjioTMIOB

Bosmoxkno, Bompocy pasHooOpasuss OHII B
COCTaBE€ MHKpOTAIUIOTUIIOB U HUX AUCKPUMUHUPYOLIEH
CHJIE HY)KHO OBUIO YJeUTh BHUMAaHUE PaHbllle, HO JIydllle
M0311HO, YeM HuKoraa. Mtak, u3BectHo, uto OHII GpiBaroT
Ou-, Tpu- W TeTpaayuleNbHBIMH. [lpu sTOM TpH- U
terpaammensasie OHII co crmaboii mpeacTaBIeHHOCTHIO B
MOMyMALUSAX TPeThe M ueTBepTOd amienu B psaAy
MTOKOJICHHUH CTpeMsITCs K OmammenbHOoCcTH. TeMm He MeHee,
O6u-, Tpu- u TterpaayuensHpie OHIT juis  momynsiun
TEOPETUUYECKH CITOCOOHBI COOTBETCTBEHHO O0OECIIEUnTh 3,
6 m 10 xomMOWHamWii TPUCYTCTBUSA MOIUMOP(HBIX
HyKJIeoTHA0B B HuX. [Ipm Haxoxnenumu takux OHII B
COCTaBe MUKpOTAIUIOTHIIA CUTYyallusi CTAHOBUTCS IPYroi,
YTO MNPOJEMOHCTPUPOBAHO 37IECh Ha IMpHUMEpPEe HEKOEero
YCIOBHOTO  MHKPOTAIUIOTHIIA,  O0O3HAYEHHOTO  Kak
mh0O0ChA-000.

Tax, ecnu mpeACTaBUTh JaHHBIA MUKPOTAILIOTUIT
mhOOChA-000 ¢ wekumm  ycmoBHeiMu  OHII
rs02-rs03-rs04 B BuAe yd4acTka TEHOMa YeJIOBEKa Ha
OJHOM W3 TMapHBIX XPOMOCOM CO  Cieayrolen
MOCTIEIOBATEIIHFHOCTHIO A30THUCTHIX OCHOBaHHA
acggttagtcgtattgccActcAtgcctAgtctatttag
aaattcgt, THe CTPOYHBIMM OyKBaMH MOKa3aHbI
VHBAapUAHTHbIE  HYKJIEOTHIIBI, a  3arjlaBHBIMH  —
MOMMMOP(HBIE HYKICOTHIB, W JOIyCTHTH, YTO IEPBHII
Hykieotua A npuxoautcs Ha ouamnensHbiii OHIT rs02 B
BHJIC BCTPEYAEMOCTH B YEIOBEYECKUX MOMYISIISIX B 3TOM
Mecte A win G; BTopoii A NPUHAUICKUT TPUAILICIIEHOMY
OHII rs03 ¢ nykneotugamu A, C, G; tperuii A oTHOCHTCS
k TerpaamensHoMy OHII rs04, roe MoryT BCTpeyaTscs Bce
YeThIpe HYKJICOTH I, TO 3Ty 3aIUCh MOKHO OTOOPa3HTh KaK
acggttagtcgtattgccRctcVtgecctNgtctatttag
aaattcgt, rume momumopdHele HykiIeoTuasl: R — A
mwm G, V — A mm C mubo G, N — A winu C wim G nmu6o
T. OpHako C Yy4YeTOM JBYPOIUTEIHCKOW MPHUPOIBI
KaXXJOr0 YeJOBEKa OH HECET MapHBIC XPOMOCOMEI (0e3
ydera Y -XpOMOCOMBI) c y4acTKaMu JHK,
JIOCTABIIUMUCS €My OT OTIa W OT MaTepH, TO, TIOMHUMO
MPUBEICHHON BBIIIIE MOCJIeA0BATENIbHOCTH
acggttagtcgtattgccActcAtgecctAgtctatttag
aaattcgt, npocraBmielics 4enoBeKy OT poaurtens 1
(korma HEW3BECTHA 3Ta JKE IOCICAOBATCIBFHOCTh Y €ro
OTI[A WWIM Marepd W HET BO3MOXHOCTH YTOUHUTH €€
nponcxoxkneHne) B ero JIHK ecte u BTOpas BO3MOXKHO
HECKOJIBKO OTIMYAOIIASCA TIOCTIEIOBATEILHOCTE B BUJIE, HALPHIMED,
acggttagtcgtattgccGetceGtgectGgtectatttag
aaattcagt, pocrasmascs ot pogutens 2. [lockonbky st
nenett  JAHK-uneHTHHKAIIMM WMEIOT 3HAYCHHWE JIMIIb
noJMMophHbBIE HYKJICOTH/IBI, TO 9TH JIBa
MHUKPOTAIUIOTHITHBIX ~ y9acTKa IApHBIX XPOMOCOM  JUIS
KOHKpPETHOTO YeJIOBEKa B BUJE €ro YK€ MHUKPOIMILIOTHIIA
MOKHO 3armmcath kak A-A-A /| G-G-G ¢ yuetom wux
yuc/mparncnonoxenuid. [Ipu 3ToM I BCel MOMYIISIMA 3TH
MHKPOTaIUIO THITBI (MUKpPOIMTIIO THITHI ) OoymyT
xapaxrepru3oBarbes kak R-V-N. Urto kacaercsi cBemeHuii o
JIHK kaxmoro denoBeka, TO OHM B COOTBETCTBYIOIIEH
KPUMHUHAITICTHYCCKON 0a3e MaHHBIX KaKk pa3 JOJDKHBI
XpaHUTbCI B  BHUJE KOMIUIEKTa  MHUKPOJUILIOTHUIIOB,
COCTOSIIIAX M3 MHOYKECTBEHHBIX TTAPHBIX MUKPOTAIIOTUTIOB.

