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OrpoMHBIM MOJICIIOPHEM B PACCIIECIOBAHUM MPECTYIICHHUMA cnyNﬂ MHAJTMCTUYECKUE
6a3p1 JIHK-manubIxX, mo3Bosisitonie Mo OHOJIOrHYecK % JIEHTU(DUIPOBATH

OCTaBUBIIIETO UX YEJIOBEKA MPH YCIOBUM, YTO MH(OpMAI] B Buge STR-npodus
yxe umeercsa. To ke camoe CIpaBeUIMBO B OTHOILLIECHU olf@BHaHHbIX Tpynos. Korna
nofo0Hast MHpopManus B 0a3e JaHHBIX OTCYTCTBYET,qia moMeins Moxer npuiitu JJHK-
(beHOTUIHPOBaHKE, TTO3BOJISAIONIEE BOCCTAHOBUTH 00K exa no ero JJHK, uto yxe
ruke. HauOonpmmii mporpecc
MU KOKU ¥ HEKOTOPBIX JPYTUX
OBEKa, U C 3TUM IEI0 0OCTOUT
MOKa HE Jy4IIuM o0pa3oM, XOTs omnpeaciEHliple ycrexu uMeroTcs. [naBHas mpobiema
HOKECTBEHHBIE I'€HBI, IPOSIBIISAS B TOM

TAKOTO METo/a, Kak OOIIereHOMHOe

3aKJIIOYaCTCA B TOM, YTO 3a YCPTHI JIMI[Aa OTBE
BOJINJIO aHaJIM3UPOBATb Cpa3y MHOXKCECTBO

upcne rwieioTponHelii  addekt. Llosk %
accornpatuBHoe wuccienoBanue (G

TEHHBIX JIOKyCOB Ha npenMeT‘%ﬂ B HHUX OJHOHYKJICOTHUAHBIX 3aMEH,
aCCOIIMMPOBAHHBIX C HEKUMU I[EHAMHM, YYdGIBYIOIIMMHU B ()OPMHUPOBAHUU JIUIIA YEIIOBEKA.
Onnako ropa3no Oonee WHOPMATUBHBIM MOXET CTaTh CEKBEHHPOBAHUE JIBYX
JOCTaBLIMXCSA OT OTHA U M % CHOMOB (MJIM 95K30MOB) KaXJIOTO YEJOBEKa C
(ha3upoBaHHON TAIIOTUITMPOBAHMQICOOPKON WX mMocienoBareabHOCTed. M mpu Takom
M0JIX0/1€ HE0OXOIUM TPaBL BBIOOp OOBEKTOB B BUJIE OOJBIIErO YKCia IBOMHUKOB U
ux Ompkailmux p 1 ONIbKy, He Oyayuun pOACTBEHHUKAMH, JBOMHUKU
MOTEHIIMAJIBHO ~ MOTY’ e OJIMHAKOBBIE 3aMEHBbl HYKJIEOTHJIOB, BO MHOIOM
OIPEACIIAIOIINE UX CXOACTBO. Jlpyroil KOropToM [OJDKHBI CTaThb CEMBH, B
KOTOPBIX JIETH CU DKM Ha CBOMX POJMTENEH, U B 3TOM CiIy4ae He0OX0AUMO BECTH
TPUOCEKBEHHPOBAHUL a3UPOBAHHON COOPKOW WX IUIUIOWIHBIX T'€HOMOB (9K30MOB).

[Tonyuennas OM TeHeTudeckas WHopMalus, oOpaboTaHHAs C MOMOIIBIO
MAIIXHHOTO O HUMl ¥ MCKYCCTBEHHOTO MHTEIUIEKTa, MO3BOJUT «BBIUTH» Ha HYXHbBIE
TEHBI, IIOB oBepHocTh Takux JJHK-mopTtperos.
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ABSTRACT L 4

A huge help in investigating crimes are forensic DNA databaN allow identifying
the person who left them by biological traces, provided Ofmatton about him in the

form of an STR profile (short tandem repeat) is already 3 The same is true for
unidentified corpses. When such information is mis the database, DNA
phenotyping can come to the rescue, allowing you tqureco ct a person's appearance
based on his DNA, which is already finding applicatig ensic practice. The greatest
air, eyes, skin pigmentation and
some other features. But the main interest is in the face, and things are not going
well with this, although there have been some successeS®Ehe main problem is that multiple
genes are responsible for facial features, incl

genes involved in the formation of
(or exomes) of each person inherite e father and mother with phased haplotyped

ore informative. And with this approach, the

g relatives, twins can potentially carry the same
determine their external similarity. Another cohort
en are very similar to their parents, and in this case, it is
necessary to conducty trio ing with phased assembly of their diploid genomes
(exomes). The geneti on obtained in this way, processed using machine learning
and artificial intelligemeg, allow us to “reach” the necessary genes, increasing the
reliability of such % fraits.
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BBEJEHUE

Ocenbto 2024 rona ucnonusercs 40 neT ¢ Havyajga MCIOJIB30BaHM MOJIUMOp(hU3Ma
U1l UIEHTU(UKALUK JIMYHOCTH, BKIIIOYAs ONpEICTICHHE DPOJCTBA, MHOHEPOM KQF
BoicTynuil Oputanckuii reHetuk A. Lxeddpuc (Alec Jeffreys). 3a sto Bpem
KPUMHHAJIMCTUKA Mpojeiana OONBIION IyTh, CMEHHB HECKOJIBKO pa3 H
MapKepHble TpHU3HAKKM W C(HOPMHUPOBAB COOTBETCTBYIOIIME 0a3bl JaH
yIy4dllalolmuye pacKpblBa€MOCTb IpecTyIuieHud. Bc€ 5T0  10BOIBH 00HO
paccMmarpuBanoch Hamu paHee B kHure «JIHK-kpumunanuctuka» [1].

