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AHHOTALMA

OrpoMHbIM MOACMOPbEM B pacciie0BaHUM NPECTYNNEHUN CRYXaT KpuMUHanucTudeckue 6asbl IHK-naHHbIX, no3Bonsiowme
no GUONOrMYecKUM crnefam MAeHTUULMPOBaTb OCTABMBLLETO MX YENOBEKA MpU YCNOBWM, YTO MHGDOPMALMS 0 HEM B BUAE
STR-npodwmns yxe nmeertcs. To e camoe CnpaBejJIMBO B OTHOLLEHUM HEOMO3HaHHbIX TpynoB. Koraa nopgobHas uHdopMa-
uma B 6ase JaHHbIX OTCYTCTBYET, Ha NoMoLub MoxkeT npuiitn [JHK-beHoTMnMpoBaHKe, nosBosisioLLee BOCCTAHOBUTL 0BSIMK
yenoBeka no ero [HK, uto yxe HaxoauT NpUMeHeHUe B KPUMUHANWCTMYECKOM NpaKTuKe. Hanbonbluwii nporpecc JOCTUrHYT
B YCTaHOBJIEHUM LIBETA BOJIOC, a3, MUrMEHTALMU KOXW WU HEKOTOPbIX ApYrux Npu3HakoB. Ho 0CHOBHOW WHTepec npefcTaB-
NSET NMLLO YenoBeKa, U € 3TUM Aenio 0b6CTOMUT MoKa He JydiumM 06pas3oM, XoTa onpefenérHble ycnexu uMetotcs. [naBHas
npobneMa 3aK/YaeTCA B TOM, YTO 33 YepThl /IMLA OTBEYAIOT MHOXKECTBEHHbIE FEHbI, NPOSABIAA B TOM YUC/E NIENOTPOMHBIN
3 ekT. NospneHMe Takoro MeToAa, Kak obLLereHoMHoe accoumaTveHoe uccneposaue (GWAS), nossonuno aHanmsupoatb
Cpasy MHOKECTBO FeHHbIX JIOKYCOB Ha MPeAMET Hanuuns B HUX OAHOHYKIEOTUAHbBIX 3aMeH, acCOLMMPOBAHHBIX C HEKUMM re-
HaM, yyacTBylLWMMK B GOpMMPOBaHUM L YenoBeka. OfHaKo ropasgo 6oniee MHOPMATUBHBIM MOXKET CTaTb CEKBEHUPO-
BaHWe [BYX [OCTaBLUMXCA OT OTLA U MaTepy reHoMOB (JIM 3K30MOB) KaXA0ro YesioBeKa ¢ (ha3MpoBaHHOW ranjoTMNMpPOBaH-
HoW cBopKoii MX NocnegoBaTenbHocTel. M npu TakoM noaxoae HeobxoanM NpaBuibHbIM BbIbop 00beKTOB B BUAE 6oMbLero
uMcna ABOMHUKOB M UX BAMMANLLNX POSHBIX, MOCKONBKY, He BYAy4M poACTBEHHUKAMM, ABOMHUKW NOTEHLMANbHO MOMYT HECTu
0JMHaKOBble 3aMeHbl HYKNEOTMAO0B, BO MHOrOM OMpefensiolue ux BHeLIHee CXOACTBO. [lpyroi KOropTon AOMKHbI CTaTh
CeMbM, B KOTOPbIX AETW CUNTbHO MOXO0XM Ha CBOMX POLWUTENEM, U B 3TOM Cilyyae HeoBX0AMMO BECTW TPUOCEKBEHUPOBaHWE
¢ (a3upoBaHHON COOPKOM MX AMMNNOUAHBIX FEHOMOB (3K30MOB). [onydeHHas TakuM 06pa3oM reHeTudeckas WHdopMaums,
0bpaboTaHHas ¢ NOMOLLbK MALLMHHOMO 00YYEHWUS U UCKYCCTBEHHOTO MHTENEKTA, MO3BOJIAT «BbIATU» HA HYHbIE FeHbl, NO-
BbICUB J0CTOBEpHOCTb Takux [IHK-noptpeTos.

KnioueBble cnoBa: cynebHo-MeamumHckoe [HK-peHoTunupoBanue; nuueBas Mopdonorus; reHoM; 3K30M; CEKBEHNPOBa-
HWE; KPUMUHANUCTUYECKME Basbl LaHHBIX.
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ABSTRACT

Forensic DNA databases are beneficial for investigating crimes and allow identifying a person using biological traces, provided
that information about him/her is already available in the form of a short tandem repeat profile. The same is true for unidentified
corpses. When such information is missing from the database, DNA phenotyping can be used. A person’s appearance can be
reconstructed based on his DNA, which is already a finding application in forensic practice. Considerable progress is achieved
when the hair and eye color, skin pigmentation, and some other features are established. However, the main interest is in the
human face. However, developments in this area are limited. The main issue is that multiple genes are responsible for facial
features, including a pleiotropic effect. The emergence of such a method such as genome-wide association study made it
possible to analyze many gene loci at once for the presence of single-nucleotide substitutions associated with certain genes
involved in the formation of a person’s face. However, sequencing of two genomes (or exomes) of each person inherited from
the father and mother with phased haplotype assembly of their sequences can be more informative. With this approach, the
accurate selection of objects in the form of a large number of twins and their closest relatives is critical, because twins may
carry the same nucleotide substitutions, which largely determine their external similarity. Another cohort should be families
in which children are very similar to their parents. In this case, it is crucial to conduct triosequencing with phased assembly
of their diploid genomes (exomes). Genetic information obtained in this way, which is processed using machine learning and
artificial intelligence, allow us to “reach” the necessary genes, increasing the reliability of such DNA portraits.
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HAYYHEIE 0B30PHI

BBEJEHUE

OceHbto 2024 ropa ucnonusetca 40 net ¢ Havana ucnonb-
30BaHua nonumopduama AHK ana ngentndukaumm nuyHo-
CTW, BKJIlOYas OMpefeneHne pofcTBa, MMOHEPOM KOTOpOro
BbICTYnMN BpuTaHckui reHeTuk A. [hkeddpuc (Alec Jeffreys).
3a 310 BpeMa [IHK-kpuMuHanucTuka npogenana 6onbLuon
NyTb, CMEHMB HECKOJIbKO Pa3 MCMoSib3yeMble MapKepHble
NpU3HaK1 U cHOpMUpOBaB COOTBETCTBYHOLLME Basbl aHHbIX,
3aMeTHO YNyyLlAloLWMe PacKpbIBaEMOCTb MNpPECTYMIEHUN.
Bcé ato moBonbHO noppobHo paccMaTpuBanoch HaMu paHee
B kHure «AHK-KpuMuHanuctukay [1].

HeT coMHeHuit, uto paHo v no3gHo 6yayT cospaHbl
BCeobbeMIOWME KpUMMHANMCTUYecKue 6asbl AaHHbIX, He-
cyLume nHdopMaumio 06 YHUKanbHON A11A KaXKA0ro YenoBeKa
HekoTopoii yactu ero [IHK, 6narogaps yeMy ycTaHaBnmBartb,
“3067M4aTh M 3aAepKMBaTb MPECTYMHUKOB CTAHET ropasfo
nerye. A B HacTosLlee BpeMs NpU MOUCKE NPECTYNHUKOB,
noka ux IHK-npodunu B BuAe onpenenéxHbix STR-nokycos
(short tandem repeat) B cywiecTBylowmx 6azax AaHHbIX OT-
CYTCTBYIOT, NpuUXoauTcsa npuberatb K ceMeliHoMy Nnbo reHea-
IOTMYECKOMY aHanu3y, a Take K TakoMy nopxopy, Kak JHK-
(eHoTUNMpOBaHMe.