[pu ompenencHuy MOAMMOP(HBIX HYKICOTHIIOB B
TpexX BBIIIEYKa3aHHBIX OU-, TpU- U TeTpaawiensHsrx OHII mo
oThenbHOCTH (0e3 ydera (asUpOBKU) YHCIO BO3MOXKHBIX
BapUAHTOB 3THUX HYKJICOTHAOB B HOMYJALUH COCTaBHUT 24:
A-A-A, A-A-C, A-A-G, A-A-T, A-C-A, A-C-C, A-CG,
A-C-T, A-G-A, A-G-C, A-G-G, A-G-T, G-A-A, G-A-C,
G-A-G, G-A-T, G-C-A, G-C-C, G-C-G, G-C-T, G-G-A,
G-G-C, G-G-G, G-G-T. Ho Tak kak perieHo, uto 3tu OHIT
(hopMHUpYIOT cOO0OM MHUKPOTAIUIOTHII W HACIESTYIOTCS
CIICIUICHHO, TO 3TO YHCJIO KOMOMHAIIMH OyIIeT XapaKTepHO U
JUIT MHKPOTAIUIOTHIIOB, HO WX TOJUMOP(U3M CIeayeT
paccMaTpuBaTh YXKE C YYETOM HaXOXKICHHS MOI00HOTO
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y4acTka B pas3HBIX MapHBIX XPOMOCOMAaX, IJe KaKIbli W3
BBIIICYIOMSHYTHIX BapHaHTOB (yuc) MOMKET COCTaBIATh
napy ¢ eMy HOoI00HBIM (/mparc), BKITIOYas TIOJTHOCTBIO C HUM
coBmajamommii, 49ro gacr yxe 300 komOuMHanwmit
mukpoaumuiotunioB  {[N x (N+1)]/2, rme N — wuucio
BO3MO>KHBIX MUKPOTAIUIOTHUIIOB }, YTO 3aMETHO OOJIbIIE, YeM
s stux sxe OHIIT o oTnemsHOCTH.

ITonuepkHyThIE B [IPUBEACHHOU BBILLIE
MOCIIEIOBATEIPHOCTA HYKJIeOTHAbl (o 18 cimeBa u
cIipaBa), (draHkupyromue MUKpPOTaIlJIOTHUII

