CBeIleHl/lﬂ 0 X0/J1€ BbIIIOJIHCHHUSA IIPOCKTA

o Teme: «Pa3paboTka CUCTEeMBbI TCHETUIECKUX MapKepoB X-XpPOMOCOMBI JIJIs
JHK-unentudukanmu B KpUMUHATUCTUKE U CYACOHOM METUIIMHE)
B paMKax peanu3ainuu (enepaipbHON 1eneBoi nporpammsel "HccnenoBanus u
pa3pabOTKH MO MPUOPUTETHBIM HANPABJICHUSAM Pa3BUTHUS HAYYHO-
TEXHOJIOTHUEeCcKOro koMmiuiekca Poccun Ha 2014-2020 roasr".

B xonme BemonHeHust mpoekTa mo COrNamieHW0 O TPEIOCTABICHUU CYOCHIUU OT
17.06.2014 r. No 14.604.21.0019 ¢ MunoOpHayku Poccuu B pamkax deaepalbHONW IEIeBOM
nporpamMmmbl «VccnenoBanuss M pa3pabOTKUM 1O MPUOPUTETHHIM HAMPABICHUSM PAa3BUTHUS
Hay4YHO-TeXHoyornueckoro komriekca Poccun na 2014-2020 roapr» Ha sTane Ne 3 B mepuos ¢
01.07.2015 r. mo 31.12.2015 r. BBIIONHSIIUCH CIEIYIONE paObOTHI:

1. Pa3paboTka mpeqIokKeHUNH U PeKOMEHJAIMU MO0 BHEAPEHHUIO0 pa3padaThiBaeMON TeCT-
CUCTEMBI B KpUMHUHAIIMCTUKE U CYICOHON MEIHITNHE.

2. Ananu3 yactot aymieneit SNP-mapkepoB X-XpoMOCOMBL.

3. Co3ganmne u perucrtpanusi 0a3bl JaHHBIX MO pPePEpeHTHHIM YacTOTaM B MOMYJSALUIX
Poccun SNP-mapkepoB X-XpOMOCOMBI.

4. Tlomava 3asBKH Ha MOJIy4CHUE TIATEHTA HA Pa3pabOTaHHYIO TECT-CUCTEMY.

5. Pa3paboTka npoekTa TEXHHYECKOTO 3aJaHus Ha BHIMOJHEHUE OMBITHO-KOHCTPYKTOPCKOM
pabotel mo Teme «Pa3paboTka cucTeMbl reHEeTHYeCKHX MapkepoB X-xpomocombl st JIHK-

I/II[eHTI/I(I)I/IKaI_II/II/I B KPUMHUHAJIUCTUKC U Cy,[lC6HOI>'I MCIHUITUHEC).

IIpu 3TOM OBLIIM MOJIYyUYEHBI cJieyIoIHe Pe3yabTAThI

1) Pa3paboTaHbl PeII0KESHHS U PEKOMEHIAIMH 10 BHEJPEHUIO pa3padaThIBAEMOI TECT -
CHUCTeMBl B KPUMHHAIUCTHKE U CylaeOHOW wmeaunuue. [IpuMeHeHue BO3MOXXHO B 00JacTH
KpUMUHAIMCTUKH, cyneOHoi memuiunbl, JIHK-tectupoBanus. Baenpenue paspabdarpiBaeMoit
OTEUECTBEHHON I€HETUYECKOW TECT-CHUCTEMBlI Ha OCHOBE MYJIBTHIUIEKCHOTO F€HOTUIIMPOBaHUS
OJTHOHYKJICOTU/IHBIX MapKepoB X-XpOMOCOMBI Y€JIOBEKa JOJKHO OOECHEYHUTh HCIIOJIb30BaHUE
BBICOKOA()(DEKTUBHBIX, ONTUMAJIBHBIX IO CTOMMOCTH METOJIOB F€HETHYECKOW UACHTU(UKALINU
auyHOCTU. PazpaboranHHasi TecT-cUCTeMa MOXXET ObITh BHenpeHa B saboparopusx JIHK-
JMAarHOCTUKM U KpuMuHanuctuyeckux jadopatopusx KL MBJ] P® u CK P® moxer ObITh
UCIIOJIb30BaHAa TaK)X€ B HAy4YHBIX JIaOOpaTOpUSAX B MCCIENOBATENbCKUX LENAX (H3ydeHHe
TEeHETHYEeCKOro pa3HooOpasusi Tomymsuuid uesioBeka). llpukiagHoe 3HaYeHUE TaKUX
UCCIICZIOBAaHMI 3aKJIF0YAETCs B MOTOJHEHUH 0a3 JaHHBIX, KOTOPHIE MCIOIB3YIOTCS Ul pacueTa
BEPOSATHOCTH CIIy4allHOTO COBIIAJICHUSI T€HOTUIIOB y HEPOJCTBEHHBIX MHIUBUIOB. CpaBHEHME

