CBEIIeHI/Iﬂ 0 X0/J€ BBIIIOJTHCHHUSA ITPOCKTA

o Teme: «Pa3paboTka cHCTEeMbI TCHETHYECKUX MAPKEPOB X-XPOMOCOMBI IS
JHK-unentudukanyuy B KpUMUHAIUCTUKE U CyI€OHON MEAUIIMHE)
B paMKax peanuzaruu deaepaibHo# 11eneBoii mporpammel "UccnenoBanus u
pa3pabOTKU MO MPUOPUTETHHIM HAIIPABICHUSAM PAa3BUTHUS HAYUHO-
TeXHOoJIoTn4Yeckoro kommiekca Poccun Ha 2014-2020 roasr".

B xoxme BwimonmHenus npoekta nmo CoOrjameHuio O NPEAOCTaBICHUH CyOCHIUU OT
17.06.2014 r. Ne 14.604.21.0019 ¢ Mwunobpuayku Poccum B pamkax QemepaibHOM IieneBOi
nporpammel  «MccnenoBanus W pa3pabOTKM MO MPUOPUTETHBIM HAMpPABICHUSIM Pa3BUTHUS
Hay4HO-TEXHOJOTHYecKoro komruiekca Poccuu Ha 2014-2020 roaei» Ha 3Tane Ne 2 B mepuoj ¢
01.01.2015 r. mo 30.06.2015 r. BEIMOJTHSUIUCH CIEAYIOIINE PAOOTHI:

1. Pa3paboTka  ;1a0OpaTOpHOrO  periiaMeHTa  HM3TOTOBJICHUS  TECT-CUCTEMBI  JUIA
uaentuduxauu nuanocty no JJHK mapkepam X-xpoMocoMsbl yenoBeka,

2. I'enoTunupoBaHue 7 MOMYISIUOHHBIX BHIOOPOK MPOKUBAIOIIKUX HA TeppuTopuu Poccun
1 OnkHETo 3apy0exns 1o nanenu 66 SNP-mapkepoB, chOpMUPOBAHHON HA ITEPBOM dTarle,

3. Bepudukanus nanusix renotunupoBanus oopasno JIHK ¢ momompio MALDI-TOF
Macc-CIIEKTPOMETPUU MyTEM CEeKBEHUPOBaHUA aHanMM3upyeMmsbix jokycoB JJHK X-xpomocomsl B
KOHTPOJIbHOM TpyIiiie 00pa31ioB,

4. Pa3paboTka METOAMKH NMpPUMEHEHHs pa3padaThiBaeMol TecT-cucTeMbl Ha ocHOBe SNP-

MapKepoB X-XpPOMOCOMBI.

IIpu 3TOM OBLIN NOJIy4YeHBI CJIeAYIOLIHeE Pe3yIbTAThI:

1. Paszpaboran  1ma0opaTOpHBIA  pErjiaMeHT  M3TOTOBJIEHUSI  TECT-CUCTEMBbI  JUIA
unentupukanuu suydHocty no JHK wmapkepam X-xpomocombl yenoBeka. JlaGopaTopHblii
periaMeHT OCHOBaH Ha pa3pa0oTaHHOW paHee METOJMKE MpoBeAeHUs MynbTuruiekcHoil IT1P
Habopa SNP-mapkepoB X-xpomocombl u Metoauke mnpoBeneHus MALDI-TOF wmacc-
criektpomeTpuu Habopa SNP-mapkepoB X-xpoMocombl. JIabopaTOpHBIN periiaMeHT ONHUCHIBAET
paboThI O U3rOTOBJIEHUIO TECT-CUCTEMBI 10 UaeHTUuKaun auuHoctH o JJHK mapkepam X-
XPOMOCOMBI, TO3BOJISIIOIIEH MOMYyYUTh KOMIUIEKCHBIH TeHOTHN uccieayemoro obpasua JIHK
YyeJloBeKa MO MIECTHAECATH HIECTH OJHOHYKIEOTHJIHBIM Mapkepam X-XpoMocoMbl. PerimameHt
BKJIIOUAET XapaKTEPUCTUKY TOTOBOTO TMPOAYKTa, TEXHOJOTMUYECKYI0 CXEeMy IPOU3BOJICTBA,
cneurdukanuio 000pyIOBaHUS, XapaKTEPUCTHKA CBIPbsS, BCIIOMOTATENbHBIX MaTEpUANOB U
HOJYIPOAYKTOB, a TaKKe ONpeAessieT pealu3allio KOHTPOJIS MPOU3BOJICTBA, Oe30MacHON

JKCIUTyaTalliy U OXpaHbl OKPYKAKOIIEH CpEebl.



