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AKTYyalbHOCTH TeMbl HCCJEI0BAaHHS. AHAIN3 CTPYKTYpPHl TE€HO(OHIOB MOMYISIIHHA
YeJIOBEKa C MCIOIb30BaHMEM AMA/UICNBHBIX U MUKPOCATEIUIMTHEIX MapKepoB Y-XpOMOCOMEBI
ABJIICTCS ONHMM M3 Haubollee COBPEMEHHBIX M PpE3YJAbTATUBHBIX METONOB HM3YUCHHUS
MOMYJISIHOHHO-TEHETHYECKOT0 pasHOOOpasust pasiWYHBIX TOMYJSLIHHA YeloBeKa, MO3BOMISIET
IPOBOINTE KOMIUIEKCHYIO OLEHKY IFeHO(QOHIa 4YeloBeYecTBa B IIEJIOM, OTAEIBHBIX 3THOCOB,
BBITIOJHATh (DUIOrEHETHUECKHE PEKOHCTPYKIHH OTIENbHBIX JiuHul, ¢uioreorpapudeckue
HCCIEIOBAHMS TAILIOTPYII, MUTPAallMOHHBIX IPOLIECCOB W psia Apyrux 3amad. Hecmortps Ha
OypHOE pa3BUTHE METOJ0B, MO3BOJSAIONIMX aHAIU3UPOBATE FeHO(DOHIB MOMYJISIHIA Ha YPOBHE
MOJHBIX T'EHOMOB, HCIIOJIB30BaHHE MAapKEpOB  Y-XPOMOCOMBI  MO-TIPEKHEMY  SBIISETCH
AKTYalbHBIM Ul PEIICHUS LEI0r0 psAia BOIPOCOB NOMYJISIIHOHHON TeHETHKH.

Pasputrie HOBBIX TEXHOJOTHMH MacmTabHOrO TEHOTHUIHPOBAHUS ¥ TEXHOJIOIHMH
OHMOMH(pOPMALIMOHHOTO aHANK3a, 3a TIOCNIEHUE HECKOIBKO JIET MO3BOJIMIM MEPeHTH Ha HOBbIH
YPOBEHb  HM3YYE€HHUS  TIE€HETHYECKOHM  CTPYKTYpBl  IONyNSLUi  4eloBeKa, IMPOBECTH
BBICOKOpa3pemiaiomue  MOJHOMEHOMHBIC — HCCIEJOBAaHUS  T€HETHYECKOTO  pasHOoO0Opasus
WHIMBUIYAIBHBIX T€HOMOB. AKTHBHO HAKaIlUIMBAOUIMECAd MaHHbIE 10 WHIMBHIYaTbHBIM
TC€HOMaM M3 Pas3IMYHBEIX HAYYHBIX IPOEKTOB MOSABIAIOTCA B CBOOOJHOM JIOCTYIIE M MO3BOJISAIOT
HHTEIPHPOBATh 3TH PE3YyABTATHI IPH OHOMH(OPMALIMOHHOM aHAIHU3e Pa3IMUYHBLIX MO0 MacIuTaldy
MaCCHBOB JIaHHBIX.

B mocnennue roabl mpousolieNn HACTOSAIIWE MPOPHIB B MONYISIMOHHON I'eHETHKe,
CBA3aHHBIM C MIMPOKMM  BHeIpeHHeM MmeronoB  MIIC-cekBeHUpOBaHUS, Kak IS
MOJIHOT€HOMHOTO TeHOTHIIMPOBAHUs 0OPa3IOB, TAK U JUIsl TOUCKA HOBBIX HH(MOPMATHBHEIX SNP-
MapKepoB B pasAMYHBIX  ramiorpymnmax  Y-xpomocombl.  Mcmonms3oBaHue — HOBBIX
BBLICOKOMH(pOPMATHBHBIX criennuaabix SNP-mMapkepoB Y-XpoMOCOMBI SBISETCS OJHMM M3
HauOollee MEpPCHEKTHBHBIX HMHCTPYMEHTOB Ul aHAIM3a DPErMOHANBHBIX M JTHHYECKHX
MOMYISIUOHHBIX TeHO(QOHIO0B. PasBuTHE METOIOB MacCOBOrO MapajIeNbHOTO CEKBEHHPOBAHKS
BBIBEJIO aHAIN3 TeHO(OHIOB MOMY/INH Ha MaKCHMAJIBbHO BO3MOKHBIA YPOBEHL pa3pellcHHUS.