Her comHeHmif, 4YTO paHO WIM TO3AHO OYIyT CO3/aHBI @
KpUMHHAJIUCTUYECKUe 0a3bl JaHHBIX, HeCcyllHe HH(OpMAIIIO MibHOW  1u1st
KaXJIOro 4eyioBeka Hekotopoi wyactu ero JHK, 6narona@ TaHABIIMBATh,
M300IMYaTh U 33€PKUBAThH MPECTYITHUKOB CTAHET TOpa3/io JIgLue! @CTosIILIee BpEMs
IIPU TOUCKE NPECTYMHHUKOB, roka ux JJHK-npodunu B Buge om b1Xx STR-nokycoB
(short tandem repeat) B cymiecTBylOmUX 0a3ax JIaHHBI YIOT, NPUXOAUTCA
npuberatb K ceMeHHOMY JINOO T€HEATIOTHYECKOMY aHaj € K TaKOMYy INOAXO.Y,
kak JIHK-denorunupoanue.
HaunOonee BaxHBIM Ui TOMCKAa IOJO3PEBAEMBIX SIBISET UI0 4YEJIOBEKa, M ITOMY
Hanpasienuto JJHK-penotunupoBanus B Buje BoccTa ey o0JInKa (JIMIIa) YyeloBeKa
no ero JIHK yxaensercsa B nmocnennee necsaTuiieTue wcilbHOE BHUMaHueE. [ BeaeHus
CJICICTBEHHBIX JECUCTBUHI BAXKHO TAKXKeE IPEJCKA3a JIHK Takux uept yenoBeka, Kak
[BET paay>KHOW OOOJOYKH TJIa3, LBET BOJOC U PYKTYpbI, NHUIMEHTALMS KOXH,
MMEHHO C KOTOPBIX U Hayasloch B Havaje HelfemHero cronierus JJHK-penoTunuposanue.
Ho nockoiibKy Bce OHM C IIOMOLIBIO CIIELUAIIb KOMMEpPYECKUX HAOOPOB ONPEAEISIOTCS
YK€ JOBOJIbHO YBEPEHHO, U K TOMY XK€ O ) O HE/IaBHO BBIILIH JI€TabHBIE 0030l
Ha 3Ty Temy [2, 3], To 3TuUX 4YepT Meyo ech kacatbcsi He Oynmem. Ocranytcs 6e3
BHUMaHusi M cBs3anHbie ¢ JIHK oOJBICEHUE, TMOCEIeHNE, YCTAHOBJICHHE
BO3pacTa 4eyioBeka u ero pocra. Ilocie 7IBa MOKA3aTeNsl SBJISAIOTCS BECbMA BaXXHBIMU
U1 KPUMMHAIUCTUKY, NMPUYEMEBO3pACT MHAMBHIA HA OCHOBE CTENEHU METUIMPOBAHUS
OTJENIbHBIX LUTO3UHOBBIX OC B HACTOsfIIEE BpEMS YCTaHABIMBAECTCS C YXKeE
JOBOJIBHO BBICOKOW TOYHOCTBIO 3 3HAYUTEIIbHON CTENIEHU OINPEAETSAETCS YCIOBUAMU
OKpPY’Kalolllel cpensl U O 3HM 4eoBeKa. UTOo Kacaercs pocTa 4eloBEKa, TO
IIOMHUMO OKa3bIBaIOIIUX H ofBiusHue ocobennocreit JIHK, pocT 3aBUCHUT OT Macchl
0 cJIeJIaHa MOMbITKA HATH accolMallii pOCTa YeJIOBEKa

10 ITOKa3aHUusIM CBHHeTeHeﬁ YKC HTaBHO COCTaBJIAKOTCA
KOMITIO3UIITMOHHBIC bl [TPCCTYITHUKOB B pacqéTe Ha TO, YTO B HUX MOXHO OIIO3HATh

KOHKPETHOT'O O[[HaKO npu COBpPpCMCHHOM ITOBCECMCECTHOM PasMCIICHUN
BHUJCOKaMCp 4 CTaATOYHO IIPOCTO HNPOCMOTPCTHL COOTBCTCTBYIOIIYIO BHJICO3AIMCh.
Ho HEpCH , KOrga HOpCCTYIICHHUA COBCPIIANOTCA BAaJIX OT YCTAaHOBJICHHBIX

O B OTHOUICHUM KOHKPETHOM KEPTBBI — TOXKE, M TOrga y
npaBo@XpaHffireneil MoJHOCTHIO OTCYTCTBYIOT Kakue-muoo «3anenku». OIHaKO CiydaeTcs
U TakK, MECTe MPECTYIUICHUs MO0 Ha OJEkKAE WM Tele MOCTPaJaBIIEr0 MOTYT
pasnuuHble Ouonornueckue ciuenpl, cogepxkamue JJHK npecrynuuka. Torna,
O YIIOMHUHAeMBbIX BBIIIE LBETA BOJOC, PAAy>KKHU IJIa3, KOXKH, KpaliHE Ba)XKHO IIO
ocoQennoctsiM JIHK BoccTaHOBUTBH JUIIO 4YeJOBEKa, YbM OMOJOTHMYECKHE CIEeIbl ObUIH
HaiACHBI. Takol MOIXOJ CIOCOOEH TaKKe MOMOYh HICHTU(DUIMPOBATH OCTAHKU, B TOM
qucae ckeneTupoBaHHble. [IpuMepbl MOZOOHOTO OOHAPYXKEHMS NPECTYIIHUKOB WM HUX
KepTB yxe ecTh: Tak, B CLLIA ¢upma Parabon Nanolabs (https://parabon-nanolabs.com/), B
YaCTHOCTH, CTPOUT HA STOM CBOW Om3Hec. MMM cO34aH OCHOBaHHBIM Ha MAIIMHHOM
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oOyyenun moaxonx Snapshot, npuHIMI pabOTBl KOTOPOTO HE paCKpbIBAeTCS, HO
cooOI1aeTcsi, YTO AaHATM3UPYIOTCS MWLIHAapAbl KomMOuHanumii nonumopdusmor JIHK.
HecmoTpss Ha oTyacTu cmpaBeUIMBYI0 KpUTUKY crenuanuctoB JIHK-denorunuposa

[5, 6] B anpec ¢upmebl, ¢ masg 2018 mo maii 2024 roga oHa MACHTUHUIMpPOBANA T
obpazom 315 mepcoH M TeM caMbIM IOMOIJIa PACKPBITH HEMAJO MPECTYIUICHHUH

qucie ¢ OOJNBIINM CPOKOM JITAaBHOCTH.

B CHIA u B psane Apyrux cTpaH BeAyTCs MHTEHCHBHBIC UCCIICIOBAHUA, Hanpge& a

MOUCK TE€HOB, OTBEYAIOIINX 332 BHEIIHMN OOJHMK YeJIOBEKa B BUIE €ro JI ITOM
JOCTUTHYTBI OIpEACNIEHHbIE yCIeXu. XOTA [aXke IPaBUIbHO YCTaHOBJI I'CHBI,
OTBETCTBEHHBIC 32 T€ WJIHM HHbICe ()CHOTHIUYECKUE MPU3HAKH, MOTYT HE €J1aeMOro
pe3yabTaTa B CWIy psAla MPUYUH, KaK, HAIpUMeEp, 00pa3 *KU3HHU YeIOBEKR, 1N Ha
€ro BHEUIHOCTb, YCIOBHS Cpeabl OOWTaHHUs, CTAapyeCKHil BO3 , CTUYECKHUE
omeparuu. Tem He MeHee BO MHOTHX CHydasX Ui pacciejgpa MPECTYIUICHUA U

YCTAHOBJICHUS JKEPTB MOXKET OKa3aThCs MOJIE3HBIM MPEACKa3aHu JIOBEKA I10 €ro
JHK, koTopoe, GeccriopHo, HYKHO yIy4llIaTh, YeMy H HOCBHHI%H CTaThsl.