Haubonee BaxHbIM ANA MOWCKa MO03pEBaEMbIX fB-
NAeTcA NALO uYenoBeKa, M 3ToMy Hanpasnexuio [HK-
(beHOTUNMPOBaHNA B BMAE BOCCTaHOB/EHUA 0biMKa (nuua)
yenoseka no ero [IHK ynensetca B nocnefHee aecatunetvie
3HauuUTeNIbHOE BHUMaHWe. [Ins BeseHUs CleaCcTBEHHbIX Aeli-
CTBUM BAXHO TaKe npefckasanue no [HK Takux uept ue-
I0BEKa, KaK LIBET pafyXHoi 060/104KY a3, LiBET BOJIOC U UX
CTPYKTYpbI, MUrMEHTaLMA KOXM, UMEHHO C KOTOPbIX M Haya-
nocb B Hayane HbiHewwHero ctonetus JHK-deHotnupoBaHme.
Ho nockonbKy Bce OHM C MOMOLLBIO CreLmManbHbIX KOMMep-
YecKux HabopoB onpefensTca yKe AOBOMbHO YBEPEHHO,
W K TOMY 3Ke OTHOCWTE/NbHO HEAABHO BbILL/M JeTanbHble 06-
30pbl Ha 3Ty TeMy [2, 3], To 3TUX YepT YenoBeKa 3Aech KacaTb-
cs He byneM. OcTaHyTca 6e3 BHUMMaHMA U cBA3aHHble ¢ JHK
BECHYLLKM, 06nbiceHMe, NOCEAEHMWE, YCTAHOBNEHWE BO3pacTa
yesioBeKa U ero pocta. locnegHue aBa nokasatens sABNSAIOT-
€A BECbMa BaXKHbIMM [J11 KDUMUHANMCTUKM, NIPUYEM BO3pacT
WHOMBMAA HA OCHOBE CTEMEHU METWIIMPOBAHUS OTAEJNbHbIX
LIMTO3MHOBBIX OCTATKOB B HACTOSILLEE BPEMS YCTaHaBNMBAET-
CAl C Y)Ke JOBOJIBHO BbICOKOM TOYHOCTBIO, XOTA B 3HAYUTEb-
HO CTeneHu onpefensieTcs YCIoBUAMM OKpYXKatoLLelt cpefpl
1 06pa3oM KM3HM YenoBeKa. HTo KacaeTcs pocTa YenoBekKa,
TO NOMWUMO OKa3blBalOLLWX Ha Hero BiMsHUE ocobeHHOCTel
[HK, pocT 3aBucuT 0T Macchl Apyrux npuunH. MNpu aToM He-
[AaBHO C/eNlaHa NonbITKa HaliTW accouMaLy pocTa YenoBeKa
¢ MetunuposanueM [HK [4].

C noMoLwbto dotopoboTa No NoKasaHUsM CBUAETENEN YKe
[AaBHO COCTaBNSKTCA KOMMNO3WULIMOHHBIE MOPTPETHI NPECTYMHU-
KOB B pacyéTe Ha To, 4T0 B HUX MOXHO OMO3HATb KOHKPETHOTO
yenoseka. 0gHaKo Npy COBPEMEHHOM NOBCEMECTHOM pa3Me-
LeHMM BULEOKaMep 4acTo A0CTAaTO4HO MPOCTO MPOCMOTPETH
COOTBETCTBYHLLYK BMAeo3anuch. Ho Hepeaku cnyyaum, Korpa
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MPECTYNeHWs COBEPLLIAIOTCA BAANM OT YCTAHOBNEHHbIX BULEO-
Kamep, e HUKaKWUX CBUAETENEN HeT, ABHbIX MOTUBOB COBEp-
LUEHMA MPECTYMHBIX AeACTBUA UMEHHO B OTHOLLEHWUW KOHKPET-
HOM XepTBbI — TOXeE, M TOTA Y NPaBo0XpaHUTENEN NOSTHOCTbI0
OTCYTCTBYHOT Kakue-mb0 «3aLienkuy». OAHaK0 Cy4aeTca 1 TaK,
YTO Ha MecTe MPecTynyieHns NMbo Ha oaexae wim Tene no-
CTPafaBLLEro MOMyT 0CTaBaTbCA pasfinyHble Buonoruyeckue
cneapl, cogepxawume OHK npectyniuka. Torga, noMuMo yro-
MWHAEMbIX BhbiLLIe LIBETA BOJIOC, PAAYMKM [Ma3, KOXMU, KpaiHe
Ba)KHO no ocobeHHocTaM [IHK BoccTaHOBUTH NINLIO YESIOBEKa,
ybu OMoONOrMdYeckue cnedbl Db HaMpeHbl. TakoW noaxop,
cnocobeH TakKe NoMoYb MAEHTUOULMPOBATL OCTaHKU, B TOM
uuche ckenetpoBaHHble. MpuMepbl NoaobHoro 06Hapy:KeHus
MPECTYMHMKOB WM UX XEPTB YIKE eCTb: B YaCTHOCTU, aMepu-
KaHckas ¢upMa Parabon Nanolabs (https://parabon-nanolabs.
com/), CTPOUT Ha 3TOM CBOA O13Hec. IMK co3aH OCHOBaHHbIN
Ha MalUMHHOM 06ydyeHun noaxon Snapshot, npuHUMN pabo-
Tbl KOTOPOrO He pacKpbIBaeTcsl, HO cO06LLAeTCs, YTo aHam-
3upylotca Munnapabl KombuHaumid nonumopdmamos [HK.
HecmoTpsa Ha oTyacTi cnpaBefMBYH0 KPUTUKY CMELManMCcToB
IHK-deHotunmpoBanmsa [5, 6] B agpec dupmbl, ¢ Mas 2018
no Mai 2024 roga oHa mMaeHTMGMUMpOBaNa TakuM obpasom
315 nNepcoH 1 TeM CaMbIM NOMOFJIa PacKpbITb HEMao NpecTy-
MAEHWIA, B TOM Y1Che C BOSBLUIMM CPOKOM [@aBHOCTW.

B CLLA v B psae Apyrux cTpaH BeayTCst MUHTEHCUBHBIE UC-
C/lefoBaHmMsl, HanpaBeHHble Ha MOUCK FeHOB, OTBEYAOLLMX
33 BHELWUHWW 06/IMK YenioBeKa B BUAE €ro Niuua, U Npu 3ToM
JOCTUTHYTBI ONpefenéHHble ycnexu. XoTa Aaxe NpaBuiibHO
YCTaHOBJEHHbIE FeHbl, OTBETCTBEHHbIE 3a Te UM UHble PeHo-
TUNUYECKWE NPU3HAKK, MOTYT He [aTb eNaeMoro pe3ynbTata
B CWJTy pAfa NPUYMH, KaK, HanpuMep, 06pa3 u3HU YenoBe-
Ka, BAIMAIOLLMA Ha ero BHELLHOCTb; YCII0BUSA Cpefbl 06MTaHus,
CTApyecKuii BO3pacT, MiacTUyeckue onepaumu. TeM He Me-
Hee BO MHOTWX CNyYasx Afs paccnefoBaHus NpecTynieHui
U YCTaHOB/IEHWSA EPTB MOXET OKa3aTbCA MOJe3HbIM Mpef-
CKasaHue nuua Yenoseka no ero [1HK, kotopoe, beccrnopHo,
HYMHO YNy4LLaTb, YeMy U NOCBALLEHA AaHHasA CTaTbA.

Ho npexpae cneayeT KOCHYTBCA UCMOMb3YEMbIX TEPMUHOB
1 BOMPOCOB reHOMHOM opraHu3aumn [JHK KoHKpeTHbIX ntogen.