MPOTSHKEHHOCTRIO B 11 HyKIeoTHnoB (110 MOTpaHUIHBIM
OHII) ¢ Tpemst Ou-, Tpu- u TerpaamiensHsiMi OHII
R-V-N, Teopetnuecku MOTYT CIyXHTh MECTaMH OT)KHTa
mpaMepoB Ui aMIUTM(UKAIMH  3TOTO  YyYacTKa C
nomometo I[THP. Onnako cutyanus co OHII B renome
4JelmoBeka 3HayuTeNnbHO cioxkHee. (I[Ipu sTom mpouwme
MOJIUMOP(HBIC COCTOSIHAS TE€HOMa UYEJIOBEKA B BHJIC
WHZACJOB M APYTWX Bapualiii MBI HAMEPEHHO 31eCh HE
BCIIOMHHAeM.) B  KakoW-TO MOMEHT CYHTAJIOCh, 4YTO
pasHooOpasre reHoMoB Joxedl Hesenmko [Li, Sadler,
1991]. Tozxe [Brookes, 1999] xorma OHII 6bu10
M3BECTHO OTHOCUTEILHO HEMHOTO, TO CUUTAJIOCh, YTO OHH
BCTpPEUAIOTCS B CpegHEM B TEHOMax IOAeH depes
MPUOJIN3UTENBHO THICAYY HYKJICOTHIOB, KOTOPBIC YXKE
OTHOCHUTENIBHO OJMHAKOBBI y Bcex Joned. Ilo mepe
CEKBCHUPOBAHHUS BCC  OOJNBIIEr0 4YHCIa T'EHOMOB
OTAETHHBIX WHIWUBUIOB YBEIUYUBAIOCh M KOJIMYECTBO
craHoBsmuxcs nu3BectHeiMu OHIL, cooTBETCTBEHHO pocia
4acTOTa MX BCTPEYAEMOCTH U YKOPAaYMBAJIUCh YUaCTKHU C
onnHAKOBRIME HykIeotumamu Mmexnay OHIL Ilpu stom
cTanu npuBoauTCsl cBeAeHus o HaxoxaeHun OHII yxe B
cpeqaem dyepe3 500 wywieorwmos, 3atem 300, 100
HykneotuaoB. Ceifdyac, KOrja YHCIO BaJHIUPOBAHHBIX
OHII B renome venoBeka nepeanuio 3a 100 MHUUTHOHOB,

u3 Toi ke 0a3wl maHHbIX ADSNP MokHO BHAETH, UTO B
OTJETBHBIX MECTaX T'€HOMa, (UTYypabHO BBIPAXKASCH,
«OHII na OHII» pacnoyio>keHbl, IpyA TOM, YTO, HAIPUMED
JIBA HEPOJCTBEHHBIX MHIMBHJA OTJIMYAIOTCA APYr OT
npyra omauM-nByMs MwumnoHamu OHIL. K tomy xe
(rmaHKMpyIOIKE TOT MM MHOW MHUKPOTAIUIOTUI YYacTKU
reHoMa TakXxke MOryT HecTH eme HensBecTHble OHII, uTto
OyzerT MemaTh OTXKUTY IMpaliMEepoOB Ha ITHX MeECTax H
COOTBETCTBEHHO 3aTPyIHATH MPOLECC AaMIUTM(PUKALINU
WIA Ja)Ke TOJHOCTHIO €My MpEeIsITCTBOBaTh. BeposTHO,
HUMEHHO C 3THUM CBs3aHo yrmomuHanue B ctatbe K.Kidd u
coaBT. [2017] o TOM, YTO I HEKOTOPOTO dYHCIa
WHJIUBHUJIOB OIPEAEIEHHBIE MUKPOTAIIOTHIIBI BBISBICHBI
He OBUIM U Takue JIIOJM HCKIIYAINCh HMH U3
nmanpHedmero ananmuza, 9to s JHK-upenTndukanmn
gugHoctd U Tem Oonee s JIHK-perucrpamuu Bcero
HACEeTeHUs  HeAomycTuMo.  [logoOHBIE  cHTyaruu
xXapakTepHbl, BOpoueM, U g STR-mokycoB. Tak,
HarpuMmep, otMedaercs, uto it D5S818 B mecte omkura
oaHoro u3 mpaiimepoB umeercss OHII rs25768, npuuem
CTaJI0 M3BECTHO, YTO Jake y OONBIIETo Ymcia JIOICH B
3TOM OHII BCTpEYaeTCs HYKJIEOTHU],
HEKOMIUIEMEHTapHbIM  HaxojsduiemMycss B mpaiimepe,
ucronszyemom jutst TP [Devesse et al., 2020]. B oxHoif
u3 pabotr coobmaercs o MHoxecTBeHHBbIX OHII,
pacroyNokeHHBIX Kak B 5’-, Tak u B 3’-00macTsx,
¢dnankupyromux 73 STR-nokyca [Novroski et al., 2019].