Ho mnpexne criemyer KOCHYTbCS HCIOJIB3YEMbIX TEPMH MIPOCOB TE€HOMHOM
opranuszanuu JJHK kKoHKpeTHBIX Jrozei. Q
HNCIIOJIb3YEMBIE TEPMHUHBI IIPU YCTAHOBJIE HEIIHET'O
OBJIMKA YEJIOBEKA HA OCHOBE EI'O THK

B omHoM w3 paHHuUX 0030poB [7], MOCBSIIEH HWHAIOLIEMYCS UCIIOJIb30BAHUIO
ocobennocteii JIHK miopeit 1 npenckasanus ux B € BUAUMBIX 4epT, ObLIO YIETICHO
BHHUMaHHE MUTMEHTALIUU KOXKH, POCTY YeloBekd 1 ero My, oHaKo 0011ero 0603HaueHus
UL HUX TOrJa He Obulo mpeaioxkeHo. YUto aeTcsi OTIENIHOTO pasjesia TOM CTaThHy,
o3zarnasneHHoro «Facial morphology», 3\ OTMEYAIOCh, YTO B JIUTEPATYPE TOTO
BpEMEHU HE YIaIOCh OOHApPYXUTh PAOO b1 OTKCHIBANIACH CBS3h MOP(OIOTUYECKUX
MIPU3HAKOB JIMLA YETOBEKa C 0COOEH aMIIHK, kpome BecHyIIIeK.

B 2008 rony Bemta kaura «Molecular tofitting: Predicting ancestry and phenotype
§CKa3aHNe YepT BHEUIHOCTH YeJIOBEKa MO0 0COOEHHOCTSIM

0003HaYeHHE HE MOIYyYUIo, ec
I'pyIIbI aBTOPOB U €1LE 0] TEIbHO HEAaBHEN [9].

B 2011 rogy B cratee S. coanT. [10], onuckiBaromux pa3paboTaHHbI HAOOP IS
BBISIBJICHUS 1[BETA Il is YIOMHUHAIOTCS Cpa3y TPU TEPMUHA M OTMEYAeTcs, 4TO
HAa4YMHAETCs HOBas 3pa « intelligence» (B TOM k€ MpPEIOKEHUH TOBOPHUTCSA, UYTO €€
0003HayarT emié prensic DNA phenotyping») B Buzue OOHapyX eHHS BHEIIHE
BUIUMBIX YEPT ue «externally visible characteristics» (EVC). B mpyroii cratse
3THUX XKe aBTOP OTOPOI OHU MCCIIEOBANM LBET I1a3 y HaceneHus EBpomnsl, umu
BIIEpBBIE  OBI n@rpednena abbpesuarypa FDP (forensic DNA phenotyping),

npuooper C Op MaccOBbIM XapakTep, HO U cokpauenue EVC ucnons3yercs mo-
npexkHeMy@IoBodbHO mupoko. [Ipu 3tom mog EVC 00bIYHO MOHUMAIOTCS TaKUe YepThI,
KaK 11 KOXH, BOJIOC, HUX CTPYKTypa M HEKOTOpbIE Jpyrue 4epThbl, He
3arpar@iBatoffiie Mopdornoruu auna venoreka. Yto kacaercs FDP, To kpome Tex xe
CaMbIX TO nojpasymeBarorcs g EVC, 3T0T TepMHUH pacnpoCTpaHsAeTcsl U Ha JIULO0

CIEIHO MpPUMEHSEMOM Ha TMpaKTUKEe Ui 3aJepKaHuig IPECTYyIHUKOB U
UACKUGUKAIIMM  TeJ TOTHOMMX Yepe3 PEeKOHCTPYKIMIO OOJHMKa 4YeloBeKa 110
nomumoppusmy JIHK yxke ymnommuaBmasics ¢upma Parabon Nanolabs wucmonssyer
TEPMUHBI «composite profile» u «Snapshot» (https://snapshot.parabon-
nanolabs.com/#phenotyping). [Ipu 3ToM HYXHO OTMETUTh, UYTO BIEpPBbIE TEPMHH «Snap-
shot» B cBs3u ¢ ananmu3oMm (renotunupoBanueM) JIHK BcTpeuaercs B myOmukammu 1992
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rofa [12], rae oH ObUI UCMIONIB30BAH IS TEHETHYECKOW XapaKTEPUCTUKU KYIbTYPhI KIIETOK
yenoBeka,  BblBIeHHOW — nyTéMm  JIHK-puurepnpunTHpoBaHHMs ¢ MOMOIIBIO
MYJIBTUIIOKY CHOM JHK-nipo6sr Jxeddpuca, HCIOJIb3YEMON TOr1a
KpuMuHanuctuueckou npakruke. B 2003 rogy 3amoaro 1o Hayajia HIMPOKOTO pUMEH S|k
JHK-denoTunupoBaHus 1 coO3JaHNUs COOTBETCTBYIOIIETO Mmoipasaenenus Gpupmol Dana
Nanolabs 011 npemioken TepmuH «SNaPshot» mpu uccnenoBaHuM 0JHOHYKIIEO
nonumopdusma Y-xpomocom — «single-nucleotide polymorphismy, wim
SNP [13].

Jlnst peKOHCTPYKIMM JUIa yesnoBeka nmo ocobenHoctsiM JIHK ucnons3zoBalio TaKoe
obo3HaueHue, kak «composite facial sketch» [6]. Cpeau apyrux o060
BcTpetuTh «face photo-sketch» [14]; «portrait in DNA», «police-st
«forensic sketch» [16]. B omno#t u3 myOmukanwmii [17] ans koMo
ocHoBe JIHK mpennoxeHo MCIosib30BaTh «TEHOMHBIN nopTpeRy MHRO « K-noptper»,
MMOCKOJIbKY HEMOCPEACTBEHHO K (poTorpaduu momoOHast pe C’& WIla 4yeloBeKa

OTHOILIEHUSI HE UMEET.
Bo3moxxHO, I1g 0003HAaYEHHs Ul KaK CaMOM BaKHOH ua OCTH YE€JIOBEKa II0
ananorun ¢ JIHK-penorunuposanuem mns JJHK-kpumu CTOUT HUCIIOJIb30BATh
tepmun «JIHK-noprpetnpoBanuey», Ttem Oojiee uYTO CHQB traiting» H3BECTHO C
cepenunbl XVI Beka (https://www.oed.com/dictionary/portfaiting n?tl=true). Ognako B

3TOM cliydyae MOTpedyeTcs yToYHeHHWe s abOpeB FDP B Bune BBeneHus
nononHuTenbHOU OykBel — FDPh. Ho, Bo3mox O CTOMT IOWTH, YYHUTHIBAS
BaxkHocth JIHK-dbenorumupoBanuss mns  JIH anmuctuku, ocobenno JIHK-
MOPTPETUPOBAHUS, KOTOPOE IMOKa €II¢ HEAOCTATOYH CTOBEpHO, HO €CTh HaJleXJa Ha

€ro COBEPIIECHCTBOBAHHUE.
AAEPHBIE 'EHOMbI YEJIOBEKA

Tepmuny «reHom» yxke Oonee 10 T, orna B 1920 roxy mpodeccop OoraHUKH
I'. Bunknep (Hans Karl Albert Winkler JUTOKHIJT 0003HAYaTh UM TalIOWIHBIA HAOOP
XpOMOCOM, TO O TOM, 4YTO gcpuanioM HacienctseHHoctu ciyxut JHK, emé ne
noraapiBanuck. OJHAKO CBS3b a «r€HOM» C TaIUIOMJHBIM HAO0OpPOM XPOMOCOM
COXpaHSJIaCh, W KOT/Ia TIOSB BO3MOXXHOCTh CEKBCHHPOBATh IOJHBIE T'€HOMBI