UCMO0JIb3YEMbIE TEPMUHDI

MPU YCTAHOBJIEHUW BHELLHEIO
ObJINKA YEJIOBEKA HA OCHOBE
Er0 OHK

B oagHOM 13 paHHMX 0630poB [7], NOCBALLEHHBIX Haum-
HatoweMmycs ucnonb3oBaHuio ocobenHocten [OHK niopeii
ONs MPeLCcKa3aHus MX BHELLHe BMOMMBIX YepT, bbino yae-
NEHO BHUMaHUe MUrMEHTALMKM KOXMU, POCTY YeNoBeKa W ero
Ny, ofHaKo obiero 0bo3HaueHUA oA HUX Torda He Bbino
npeasioxeHo. Y1o Kacaetca OTAeNbHOro pasjena Tou CTa-
Tbi, 03arnaeneHHoro «Facial morphology», B HEM oTMeva-
nock, YTO B NUTepaType TOro BPEMEHW He yhanoch obHapy-
¥uTb pabot, rae 6bl onucbiBanack CBA3b MOphOIOrMYECKUX
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np13HaKkoB NMua yenoBeka ¢ ocobenHoctamn [IHK, kpome
BECHYLLIEK.

B 2008 rogy Bbiwna Khura «Molecular photofitting:
Predicting ancestry and phenotype using DNA» [8], B KoTo-
poii MpefcKa3aHWe YepT BHELUHOCTM YesioBeKa Nno ocobeH-
HocTam [IHK nonyumno Hassanue «molecular photofitting.
Ho ocoboro pacnpocTpaHenus ato 0603HaueHue He Momyum-
10, ECNIN HE CYMTATb HECKOMBbKUX [OBOJLHO CTapblx CTaTen
OHOW rpynnbl aBTOPOB W ELLE OJHON OTHOCUTESIbHO Hefas-
Hen nybnmkaumm [9].

B 2011 ropy B ctatbe S. Walsh v coasT. [10], onucbiBatoLLmx
pa3paboTaHHbI Habop Ans BoisBNEHWs LBeTa a3 IrisPlex,
YNOMMHAIOTCA CPa3y TPU TEPMUHA M OTMEYAETCs, YTO Hauu-
HaeTcs HoBas 3pa «DNA intelligence» (B TOM e npeasio-
MEHUM roBopuTcAa, YTo eé 0bo3HavaloT elwé Kak «forensic
DNA phenotyping») B Buie 06Hapy»eHUs BHELUHE BUAMMBIX
yepT yenoBeka — «externally visible characteristics» (EVC).
B npyroi ctatbe 31ux e aBTopos [11], B KOTOpoii OHU McCe-
[0Banu UBeT Mas y HaceneHus Eeponbl, MK Biepeble bbina
ynotpebneHa abbpesmatypa FDP (forensic DNA phenotyping),
npuobpeTiuas ¢ Tex NOP MaccoBbl XapaKTep, HO W COKpa-
wenne EVC ucnonb3syetcs no-npexHeMy LOBOBHO LUMPO-
Ko. lpu atoM nog EVC 06bl4HO NOHMMAIOTCA TaKue YepTl,
KaK LiBeT 1a3, KO}, BONOC, UX CTPYKTYpa U HEKOTOpbIe Apy-
rve YepThbl, He 3aTparuBatoLme MophomormM nuLa YenoBeka.
Yro Kacaetca FDP, To KpoMe Tex e caMbIX YepT, 4To nog-
pa3symeBatotca ana EVC, 3tor TepMuH pacnpocTpaHsetcs
W Ha NULIO YenoBeKa.

YcnewHo npuMeHsAOLLan Ha NPaKTUKe 0SS 3ajepiKaHus
MPECTYMHUKOB W MAEHTUDMKALMM Ten NormbLumx Yepes pe-
KOHCTpYKLMIo 0bmKa yenoseka no nonuMopduamy IHK yxe
ynomuHaBLwascs ¢upma Parabon Nanolabs ucnonb3yet Tep-
MUHBbI «composite profile» u «Snapshot» (https://snapshot.
parabon-nanolabs.com/#phenotyping). Mpn 3T0M HyHO OT-
METWUTb, YTO BriepBble TePMUH «Snap-shot» B CBA3M C aHa-
nm3oM (reHotunuposanmeM) [JHK BcTpeyaetcs B nybnukaummn
1992 ropa [12], rme oH BbIN UCMONBb30BaH ANA FEHETUYECKON
XapaKTEPUCTUKM KYNbTYpbl KNETOK YeNlOBEKa, BbISIBNEHHOM
nytéM JHK-puHrepnpuMHTMPOBaHMA C MOMOLLBID MYNbTUO-
KycHoi JHK-npo6el xeddpuca, ncnonbsyeMoti Toraa B Kpu-
MWUHaNUCTUYeCKoi npakTuke. B 2003 rony 3apo0nro fo Havana
wwupokoro npumeHenns JHK-deHoTMnpoBaHna 1 co3panus
COOTBETCTBYHILLErO Noapa3aeneHns dpupMel Parabon Nanolabs
6bin npeanoxeH TepMuH «SNaPshot» npu nccnesosanum op-
HOHYKNeoTUaHOro nosuMopdusmMa Y-xpoMocoM — «single-
nucleotide polymorphism», unn cokpaténso SNP [13].

[lnf peKoHCTPYKUMM nMua yenoBeKa no 0cobeHHoCTAM
[IHK ncnonb3oBanock u Takoe 0603Ha4eHWe, Kak «composite
facial sketch» [6]. Cpeau mpyrux 0Bo3HaueHmi MOXHO BCTpe-
T «face photo-sketch» [14]; «portrait in DNA», «police-style
sketch» [15]; «forensic sketch» [16]. B ogHoit n3 nyGnmxaumii [17]
ANA KOMMO3MTHOO nopTpeTa Ha ocHose JHK npennoxkeHo uc-
MoMb30BaTb «reHOMHbIA NopTpeT» ambo «[JHK-noprpet», no-
CKONbKY HenocpeacTBeHHO K doTorpaduy nopobHas pexoH-
CTPYKLMSA NMLIa YENOBEKA OTHOLLIEHUS! HE MEET.
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Bo3MoxHO, ona 0003HaueHWs fMuUa Kak CaMoW Bax-
HOM YacTW BHeLIHOcTW 4enoBeKka no aHanormm ¢ JHK-
deHoTunmpoBaHueM ana [OHK-KpUMUHANUCTMKU CTOMT ucC-
nonb3oBatb TepMuH «[JHK-noptpetupoBaHue», TeM bonee
yTo CNOBO «portraiting» n3BecTHO ¢ cepeanHbl XVI Beka
(https://www.oed.com/dictionary/portraiting_n?tl=true).
OpHako B 3TOM ciyyae notpebyeTcs yTouHeHMe ans abbpe-
Buatypbl FDP B BUAe BBEAEHMA AOMONHUTENBHON ByKBBI —
FDPh. Ho, BO3MOXHO, Ha 3T0 CTOMT MOWATH, Y4UTbIBAS Ba-
HocTb [IHK-deHotunnpoBanua ansa JOHK-KpuMuHanucTukm,
ocobeHHo [JHK-nopTpeTnpoBaHms, KOTOpoe MOKa eLLE Heao-
CTaToOYHO JOCTOBEPHO, HO eCTb HAAEX/a Ha ero CoBepLLEH-
CTBOBaHMe.

AAEPHBIE FTEHOMbI YEJIOBEKA

TepmuHy «reHoM» yxxe bonee 100 ner, u koraa B 1920 rogy
npodeccop 6otaHukm I. Bunknep (Hans Karl Albert Winkler)
npeanoxun 0bo3HayaTb UM ranfouaHbIA Habop XpoMocoM,
TO 0 TOM, YTO MaTepuanoM HacnegctBeHHocTn cnymt JHK,
eweé He AorapbiBanuch. 0fHAKO CBS3b TEPMUHA «FEHOM»
C raniougHbIM HabopoM XpOMOCOM COXpaHssach, U Koraa
MnosiBUNack BO3MOMHOCTb CEKBEHUPOBATb MOSIHbIE EHOMbI
3YKapMOTUYECKUX OPraHU3MOB, CTaJia BecTuch cbopka nocne-
posatenbHocten JHK 13 rannongHoro (unm ¢ y4ETOM pasHbIix
YPOBHEMN MAIOMAHOCTM — MOMOBMHHOMO) Habopa XpoOMOCOM,
CcyMTas, 4To NapHble XPOMOCOMbI Y NK0BbIX BUAOB OpraHu3-
MOB [0BOJTbHO OZiHaKOBbI. [paKTUYECKM TaKoM Xe dpa3oii:
«[lyManocb, YTo B AUMOMAHOM FeHOME rOMOJIOTMYHbIE Xpo-
MOCOMBbI COLLEPIKAT IKBUBAJIEHTHYIO reHETUYECKYH0 MHdOpMa-
Lmto», HaumHaeTes ctatba T. Takeuchi u coasr. [18], B KoTopoit
Ans $Ha3npoBaHHOM reHOMa HEeMYYXHON YCTpULbI OMMcaHa
ero cbopka, [eMOHCTPUPYIOLLas BbICOKYIO reTepo3UroTHOCTb
MapHbIX XpOMOCOM.