2. IlpoBemeno  reHorunupoBanue  BeIOpaHHBIX SNP-mMapkepoB  X-XpoMocomMbl B
HOMYJSIMOHHBIX BBIOOpKax HaceneHus Poccunm u compenensHbix crpad. [lo pesynbratam
paboThl BO BTOPOM 3Tame ObUIM MONXYy4eHBl T€HOTUIBI 665 uenoBek, mpumep (GopMHUpPYEMOit
TaONMIBI C TEHOTUIIAMU TPEJICTaBlieH B Tabnuie 6. ['eHoTMmMpoBaHWE TOMYJSAIUNA 1O 66
JIOKycaM Ha Macc-CHEKTPOMETpPE MPONUIO ycmnemHo. J[jisi BCeX BKIIOUEHHBIX B HCCIEIOBAHHE
JIOKYCOB IIOJIy4E€HBl TE€HOTHIIBI BO BCEX MCCIENOBAaHHBIX MONYyIALMAX. Marepuaaom
uccienoBanus sBisgroTcst  oOpasusl  JIHK, BblgeneHHOM M3 JIEHKOUUTOB KpPOBU  JIIOJEH
MPUHAJIeKAIMX K pa3HbIM 3THUYECKHUM rpymnnaM. B uccnenoBanue Bouuin 7 NOMyJIssHUOHHBIX
BBIOOPOK mNpuHaIekKamux K dTHocaM Cubupm, Cpemnedr Asum u Boctounoit EBpombi.
['enoTunupoBanue ocymecTBIsUIoch MeronoMm iPLEX-ananusa momuMop¢du3MoB Ha Macc-
cnektpomerpe «MassARRAY System» B 96 - myHounom opmarte.

3. Brmonnena Bepudukanus HaHHBIX TeHOTHUNHpoBaHus oOpasuoB JHK ¢
nomompto  MALDI-TOF Macc-cieKTpoMeTpuu IyTEM CEKBEHHPOBAHUSI aHAIU3UPYEMbBIX
aokycoB JIHK X-xpomocombl B KOHTpOJBHOM Tpymme o0pa3noB. KoHTpompHYIO Tpymmy
coctaBwiIM paznuunbie oOpasusl JJHK u3 nonmynsunoHHbIX BEIOOPOK. st Kaxa0ro JIoKyca ObLTn
B3STHl HECKOJBKO OOpaslioB C TpeMs BO3MOKHBIMH T'€HOTHUIIAMU — TOMO3HUTOTHI MO ajuiento 1,
TOMO3UTOTHI MO aJUIENIO 2 U TeTepo3UroThl. Bepudukanus qaHHBIX TeHOTUIIUPOBAHUS 00Pa3IIOB,
BBITIOJIHEHHOTO paHee ¢ nomoiibio MALDI-TOF macc-cniektpomeTpun oka3anach MOTHOCTHIO
ycnewmHo. B utore BhinmonHeHus reHorunupoBanus oOpasuoB JIHK myrem cekBeHUpoBaHUs
ananmuzupyembix SNP-mokycoB JIHK X-xpomMocoMbl B KOHTPOJBHOW rpymme o0pasioB ObLTH
NOJATBEPXK/IEHbl BCE IMOJIyueHHble paHee TreHoTurnbl. B 100% HaOmogeHuit MOATBEPIKICHBI
TEHOTHUIIBI JBYX BapHAHTOB TI'OMO3UIOT M TE€TEPO3UIOT IO BCEM IIECTUAECCATH IMIECTH X-
xpomocoMHBIM SNP-mapkepam. Takum oOpa3om, pe3yiibTaTel reHoTHIHpoBanus oopasnos JJHK
YeJ0BEKa C MOMOIIBIO0 Pa3pabOTaHHOM TECT-CUCTEMBI, MOJHOCTHIO MOJATBEPKIECHBI C TTOMOIIbIO
HE3aBHCHMOIO MOJIEKYJISIPHO-TEHETUYECKOTO METOJa, SIBJISIOUIETOCS ‘“30J0TBIM CTaHIAPTOM
npu reHotunupoBanu JIHK-mapkepoB. Pa3paboranHas TecT-cucteMa MOKET ObITh IPUMEHEHA
JUISL BBISIBIIEHUSI T€HOTHUIIOB OJTHOHYKJICOTHUIHBIX JOKYCOB X-XpOMOCOMBI YeJIOBEKa B o0Opa3iax
JIHK, nomy4eHHbIX U3 OHOJOrMUYECKOro MaTepHaia JHIl MYXKCKOI0 M dKEHCKOro NeéHETUYEeCKOTro
1oJIa.