JOYKapUOTUYECKUX OPraHu CTdla BecTUCh cOopka mocnenoBarenbHocTet [IHK u3
rariouHOTO (Win ¢ yué PABHBIX YPOBHEW IUIOMIHOCTU — IIOJIOBUHHOI0) Habopa
XpOMOCOM, CYMTas, 11 XPOMOCOMBI y JHOOBIX BHJIOB OPTaHW3MOB JIOBOJIBHO

ECK ol ke (pa3oii: «IymMaloch, YTO B TUILUIOMIHOM T€HOME
b1 COZIEP)KAT HKBUBAJICHTHYIO T'€HETHYECKYI0 HH(POPMALUION,

euchi u coast. [18], B KoTOpO# A1 (a3upoBaHHOTO T'€HOMA

onuHakoBel. IIpakTn
TOMOJIOTHYHBIE XPQ
HAaYUHAETCS CTAThs

AKEMUYKHOU omucaHa ero cOOpka, JEMOHCTPUPYIOIIAs  BBICOKYIO
reTEPO3UTOTHO apHBIX XPOMOCOM.

Ceituac noggrep M «T€HOM» (€CJId KpaTKO, U JJisl BBICIIUX OPraHU3MOB) MOHUMAETCS
Bcs coBokynHOCE, JIHK B rammommnom Habope xpoMocoM, HO ()EHOTHII M B IEJIOM
KU3ZHE C OMPECINSAIOTCA NUIJIOUTHBIM Ha0OpOM XPOMOCOM, TOYHEE MOJTHBIM
HAaO0Op@M Xp@MOCOM C y4ETOM CYIIECTBOBAHHS MOJUIIIOUIHBIX OpraHu3MoB. [Ipu 3Tom
TEXHOJI €KBEHUPOBAHUS TAKOBBI, UTO MIPOUCXOJIUT IKCIIEPUMEHTAIBHOE ONpe/IeTICHUE

HBIX mocienoBarensHocTel Beei JIHK w3 momuoro (muriomaHoro) Habopa
coM, a Benercs (0OBIYHO) cOOpKA MOJIOBMHHOTO (TarJIONAHOT0) Habopa XpOMOCOM.
YEeCTBE TOATBEPXKJICHHUS ITHX CJIOB B OJHOW M3 CTaTel T'OBOPUTCS, YTO JUIA
OOJIBIIIMHCTBA CEKBEHUPOBAHHBIX T'€HOMOB HE NMPUHUMAETCS B Pacu€T WX JMUILIIOWIHBIN
cratyc [19].

[IpuMEHUTENBHO K YEIOBEKY BBIXOJAUT, YTO CEKBEHUPYIOTCS JIBa €ro SACPHBIX IeHOMa,
JOCTAIOIIMECs eMy OT MaTepd M OT OTHa, MO 3 MIIPA Map HYKICOTHUAOB KaXKIbIH, a
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cobupaercs, IO CyTH, OJMH KBa3UTE€HOM, TAKXKE pa3MepoM 3 MIIpJ HYKICOTHIHBIX Iap, B
KOTOPOM B aOCOJIIOTHO CIIy4aiiHOM MOPS/IKE MEePEeMeKaIOTCsl yYaCTKH MapHBIX ayTOCOM OT
Marepu U OT OTLHA. Y JKEHIIUH €lI€ U MapHble X-XpOMOCOMBI IIOJBEPratOTCs TaKOH
MO3anyHOU cOOpke, T.e. B JaHHOM ciydae: 3+3#6, a paBuo 3. Ilpuuém kak Tak
«TE€HOMA 4YEJIOBEKa» Yy KOHKPETHOIO YEJIOBEKA HET, XOTA A0 CHUX IOp ITUM 10}
IIPOJOJDKAIOT ONEPUPOBaTh, U BO MHOXKECTBE CTaTed M MPOYMX MaTepuanax ro
YTO pa3Mep TIE€HOMa UYeJIOBEKa paBeH 3 MIIPA HYKIECOTHAHBIX Hap, H,4C
JEUCTBYIOIEMY TEPMHUHY, (hOpManbHO 3TO Tak, HO Ha CaMOM Jielie Jena aKwg:1100
CEpbE3HBIE BBIBOABI HYKHO TOJBKO MCXOAS W3 3HaHUA O MIIpA map NJIOB.

UCTIONb3Ys
orntuueckoe kapruposanue, Hi-C-cekBeHHpoBaHueE, Strand-seg TRKO-cdkBeHnpoBaHue
(korja TakoBOE€ BO3MOKHO) W/WJM NpPOYME YXHIIPEHHs, a FAK CIP(Da3POBAHHYIO
cOOpKY € TMOMOIIBI0 COOTBETCTBYIOLIUX KOMITBIOTEPHBIX npN TOPBIX, BIIPOYEM,
yKe UMeeTCsl OKOJIO MorycoTHH [20].

IToMuMO TOrO 4YTO IpH KBA3UTAIUIOUAHOM CEKBEHHPOBAH

OJIOBUHA T€EHOMHOM

uH(pOpMaNUK, OHO em€ MPUBOJUT MOIYAC K JIOKHOMY OQBe 0 DK30HOB M3 Pa3HbIX
MMAPHBIX XPOMOCOM € YYETOM IMOTEHIUAIBHO UMEIOIINUXCS B LIMC- ¥ TPAHCITIOJIOKEHUSAX
MYyTalWl, B pe3yJbTaTe YEro MOryT BOCCTaHABIIMBATHC O@rOBEPHBIE AMUHOKHCIIOTHBIE

MOCTIEIOBATEILHOCTH, CIOCOOHBIE HWCKa3UTh WCT
(heHOTUTIOM, BKJTFOUAs HITH, TOYHEE, UCKITFoYas (CO
BIMSIHHE Ha BHENIHOCTbL 4ejioBeka. Ha
HEOJHO3HAYHOE M0 pe3yJibTaTtaMm cekBeHupoBaits JIHK BO®

apTUHY CBSI3M TCHOTHIIA C
Me JJaHHOM CTaThH) UX pealibHOE
a4ecTBE TpUMepa TPUBEICHO
TaHOBJICHHE HEKOETO OerKa.

Chromosome 1

exon 1 exon 2
cis AGC AAC |
Ser Asn
; AGA AAA |
rans 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. anomWeMaVnpaBHm;Horo 1 HCIPABUWJIBHOI'O BOCCTAHOBJICHHUA aMHUHOKHCIIOTHBIX
O

MOCIIeIOBATE, OJIMPYEMBIX PA3HBIMU DK30HAMH POAUTEIBCKAX TOMOJIOTHYHBIX XPOMOCOM,
B pe3ynbTafe KBagMIaruIOMIHOTO CEKBEHHPOBaHHs (B KauecTBE IpHMepa NPHBEACHBI BapHalUU
OTICITbHBL TIOB).