Hwxe mnpuBeneHbl MNpUMEpbl HEKOTOPBIX M3
N0JJ0O0paHHBIX HaMH MHKPOTarIOTHIIOB c
mHoxecTBeHHbIMU OHIT (Tabnuna), ¢uaHkupoBaHHBIX
yY4acTKaMH,  JIAIICHHBIMH B HHX  Kakoro-imbo
nomumopduzma (puc. 1-3). Ilpu os1OoM cuemyer
MOHWMATh, YTO 3Ta WH(POpPMAIHMA MOXXET CO BpEeMEHEM
N3MEHUTHCS.

Tabnuma

MHuUKpOTarIoTHITEL, Hecymue Ou-, Tpu- u TeTpaayutensabie OHII, n3 xpoMocomsl 22 yenmoBeka
Table. Microhaplotypes carrying bi-, tri-, and tetraallelic SNPs from chromosome 22 in humans

BapmaHThl 0JIHOHYKIEOTHIHBIX TIOJTHMOP(GU3MOB
Oo6o3nauenne | Pasmep (1.H.) Types of SNPs
Description Size (bp) OuaiiesbHble | TpUAIUIENbHBIE | TeTpaajllelbHbIE
biallelic triallelic tetraallelic
mh22ChA-001 22 13 - -
mh22ChA-003 51 12 2 -
mh22ChA-004 98 21 2 2

Teopernyeckoe 4YMCIO KOMOHMHAIMH, KOTOpBIE
MOTYT JaTh TOJBKO 3TH TPU MHUKPOTAIDIOTHIIA C OOIINM
yuciiom OHIIL, paBubeiM 51, cocTaBisieT MHOTHE
JNENWUTAOHBI, 4T0 Ha 22 - 25 MOpPSAKOB IMPEBOCXOIUT
Hacenerne 3emin. OqHAKO Jake MIJUTAAP] KOMOMHAITII
HepeCTaHOBOK HOJ'II/IMOp(I)HI)IX HyKJ'IeOTI/I,E[OB B JAaHHBIX
OHII B cocTaBe MHKpOTAIUNIOTUIIOB JJSI  BCETO
YeIIOBCUSCTBA, CKOpPEEe BCEro He OyJeT peain3oBaH B
CUJIy ONpPENETICHHON KOHCEPBATHBHOCTH HYKIJICOTHIHBIX
MOCJIEeI0BATEIbHOCTEH TeHOMA YeOBEKa M CIIETNICHHOTO

XapakTepa HacjleJOBaHHUs TaKUX y4acTKOB, HO B JIIOOOM
ciydae UX MOIUMOp(W3M OyIeT 3aMeTHO BBIIIE, YeM
eciu 5t OHII yuuteiBath 1o oTAensHOCTU. B 0HOM 13

cratei  cooOmraercs O  co3maHu  124-TmIeKcHOM
MUKPOTAIUIOTUITHOM ~ CHCTEMBI, Hecymell B  oOmieit
CJI0KHOCTH 514 ajene, HO axke 106

MHKPOTaIUIOTUIIOB M3 OTOM IIaHENd [0 MOJACYETAM
aBTOpPOB  O0ecreyrBaiM CIy4aliHOE COBIAJEHHE C
BepOSTHOCTBIO 5,23 x 10° [Pang et al., 2020]
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[IpuBenennsie Ha puc. 1-3  dparmenTs
XPOMOCOMBI 22 4enoBeKa ObLIM CIEHHAIbHO BBIOpAHBI
JUIsl IEMOHCTpPAIMK B HUX OW-, TPU- U TeTpaalIeIbHBIX
OHII ¢ oTcyTcTBHEM B 3TUX MECTaX MHAEIOB U JIPYTrux
Bapuanuil reHoMoB. lloguepkHyTble HYKICOTHIHBIE
MIOCJIEZIOBATENEHOCTH  MOTYT OBITh MeCTaMH OTXKHra
mpaiiMepoB, XOTS TakOBBIMH €II€ HE  CIyXHIH,
MIOCKOJIBKY ~«MOKPBIX» JKCIIEPUMEHTOB C O3THMH H
JIPYrUMH  MOJOOpaHHBIMH ~MHKPOTAIUIOTUIIAMH  HaMH
IOKa HE NpOBOIWIOCH. HyXHO 3aMeTuTh, 4TO
NPOTSHKEHHbIE YY4acTKM TeHOMa uelloBeka 0e3 yxe
M3BECTHBIX TONMMOP(HBIX COCTOSHMN HE TaK MpPOCTO
HaiTH M OIHUM U3 JONOJIHUTEIBHBIX KPHUTEPHEB IIPH
BBIOOPE MHUKPOTAIUIOTUIIOB JOJDKEH OBITH HMEHHO ITOHMCK
TakuXx (QIaHKUPYIONINX YI4acTKOB.