Obnapy>keHHe OrpOMHOTO YHCIa HOBBIX MH(OPMATHBHBIX MapKepOB [103BOJSET HCCIEI0BATH



bunoreHeTHYECKUE B3AUMOCBS3H OTACIBHBIX THHUHA BHYTPH TaIIOrPYIN ¢ HEBO3MOKHOM paHee
TOYHOCTBIO.

I'enoonn KkazaxoB, HECMOTPS HA 3HAYUTEIBHOE KOIMYECTBO pa3IWYHBIX padorT,
MOCBSIIEHHBIX €r0 HCCIEIOBAHUIO, OCTACTCS OTHOCHTENBHO clab0 H3YyYEHHBIM IO JaHHBIM
HU3MEHYUBOCTH Y-XpomocoMmsl. [Juccepranmonnoe uccneaosanue JKabaruna M.K. no uzydyenuio
MapkepoB Y-XpoOMOCOMBI B [ONYJISLMAX Ka3axoB, TakuM oOpa3oM, SBISETCS BechMa
aKTyaJIbHBIM.

ITpobiemaThKa, Kacaromasicsi poJOBOM CHCTEMBI y TIOPKCKHX HapoJ0OB, HECMOTpsA Ha
BBICOKHMM YPOBEHb M3YYEHHOCTH, UMEET Pl HEBBISCHEHHBIX Bonpocoﬁ. ['enetuka B 3TOH CBA3H
Jaer OoraTeiinne BO3MOKHOCTH Ui MCCIEIOBAaHUA MPOONEM, CBA3aHHBIX C POJOIIEMEHHOM
CTPYKTYpPOH, TIOCKOJIBKY pa3BHTHE COBPEMEHHBIX METO/IOB aHalM3a [OMNYJISIIUOHHOIO
reHooHIa TO3BOIMIO BBIBECTH STHOTCHETHYECKHE HCCIACNOBAHUS Ha COBEPIICHHO HOBBIH
ypoBeHb. C MOMOIIBIO COBPEMEHHBIX METOAOIOTMYECKHX MOAXOJ0B MBI MMEEM BO3MOKHOCTH
NOJApOOHO OXapaKTepU30BaTh CTPYKTYPY, MOAPA3AIeHHOCTb, MOMYISIHOHHYI0 U STHHYECKYIO
VCTOPHUIO Pa3IMYHBIX POJOIIIEMEHHbBIX OOIIHOCTEHH.

Crenens 00OCHOBAHHOCTH HAYYHBIX IIO0JIOKEHHH, BBIBOJOB H NPAKTHYECKHX
peKoMeHaanMi auccepTammu. B mpencraBieHHON AMCCEpTAlMK TIPOBEAEH MOAPOOHEHIIH
aHallu3 POJAOBOH CTPYKTYpPHI OOJBIIMHCTBA Ka3aXCKUX POIOB U BBIACHEHA POJIb POAOIIIIEMEHHOH
CIPYKTYpbl B (DOPMHPOBAHHH Ka3aXxCKoro reHooHxa. ABTOp AWCCEPTalUy MPUHUMAN JTUYHOE
y4acTHe Ha BCEX JTalax IPOBEIEHHs HMCCIeloBaHHs — OT cOopa marepuana ¥ GopMUpOBAHUS
xommexnun  obpasuos JHK, no CTATUCTHYECKOH 00palOTKH TONYYECHHBIX [AaHHBIX H
KapTorpa(guecKoro aHauimsa.