WCKIIIOYCHHUS MOTEPU BAXKHOM MH(POpMAIMU IO JBYM SACPHBIM T'€HOMaM YeloBeKa
Heo®¥)onumo cekBeHupoBath JIHK u3 Bcex 46 xpomocom u coOuparte HE OJHH
(xBazum)reHomM, Ha uyto emé B 2010 romy ykaseBan J.C. Venter [21], yTOUHHMB B KOHIIE
CTaTbH, YTO «T'€HOMHAsl PEBOJIOLUS TOJIBKO HaunHaeTcs». OHAKO 10 MPOLIECTBUU OKOJIO
II0JIyTOpa JECSTKOB JIET MOYKHO CKa3aTh, YTO T€HOMHAs PEBOJIIOLINS MO-IIPEKHEMY TOJIBKO
HAa4YMHAETCS, HECMOTPSI HA 3HAUYUTEIbHOE MOBBIILIEHUE MPOU3BOAUTEIBHOCTH U TOYHOCTHU
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CEeKBEHUpOBaHUA. Jl0 CHX IIOp MAaccOBO INPOAOJDKAIOT CEKBEHUPOBATHCS KBA3UI'€HOMBI,
[IEHHOCTh KOTOPBIX OTHOCHUTEIHHO HEBEJMKA M NMPUHLIUIUAILHO HOBOM MH(OPMAIIUHU JUIS
BUJIOB C YK€ M3BECTHBIMU pe(epeHCHBIMU I'€HOMaMHU (B TOM YHCIIE JUIS YEJIOBEKa)

NPAaKTUYECKU HE HECyT, 0ojee TOro, MOryT BBOAUTH B 3a0myxaeHue. OQHON U3 mp

9TOr0, IIOMUMO CEpbE3HBIX TEXHOJIOTMYECKUX TPYAHOCTEH Il CEKBEHUPQBAH
JUIUIOUJHOTO TE€HOMA, CIYKUT TakKK€ MHEHHE, 4YTO IIapHBIE XPOMOCOMB] @
OJIMHAKOBBI, OJHAKO, KAaK II0KAa3bIBAIOT PE3yJIbTaTbl CEKBECHUPOBAHMS J1OURLLE
HaOOpPOB XpPOMOCOM Y Pa3HbIX BHJIOB OPraHU3MOB, BKIIIOYAs YEIOBEKa, ITO
B wacTHOCTH, TOKa3aHO, YTO MPH BBICOKOKAYECTBEHHOH COOpKE AMILION,
OJIHOIO HHJMBHJA C HCIOIB30BAHMEM JAHHBIX O I'€HOMax €ro po

CEKBCHHPOBAHNE) BBISBIEHHAs TETEPO3UTOTHOCTh TAIUIOTHIIOB I OTHUHOU
MocJeI0BaTeNbHOCTH cocTaBmia 3,3%, B TOM uncie oOHapy>keHo 00 MUJUTMOHA
Pa3HBIX  CTPYKTYPHBIX ~BapHALMil, CPeaM KOTOPBIX KOPQFKH POTSKEHHBIE

uHcepuuu/nenennn — uHAens! (insertion/deletion) [22]. C. Yang 9y¢co
Hanuuue 2,6 MaH SNP, npusBenmmx k Tomy, 4to B 48% reHoB,
QJIJICNIBHBIX BapHAHTAaX UMEIOTCS HECHHOHMMHYHBIC 3aMEHBI
SNP (okoso 2,6 MiH) OOHApy>K€HO MEXKIy JAByMs T
MY>KUMHBI KUTalCKON HAlHOHAJIBHOCTH.

TakuMm 00pa3oM, y KaxJI0T0o YeJIOBEeKa NMeeTCs He OJMH, a JEpPHBIX T€HOMA, KOTOpbIE
MOT'YT OTJIMYaThCs BecbMa 3HauuTeNbHO (Ha 1-3% u ,Aorjia Kak paHee CYUTaJOCh,
YTO T€HOM YEJIOBEKA OT '€HOMa IIMMIIaH3€ OTInYag gcero Ha 1%. VImeHHO mosTOMY Y
KUBYIIUX ceilyac Ha IUIaHeTe & MIpA e uMmeercss 16 mup  TeHOMOB,
pPa3IUYAIONINXCS, U JTaXKe IMOA4ac JOBOJHHO CHIHLHOWEBHYTPH» OJHOTO YEIOBEKa, YTO
HEJIb3 HE NPUHHUMATh BO BHUMaHWEe. B onf6ii M3 HEIABHUX CTaTEW, MOATOTOBICHHOU
MEXyHapOAHBIM KOJUIEKTUBOM aBTOPOB [2 BOPHUTCS, YTO OHHM OOJBIIE HE CUUTAIOT
ap HYKJICOTHAOB (T.e. KBa3UI€HOMA)
COBPEMEHHBIM YPOBHEM TEXHUKH, a 10T JIBa TEHOMA JIJIsl KaX0r0 COOPaHHOTO
JUIUIOUTHOTO reHoma (T.e. 6 Mipn OTUIOB MPOTHUB 3 MJIP] Tap HYKICOTUIOB),
I/Ie POAUTEIHCKUE TAIUIOTUIIBI MOTHOCTEWy (ha3upoBaHbl. M 3TO MOCTENEHHO CTaHOBUTCS

#123] ormeueHo

KX OEJIKH, B UX
HAJIOTUYHOE YHCIIO
BaHHBIMH T'€HOMaMU

[25]. Hns yenoBeka 3TO 0c00
MEIUIIMHBl OyAyIIero, Ta
IIOPTPETUPOBAHUS.

ILOBOJIBHO JIINTCIIBE [ s U3YyUCHHC MOp(bOJIOFI/II/I JIUIIa 4CJIOBCKA U BJIMAHUA HA HCT'O

nOJIUMOPHHU3M ROBOJIMIIOCH HMCKJIFOUUTENBHO TPU PA3IMYHBIX T'CHETHYECKUX
HapyUICHUsX [ axe xorja B JJHK-kpuMuHaNHCTHKE HAYald MCIIOJIb30BATh TaKHe
YepThl, KaKgiBe , BOJIOC, KOKH, TO K MOP(OJIOrHHM JIHIa YeIOBEKa JIOJIT0 HE MOTJIH
noactynuiges. [Ypuniocs xaaTh MOSBICHHS BBICOKOIPOU3BOIUTEIBHON TEXHOJIOTHH —
acCoIVa|B ccnenoBaHuii Ha ypoBHe reHoma (Genome-Wide Associated Studies,
GWAS), nodlie yero crainu npeArnpUHUMATHCS MOMBITKU CBSI3aTh (PH3HOHOMHIO YEIOBEKA C
[10JIUM om JIHK, B mepByro ouepenp B Buae SNP [27-29]. 3a mpomenmee