Kak moka3ano B oHOW M3 HeJaBHUX padoT
NPUCYTCTBHE B  MHKpPOTAIUIOTHIAX  HE  TOJIBKO
ouamnensHpix OHII obecnieunBaeTr WX YBEIHUCHHYIO
MCKPUMUHHPYIOITYIO criocobHocTs [Sun et al., 2020]. B
oTOii pabore mo ©Oa3ze gmanHeix 1000 genomes
(https://www.internationalgenome.org/home) ObLIO
momoOpano 30 MHKpOTarIOTHNOB, HECymIUX OT 3 10 6
OHII, oavH U3 KOTOPBIX HMEN HE OHAJUICIBHYIO
mpupoxy. XOTs Hama ToYKa 3pEHUs TaKoBa, 4TO JHO00i
OHII HyXHO cuuTaTh MOTEHLUANBHO TETpaajelbHbIM,
MIOCKOJIBKY HENb3s UCKIII0YaTh, YTO, HAPHMED, Y HEKUX
JIECSATH- WIN CTOMUJUTHOHHBIX MH/MBUIOB HE BBISBSTCS B
cunraromuxcs OuamtenpubiMu OHII, Tpernit um maxe
4yeTBepThlii  Hykieoruasl [[apadyramHoB wu  jp.
(Garafutdinov et al.), 2015; Garafutdinov et al., 2020].
Ho xorma ectp Bo3MOxHOCTH BbEIOOpa OHII, mpo
KOTOpBIE yX€ HM3BECTHO, YTO OHM TETpaaJljelbHbIE U C
XOPOIIO MPEACTABICHHBIMY B HUX BCEMH HYKICOTHIAMH,
T0, Oe3ycnmoBHO, Ha Takume OHII u cOOTBETCTBEHHO
MHUKPOTaINJIOTUITBI C HUMH HY)KHO 00paIiaTh BHUMaHHE.

Habmonas HaKOIUICHHE JAHHBIX 0
nomMopdu3Me HYKICOTHAHBIX TOCIEeI0BATEILHOCTEH
TeHOMa 4YeloBeKa, Koraa u3 0as3sl nanaeix dbSNP BunHO,
4TO BECh I'€HOM OYKBaJIbHO HCIEIIPEH pa3JIMYHbIMU
BapualMsAMH, MOXET  BO3HHKHYTh  MBICIb,  9TO
OeccmbicienHo  npoBoauTh  JIHK-mpentndukarmro
auuHocTn ¢ momoupto OHII um B ocobeHHocTn
BceoOmyro JTHK-perucrpanmto, HO XOTUM 3aMETHTh, 9TO
9TO HE TaK, U aMIUTM(UKAIKS NOJIUMOP(HBIX y4acTKOB
TEHOMA Yy Pa3HBIX JIOJCH MPOU3BOJUTCS, B TOM UHCIE C
ucriosnb3oBanueM  STR-jokycoB,  Mecra — oTxkura
paiiMepoB ISl KOTOPBIX TaKKe HECYT MHOXKECTBEHHBIC
yxxe u3BectHele OHII, o uem rosopunocs Beie. IIpu
9TOM HEOOXOOWMO TPHU3HATh, YTO  OONBIIMHCTBO
BbIsiBIIEHHBIX MHHOpHBIX OHII BeTpeuarorcs y kpaiiHe
HEOONBIIOr0 4YMCIa JIOeH M TMOATOMY IOJ00paHHBIE
paHee mpaiiMepbl JOBOJBHO 3(dexkTuBHO paboTaroT, B
TOM yucie npu ammumoukanun STR-nokycoB. Tem He
MeHee, BO3MOXKHO TpeOyeTcss HHOHM IMOAX0[ TpH BRIOOpE
npaiiMepoB B OyxylieM, OpHEHTHPOBAaHHBIH Ha MecTa ¢