pazpaboranHoi cuctembl X-SNPid ¢ cymecTByronmMy Ha HACTOSIII MOMEHT aHAlOraMH



1I0Ka3aJ10, 4TO pa3paboTaHHAas B HACTOSIICH paboTe maHenb X-CIeTIEHHBIX OHOHYKIICOTHIHBIX
MAapKepoB 110 TEXHOJOTMYHOCTU IPEBOCXOAUT BCE HMEIOLMECS AHAIIOTH, KPOME CHUCTEM,
0a3upyOLMXCs Ha TEXHOJOIMHM MacCcOBOr0 MapaijelbHoro cekBeHupoBanus (MPS), koropsie,
Ha HACTOSIILIMI MOMEHT 3aTpaTHBI.

[IpencraBnenHass B JaHHOM pa0OoTe maHenb X-XpOMOCOMHBIX OJHOHYKJIEOTHIHBIX
noMMMOP(GHBIX  MapKepoB  IOKa3zaja BbICOKYIO HH(POPMATHUBHOCTh, Kak B  clydae
WHAMBUIYaIbHOW WAGHTU(QUKANNWKA, TaK W B CIy4ae TECTUPOBaHUS Ha pOACTBO. Tak
WH(POPMATHUBHOCTh JaHHOW CHCTEMBl, B TONYISAIUH pPycCKUi mpu mnposeneHun JIHK-
UACHTU(UKAIINY JKEHIIMH, MPEBOCXOTUT BO3MOXXHOCTH ayTOCOMHON CHCTEMBI, HO SKBUBAJICHTA
TaKOBOW MPH AHAIN3E MY)KUHH.

B Poccuu popmupyercst oOUmMpHBINA PHIHOK /1711 TEHETUYECKOT0 TECTUPOBaHUS B 00J1acTU
KPUMUHAIUCTUKH U CcyaeOHOW MenunuHbl. DOopMUpOBaHHE 3TOT0 pHIHKA OOYCIOBICHO
HECKOJIbKUMH (paKTOpaMu, BKJIIOYas: - OOIMPHBIA CIPOC HA TECTUPOBAaHHE pPOJCTBA; -
HEOO0X0IMMOCTh obecrieueHus BeionHeHns DeaepanbHoro 3akoHa Poccuiickoit denepanuu oT
3 nexabps 2008 1. N 242-®3 “O rocymapcTBEHHOW T€HOMHOW peructpanuu B Poccuiickoi
Qenepanun"; - HAIWYME CETH TOTCHIMAIBHBIX TOTPEOUTENECH TEeCT-CHCTEMBI, BKIIIOYas
OKCNEepTHO-KPUMHUHAJIMCTUYECKUE LEHTPhl B permoHax P®; ciencTBeHHBId KomuTeT PD;
VUpeXKICHUS CyAecOHOW MeAMIHUHBI (CyIeOHO-MEAUIIMHCKUE JKCIEPTU3BI); YUPEKICHUS,
OCYILECTBIIAIONME MEIUKO-TEHETUYECKOE KOHCYJIBTHUPOBAaHUE, B TOM YHUCIE OIIPEIeICHUE
OTIIOBCTBA; YAaCTHBIE MEIWIMHCKUE YUYPEKICHHS; KOMIIAHUHU, MPEJOCTABISIIONME YCIYyIH
F€HETUYECKOI0 TECTUPOBAHUS.