e 00 ucnonpzoBannu JIHK-unmoB, comepikamiux COTHU THICSY U MHJUTMOHBI
BBINUIO Hemano myonukaruii [30—35], B KOTOPBIX OMUCHIBAETCS BBISBICHUE B LIEIOM
TOBQUBHO OOJBIIOTO0 4YHCHAa MOJUMOPGHBIX YYacTKOB, HPOSIBIAIONIMX HEKOTOPYIO
accoIMaLMIO C YepTaMH JIMI UCCIEeTYyEMBIX JII0Jel, oToOpaxaeMbix Kak B 2D-, Tak u 3D-
¢opmare. CTOUT OTMETUTh, YTO OTJIEIBbHBIE TEHBI, JAEMOHCTPUPYIOIIHE OINpPeNeIEHHYIO
CBSI3b C (OPMHUPOBAHUEM OCOOCHHOCTEH JHIA, OOHAPYKEHBI PA3IMYHBIMU TPYHIaMH
aBTOPOB, UTO MOBBIIIAET YBEPEHHOCTh B UX MPUYACTHOCTHU K 3TOMY nporieccy. C IOMOIIbIO
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GWAS-ananu3a ycranoBieHa Takxke cBsi3b SNP ¢ ¢opmoil ymHO# pakoBHHBI, U UL
HekoTopeix SNP obGHapyskeHa Hekast koppemsaius [36]. HenaBHo o jo0HOE nccienoBaHue
OBLTO BBITIOJIHEHO ¢ ucmosib3oBanueM SNaPshot-texnonoruu [37]. CTOUT OTMETHTB,
ObUTa TIPENIPUHSATA MOMBITKA CBSA3aTh (PM3MUECKHE OCOOEHHOCTH YelOBEKa C Bapua
yucna konud (CNV) oTnenbHbIX Y4acTKOB €ro reHoma [38], mpu 3TOM aBTOPHI C
BBIBO/I, UTO UX MOJX0J] MOKET HAUTHU MPUMEHEHUE B KPUMUHAIUCTHKE.

K HacrosimeMy BpeMeHH OIyOJIMKOBaH psii 0030pOB, MOCBSIIEHHBIX CBS3H ndRuago a
JIHK ¢ mopdonorueit numa genoseka [1, 39—41], Ho Ha HEUX MBI OcTa B s HE
Oyznem, a 6osee mMOAPOOHO KOCHEMCS psiia SKCIIEPUMEHTAIBHBIX paboT. B ONHQE M3 HUX
IPYNIO UCTBITYEMBIX cTainu 273 mapbl poAHbIX OpaTheB U cectép (78 aTheB, 79

IOpOra 3HAYMMOCTH, U KOTOPBIC, BO3MOXHO, MOTYT MMEThb OFHO e K 6,6% oobmei
BapHualuu Bcero uua yenoseka. Cpean 218 nokycos 109 nepgkps pe3yabpTaTamu
B Wpenenax =500 000

CBW ceCTEP, BEPOATHO,
03MOYKHOCTb CBSI3aTh

MOTJIO OBl JaTh BaXHYI0 MH(OPMALMIO O HAcJeIOBaHUP
HEKOTOpbIE U3 HUX C YepTaMH JIHUIIA.

beut npoBenéH takxke aHanuz 6osee momymuiunona SNP y O3UT'OTHBIX U JTU3UTOTHBIX
OJIM3HEIOB, YTO ITO3BOJIMIJIO HAMTH HECKOIbKO SNP, FOMIMX, KaK CUMTAIOT aBTOPBI,
OTHOIIEHHE K (POPMUPOBAHUIO YEPT JIULA M KOHKPE eTHBIM 3¢ (HEeKTOM Ha HOC B
npo¢wib U pacroyiokeHue rias [43]. Beibopka 6 OBHOM U3 CEJILCKON MECTHOCTH
Coemunénnoro KoponeBcTBa M oT jui, Bce OaOVllKM M JAEAYIIKH KOTOPBIX OBUIH
NPUMEPHO M3 OJHOM W TOH ke 00iacTu, 4To @BTOPHl MOCYUTANIN UACATBHOM MOMmysanueit

JUI1 WCCIENOBAHUN T'€HETHYECKUX accolua OnHako B 3TOM CiIy4ae MOXHO ObLIO
MPOTHO3UPOBATH OOJIBIIIEE YHUCIIO COBII NP 1o Bcemy reHomy, 4rto, CKopee,
HY’KHO PAaCLIEHUBATh KaK HEHY KHBIIYRIII

OTnenbHOr0 BHMMAHHS 3aCIyXKUBa a ¥ B kotopoii ¢ nomoubto GWAS-ananusa
uccienoBain 16 map HEpOJACTBEHHBIX [iHUKOB, OOHApY>XUB, YTO BHYTPH Hapbl OHHU

44]. bbulo TakXke MOKa3aHO, YTO BbIsABJICHHbIE SNP
quyeckie (DEHOTUIBI TIOMHUMO MOP(OJIOTHH JIUIIA.
bnu3koro poicTBa y MCCleIOBEM ap HE MMEJIOCh, M JIMIIb JIBE Mapbl MOTJIM MUMETh
POJCTBO B TPETHEM TOKOJIE, OcCJIeTHHE HECKOJIbKO COTEH JieT. Takas ynanéHHOCTb
s Mo0OHOTO  HMCCieN sj) BECbMa Ba)XKHA, IIOCKOJIbKY MCKIIIOYAeT HEHY)KHBIC
conaznenuss SNP. B , OOHapy»XeHO, 4To cpeau 9 map Hambojee MOXOKHUX
nBorHukoB 19 277 S
BILJIOTh JIO TOTO, YT(
TO TeTePO3UIOTEH
Haubosee Mmox
AMHHOKHUCIIOT HaX. B 370t paboTe Takke ObUIO OTMEUYEHO, YTO B Pa3HbBIX SA3bIKaX
HET €IMHO €HHMsI TOJOOHBIX, CHJIBHO IMOXOXKUX JIIOJICH, M MX HA3bIBAIOT Kak
«look-alikgl hum3ns», «unknown twinsy, «twin strangers», «doubles» u «doppelgénger»
(HeMm.).

UMEIOT OOIMe TeHOMHBIE Yep
BIMSIOT Ha (U3NYecKue u

IHEPC Bbl JHK-IIOPTPETUPOBAHUA

3HBIM HezocTaTkoM GWAS sBiisieTcst To, YTO OOJIBIIUHCTBO BBISBIISIEMBIX CUTHAJIOB
NpYBaIIeKaT HEKOAUPYIOUIUM 00JacTsM M JIMIIb aCCOLMUPOBAHBI C HEKUMH T'€HaMU-
KaHANMIaTaMH, OTBETCTBEHHBIMH 32 TPEHMYILECTBEHHO MPOCTbIe (HEHOTUITHUYECKHE
NpPU3HAKH, CLEIUVIEHHO C HUMH HacjelyeMbIMU. PeKoOMeHIyeTcsi BEeCTH aHalu3
¢mankupyromux HaijeHHelx SNP  yuacTkoB reHoma Ha mporspkeHun 500 000
HYKJICOTUIHBIX Tap B 00€ CTOPOHBI i OOHApy>KEHUS B HHUX T'€HOB, MOTCHIHMAIBHO
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CIIOCOOHBIX BJIMATH HA KaKUe-TMOO MPU3HAKH, B JJAHHOM Cllyyae — Ha MOP(OJIOTHIO JHIIA
YeNoBeKa, 4TO caMo o cede He 0UeHb MPOCTO U TIaBHOE Manod(h(HEKTUBHO.
UccnenoBanne noBonbHO Oonbimoro umcia SNP B pamkax GWAS, 6e3ycrno
CIOCOOCTBYET IIMPOKOMY OXBaTy TIE€HOMA, OJHAKO, KaK Y€ H3BECTHO (M O
TrOBOPUJIOCH BBIIIE), [BAa TI'E€HOMA OIHOTO UYEJIOBEKa MOTYT HECTH OKOJIO
pazmuuaromuxcst SNP [22, 23]. Ilpu sTtom cumraercsi, 4To (KBa3U)I€HOM
OTJIIMYAETCS OT HEKOEro pedepeHCHOro reHoma (KOTOPBIX YK€ HECKOJBKO,
npubnusurenbHo S MaH SNP. Beero B denoBedeckoi MOMYJNSIIMHA BBISBI y osee
600 ma SNP. [Tostomy mo6oe GWAS-uccnenoBanme 3arparuBaet JIUIIb COB IIYI0
TOJIUKY CYIIECTBYIOIIETO0 T€HOMHOI'0 pa3HOO00pasusi. DTO € OJHON CTOPO
CTOPOHBI, M 4TO He MeHee BaxHO, GWAS-nccnenoBanue He crmocoOHO