yxke wu3BecTHbIMEH OHII (r00bIe WHAETBI, BKIIIOYAS
MHUKPOCATEUTUTHI, BCE JKe JIyUIlle UCKII0YaTh), Moa0upas
y)Ke K TakuM BapuaOeNbHBIM y9acTKaM BBIPOXKICHHEIC
npaitMepbl, pasyMeeTcsi, MpH YCIOBUSAX COXPAHEHHUS
CHenn()UIHOCTH UX OTXKUTA W YCIEUTHOTO IMPOTEKAHUS
TILIP.

3akjioueHune
3a mpomreamee JAECATUICTHE C  MOMEHTa
NEPBOro YIOMHMHAHUSA 00 HCITOJIb30BaHUU
mukporamiotunoB s neneid JHK-kpumunamuctuxwy,
JUIE  BBISICHEHHSI  POJCTBA,  CEMEHHOTO/IPEIKOBOTO
aHaAJIN30B JIOCTUTHYT 3aMETHBINA nporpecc,

BBIPA3UBIININCS, TPEKIEC BCETO, B PE3KOM yMEHBIICHHH
pasMepa MMKPOTAIUIOTHUIIOB MO KpailHUM IO3HIUSM
BeiOupaembix OHII u  yBelM4YeHHHM  KOJHMYECTBA
mociaeqHnx. Ha  3TOo,  HECOMHEHHO,  TOBIIHMSUIO
pacmmpenue 3Hanui o nomumopduzme JJHK genoseka u
BeIsBIIeHHE Ooibmmoro umcna HoBeIx OHIL. C ywerom
TOTO, YTO KallWULIPHBIA refb-3s1eKTpodopes, MpuroaHbIit
TOJIBKO [UISI OIpPEAENEHHs 4YHCIa TOBTOPSIOLIMXCS
anmeMeHTOB B STR-J10Kycax v HECIIOCOOHBIN BBISBISATH MX
u3oajieny, OydeT T[OCTENeHHO, HO  HEW30eXHO
BBITECHATHCS MacCOBBIM TIapaJuIeTEHBIM
cekBenupoBanueM JIHK, oOecreunBaronm mosydeHue
BCEH MONHOTHI MH(POPMANNHU O TEX WIN WHBIX ydacTKax
reHoma, Bkimodas QasupoBky aaHubix mo OHIT (t.e.
YCTAHOBJICHHE MHUKPOIMIIOTHIIOB), U To, uyro OHII B
COCTaBE  MMKPOTAIUIOTHIIOB  TIOKa3bIBalOT  Ooiiee
HaJeKHBIM XapakTep HacleJJOBaHUS B OTIHYHE OT
OBICTPO MYTHPYIOIIUX STR-1oxycos, npu
aMIUTM(UKaIMU KOTOPBIX ellle MPOUCXOIUT 00pa3oBaHKe
HEe)XeJaTeNbHBIX CTaTTepHBIX PparmenToB /IHK, cunpHO
MEIIAIONINX aHAIN3Y CMEIIAaHHBIX O0O0pa3loB, MOXKHO
MPUATH K 3aKITIOUEHHIO, YTO 4Yepe3 HEKOTOpOe BpeMs
ocHOBHbIM MeTosoM B JIHK-kpumuHanucruke craner
MMEHHO MacCOBOE€ MapaijieibHOEe CEeKBEHHpOBaHHE. J[iIs
9TOTO MOTYT OBITH pa3pabOTaHBl CIENHATH3HPOBAHHBIC
YMEHBLIECHHbBIE BEPCUU O IXOISIINX JIHK-
CEKBEHATOPOB, MOCKOJIBKY Ul 3THUX IeJIeH AOCTAaTOYHO
MIPOYTEHHE OTHOCHTEJBHO HeOOJIBIIIOTO0 yycnaa
HYKJICOTHIHBIX HocJeI0BaTeIbHOCTEN B BUJIC
TapreTHOT0 CEKBEHWPOBAHUS, HO OOECIEeUMBAIOIIETO