[TonyueHHBIE pe3yabTaThl O0JAAAIOT IMPOKHUMH MEPCIEKTHBAMH ISl MPAKTHYECKOTO
UCIIONB30BaHUS B CyneOHON MenuiuHe. HanOonee mone3Hbl Mapkepbl X-XpOMOCOMBI TPH
TECTUPOBAHUM POJICTBA, & TAK)KE MPU HEMPSIMOU MOJEKYISIPHO-TEHETUUECKOW HACHTU(PUKAIINH
anvHOCTH. Takum oOpaszoM, pa3zpaboTaHHas B JAHHOM HCCIEIOBAaHWU TMaHENb T€HETHYECKUX
MapKepOB MOXET ObITh UCIIOJIb30BaHa IIPU OMO3HAHUU TEJl )KEPTB BOCHHBIX I€HCTBUM, MaCCOBBIX
KatacTpod, TEpaKTOB, B YAaCTHOCTH, NpPU HJIEHTU(UKALIUU OCTAaHKOB BOECHHOCTYXKAIHUX,
norudumx B xojae BTopoit MuUpoBOil BOITHBI, 0COOEHHO B T€X CiIydasiX, KOraa Y -XpOMOCOMHBIE
Mapkepbl HenHpopmatubHbl. [Ipu 3Tom nmMenno X-SNP cucrema mapkepoB siBiseTcst Hauboee
MPEANOYTUTENILHON B Cilydae MIACHTU(UKAIIMU OCTAaHKOB OOJIBIIOTO CpOKa JaBHOCTH, 32 CUET

toro, uto SNP mapkepsl 6osiee y1o0HbI B padote ¢ nerpaaupoBannoi JIHK.

2) B xome BBINOJHEHHUS PabOTHI OXapaKTEpU30BaHA TI'CHETHUYECKAash CTPYKTypa psja

nonynsuuid EBpazum no X-xpomocomHbiM SNP. Ha ocHOBE MOIy4eHHBIX JAHHBIX BBINOJHEHA



OLICHKAa WACHTU(PUKALMOHHON MHPOPMATUBHOCTH HCCIEAYEMBIX MAapKEpOB Ul KaxK JIOM
M3Y4E€HHOH NOMYJIALIUYA WHMBUIYAJIBHO.

AHanu3 4acToT ajuleeil mokasaj, 4To JUlsl MOMYJIALUM, IPOXKUBAIOLMX HA TEPPUTOPUN
Poccuiickoit @enepanuu M OJIMKHETO 3apyOekKbs, OTHOCAIMXCS K €BPONIEOUIHOMY PACOBOMY
TUIY XapakTEpeH CIEKTP YacTOT TUINWYHBIA A monyasiui EBpombl, K MOHTOJIOUTHOMY
pacoBOMy THIy — TUIIMYHBIN JUId omynsauuii Bocrounoit Azumn.

OmueHka OXHMJaeMON TeTEPO3UTOTHOCTU W YPOBHS MONYIAUUOHHON auddepeHnanim
MOKa3alla CHUXXEHUE YPOBHS TEHETUYECKOTO pa3HooOpaszusi U yBEIMYEHHE TeHETHYECKOM
mubdepeHMany MONYISANUI B HampaBlIeHHMH C 3amafa Ha BocTok. Ilpu atom 28%
TeHETHYECKOW BapualOeIbHOCTH OJHOHYKJIEOTHIHBIX MApPKEPOB OOBSICHAETCS reorpaduuecKkuMu
paznuuusaMu  nonymsiuvii. B menmom, ypoBeHb momynsuuoHHOM guddepeHuumanuu  X-
XPOMOCOMHBIX MapKepOB MPEBOCXOIUT TAKOBOW IO ayTOCOMHBIM MHMKpOCATENJINTaM. Takum
oOpazoMm, X-MapKepbl SBIAIOTCA  HaWIydlIMMH  KaHOUAaTaMu Uil (OPMHUPOBAHUS
UICHTU(UKAIIMOHHONW TMaHeNH TO3BOJISIONICH OMpeneNsaTh 3THUYECKYI MPUHAIIEKHOCTh. B
paboTe MmoydeHbl JaHHBIE O TEHETUYECKOU CTpyKType nonynsaiuii Cubupu, Boctounoii EBporsr
u Cpemneit Aszum mo psgy X-SNP mapkepos. [loirydeHHBIE TaHHBIC TOMOJHSIOT CBEACHHS O
reHodoHe HapoaoB EBpasum M MOTYT OBITH MCIOJB30BAHBI JUIS MOCTPOCHUS T€HETHYECKHX
KapT ¥ TreHoreorpauyecKkux aTiacos.