acconanvi MpOTHO3UPOBATL MCTHHHYIO HOCHGHOB&TGHBHOCTWIM X Y 4YCJIOBCKa

OCIIKOB, a B
bIB@IL TO WIM WHOE

OKa3aHO B pabore

Cllydae MX pacIOJOXKEHUS B HEKOJUPYIOUIMX y4acTKax —
BIMSHUE Ha 3KCIIPECCUI0 cOoceqHUX reHoB. llpu 3TOM, Kaj
E.D. Jarvis u coasr. [22], B 48% reHoB, KOOUPYIOMUX OCTy JIEJIbHBIX BapHaHTax
UMEIOTCS HECHMHOHMMMYHBIE 3aMEHbl C BBITEKAIOLIU Oro OIpeAcIEHHBIMU
MIOCJIEACTBUAMH, HEMPEACKA3YEMBIMU 110 CBOEMY BIIMSIHUIO cHoTur. Takum oOpazom,
GWAS-uccnenoBanue B 3TOM IUIAaHE CPOJHHU KBa3HIre OMY CEKBEHHPOBAHMIO, XOTS U
ropaszzio MeHee uHpopmaTHBHEe mocienHero. K tq ofImaeTcst 0 ciayvasx, Korjaa
Haiinenusle GWAS-curnanel, SKoObl OTBEYAIO MOp(OJIOTHIO JIAIA, TOTOM
OT3BIBAIOTCS KaK HE COOTBETCTBYIOIIME ATOMY [41].
PeanbupiM mpubmmxenneM Kk Hacrosimemy @IHK-nopTperupoBanuio, a 3a0qHO M K
yiyumieHHoMy EVC moxer ObITh mojHOTre 0€ JWIUIONJIHOE CEKBEHHPOBAHHUE IBYX
0 JIENIEBJIE U MPOILIE, TOTHOIK30MHOE
CeKBEHHpOBaHHE  Koaupyromux @ of HO  Takke C  (a3upoBaHHOU
raruIOTUIIMPOBAHHON cOopkoii, aBJIMBAIOLLECH UCTUHHBIE OenKoBbBIE
MIOCJIE0OBATENBHOCTH C YYETOM IIMC- AHCTIOJIOKEHUI MMEIOIMXCSI B HUX 3aMEH
aMUHOKHUCIIOT. KoHEuHO, MO nonycTtuTh, uto SNP B Hekoaupyrommx o01acTsax
OKa3bIBAIOTCS CLEIJIEHBI C HE,
pEryJSIUI0, NMPUBOAS K H3ME
BHOCST T€HBI, KOJIUPYIO KPeTHBIC O€JKH, BIMAIOLIME Ha MOP(OJIOTHIO JHIa
yenoBeka. OJHAKO MpH Ta JIOUJTHOM SK30MHOM CEKBEHHPOBAHUU Ha MEPBBIN IJIaH
BBIXOJAT OOBEKTHI UC 0 B BHJIC KOHKPETHBIX JIIOJIEH M MX TPYII, YeMy HYXKHO
YAEIUTH OTJAEIbHOE BHUM
Tak, BbILIE YK€
poaHble OpaThst U
IIpu sToM uMm

ucb GWAS-uccnenoBanusi, B KOTOpble OBLIM BOBJICUEHBI
M- 1 MOHO3MI'OTHBIE ONU3HEIBI, & TaKXkKe MPOCTO JABOHHHUKH.

T'€HOB, OTBETC BIX 32 MOP(OJIOTHIO JHIIA, TOIBKO JJISI 3TOrO HYXKXHO OpaTh HE Mapsbl
JIBOWHUKOB aJIbHO BO3MOXKHOE MX YHCJIO, BKIIIOYAs POJUTENEH, a TakKe POJHBIX
OparbeB uffcectéP. 3a CU€T TOro, YyTO JBOWHUKM HEPOJCTBEHHBI, Y HUX OyIeT ropaso
MEHBII o» coBnanatomux SNP, a Te, uto OyIayT coBIaaaTh, TeM Oosee ¢ yuéToM
uX [U¢r U TPAHCIOJIOXKEHUH, A1 HUX YBEJIUYHBAETCS BEPOSATHOCTH BOBJICUCHUS B CXOXKHE
YEePThI oMuil obnanmareneil mociaeqHuX. UToObl MPEACTaBIATh, C KAKUM 00BEMOM

KHO Oy/IeT UMETh JEJI0, CTOUT OOPATUTHCS K OTHOCUTENILHO HEIaBHEH CTaThe, B
oif cooOIIaeTcsi O CEKBEHHWPOBAHMM IIOJHOTO S5K30Ma 4YeJOBeKa U BBISBICHUU
YeTRIPEX JIOKYCOB, CBSI3aHHBIX C YepemHO-THIIeBONH Mopdomorueit [45]. B atoii pabote
BBISBIIGHO TaKXe, YTO 5K30M KOHKPETHOTO 4YellOBeKa KHUTAHCKOW HalMOHAJIBHOCTH
oTinyaercs ot pedepeHcHoro komrnozutHoro resoma GRCh37/hgl9 na 23 011 SNP. Eciu
Y4eCTb, YTO KOAMPYIOILIasi YacTh T€HOMAa COCTaBIseT OKoJo 1%, a 3aMeH B Hell BcE ke
MEHbIIIE, YeM B OCTAJIbHOH YacTW I'€HOMa, TO MOXXHO JOMYCTUTh, YTO OOHAPYKCHHBIC
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paznmuunst 2,6 MaH SNP Mexay reHomamu oaHOro uenoBeka [22, 23] mpuOnu3HUTENbHO
cooTBeTCTBYIOT TeM ke 23 000 sx3omHBIX SNP, uto 1 B pabore W. Wu u coasrt. [45].
Ckouibko OyZleT COBMAJAIONINX 3aMEH y JTBOMHUKOB, allpHOPU CKa3aThb HEBO3MOXKHO,