4. Pazpaborana Mmeroauka TNpUMEHEHHUs pa3padOTaHHOM TECT-CUCTEMBbl Ha
ocHoBe SNP-mapkepoB X-xpoMocombl. MeTo/IiKa OCHOBaHa Ha pa3pab0TaHHOW paHee METOINKE
npoBesneHuss MynpTuiiekcHo I[P HaGopa SNP-mapkepoB X-XpoMOCOMBI U METOJIUKE
npoBenenuss MALDI-TOF wmacc-cnektpomerpun  Habopa SNP-mapkepoB X-XpoMOCOMBI.

MGTOHI/IKa OIMUCBIBACT IMPOLCCC NPUMECHCHHA TCECT-CUCTEMEI 10 I/I)]eHTI/I(i)I/IKaHI/II/I JIMYHOCTH IIO0



JHK mapkepam X-XpOoMOCOMBI, MO3BOJISIONIEH MTOTYYUTh KOMIUIEKCHBIA T€HOTHUIT UCCIIETYEMOTO
obpasua JIHK yenoBeka 1o mecTuiecaTy mecTH OJHOHYKJICOTUIHBIM MapKepaM X-XpOMOCOMBI.

o. OcymiecTBieHa  Baiuaanus  pa3pabOTaHHOM  TecT-cHUCTeMbl.  Bammpanus
MPOBOAMIIACH IO MapaMeTpaMm TpedyeMbIM TeXHUUYECKUM 3aJlaHueM, a TaKKe B COOTBETCTBHH C
pexkomenmarusaimua - SWGDAM  (Scientific Working Group on DNA Analysis Methods).
Tectupyemble TapaMeTpbl BKIOYAIHA B ¢€0si: YyBCTBHTEIBHOCTD, CIEU(PUIHOCTD, KOITNIECTBO
MapKepoB, TOYHOCTb T'€HOTHUIHUPOBAHMS, IMOTPEIIHOCTh U3MEPEHHS, BOCIPOU3BOJIUMOCTD
pe3yJabTaToB, BO3MOXHOCTh aHamm3a cMmemanHo JIHK. CorjnacHo akTy uCHbITaHHI
pa3paboTaHHasi TecT-cucteMa ocHoBaHHas Ha SNP-mapkepax X-XpOoMOCOMBI COOTBECTBYET
3asIBJICHHBIM TpeOoBaHMsAM. Banmumanus mokaszaiia, 4To TECT-CUCTEMa COOTBETCTBYET 3aJaHHBIM
XapaKTEPUCTUKAM I10 KPUTEPUSIM HYBCTBUTEIBHOCTH, CHEIUPUIHOCTH, KOJIUYECTBY MAPKEPOB,
TOYHOCTH TE€HOTUIIMPOBAHUS, MOTPEIIHOCTH HW3MEPEHHs, BOCIPOU3BOAUMOCTH PE3YIbTATOB,
BO3MOXKHOCTH aHaju3a cMmemannoi JIHK.

6. BrinmonHena oneHka HASHTU(PHUKAIMOHHOTO IMOTEHIIMANA pa3pabOTaHHOW TECT-
cucteMbl B monyisiiusax Poccun. Ilo pesynbraraM TeHOTHMNHPOBAHUS 7 TOIMYJSIITUOHHBIX
BbIOOpOK 10 66 SNP-Mapkepam ObLIM paccUMTaHbl KPUMHUHAJIMCTHUYECKHE TOKa3aTelld TecT-
cuctembl. B neinom Tect-cuctema 067a7aeT BHICOKMM HICHTH(PUKAIIMOHHBIM MOTeHIMaIoM. B
pe3yabpTaTe MPOBEACHHOW pabOThl OBUIO OMNPENENICHO, YTO pa3pabaThiBaeMasi TECT-CHCTEMa
o01aaeT BEICOKOW MACHTU(PUKAITMOHHON HH(POPMATHBHOCTBIO.

Taxum o6pazomM, pa3zpabaTeiBaeMasi TECT-CUCTEMa MOXKET ObITh Hcrosb3oBana ans JJHK-
UACHTUPUKAIMY Ha TeppuTopun PO.

7. PesynpraTel paOOTBI NIpENCTaBICHBl B JIOKJIaJ€ Ha TEMaTHMYEeCKOM CEMHHape
cleioBaTelIey ClIeCTBEHHOro koMurera PO.

8. Pesynbrarhl mpeacTaBieHbl B JOKIaae Ha Ha Human Genome Meeting 2015.

9. PesynbraThl IIPE/ICTABIICHHBI B
nokiasne International Society for Applied Biological Sciences 2015.

10. OmybnukoBaHa CTaThs B )KypHaie MonekynspHas ouonorus, 2015, Tom 49, Ne 2, ¢. 305—
312.