Ha ocHoBe mojyd4eHHBIX JaHHBIX O T€HETHYECKOM pPa3HOOOpAa3WM M YacTOTax ajulesei
Obula chopMUpOBaHA TMaHENb OJHOHYKJICOTUIHBIX MOJUMOPQHBIX MapKepoB Hauboisee
napopmatuBHbiX s JHK-unentudukanmm B poCCHHCKUX MOMYIALMAX, a TaKXe CO3/IaHa
pedepencHas 06a3a NaHHBIX YacTOT ajulelie, YTO MO3BOJSET MPOBOAUTH PACUYETHl YaCTOT
BCTPEYAEMOCTH T'€HOTHIIOB MPH MJICHTHU(PHUKAIUN JUYHOCTH M YCTAHOBICHUH OMOJIOTHYECKOTO

poAacCTBa.

3) Pa3paboraH TPOEKT TEXHUYECKOTO 3aJaHWss HA BBIIOJHCHHE  OIBITHO-
KOHCTPYKTOPCKOH paboTel 1o Teme «Pa3paboTka CHCTEMBl TEHETHYECKMX MapKepoB X-
xpomocombl it JIHK-uneHTudukanmm B KpHMUHATKCTHKE U CyAeOHOM MeaunnHe». B mpoekTe
TEXHUYECKOTO 3aJaHus conaepxutcs uHbopmamus o uenu nposeneHus OKP, ocHOBHBIX
TpeboBanusAx K BeimoaHeHnio OKP, HazHaueHWM W COCTaBe HAYYHO-TEXHUUYECKOW MPOIYKIIHH,
TpeOoBaHUAX K QYHKIIMOHAIBHBIM XapaKTepUCTUKAaM, TpeOOBaHUs K HaEKHOCTH, TPEOOBAHUS K
COCTaBy W TapaMmeTpaM TEXHUYECKUX CPEACTB, OOOpPYIOBAHHIO, PEAKTUBAM M PACXOTHBIM
MarcepualiaM, HCO6XOI[I/IMI)IM g Co3gaHruA W IMPUMCHCHUA TCECT-CUCTEM, Tpe60BaHI/Iﬂ K
UH()OPMAIIMOHHOW U TMPOTPAMMHOM COBMECTHMOCTH, pa3pabaThiBaeMOW JTOKyMEHTAIIWH,

YCJIOBUAM JKCILTyaTallUU, CTaHAAPTU3AlIUU U YHI/I(l)I/IKaI_II/II/I, a TaKXKXC TCXHHKO-3KOHOMHNUYCCKHUC



nokasareau. KpoMe 3Toro, oxapakTepu3OBaHbl IUIAHMPYEMbIC HANPABICHUS IPUMEHEHUS
pesynbTaTa, MpHUBEICHBl TPeOOBaHMS K IMATEHTHOW YHCTOTE W NAaTEHTOCHOCOOHOCTH U

Tpe6OBaHI/IH K UCIIBITAHUAM U NOPAAOK CAAYHU-TIPUEMKU PE3YJIbTATOB OKP.

4) [To pesynpraram BemMONHEHHS TpoekTa 24.12.2015r. 3anmimeHa KaHIuAaTCKast
mucceptanus Baraiinesoir K.B. Ha Temy “I'enernueckoe pa3snooOpaszue nomynsiuii CeBepHO
EBpasun mo STR u SNP wmapkepam X-xpomocombl u ux JIHK-uneHTHUKAINOHHBIHI

noreHuran’” no cruenuaibaoctu 03.02.07 - reHeTnka.