(da3upoBKy naHHBIX. [IpuyeM, HEBaXHO Ha Kakou
miatdopme Takue CEKBEHATOPEI OKaXXyTCs
OCHOBaHHBIMH, IIOCKOJIbKY TIJIaBHBIMH TPEeOOBaHUSIMHU

OyIyT SBIATHCS TOYHOCTH CEKBEHHPOBAHMS, IIPOCTOTA U
ObICTpOTa Onepanuii, a TaKke HU3Kas cebecTonMocTs. B
9TOH CBSI3M HYXHO CKa3aTh, YTO HE TaK JABHO (GupMa
Illumina, Inc. yxe oprann3oBana ao4YepHIO QUMY
Verogen, Inc., craBmylo TepBoil B  MHPpE,
CTIEUATN3UPYIOLICHCS] NCKITIOUYNTEIFHO Ha MPUMEHEHUH
MaccoBOro mnapajuienbHoro cexkBenuposanus s JJHK-
KpUMHUHATUCTHKA. PaspaGorannas mMu cucrema MiSeq
FGx® Forensic Genomics Solution, Bxmrouaromas
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GoNBIIyI0 MaHeTh JTOKYCOB B Buae Habopa ForenSeq™™
DNA Signature Prep Kit wu cooTBercTByMOIICE
nporpammHoe  obecriedenne  ForenSeq'™  Universal
Analysis Software, mo Bcem mapameTpam MmpeBOCXOIAIIAsN
mnpexnane crmoco0sl JIHK-unenTnuKammm JIHIHOCTH,
OCHOBAaHHbIE Ha KalWULIPHOM Telb-3JeKTpodopese,
moyansia B CIHA omoGpenue co croporst ®BP. C
MIOMOIIbI0O  JIAHHOW ~ CHUCTEMBI ~ MOXXHO  BECTH
OJIHOBpPEMEHHBIN aHaiu3 27 ayrocoMHbIX STR-JIOKycOB,
24 u 7 STR-moxycoB m3 Y- u X-XpomMocoM
COOTBETCTBEHHO, a Takke 96 1iISNP!, 22 PiSNP u 56
aiSNP. Ho mpu 3TOM JtaHHas maHenb GopMaIbHO TIOKa He
COJICP)KUT HHM OJMH MHKPOTAIUIOTHII, YTO BO3MOXKHO
MPOCTO BOIPOC BpPEeMeHU. XOTH, CIPABEIUBOCTU Paau
CIIelyeT 3aMeTUTh, uTo (haktudecku roosre OHII BxoasaT
B Ty WU MHYIO TPYIIly MUKPOTAIUIOTUIIOB U, HAIIPUMED
OHII rs8037429 u3 ymomsiHyroro HaGopa ForenSeq™"
DNA Signature Prep Kit HaxoauTcs cpeau 1enoro psiaa
npyrux OHII, mpum STOM yKa3aHHBIE TPAaHHUIBI STOTO
HeOOJIBIIOT0 aMIUIMKOHa (63 M.H. — OJHOTO M3 CaMBIX
MaJICHbKHX B IaHHOM MTaHENN) MO3BOJIAIOT BUAETh, YTO HA
30HBI OTKHUIa oOOOMX MpaiiMepoB NPUXOAUTCS, IO
MeHbIed Mmepe, eme 7 OHII u ogus wHAENn, KOTOpbIE
TEOPETHYECKH MOTYT YXy[AIaTh aMIUM(QHUKALUIO 3TOTO
yyacTka XpoMoOcoMBl 15 reHoma denoeka. I[loatomy
BECbMa Ba)KHBIM MOMEHTOM pu nozabope
MUKpOTaIJIOTHIIOB (MUKpOAUILIOTHIIOB) Juts Henerd JJHK-
KPUMHWHAJINCTUKH JOJI?KHO OBLITH HaJIM4yue
(IIAaHKUPYIOIUX WX YYaCTKOB C MUHHMAJIBHBIM YHCIIOM
HYKJICOTHUIHBIX 3aMEH U TeM OoJiee NeIeHuii.