Ceityac nop, TEpPMUHOM «TEHOM» (ECTIW KPaTKO, M AN BbiC-
LUMX OpraHM3MoB) NoHMMaeTcs BcA coBokynHocTb HK B ra-
MAOUEHOM Habope XpOMOCOM, HO QEHOTMN U B LIENOM HU3-
HEHHBIW CTaTyC OMNpefenswTca OUMIOUAHBIM HabopoM
XPOMOCOM, TOYHEE MOJHLIM HabopoM XPOMOCOM C YYETOM
CYLLECTBOBAHMA MOMUMNIONAHBIX OpraHu3MoB. [lpu 3TOM
TEXHONIOMUW CEKBEHUPOBAHWUA TaKOBbI, YTO MPOMUCXOAMT IKC-
NepUMeHTaNbHOe OMpefeneHne HYKNeoTUAHbIX NocnenoBa-
TenbHocTen Beelt JHK u3 nonHoro (amnnouaHoro) Habopa
XpOMOCOM, a BeaeTcs (06b14HO) cOopKa NonoBKHHOrO (ranio-
unHoro) Habopa xpoMocoM. B KauecTBe NOLTBEPXAEHUSA 3TUX
CNOB B OJHOM W3 CTaTel roBopuTCH, YTo Ans 6onblLUMHCTBA
CEKBEHMPOBAHHbIX FEHOMOB He MPUHUMAETCA B PacyéT WX
AaunnonaHein ctatyc [19].

MpUMeHUTENBHO K YENTOBEKY BbIXOAWT, UTO CEKBEHMPYHOT-
s AABa €ro AAEepHbIX FEHOMa, JOCTalolWwmecs eMy OT MaTepy
W OT 0TLQ, N0 3 MApL Nap HYKNeoTUAOB KawabliA, a cobupa-
eTcs, N0 CYTW, OOWH KBA3WreHOM, TaKe pasMepoM 3 mipg
HYKNIEOTMAHBIX Map, B KOTOpPOM B abComioTHO CIy4yaiiHoM
MOpsIIKE MEepEMEXalTCA Y4acTKM MapHbIX ayTocoM OT Ma-
TEpPU U OT OTUA. Y MEHLMH eLé 1 napHble X-XpOMOCOMbI

402


https://snapshot.parabon-nanolabs.com/#phenotyping)
https://snapshot.parabon-nanolabs.com/#phenotyping)
https://www.oed.com/dictionary/portraiting_n?tl=true)

403

HAYYHEIE 0B30PHI

MoABepraloTcA Takoil e Mo3auyHoi cbopke, T.e. B AaHHOM
cnyyae: 3+3#6, a paBHo 3. [pMYEM KaK TaKOBOMO «reHOMa
YenioBeKa» Y KOHKPETHOrO YeNioBEKa HET, X0TA [0 CUX Mnop
3TUM NOHATUEM NPOJOCIKAIOT OMEepUPOBaTh, U BO MHOXKECTBE
CcTaTel U NpoYMX MaTepuanax roBopuTCs, YTO pa3mep reHo-
Ma YeNioBeKa paBeH 3 MNIPA HYKNeOTUAHBIX Nap, U, COrNacHo
LeiCTBYIOLLEMY TepMUHY, GOpManbHO 3T0 TaK, HO Ha CaMoM
Lene nenatb Kakue-nnmbo cepbesHble BbIBOAbI HYMHO TOMbKO
UCXO0AA U3 3HaHMS 6 MNpp, nap Hykneotuaos. [puunHoi co-
CTaBNIEHUA JULIb KBA3UTEHOMA CNYXUT MOXOXKECTb MapHbIX
XPOMOCOM, W3-3a KOTOpOiA Ans cbopku dasnpoBaHHbIX Nocne-
[0BaTeNIbHOCTEN [BYX OTAENbHbIX SLEPHbIX FEHOMOB OAHOIO
YeNoBEKa HYXHO Npunaratb ropasgo bonblie ycunui, uc-
nosb3ys onTuyeckoe KaptupoBatue, Hi-C-cexkBeHMpoBaHue,
Strand-seq, TPM0-cexBeHMpoBaHue (Korna TaKoBOE BO3MOX-
HO) U/MNM NpoYMe YXMLLPEHUS, a TaKkxe Beaa asmpoBaH-
Hylo cOOpKY C MOMOLLbK COOTBETCTBYHLLMX KOMMBHTEPHBIX
nporpamM, KoTOpbIX, BMPOYEM, YKE UMEETCS OKONo nony-
cotHu [20].

MoMKUMO TOro YTO NMpU KBA3WrannoMAHOM CEKBEHMPOBa-
HWM TepseTCA MOMOBMHA FEHOMHON MH(OPMaLMK, OHO eLLg
MPUBOANT NMOAYAC K NOXKHOMY 06bEJMHEHNIO 3K30HOB U3 pas-
HbIX NapHBIX XPOMOCOM C Y4ETOM MOTEHLMANBHO MMEHILLMXCS
B HUX B LMC- M TPAHCMONOXEHUAX MyTaLUi, B pe3ynbTare Yero
MOryT BOCCTaHABNMBATbCSA HEL0CTOBEPHBIE AMUHOKUCIIOTHBIE
MOC/eN0BaTeNIbHOCTM, CNOCOBHBIE MCKA3WUTb UCTUHHYH KapTy-
HY CBA3M reHoTUNa ¢ GEHOTUNOM, BKIOYas UK, TouHee, Uc-
KNoYas (cornacHo TeMe AaHHOM CTaTbM) UX peanbHoe BAMS-
HWe Ha BHeLUHOCTb YenoBeKa. Ha puc. 1 B kauecTBe npumepa
Np1BELEHO HEOAHO3HAYHOE MO pe3ynbTaTaM CEKBEHUPOBaHUS
IHK BoccTaHoBneHue Hekoero benka.