y4€TOM OIPOMHOTIO JIFOJICKOI'0 TEHOMHOT'O Pa3HOO0pa3us MOXKHO JOMYCTUTh, YTO OOTHMasI
gacte SNP y nBoliHukoB Oyner pa3HOW, B TOM 4HuClIE€ C YYETOM HX
TpaHcnojoxkeHni. Takum o00pa3oMm, B pe3yiabTaTe HCCIEAOBAHHS TOJIHBIX
YBEJIMYEHHOTO 4YMCJIAa JIBOMHMKOB BMecTe ¢ OmmKallluMH  pOICTB
WCTOJIb30BAHUEM MAIIMHHOTO OOYUYEHHsI U MCKYCCTBEHHOTO MHTEIUIEKTa M
Ha HEKWe TeHbl, (opMmupylomue oOIMK deroBeka. besycioBHO, moTpe
JETAIbHBIM aHAINU3 BCEBO3MOXKHBIX COUETAHUI aMUHOKHCIIOTHBIX IOCI
NPUHUMAs BO BHUMaHHUE BO3MOXHBIN MIIEHOTPONHBIH 3 deKT, HO 31eCh
yro ¢upma Parabon Nanolabs Ha cBoéM caiiTe ynmoMHHaeT 0 HeOem
BPEMEHHM JUI CO3/IaHMs CBOHMX, KaK IIOKA3bIBACT IIPAKTHKg, BROIHE J§I0CTOBEPHBIX
Snapshot-uzo6paxenwnii. 11 ué€m Oombiiie OyneT MCXOMHBIX H OMHUKaM, TeM
TOYHEE MOXKET ObITh KOHEUHBIN pe3yJIbTarT. \

Yo KacaeTcs YMCTO CEMEMHOIO UCCIIEI0BaHUS, TO A HErO OX0IMMO TIPOBECTH
sk30MHOe TPUO-cexBeHnpoBaHNE WIEHOB psijia ceMel, UJIBHO ITOXOXXHUX U HE

OYEHb IIOXO0XKMX HA POAUTEIICH NETEeH, YTO TaK Wiy U Oyzner ykasbIBaTh Ha
HACJIEACTBEHHBI KOMIIOHEHT. Tak, Halpumep, HyKHO_ B3s aHaJIU3 CEMBIO, IIe MaTh
Ol 0

AMEET JABYX WM TPEX AOYEper, U3 KOTOPBIX OJIHA SIBJISIFOTCSL TTOYTH KOIIHEHN
MaTepH, a BTOpasi WIN TPeThsl HE OYeHb NoX0ka. Caepgm, uro nonosuHa SNP npuaér
HUM OT OTHA (KOTOpBbIE MOXHO OYAET BBIUECTH Q@m- CEKBEHHPOBAHUS €r0 3K30Ma),
ocranetcst okoJio 10 000 ycioBHO MaxkopHbIX SNP y M@ECpu u e€ AByX WK TpEX Aodepen,
M0 KOTOPBIM OHHM OYIyT OTJIMYAThCA OT pe@epeHCHOTrO¥SK30Ma, HO IMPH ITOM MOXKHO
JIOMYCTUTh, YTO y TOXOXKHUX Ha MaTh J0uepOlpoarHaKoBbIX SNP Oyner Gonbmie. Ecim

BbiuecTb SNP, koTopsie OyayT Apyrum IOLIEHCS T0YEepU, TO MOXKHO BBIIBUTH
IPYIIly TE€HOB, B KOTOPYK BOH OTBEYAIOT 3a (HU3MOHOMHIO. B Takux
HKCTIIEPUMEHTAX MOTYT OBITh U PA3HBIGROT o ux JIHK taxxe nomKHa OBITH JOCTYITHBI
JUISl CEKBEHUPOBAHUA. AHAJIOTMYHOE UCC BAHME HYXKHO IIPOBECTU C CEMbSIMU, I'I€ €CTh
CUJIBHO IIOXOKHE Ha OTLA Chl . JKenarenbHO BOBJIEUb B MCCIEAOBAHHE KAaK MOXKHO
OoJIbIIIe TAKUX CEMEH ISl CeKB HUS U ITOCJIEYIOIIET0 KOMIIBIOTEPHOT O aHAJIN3a.

3AK/IIOYEHHUE @
JAHK-noptpetupoBax Habuparonyo  06oporsl  coctaBisitouryto  JIHK-
(EHOTUMMPOBAHUS MQ UTaTh IpenTeueil BceoOlIel TEeHOMHOH perucrpanuu

HaceJeHus. JTO 3aK0 pHOE SIBJICHHE, TTOCKOJBKY C MPECTYMHOCTHIO HY)KHO OOPOThCH,
a JIOCTUYb HEOTBPATHM HaKa3aHWs KaK OJHOW W3 HamOoJjee NEHCTBEHHBIX Mep Oyaer

ropasio mpouy Muvy mogo0HoN KpumuHanuctuiaeckoi 6a3el  JIHK-manneix. U
XO0Ts1 posb ] CHOTUIHMPOBAHUS B YCTAHOBJICHMM JMYHOCTU JIMILA, COBEPLIMBILEIO
IIpaBoOHapy JIeT TIPU TaKUX YCJIOBHSIX HEU30€KHO CHUKATBHCS, HO METOAMKA eIé
nonro Oynr BocTpeboBaHa, TaKk Kak HEOOXOAMMO BOCCTAHABIMBATH OOJIMK JIIOJIEH, elIé He
BKJIIOUE BceoOIyl0 reHoMHyI0 0a3y manHbIXx. K Tomy xe, momoOnas JIHK-
peructpamysHacenenuss noTpedyeT, BEpOSITHO, JOBOJIBHO 3HAUYUTENHFHOIO BPEMEHHU IS
[1I0JIHO oxBara. B 37Ol cBsizm HeoOxoaumo yiyumarh cymecTtBytomiee JHK-

oBaHue, ocobeHHo mnoaxoxel Kk JIHK-moprperupoBanuio wu3-3a KpaiiHei
CTH IIOCIEAHETO, C OJHOM CTOPOHBI, W IIOKa INIOXOH JIOCTOBEPHOCTH
BOCQEAHOBIICHHSI (PU3MOHOMHUHM 4eJOBEKa MO BbIABIsIeMoMy moiuMoppusmy JJHK — c
apyrou. Jlns sroro TpeOyroTCs MPUHIMITHAIBHO WHBIE TIOJXO/IBI K MOMCKY HEOOXOIMMBIX
JHK-mapkepoB. Takumu B3ameH GWAS MOryT cTaTth MOJHOI€HOMHOE (IIOJTHOIK30MHOE)
CEKBEHHPOBAHNE JUIUIOMIHBIX T'€HOMOB 4elOBeka C (ha3upoBaHHOW COOpKOM, a Takxke
NPaBUIILHBIN BEIOOpP OOBEKTOB B BHJIC YBEIHMUECHHOTO YHCIIa HEPOJCTBEHHBIX ABOWHUKOB U
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noxoop cemeil ¢ YETKO HaclelIyeMbIMH IpH3HAKAMM JIMIIEBOM MOPQOIOTHU Kak IIo
MYXKCKOM, TaK M II0 JKEHCKOW JIMHHMH, COIPOBOKIAEMBbIE AHAIU30M C IPUMEHEHUEM

MAIIMHHOTO 00yUYEHHs U UICKYCCTBEHHOTO MHTEIJICKTA. Q
JOINOJIHUTEJIbHAA NTHOOPMALIUA
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