5) 3aperucTpupoBaHa dJEKTpoHHas ©0a3a naHHbIX «ba3za MaHHBIX MO dYacToTam
ameneit SNP mapkepoB X-xpomocoMmsbl B nonyisinusax EBpazun». Astopsl: Baraiinesa Kcenus
BanepseBna, XapbskoB Biraanmup Hukonaesnu, bouapoBa Anna BnagumuposHna, UepegHuueHKo
Anacracuss  AuapeeBHa, CrenanoB Bamum  AnatonmseBuu  (Ne 20153511846 ot
25.11.2015).Pa3paborannas saekTponHas 6a3za gaHHbX (B/l) co3mana ¢ menbio oOecredeHus
JOCTylla K JaHHbIM 0a3bl, BHECEHUS M XpaHEHUs HOBBIX JAHHBIX B €IUHOM (Qopmare,
oOecrieyeHus 3alMThl JaHHBIX. BJ] comep XKUT TaHHbBIE 0 TEeHOTHIAaX U MOMY/ISAMOHHBIX YaCTOTaxX
aienet mo SNP mapkepam X-XpoMOCOMBI B pa3jIMUHBIX Nomymsuusx EBpasuu. Ora
uHdopmalus HeoOX0IMMa MPHU pacueTe BEPOSTHOCTH CIy4aHOTO COBMAJACHUS TEHOTUIIOB MPH
pelleHnH 3a7a4 Cy1eOHOM TeHeTUKH U KpUMUHAIMCTUKU. MaTepuran 6a3bl JaHHBIX COCTABJICH 110
reHotunam ob6pasmnos JIHK, BbIieIeHHBIX U3 IEUKOIIMTOB KPOBU WHIMBUJIOB, IPHUHAICIKAIIMX K
pPa3JIMYHBIM dTHHYECKUM rpynnaM HaceneHus Cubupu u Cpenneir Azun. OxapakTepu3oBaHbl 7
MOMYJSIIUOHHBIX BBIOOPOK MPOXHUBAIONMX Ha Tepputopuu Poccuiickoit denepanuu u
OMKHETO 3apyOexXbs: pycckue, cuoupckue tatapbl r.ToMcka, XaHTBI, XaKachl, Ka3axu, OypsTH,

TyBUHIIBL. Ha HacTosImMit MOMEHT 00IIMi 00beM BBIOOPKH COCTABIISIET 737 YeIOBEK.

6) Pesynbratel mpezacraBiensl B jgokimane Ha Asia Pacific Conference on Human
Genetics 2015. B noknane Ha International Society for Applied Biological Sciences 2015, Crwr,
Xoperartus. (Stepanov V.A., Vagaitseva K.V., Kharkov V. Multiplex X-SNP system for forensic
genetics // Ninth ISABS conference in forensic, anthropologic and medical genetics and mayo

clinic lectures in individualized medicine. — Croatia, 2015. — P.86.)

7) Onyo6nukoBaHa craths B xypHaie Legal Medicine, 2015. Forensic and population
genetic characteristics of 62 X-chromosome SNPs revealed by multiplex PCR and MALDI-TOF

mass spectrometry genotyping in 4 North Eurasian populations.



8) [Tomana 3asBKa Ha MOJIydeHUE MMATCHTA Ha pa3paboTaHHYIO TeCT-cucTemy. “Tect-
cucrema g JAHK-unentudukanum uHAMBHIA, OCHOBAaHHAS Ha MOJMMOP(HBIX Mapkepax X-
xpoMmocomsl”. ABropsl: BaraiineBa Kcenus BanepbeBHa, XappkoB Bnamnmup Hukonaesuu,
bouapoBa AnnHa BnamumupoBHa, Uepennuuenko Anactacus AHnpeeBHa, CtenaHoB Bamum
AnaronbeBud (Ne 2015135714 ot 24.08.2015). Hacrosiiee n3o0peTeHre OTHOCHTCS K 0071acTH
OMOTEXHOJIOTUH M MOXET OBITh HCIOJb30BAHO B KPUMHUHAIMCTHUYECKOM U CyaeOHO-
MEIMLIUHCKON uACHTU(UKAIMOHHON 3KcnepTuze. C Leblo yBelMWYeHHs MWH(OPMATUBHOCTH
TEHETUYECKOW DKCIEPTU3Bl B CIOXKHBIX CllydasX, B MONMyasuuax Poccuu, mpenngoikeHa TecT-
CHUCTEMa, OCHOBAaHHas Ha MapKepax X-XpoMocoMbl. TecT-cucrema BKIIOYaeT B cebs 64
OHOHYKJICOTHHBIX ~MapKepa, TIOKa3aBIIMX BBICOKYIO HHpopmaruBHOCTH it JIHK-

unentudukanuu B Poccun.