[IpencraBnennas Ha pereH3uIo AuccepTalnonHas pabora ohopmieHa 0 TPATHIIHOHHOMY
NPUHLMITY X COCTOMT M3 BBEICHHS, TPEX TJIaB, 3aKJIIOYEHUS, BLIBOIOB U CIIMCKA JIMTEPATYPHI.
Huccepranuonnas pabora usnoxkeHa Ha 148 crpaHMIax, NPOUILIIOCTPUPOBaHa B 26 TabnuuaMu
u 39 pucynkamu. CIuCOK TMTEpaTypsl BKIOYaeT 324 UCTOYHMKA, U3 KOTOPbIX 215 3apyOeskHbie.
Bo Beenennu 1akoHUYHO 00OCHOBBIBAETCS AKTYaNbHOCTh HCCIEI0BAHHS, POPMYIHPYETCS LETb,
3a/1a4M, HayyHas HOBH3HA M Hay4yHO-IIpaKTHYECKas 3HAYMMOCTh paboTel. Llens, 3agaun paboTsl
U IOJOXKEHHS, BBIHOCHMBIE Ha 3alluTy, chOpMYyIHpOBaHBI YeTKO M JIOTHYHO. B 0030pe
JUTEpPATyphl aBTOPOM [PHBEIEHO IOJpoOHeiimiee OCBellleHHe HWCTOPUM HCCIelOBaHUs
nonuMophu3Ma  Y-XpOMOCOMBI  Ka3axCKOM  MONYISmHHM.  BBEUIM  MEPEeYHCIeHBl U
pOaHaIM3UPOBAHLl BCE HAay4yHbIE CTaThH M MUCTOYHHKH Ha 3Ty TeMY. DTO 3aciyKMBaeT O4YeHb
BEICOKOH OLEHKH M MOJKET CIIYXKHUTh [IPOCTO 00pa3L[OBEIM IIPUMEPOM JIA aHAJIOTHYHBIX padoT.

Huccepranponnoe uccnenoBanue JKadarmna M.K. BBIMONHEHO Ha OYEHb OOIIMPHOM
CyMMapHOM TOIYIAIHOHHOM MaTepuajie, ¢ HPHUBICYEHHEM OIPOMHOI0 MacCHBa HaHHBIX s

CpaBHHTCIBHOI'O aHalH3ad. Hp'I/IMeHEHHﬂ CaMBIX COBPEMEHHBIX ITOIOXOIO0B B OHOCTAaTUCTHKE M



IIAPOKHH HAOOp TIEHETHYECKMX MapKEpPOB Y-XPOMOCOMBI IIO3BOJHIIM aBTOPY IIOJIYYUTh
3HAYUTEIBHBI MAacCHB IMEHOTHIMYECKHX [JaHHBIX M OXapakTepu30oBaTh I'eHOGOHI Ka3axoB Ha
COBEPIIIEHHO HOBOM YpPOBHE paspeineHus. Pe3ynbratel M BBIBOABI PabOThl IOJHOCTBIO
COOTBETCTBYIOT TMOCTABIEHHBIM 3anadaM. VICrojp30BaHHBIE MOJICKYISIPHO-TEHETUYECKHE U
CTATUCTHYECKHE METOIBI HMCCIEIOBAHHUS ONUCAHBl MOAPOOHO, €O BceMH HEOOXOIAMMBIMH
CCBUIKAMU Ha [1€PBOMCTOYHUKH. JIOCTOBEPHOCTH XapakTEPUCTHUKU TEHETHYECKOH CTPYKTYDEHI
Ka3aXCKoro reHo(oHaa B EIOM, U BOIPOC O OHOTOTHYECKOM pPOJICTBE MPe/ICTaBHTENEH OJHOTO
pojla ¥ TEeHETHYECKOM pPOJACTBE pasINMYHBIX POAOB Yy Ka3axoB, TAKMM 00Opa3oM HE BBI3BIBAIOT
COMHEHUH.