[ins ucknoueHus notepu BaxHoW MHdOpMaummn no AByM
SAEPHBbIM FeHOMaM YefloBeKa He0bXOAMMO CEKBEHMpOBaTb
OHK wn3 Bcex 46 xpomocoM u cobupaTb He oauH (KBasw)
reHoM, Ha yto ewé B 2010 rogy ykasbian J.C. Venter [21],
YTOUHWB B KOHLIE CTaTbM, YTO «FEHOMHas PEBONIOLMSA TONBKO
HaunHaeTcs». O4HaKo No NpOLIECTBUM OKONO MonyTopa fe-
CATKOB JIET MOXXHO CKa3aTb, YTO reHOMHas PeBostoLMS Nno-
MpexHeMy TOMIbKO HAuYMHAETCH, HECMOTPA Ha 3HAUUTENbHOE
MOBbILLEHUE NPOU3BOAMTENBHOCTU U TOYHOCTU CEKBEHMPO-
BaHuA. [lo cux nop MaccoBo NPOAONMKalOT CEeKBEHUPOBATLCSA
KBa3WUreHOMbl, LEHHOCTb KOTOPbIX OTHOCUTENbBHO HEBEJIMKa
W NPUHLMNUANEHO HOBOW MHGDOPMaLIMK Ans BULOB C YKe W3-
BECTHbIMM ped)epeHCHBIMU reHoMamH (B TOM Ymcrie 1S Yeno-
BEKa) OHM NpaKTUYECKM He HecyT, bonee Toro, MOTyT BBOAMT
B 3abnyxpaenne. OQHOM U3 NpUYMH 3TOTO, MOMUMO CEPLE3-
HbIX TEXHONIOTMYECKUX TPYLHOCTEH AN CEKBEHMpOBAHUSA
LVNNOMOHOTO FEHOMa, CNYMMUT TaKKe MHEHME, YTO MapHble
XPOMOCOMbI MOYTU OAMHAKOBbI, OAHAKO, KaK MOKa3biBaKT
pesynbTaThl CEKBEHUPOBAHWA AMNIONAHBIX HAabopoB XpoMo-
COM Y pasHbiX BMAOB OpraHU3MOB, BKJ/IOYas YENIOBEKa, 3T0
Aanexko He Tak. B yacTHocTM, nokasaHo, YTO NpU BbICOKO-
KayecTBEHHON COOpKe AUMNOMAHOMO reHoMa OfHOT0 MHAM-
BMAA C UCMONb30BAHUEM [aHHBIX O FEHOMaX ero pogmTenei
(TPUO-ceKBeHMpOBaHUE) BbLISBNIEHHAA TETEPO3UIOTHOCTb
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CynebHas MeamLyvHa

Chromosome 1

exon 1 exon 2

cis AGC AAC |
Ser Asn

trans e —
Arg Lys

after splicing

cis —AGC ... AAC — Ser ... Asn
trans — AGA ... AAA — Arg ... Lys

after quasi-haploid sequencing
may be recovered the following variants

cis AGC AAC - Ser Asn
AGC AAA - Ser Lys

AGA AAC - Arg Asn
trans AGA AAA - Arg Lys

Puc. 1. YnpoLiéHHas cxemMa nNpaBuibHOIO M HENPaBUIILHOMO
BOCCTAHOB/EHNS aMUHOKUCTIOTHBIX NOC/EN0BATENbHOCTE,
KOAMPYeMbIX Pa3HbIMU 3K30HaM1 POAUTENBCKUX FOMOSIOMMYHBIX
XPOMOCOM, B pe3y/ibTaTe KBa3WranaouaHoOro CEKBEHMPOBaHMSA
(B KauecTBe NpyUMepa NpuBefeHbl BapuaLMu OTAENbHbIX
HYK/E0TWAOB).

Fig. 1. Simplified scheme of correct and incorrect restoration

of amino acid sequences encoded by different exons of parental
homologous chromosomes as a result of quasi-haploid
sequencing (variations of individual nucleotides are given

as an example).

ransioTMNoB N0 HyKNIEOTMAHOI NOCNeA0BaTeNIbHOCTU COCTaBM-
na 3,3%, B ToM uncne obHapyxeHo 6onee 0fHOM0 MUAMMOHA
Pa3HbIX CTPYKTYPHbIX BapuaLui, CPeAU KOTOPbIX KOPOTKUE
W NPOTSXKEHHBIE MHCEpUMKM/Aeneumn — uHAensbl (insertion/
deletion) [22]. B atoii paboTe TaK:Ke OTMEYEHO HanuUume
2,6 M SNP, npuepLmx K ToMy, yto B 48% reHoB, Koamnpy-
toLumx 6enku, B UX annenbHbIX BapuaHTax UMETCA HECMHO-
HUMUYHbIE 3aMeHbl. Mo3ke aHanornyHoe yncno SNP (okono
2,6 MnH) obHapyeHo Mexay ABYMA ranioTMnUpOBaHHbIMU
reHOMaMM My)X4MHbI KUTANCKOM HaLMoHanbHocTH [23].
Takum 06pasoM, y Kamaoro YenoBeKa MMEeTCs He OfUH,
a [1Ba AfEepHbIX reHOMa, KOTopble MOryT OT/IMYaThCS BECHMA
3HaunTenbHo (Ha 1-3% m Bonee), Toraa Kak paHee cyuTa-
Nocb, YTO FEHOM YesI0BEKa OT reHoMa LMMMNaH3e oT/InYaeTcs
Bcero Ha 1%. VIMeHHO Mo3ToMy y MUBYLLMX cedvac Ha nna-
HeTe 8 mnpg Yenosek umeetcs 16 MNpA reHoMoB, pasnu-
YaloLWMXCA, U JaXKe NOAYac AOBOJIbHO CUNBHO, «BHYTPU»
OJHOTO YeNOBEKa, YTO HEMb3sl He MPUHUMATb BO BHUMaHMeE.
B onHo# 13 HeaaBHMX CTaTel, NOArOTOBMEHHON MEXLYHApOL -
HbIM KOJNEKTVBOM aBTOPOB [24], rOBOpUTCS, YTO OHM BonbLue
He CYWTaloT Mo3auyHble cOOpKW reHoMa pasmepoM 3 Mmipg
nap HyKNeoTuaoB (T.e. KBasuUreHoMa) COBPEMEHHBIM YpOB-
HEM TEXHMKM, a PacCMaTpUBAIOT [Ba FEHOMa [J1A KaXAoro




REVIEWS

CODpaHHOro AUMNOMAHOMO reHoMa (T.e. 6 MApL nap HyKneo-
TULOB NPOTMB 3 MAPZ Nap HYKNEeOTWAOB), Te POAUTENbCKUE
rannoTunbl MofHocTbio dasupoBaHbl. M 3To nocTeneHHo
CTAHOBWTCSA HOBOW NapagurMod B CEKBEHMPOBaHWM Afep-
HbIX FEHOMOB BbICLLMX OpPraHU3MOB, 0 YEM Mbl YXe YNoMH-
Hanu paHee B CTaTbe, MOCBALLEHHOM CTONETHEMY tobunero
TepMMHA «reHoM» [25]. [1ns yenoBeka 310 0CO6EHHO aKTy-
anbHO KaK C YY4ETOM NepcoHMdULMPOBaHHOW MEAULIMHBI BY-
pywero, TaK u IHK-dbeHotMnMpoBaHus 1 ero Yactu B Buge
[IHK-noptpetnpoBaHms.