Korpga roroBmmach pyKomuch JaHHOH pPabOTHI
MOSBUIACH MPennyOauKalys MHoHepHOU crtathu [Soifer
et al., 2020], B KOTOpO#t COOOIIEHO O CEKBCHHPOBAHHH
MIOJIHOTO JUIUIOWHOTO TEHOMa OJTHOTO YeJIoBeKa (JIMHUS
ki1eTok (ubpobmactoB WI-38), mockombky 10 3TOTO
MIPAaKTHYECKH BCE CEKBEHHPOBAHHBIE T'€HOMBI® HOCHIIN
Fal'IJ'IOI/II[HLII\/'I U TOYHEC KBa3HFaHHOH}IHBII>’I XapakTep,
IpU4eM HE TOJNBKO 4YENOBEKa, HO M  MPOUYHX
OYKapUOTUYECCKUX KHUBOTHBIX OPraHMU3MOB. K TOMY XK€
pedepercubie TeHoMbI uenoBeka GRCh37 wu  Goaee
noapobubiii  GRCh38 wumeroT Mo3anuHbIi  Xapakrep,
MOCKOJIbKY COCTaBJIEHBI Ha OCHOBE T'€HOMOB Da3HBIX
moned U o (asupoBKE JAHHBIX peyb HITH BOOOIIE HE

LiiSNP (identity informative) — OHII, npesasHa4eHHbIE
i uaeHtudukarmn nanocty; PISNP (phenotypic
informative) — OHII, oTBeuaroiue 3a onpeaeIeHre
¢denorumna; aiSNP (ancestry informative) — OHII,
MO3BOJISFOIINE YCTAHOBHUTH Ouoreorpaduueckoe
MPOUCXOKIICHHE.

? PaHee CEKBEHUPOBAHHBIC UIUIOMIHBIC TEHOMBI
yesoBeka [Levy et al., 2007; Pendleton et a., 2015] 6bu1u
(a3upoBaHbI JUIIL OTYACTH, B TOM YHCIIE C
MPUMEHEHHEM «TPHOY» TEXHOJOTHH C COMOCTaBICHIEM
TpeX TeHOMOB HH/IUBH/IA U €r0 POIAUTEICH.

MoxeT. HakoHel, ¢  HCHOJB30BaHMEM  Pa3HBIX
TEXHOJIOTUI CEKBEHUPOBAHUS U pAlla IPYrux MOAXOJIOB,
a TaKKe COBPEMEHHBIX BBIYHMCIHUTEIBHBIX MOAXOJ0B
CEKBEHUPOBaHbI Bce 46 XpOMOCOM OJHOTO WHIMBUAA M
MOXHO  CKa3aTh, YTO  HACTyaeT 3pa  HOBOTO
CEKBEHUPOBAHUS  JCHCTBUTEIBHO TIOJIHBIX TI'€HOMOB.
[ompobuas wHpopMmarms 00 STOM HCCIEIOBaHUY,
BKItouast (asupoBaHHble (Ha 94%) HyKICOTHAHBIC
MMoCeA0BaTCIIbHOCTHU, JOCTYIIHBIC [JII CKadYMBaHUA U
aganms3a ¢ nomoinpro cremuansHoro WI-38 remomuoro
Opay3epa, BBIJIOXKEHBI Ha CO3/IaHHOM [0 3TOMY CIIy4alo
caiire https://wi38.research.calicolabs.com.

besycnoBHo, wuH(pOpMamus O IUIUIONIHOM
reHOME 4eJioBeKa, BKJIFOYast CBEJICHUS 0
Yuc/mpancTioNIOKECHNSIX KOHKPETHBIX MYyTanuid, Ooibiie
TpeOyercst Uil TEepPCOHAIBHOW MEIULUMHBI M Ha 3TO
ykazpiBan eme B 2010 r. J.C.Venter [2010], Ho u
JHK-kpuMHHanucTuka, HECOMHEHHO, CMOKET JIOJDKHBIM
00pa3oM €10 BOCIIOJIb30BAThCA.

Baaropapuocru
Jannas pabora moanepkana rpaatom PODU no
npoekty POOU-mk Ne 18-29-14076.
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