Hayunass noBu3HA HcciaenoBanusi. B paGote BmepBeie HccieqoBaHa Y-XpOMOCOMHast
cocrapigromas renoonia Ka3axos ¢ NpuMeHeHreM mupokoro Habopa SNP u STR-mapkepos.
Iloka3aHa CBSI3b MEXKAY MESKITOMYISAIHOHHON TEHETUYECKOM W3MEHUYUBOCTBIO M POJIOIIIIEMEHHOMH
CTPYKTYpOH y Ka3axoB. Bmepeeie mpoBefaeH naetanbHbli (unoreorpaduueckuit anammus
rarorpymnnsl G1-M285 Ha OCHOBE MOJTHOINEHOMHOTO aHamu3a Y-xpomocombl. [Iposenena
OIICHKA CKOPOCTH MYTHPOBaHHUS Y-XpOMOCOMHBIX SNP B POACTBEHHBIX 110 MYKCKOH JIMHHH
rpymnax, ¢ UCIOJb30BaHUEM HCTOPHUUECKON JaThl JKU3HHU OOIIEro Mpe/Ka KIaHa.

HaquD-npaRanecxan JHAYTHMOCTb. HOHY‘ICHHHC B Xome BBITTOJTHEHHA
JUCCEPTAIlHOHHOTO  HCCICNOBAHUS  pe3ynbTarbl  CYHMIECTBEHHO  JIOIIOJHAIOT  00beM
IEeHOTUITMYECKUX JAHHBIX ISl U3YHEHHBIX MOIYISLHHI, MPEeNCTaBIsS0T HECOMHEHHBIN HayuHBIN
MHTEpEC M HMMEKT MEKIUCUUIIIMHAPHOE 3HAa4Y€HHE JUId TONYIANHOHHOM  HCTOPHH
HapogoHaceneHus LlentpaneHoit Asuum u Espasum B nemom. HoBas wundpopmanus o0
0CcOOEHHOCTSX CTPYKTYphl renodonaa waponoB Kaszaxcrana W coONpeleNbHBIX TOCYIapcTB
ABJIACTCA BAKHBIM JOMOJHEHHEM K CYIIECTBYIOIIMM aHTPOMONOIMUYECKUM, apXeoJOrHYeCcKuX,
JJUHTBUCTHYCCKHM OAaHHBIM, d "TAKXKC PEIYIbTATaM, MOTYYCHHBIM IIPH HMCCICOOBAHHMH IPYIHX
MapKepHBIX reHetuyeckux cucrem. Kpome Ttoro, obHapykeHHe H TI'€HOTUIIMPOBAHUE HOBBIX
SNP-mapkepoB Y-XpoMOCOMBI MOJKET CIIY’KUTh HE TOJIBKO JIOMOJIHEHHEM, HO U aJlbTEPHATUBON
JHK-uaertudukanuu no ayrocOMHbIM JoKycaM. PaboTa BHOCHT CYIIECTBEHHBIH BKIaj He
TOJbKO B peleHue (QyHIaMEHTAILHBIX 3a/1ay JSTHOTCHOMHKH, HO H Ul MONYISLHOHHOIO
CKpuHMHra Haponos lleHTpanmsHON A3uu, oOHapy:xeHHs M oTOOpa HH(pOpMaTUBHBIX SNP,
muddepeHUpyONUX  TeHOPOHIBl  PA3IHUHBIX  HOMYISLUH, pa3paboTKH METOAOB HX
COBMECTHOI'O I€HOTHIIMPOBAHMS U CO3J1aHUs peepeHCHbIX 0a3 JaHHBIX YaCTOT N€HOTHUIIOB IS
Cyae0HO-MEAULIMHCKOH IKCIIEPTU3EL.