FEHETUHECKUE ACNEKTDI
AHK-NOPTPETUPOBAHUA

[loBonbHO pnmTenbHoe BpeMs u3ydeHue Mopdonorum
NMua YesioBeKa UM BIMAHMA Ha Hero nonuMopduama [HK
MPOBOAMNIOCH MCKJTIOUMTENBHO NPY Pa3fMYHBIX FeHETUYECKUX
HapyweHusx [26]. N paxe korga B [IHK-KpuMuHanucTuke
Hayanu MCMoNb30BaTh TakWe YepThl, Kak LBET a3, Booc,
KOXM, TO K Mopdonoru inua Yenoseka [0/r0 He MOMM
noacTynuTbCs. MpULWNoch X AaTb NOABIEHUSA BbICOKONPOU3-
BOAMTESIHOM TEXHOMIOMMM — acCOLMATMBHBIX UCCNeL0BaHUiA
Ha ypoBHe reHoma (Genome-Wide Associated Studies, GWAS),
nocne Yero CTanu nNpeanpuMHAMATLCA NOMbITKU CBA3ATh GU-
3uoHoMMI0 YenoBeka ¢ nonumopdusmom [HK, B nmepsyto
oyepenb B Buae SNP [27-29]. 3a npowwepiuee pecatunetme
06 mcnonb3oBaHun [IHK-umnoB, copmepiKalumx COTHW ThbicAY
1 Munnmonbl SNP, BeIlwno HeMano nybnmkaumii [30-35], B Ko-
TOpbIX ONUCLIBAETCA BbISIBNIEHWE B LIESIOM AO0BOJIbHO BONbLLO-
ro Yncna noMMopGHbIX YYacTKOB, NPOSBNSILLMX HEKOTOPYIO
accoumaumio ¢ YepTamu JIUL, UccneayeMblx Nitofen, otobpa-
XaemblX Kak B 2D-, Tak un 3D-cdopmate. Crout oTMETUTD,
YTO OTAENbHBLIE TEHbI, [LEMOHCTPUPYIOLLME OMPELeSIEHHYIO
CBA3b C POpMUPOBaHMEM 0COBEHHOCTEN ML, 0BHApYKEeHbI
Pa3NMyYHbIMK FPYNMaM1 aBTOPOB, YTO MOBbILIAET YBEPEH-
HOCTb B MX MPUYACTHOCTW K 3ToMy npoueccy. C nomoLubto
GWAS-aHanusa yctaHoBneHa Takxe cBsisb SNP ¢ dopmoii
YLUHOM paKoBUHBI, U AN HekoTopbix SNP obHapyeHa Hekas
Koppensauus [36]. HepaBHo nopobHoe mccnepoBaHue 6bino
BbINOJHEHO C ucnonb3oBaHueM SNaPshot-TexHonorum [37].
Crout oTMeTUTb, YTO Bbina NpeanpuHATa MOMbITKA CBA3ATh
bum3nyeckre 0cobeHHOCTM YeNoBEKA C BapuaLmelt Yncna Ko-
nuiA (CNV) oToenbHbIX yyacTKoB ero reHoma [38], npu atom
aBTOpbl CAENanu BbIBOA, YTO UX MOAXOA MOXET HaWTu npu-
MEHEeHWe B KpUMUHAIUCTUKE.

K HacToswemy BpeMeHu onybnukoBaH psg 0630pos,
MOCBALLEHHbIX CBA3M monmMmopduaMa [JHK ¢ Mopdonorueii
nmua yenoseka [1, 39-41], HO Ha HUX Mbl OCTaHaBNMBATLCA
He ByneM, a bonee nogpobHO KOCHEMCA psAAa KCNepUMEH-
TaNbHbIX pabot. B 0fHOM U3 HUX rPYNMON UCMBITYEMBIX CTaNM
273 napbl popHbIx bpatbes 1 cecTép (78 nap bpatbes, 79 nap
cectép u 116 6paTbeB U CeCTEP), y KOTOPbIX ObiN0 0BHapyKeHo
218 GWAS-3HaumMbIx noKycos [42]. B atux 218 nokycax 6bino
BblsiBneHo 8944 SNP, gocturwmx nopora 3HauMMoCTH, M KO-
TOpblE, BO3MOXHO, MOTYT UMeTb OTHOLLEHUE K 6,6% o6Lueii
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Bapuauum Bcero nuua Yenoseka. Cpeam 218 nokycos 109 ne-
PEKPbIBANIMCL C pe3ynbTaTaMu MPeAbILYLLMX UCCNEef0BaHMIA
UMW HaXooMNMCh OT HUX B reHoMe B mpegenax =500 000 Hy-
KNeoTmaHblx nap. Bkniouexve B aHanu3 poputenei aTmx
BpatbeB U cecTép, BEPOSTHO, MO0 Obl AaTh BaXHYH WH-
dopmMaumo 0 HacnepoBaHum SNP 1 BO3MOXKHOCTb CBA3aTb
HEKOTOPbIE U3 HUX C YepTaMu Jiuua.

bbin nposenéH Takxe aHanu3 bonee moAyMWUNMoHa
SNP y MOHO3WIOTHBIX U AU3UTOTHBIX 6NM3HEL0B, YTO NO3BO-
NUNo HalTW Heckonbko SNP, MMeloLwmMX, KaK CUMTaloT aBTo-
Pbl, OTHOLLUEHUE K (QOPMMPOBAHMI0 YEPT JIULA U KOHKPETHO
C 3aMeTHbIM 3P dEKTOM Ha Hoc B Npodub U pacnonoXeHue
rna3 [43]. BeibopKka bbina B OCHOBHOM W3 CENbCKOW MeCT-
Hoctn CoegmHéHHoro KoponescTBa M 0T nuu, Bce 6abyluku
U AELYLIKN KOTOpbIX OblM NpUMEPHO M3 OJHOM M TOW JKe
obnacti, 4To aBTOpbI MOCYMTaNM MAeanbHOW NonynAuu-
eyl Ana uccnefoBaHMM reHeTMdeckux accoumaumin. 0gHako
B 3TOM CJly4ae MOXHO Obifio NporHo3upoBaTh bonbluee ync-
no cosnagatomx SNP no BceMy reHoMy, 4To, CKOpee, HyXHO
PacLeHMBaTb KaK HEHYXHbINA «LLYM».

OToenbHOro BHUMaHUA 3acnyxusaeT pabota, B KoTo-
poi ¢ noMolubto GWAS-aHanusa uccnepoBanu 16 map He-
POACTBEHHBIX ABOWHWKOB, OBHApYXWB, YTO BHYTpPU Napbl
OHM MMeHoT 06LLMe reHOMHble YepTbl [44]. bbino TakxKe no-
Ka3aHo, 4To BbisiBneHHble SNP BIMAKOT Ha Pu3nYecKue 1 no-
BefleHueckue deHoTunbl noMuMo Mopdonorun nuua. bns-
KOro POACTBa Y UCCeA0BaHHbIX Map He UMeNoch, U UL ABe
napbl MOTIM UMETb POACTBO B TPETHEM MOKOJIEHUM W B MO-
CnefiHMe HECKOMbKO COTeH NeT. Takas ymanéHHocTb ans no-
[obHOro 1ccnefoBaHUA BeCbMa BaHa, MOCKONbKY UCKIH0Ya-
eT HeHyxHble coBrnafeHns SNP. B yactHocTh, obHapyeHo,
yto cpeau 9 nap Havbonee noxoxux agonHukoB 19 277 SNP
B 3730 reHax MMelOT LSl KaXAoM napbl OLMHAKOBbIE Tre-
HOTWMbI BMJIOTb A0 TOFO, YTO €CAM OAVH WHAWBUL W3 Napbl
reteposuroteH no KoHKpeTHoMy SNP, To reTeposuroteH
1 ero ABOMHMK. M3yyeHne dyHKLMOHANbHON NPUPOAbI 06LLMX
AN Hanbonee NOXoXmMx ABOVWHWMKOB NokycoB SNP nokasano,
yto 171 BbI3bIBaN 3aMeHbl aMMHOKMCENOT B 158 reHax. B atom
paboTe Takie BbIN0 OTMEYEHO, YTO B pasHbIX A3blKax HeT
eAMHOro 0603HaueHMs NOLOBHBIX, CUITBHO MOXOXUX JIHOLEN,
M UX Ha3bIBaloT Kak «look-alike humans», «unknown twins»,
«twin strangers», «doubles» u «doppelgénger» (HeM.).

MEPCNEKTUBbI
AHK-NOPTPETUPOBAHUA

CepbésHbIM HepocTatkoM GWAS sBnsetcs To, uto 60nib-
LUMHCTBO BbISIBNSEMBIX CUTHAN0B MPUHALEXAT HEKOAUPY-
oMM 061aCTAM M UL acCOLMMPOBaHbI C HEKUMMU TeHa-
MW-KaHOuAaTaMW, OTBETCTBEHHBIMU 33 MPeUMYLLECTBEHHO
npocTble GeHOTUNUYECKUe MPU3HAKKM, CLEMEHHO C HUMM
HacnefyeMbiMi. PekoMeHayeTcs BeCTM aHanu3 QnaHKupy-
oWwux HampeHHbX SNP yyacTKoB reHoMa Ha NpOTAXKEHUM
500 000 HykneotmaHblx nap B 0be CTOpoHbl AnA obHa-
PYXEHWA B HUX TEHOB, MOTEHLMANBHO CMOCOBHBLIX BAMATH
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Ha Kakue-nnbo nNpu3HakK, B LAHHOM ciiyyae — Ha Mopdo-
JIOTMI0 ML YenoBeKa, YTo caMo no cebe He OYeHb NpOCTO
¥ rnaBHoe Mano3ddeKTUBHO.

Wccneposanme poBonbHo bonbluoro uncna SNP B paMkax
GWAS, 6e3ycnoBHo, CnocobCTBYET LUIMPOKOMY OXBaTy reHOMa,
O/IHaKO, KaK YKe M3BECTHO (M 0 YEM rOBOPUIOCH BbILLE), ABA
reHoMa 0fIHOr0 YesloBEeKa MOTYT HECTU OKONO 2,6 MITH pa3nu-
yatowmxcst SNP [22, 23]. Mpu 3ToM cunTaetcs, uto (KBasu)re-
HOM YeNoBeKa OT/IMYAETCA OT HeKoero pedepeHCHOro reHoMa
(KOTOpbIX Ye HECKONBKO, HO He CyTb) NpMBAU3NUTENBHO 5 MITH
SNP. Bcero B 4enioBeyecKoii nonynauum BuISBNIEHO Yxe bonee
600 maH SNP. MoaToMy ntoboe GWAS-uccnegoBaHue 3atparu-
BaeT JIULLIb COBCEM MasTyto TONMKY CYLLIECTBYIOLLLET0 FeHOMHOTO
pa3Hoobpa3us. 310 ¢ 0fHOM CTOPOHbI. C Apyroii e CTOpOHbI,
U uTo He MeHee BawHo, GWAS-uccnenosaHue He cnocobHo
BbISBNATb LMC- W TpaHcnonoxeHus otaenbHbix SNP u, cnepo-
BaTesbHO, He NO3BONSET NS HAMAEHHOW accoLmaLmu MporHo-
31pOBaTb UCTUHHYIO MOC/IEAOBATENBHOCTD UMEIOLLMXCA Y Ye-
floBeKa ABYX anjenen KOHKPETHbIX FeHOB U, COOTBETCTBEHHO,
KOZMpYeMbIX UMM BENKOB, a B CTy4ae UX pacronoXeHus B He-
KOLMPYIOLLMX y4acTKax — OKa3blBaTb TO WM MHOE BAMSHWE
Ha 3KCMpeCCcuIio CocefiHMX reHoB. [py aToM, Kak bbio nokasa-
Ho B paborte E.D. Jarvis u coasr. [22], B 48% reHoB, koaupyto-
LWmx Benku, B UX anmenbHbIX BapuaHTax UMeKoTCA HECUMHOHHU-
MWYHbIE 3aMeHbI C BbITEKAKOLLMMMU W3 3TOM0 OMpefenéHHbIMU
NoCNeaCcTBUAMM, HenpeacKasyeMbiMU MO CBOEMY BIMAHUIO
Ha ¢eHotun. TakuM obpasoM, GWAS-uccnemoBaHve B 3ToM
NnfaHe CPOLHW KBA3UreHOMHOMY CEKBEHMPOBaHUIO, XOTA U ro-
pa3no MeHee MHdopMaTvBHee nocnenHero. K Tomy e coob-
LaeTcs 0 cnyyasx, Korga HamgeHHsle GWAS-curHanbl, sKo-
bl oTBevatowme 3a MopdoNorUio MLA, NOTOM OT3bIBAKOTCA
KaK He COOTBETCTBYlOLLME 3TOMY [41].

PeanbHbiM  npubavenneM K  Hactoswemy [HK-
MOPTPETUPOBaHMIO, A 3a0[HO U K ynyuLLieHHoMy EVC MoxeT BbITb
MOSTHOrEHOMHOE AUNIIONAHOE CEKBEHMPOBaHWE ABYX FEHOMOB
Yy KaXgoro yesnoBeKa, B0, YTO HECKONBKO AeLLeBne W npo-
Lue, NOMHO3K30MHOE CEKBEHUPOBaHWE KoAMPYOLLMX obracTen,
HO TaKxKe ¢ (a3npoBaHHOM rannoTUNMPOBaHHOM COOpKOIA, BOC-
CTaHaBMVBaIOLLEN UCTUHHBIE BenKoBble MoCneaoBaTeNbHOCTH
C YYETOM LMC- U TPAHCTIONOKEHUA UMEIOLLMXCA B HUX 3aMeH
aMuHoKucnoT. KoHeuHo, MoxHO fonycTuth, 4to SNP B Hekoau-
pyIoLLMX 0BN1acTAX OKa3bIBAKITCA CLIEMNEHbI C HEKMMM KOHKpET-
HbIMM FeHaMW UM MOTYT BAMSTL Ha WX Perynsuyio, NpuBoAs
K M3MeHeHM0 06/IMKa YenioBeKa, Ho ropasao 6onbLumin addexT
BHOCAT TeHbl, KOAMPYIOLLUME KOHKPETHble Benku, BrmsioLme
Ha Mopdonoruio nMua Yenoseka. OfHaKO NpU TaKoM AUM0-
MOHOM 3K30MHOM CEKBEHMPOBaHUW Ha MepBbIN MiTaH BbIXOAAT
06bEKTBI MCCNe0BaHUMA B BULLE KOHKPETHBIX JIOAEH M UX rpynn,
YeMy HyXHO YAENUTb OTAENBHOE BHUMAHME.

Tak, Bbiwwe yxe ynomuHanucb GWAS-uccnenoBaHus, B Ko-
Topble 6bln BOB/EYEHBI poAHble BpaThs U CECTPLI, AU- U MO-
HO3UrOTHbIE BMM3HELbl, @ TaKKe MPOCTo ABOWHUKK. [1pu 3TOM
MMEHHO NOCNEeAHME MOTYT OKa3aTbCA BECbMa MOE3HLIMMU
ONA MOHUMAHWA TeHOB, OTBETCTBEHHbIX 3a MopdO0ruio
7Mua, TONBKO [N1S 3TOM0 HyHO 6paTb He mapbl [LBOWHMKOB,
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a MaKCMMarbHO BO3MOXHOE WX YMCIIO, BKIOYas pPOAUTENen,
a TaKKe poaHbix bpaTbeB W cecTep. 3a CYET TOro, YTO ABOMHM-
KM HEPOLCTBEHHBI, Y HUX OyAeT ropasfo MeHbLUe «CryqaliHo»
conagatowmx SNP, a Te, yto byayT coBnagatb, TeM bonee
C YYETOM MX LIMC- U TPAHCTIONOXEHWI, L1 HUX YBEIMYMBAETCA
BEPOATHOCTb BOB/EYEHNS B CXOXKUE YepTbl pU3MOHOMMIA 0bna-
Jartenen nocnegHux. Ytobbl npeacTaBasTh, C KaKUM 06LEMOM
OaHHBIX HY}KHO ByLeT UMeTb [ieno, CTouT 06paTuTLCS K OTHO-
CUTENbHO HefiaBHEMN CTaTbe, B KOTOpOM CO06LLaeTCa 0 ceKBe-
HWPOBaHWM NOJHOTO 3K30Ma YeNIOBEKA W BbISIBNIEHNN YETLIPEX
NOKYCOB, CBSI3aHHbIX C YepenHo-nuLeBor Mopdonoruei [45].
B 310ii pabote BbISBNEHO TaKKeE, YTO IK30M KOHKPETHOO Ye-
0BEKA KUTANCKOW HaLMOHANBHOCTU OTAIMYAETCA OT pedepeHc-
Horo KoMno3uTHoro reHoMa GRCh37/hg19 Ha 23 011 SNP. Ecrm
YYeCTb, YTO KOAMPYIOLLAA YacTb MEHOMa COCTABNSET OKOJO
1%, a 3aMeH B Heil BCE e MeHbLUE, YeM B OCTasbHOW YacTu
reHOMa, TO MOXHO [IOMYCTUTb, YTO OBHapYKeHHblE pasnmnums
2,6 MniH SNP Mexkay reHoMaMm 0fHOrO YenoBeKa [22, 23] npu-
BnmautenbHo cootBeTcTBYOT TeM e 23 000 3k30MHbIx SNP,
yto u B pabore W. Wu un coasr. [45]. Ckonbko 6yneT coBna-
[AOLWMX 3aMeH Y ABOMHWKOB, anpyopy CKasaTb HEBO3MOKHO,
HO C Y4YETOM OrpOMHOrO JIOLCKOM0 rEHOMHOM0 pa3Hoobpasus
MOXKHO BOMYCTUTb, 4TO Bonbluas YacTb SNP y ABoMHUKOB 6y-
[ET pasHoM, B TOM YUCTIE C YHETOM UX LIUC- M TPAHCNIONOKEHWIA.
Takum 06pasoM, B pesynbTaTe UCCNeL0BaHUA NOSHBLIX 3K30MOB
YBENMYEHHOIO YMCNa ABOHUKOB BMECTE C OnmalimmMm poa-
CTBEHHWUKaMU C UCMONb30BAHMEM MALLMHHOMO 0BYYeHUs U Uc-
KYCCTBEHHOTO WHTEN/IEKTA MOXHO «BbITU» Ha HEKWE reHbl,
dbopmupytolme obnvk yenoseka. besycnosHo, notpebyetcs
04YeHb [JEeTaNbHbIA aHaNN3 BCEBO3MOMHBIX COYETaHUWA aMu-
HOKMCTOTHBIX NOCNe0BaTeNbHOCTEN, MPUHAMas BO BHUMaHME
BO3MOJHbII MNIENOTPONHBIA IPEKT, HO 30Ch CTOUT 3aMETUTD,
yto ¢upMa Parabon Nanolabs Ha cBoéM caiite yrnomuHaet
0 HeLensx BblYUC/MTENBHOTO BPEMEHM [J1S1 CO3LaHNUSA CBOMX,
KaK MOKa3bIBaeT MpaKTWKa, BMoMHe [OcToBepHbIX Snapshot-
u3obpaxenmn. N yem 6onblue OymeT MCXOAHBLIX AaHHBIX
Mo JBOMHUKAM, TEM TOYHEE MOXET ObiTb KOHEUHbIHA pesynbTar.