BEBIBO/IBI OCHOBBIBAIOTCS. Ha [IOJYYEHHBIX aBTOPOM JaHHBIX U JOTMYECKH BBITEKAOT W3
pe3yibTaTOB  BBIIOJIHEHHOTO HcclefoBaHus. DBeiBoasl 000OCHOBaHBI W COOTBETCTBYIOT
nocrapieHHoW wenu U 3anadaMm. [lomoskeHusi, BBIHOCHMBIE Ha 3alllUTy, TakKKe XOpOIIo

000CHOBAHEL. MBTC[JHEUII)I AUCCCPTAIIMH XOPOIIO MpEACTAaBICHBI Ha PA3JIMYHBIX K(]H(.l)@p&[iﬂldﬂx,



OIyONMKOBaHBI B POCCHHCKMX U 3apyOeXKHBIX JKypHajax ¥ JOCTaTOYHO IOJIHO OTPakaroT
[OJIy9eHHBIE PE3yIbTaThl.

Comepxanye aBTopedepara COOTBETCTBYET JHMCCEpPTAaUMOHHOH pabore. OCHOBHBIC
pe3yIBTaThl HCCAEA0BaHMs OTPaXKeHbl B HayqHOi nevaty. ITo Teme auccepraiuy omyOIMKOBaHO
12 pabor, B ToM umciie 6 cTaTeil B peleH3UpyeMbIX HayYHbIX H3IaHUsX U 6 TE3UCOB JOKIAI0B Ha
MEKIYHAPOIHBIX KOH(EPEHIIHAX.

Jlrccepranys MOJHOCTEIO cOOTBeTCTBYeT crenuanbHocTu 03.02.07 — reneruka.

Pa0ora B esoM IPOU3BOIMT O6IaronpusTHOE BIIeYaT/IEHHE, €€ Pe3yIbTaThbl UMCIOT BAXKHOE
TEOPETHYECKOE U MPAKTHYECKOEe 3HAUEHHE JUIS TONYJIANMOHHOW T€HETHKH 4eN0OBeKa M IEI0ro
pA/la CMEXKHBIX TACHUILIMH. [IPHHIMNHAIBEHEIX BOIIPOCOB M HEOCTATKOB MO AMCCEPTALMK HET,
OJIHAKO, CJENAyeT OTMETHTh ps 3aMeuaHHi, KOTOpBIE HE CHHKAIOT HAayYHYHO H Hay4HO-

MPaKTHYECKYIO [IECHHOCTE, @ HOCAT YTO‘{HFI}OLL!HI‘& XapaKTcp:

1) HecmoTpst Ha TO, 9TO TEKCT AUCCEPTALMM YETKO M JIOTHYHO CTPYKTYPUPOBaH, HAIIHCAH SCHBIM
A3BIKOM M XOpOIIO BOCIPHHMMAETCs, O(QOpMICHHE pabOThl BBHIIOJIHEHO € HEOOIBIIHMU
HeToyHOCTAMHU. Tak, B TEKCTE COAepIKarcs pasTWYHBIC BapUaHTBl HaNMCAHUs Ha3BaHWA
xpomocoM: Y-XpoMocoMsl B X-xpomocoma (uepe3 neduc) u Y xpomocoma u X XpomMocoma
(depes mpoben). Takxe WMEIOTCS TPU BapHaHTa HANMCAHUS Ha3BaHUA POAOILIEMEHHOH
CTPYKTYpHI Ka3axon: mexupe, «lllexupe» u «exuper.

2) B tekcre rnassl PesynsraThl U TabiMIax He BCeraa 0AHOOOpasHO NMPUBEACHO 00O3HAYEHHE
raryiorpym Y-XpoMOCOMEI, BMECTO CHHHOH COBPEMEHHOW HOMEHKIATYphl NPHUBOIATCA H
HOBBIE M yCTapeBlIMe Bepcun 00o3Hauenus kian. Hanpumep, C2-M217 u C3-M217.

3) Ha HEKOTOpBIX PUCYHKAX HAAMHMCH JOBOJBHO II0OXO pa3jMuMMbl, HAIpUMEP, Ha PUCYHKaX
3.29, 331,

4) B pasnuuHsix Tabnuiax BapeupyeT pasmep mpudpra. Heorsemunemol 4acTeio pucyHKa 3.33
sBNIsieTCs TabNuia ¢ JaHHBIMA, HaOPAHHBIMU OY€Hb MEJIKUM HIPH(TOM.

5) ITo TekcTy aBTOp MHOIrO pa3 MPHBOAMT B CKOOKaX aHITIHMCKWH BapHaHT TEPMHHA IMOCIE
PYCCKOro, HampuMep: perpoBupycHele (retroviral). HemonsaTtHo, 3a4eM NPUBOAMTH
001IeU3BECTHBIE TEPMUHBI HA JABYX A3bIKAX.

6) B TekcTe muccepTaliy HE MPUBOIUTCS AAaHHBIX O MIOTHOCTH MOKPBITHS CEKBEHMPOBAHHBIX
10M6 yuactkoB Y-XxpomocoMsl U ¢unbrpanuu ydactkos JIHK o kauecTBy 1uist onpeesieHus
TtemnoB MmyrtupoBanus SNP. Hesicno, Obuia 1M HCIOJIB30BaHA BCH IOCIENOBATENBHOCTD
[ETUKOM, WM TPUMEHSICS KaKOW-TO KOHTPOJL KadecTBa. ECIM B paMKax 3THX PacyeToB
OBLTH CEKBEHHPOBAHBI 00pa3ibl TOMBKO OAHOM ramiaorpynmnsl, To 0e3 aHannsa CHErIeHUs
MYTaHTHBIX ajutefied HoBbIX SNP-mapkepoB mnopoit ObiBaeT AOCTATOYHO TPYAHO OTCEYB

peanbHeie SNP 0T 01ub0K MpoYTeHUs PHIOB B IUIOX0 YHTAEMBIX YIacTKax.



3akaouenne. BrickasaHHble 3aMevaHUs NPAKTHYECKH HE KacaroTcs COAepiKaHMs HaydHON
9acTH paboThl, MPOBEIEHUIO HCCIENOBAHNS B 1IEJIOM, U HE YMalsIIOT 3HAYMMOCTH MOJYyYEHHBIX
pe3ynsTaToB H BBIBOAOB. Jluccepramus u  ApropedepaT IMOJHOCTBIO COOTBETCTBYIOT
tpeboBanusam “TlonokeHus 0 MOpPsAKe NPUCYKACHUS YIEHBIX CTEIeHeH” Kacarouuxcs HaydHo!
U couepikareabHOi wactu paborel. Hayuno-uccnenosatenbckass pabora JKabarmna Makcara
KuzaroBiuua Ha TeMy «AHaIU3 CBS3W MOXUMOp(H3Ma Y-XpOMOCOMBI H POJOIIEMEHHON
CTPYKTYPHl B Ka3axCKOH MONYyISOUH» SBISETCS HaydyHO-KBaIM(UKALHOHHOW paboToi, B
KOTOPOH pelleHbl aKTyalbHble 33/Ja4ul, UMEIOIIHUe CYIIECTBEHHOE 3HAYeHUe [l HBOJIOLMOHHON
W TIONyISIMOHHOM TEeHeTHKH uYesioBeka. JcciemoBaHHWe BBIIOTHEHO Ha KayeCTBEHHOM
METOIUYECKOM YPOBHE C NPHUMEHEHHEM COBPEMEHHBIX MOJIEKYJIAPHO-IEHETHYECKHX METONOB.
Pe3yneTaThl MCCNEIOBaHHA HECYT TEOPETHHECKYHD M MPaKTHYECKYr 3HaunMocTh. Pabora
COOTBETCTBYET COBpeMEHHbIM TpeboBaHusAM 1.9 «lloNOKEHHUA O NPUCYKIEHUH YUIEHBIX
cTerneHei» creneneii (mocranosnenue llpasurensctsa Poccuiickoit @enepaunn ot 24.09.2013 r.
Ne842, B penaxuusax ot 21.04.2016 r. Ne 335; ot 02.08.2016 1. Ne 748), a ee aBrop JKabarun
Maxkcar Ku3aTOBHY 3aCTY)KUBAET NPUCYKICHMS YYEHOH CTENEHHU KaHaujaTa OMOIOrHYECKHX

Hayk no creransnoctu 03.02.07 — reneruka.
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