UYto KacaeTca uMCTO CEMEMHOr0 WCClefoBaHus,
TO [JIA Hero TaKixe HeobXOQMMO NpPOBECTM 3K3OMHOE
TPUO-ceKBeHWpOBaHKe YNEHOB pAJa CEMEN, UMEHILLMX CUb-
HO MOXOXMX M He 04eHb MOXOXWX Ha PoAUTENen AeTen, YTo TaK
WNM MHaye BYAeT yKa3bIBaTb HAa HACNeCTBEHHbIA KOMMOHEHT.
Tak, HanpuMep, HyXHO B3ATb B aHasU3 CEMbIO, re MaTb UMe-
€T [ABYX UNK TPEX [ouepeit, U3 KOTOpbIX OfHA WK [iBe SIBNS-
I0TCA MOYTW KOMMEN MaTepu, a BTOpast UMK TPeTbs HE OYeHb
noxoxa. C y4étoM, yto nonosuHa SNP npuagT K HAM oT oTua
(KoTopble MOXKHO BYAET BbIYECTb MOCNE CEKBEHMPOBAHUA €0
3K30Ma), ocTaHetcs okono 10 000 ycnosHo MaxopHbix SNP
Yy MaTepu 1 e€ iBYX WM TPEX [OYEPENA, MO KOTOPbIM OHW byayT
OTINYATLCS OT ped)epeHCHOro 3K30Ma, HO MpU 3TOM MOXKHO
[ONYCTUTb, 4TO Y MOXOXMX Ha MaTb AoYepen oauHakoBbix SNP
bynet bonblwe. Ecnm BoivecTs SNP, Kotopele byayT apyrumu
Yy OTMYAKOLLENCA [0YEpU, TO MOXKHO BbISIBUTbL TPYNMy reHoB,
B KOTOPYH BOMAYT Te, UTO OTBEYAKT 33 PpU3MoHOMMIO. B Takux
3KCNepUMeHTax MoryT BbITb U pa3Hble oTubl, HO UX [IHK Takxe




REVIEWS

AO0MKHa ObITb OOCTYNHbI ANA CEeKBEHNUPOBaHUA. AnanornyHoe
nuccnenoBaHue HyXHO npoBecTu € CeMbAMU, TAe eCTb CUIIbHO
MOXO0XMe Ha 0Tua CbiHOBbA. YenatensHo BoBNeYb B UCCedo-
BaHME KaK MOXHO DonbLUe Taknx ceMen Ans CeKBeHMpOBaHUA
M nocneapymwowlero KOMMNbOTEPHOro aHanu3za.

3AKJIK4EHUE

[IHK-noptpeTvpoBaHue Kak Habupatowwyto obopotbl co-
cranswowyto JHK-dbeHoTMnMpoBaHms MoXkHO cuuTath npeg-
Teyen BCeobLLei reHOMHOW perucTpaumn Hacenenus. 31o 3a-
KOHOMEpPHOE SBNEHME, MOCKOMbKY C MPECTYMHOCTBI0 HYXHO
BopoTbcs, a AOCTUYL HEOTBPATUMOCTW HaKa3aHWSA KaK OfHOV
13 Hanbornee AeiCTBEHHbIX Mep byaeT ropasao npoLue Npu Ha-
nnumm nofobHoM KpuMuHanuctdeckon 6asbl IHK-paHHbIX.
N xota ponb JHK-deHoTMNMpOBaHMS B YCTAHOBEHUM NIMYHO-
CTV JINLA, COBEPLLMBLLETD NpaBOHapyLUeHKe, BYAET Npu TaKux
YCNOBMSX HEU3DEKHO CHUMKATBCA, HO METOAMKA eLlé AeMro
bymet BocTpeboBaHa, Tak Kak HeobxogmMo BocCTaHaBNMBaTb
067MK flofen, ewwE He BHKIIYEHHBIX BO BCEOOLLYO reHoM-
Hyto 6asy maHHbix. K Tomy e, nopgobHas [OHK-peructpaums
HaceneHus notpebyeT, BEPOATHO, LOBOSBHO 3HAYUTENBHOMO
BpPEMEHM [N1A NOJTHOTO ero oxBata. B 3Toii cBA3n Heobxogumo
ynyywarb cywectsytowlee [IHK-deHoMnMpoBanue, ocobeHHo
noaxogbl K [JHK-nopTpeT1poBaHmMio U3-3a KpaliHeii BaHOCTH
MoCneAHero, C OJHOW CTOPOHbI, U MOKa MNI0X0M A0CTOBEPHO-
CTW BOCCTAHOBJIEHWS (DM3MOHOMMM YeNIOBEKA MO BbISBNAEMO-
My nonumopduamy IHK — ¢ apyroii. [lna 3toro Tpebytotcs
NPUHUMNWANBHO MHbIE MOLX0AbI K MOMCKY HeoBXoAMMbIX
JHK-mapkepoB. Takumu B3aMmeH GWAS MoryT ctath nomHo-
reHoMHoe (MOJIHO3K30MHOE) CEKBEHMPOBaHWE AWUNIOMAHbIX
reHOMOB YenoBeKa ¢ ha3npoBaHHOM COOPKOW, a TaKKe mpa-
BUNbHBIN BbI6Op 06HEKTOB B BULE YBENMYEHHOTO YKACNA HEPOS-
CTBEHHbIX [ABOVHWKOB M NoAbop ceMel C YETKO HacnegyeMmbl-
MV NpU3HaKaMK NULEBOK MOpQONOrUM KaK Mo MYXKCKOW, TaK
1 10 EHCKOM JIMHWM, COMPOBOXKAAEMbIE aHaNIM30M C NpuUMe-
HEHWEM MALLIMHHOTO 0BYYEHNS M UCKYCCTBEHHOTO MHTENJIEKTA.
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