OT3bIB Ha aBTOpedepaT ANcCePTANINHU
Kopocrtuna JImutpus OneroBuua, BIABUTaeMON Ha COMCKaHUE YUEHOI CTENeH! KaHauaaTa
OMOJIOTMYECKUX HayK 1O crnenuanbHocTu 1.5.7 — «I'eHetnkay Ha Temy «IIpencraBineHHoCTh
FeHETUYECKUX MapKEPOB aHEYIUIOMAMI MJI0/1a BO BHEKJIETOUHOM GpaKIii KPOBH OEpeMEHHBIX
JKSHIL[H)

Hanpasnennas Ha peuensuto pabora JI.0. KopocTuHa nocBsiieHa BaXHOH B MPaKTUUECKOM H
TEOPETUYECKOM OTHOLIEHUH mnpobieMaTHke: pa3paboTke BBHICOKOI(h(GEKTUBHOH OTEUeCTBEHHOM
TEXHOJIOTUH TPOBEICHUsI HEeWHBazuBHOro npeHaranbHoro ckpuHunra (HUIIC) c¢ uenbio BBIsBIEHUS
IUIOAOB ¢ aHeymulonausmu 1o 18, 21 u 13 xpomocomam, NpHUBOIAIIMMU K TSDKEJIBIM HapyIIEHUSAM
pasBuTusi. HeoOxomuMo OTMETUTh, 4YTO JaHHas TMpoOJieMa HUMEET OrpoMHOE COLIMAIBHO-
SKOHOMUYECKOE 3HAYEHME JJIs1 BCero HaceyeHUs Poccuy, Tak kak €€ pelieHue MO3BOJISIET COKPaTUTh
PHUCK POXAEHUsS AeTeH C TsHKEeNOH MHBAIMOHOCTBIO, YXOJA 32 KOTOPBIMH TpeOyeT OONbIINX CPEACTB U
BHUMAaHHUS CO CTOPOHBI ceMelt U rocyaapcTBa. Heo60XoauMMo OTMETHTH Takke, YTO B HACTOSLIEE BpeMs
texHosorun HMUIIC, npaktuueckn npumeHsemsle B P®, Bkiouas NOArOTOBKY OMOIMOTEK,
CEKBEHMPOBAHUE U MaTEMaTHUYECKyI0 0OpabOTKy pe3yJbTaToOB, OCHOBAHbBI MOYTH UCKIIOUMTEIBHO Ha
3apyOexxHbIX pa3paboTkax, M Iporpecc B 3TOH 0O0JacTH UrpaeT BaXHYIO pojb B 00ecreuyeHHuu
0€e30MacHOCTH HaceleHHs M rocyAapcTBa. TeopeTnueckoe 3HaueHue paboThl, Ha Halll B3TJIAA, B IEPBYIO
ouepesb KacaeTcs pa3paboTKU HaI&XHBIX M 3(hGEKTUBHBIX N0 cebecTouMocTH OMoMHGOpMaTUYECKUX
MeTONOB HIeHTHU(UKauuu ydacTkoB reHomHoil JIHK, npoucxomsmmx W3 KIETOK MaTepud M IUIoJA
(TUTAlICHTHI).

Llensto paboTel sBisICS pa3paboTka M IpakTHYecKas anpobalus MeToja IOJyYeHHUs
6ubimmorex BHekyeTouHoH JIHK kpoBu OepeMeHHBIX >XEHILIMH, COAEPXKAlMX AJUHHBIE XHMEpHBIE
MOJIEKYJIBI, YTO B HECKOJBKO pa3 IOBBIIAET 3(PQPEKTUBHOCTh HCIOJIb30BAHUS MOUIHOCTEH
NUPOCEKBEHATOPOB, YBEJIMUNUBAET MOKPHITHE 0€3 JONOJHUTEIBHBIX 3aTpaT Ha MPUTOTOBJICHUE U aHAJIU3
6ubmorexk.

3amaun paboTHl MOYMHEHBI OCTHXKEHUIO Mporpecca B 3TOM HamnpaBieHHH. OHM BKIIIOYAIH
BBINIOJIHEHHE CIIEAYIOUIMX BHAOB 3KCIIEPUMEHTAIBHBIX paboT:

1. Coop obpa3uoB BHekjerouHo JJHK oT GepeMeHHBIX >XEHLIMH, MJIOABI KOTOPHIX MMEIOT
JIOKa3aHHYIO moTepto ¢parMeHToB 18, 21 wmm 13 xpomMocom.

2. PazpaboTka METOIUKY MOJTYy4YEeHUsT OMOIHOTEK, COAECPIKALMX JUIMHHBIE XHUMEPHbBIE MOJIEKYJIbI
ONTUMAaJILHOM JUIMHBI, @ TaK)XKE BCIIOMOTATEIbHBIX OMOMMOTEK, HeoOX0oaAUMMBIX it pacuera goimu JJHK
TUI0/Ia B MICXOTHOM 00paslie.

3. Anpobaiys pa3paboTaHHBIX METOJOB MPUTOTOBJIEHUsT OMOIMOTEK Ha cOOpaHHBIX 00pa3uax
BHekJierouHoi JIHK, npoBenenue nupocexkBeHNpOBaHHUS.

4. Paszpaborka OuoMHOpPMATHUECKUX METOJOB aHalM3a TMOJYYEHHBIX pPE3yJIbTaTOB
CEKBEHHPOBAHUS C LIETIHIO BBISBJICHUS] XpPOMOCOMHBIX nedextoB B JTHK miona.

ABTopedepaT MOCTPOCH MO TPAIULHOHHOMY IJIaHY, COACPXHT BBEIEHHE C (OPMYIMPOBKOH
aKTyaJbHOCTH paboTBI, 1IeJiel U 3a/1a4, MaTepUualbl U METOABI, PE3YJIbTAThl U UX 0OCYXXIEHHUE, BHIBOJIBI
U CIIMCOK ONyOJMKOBAaHHBIX aBTOPOM paboT MO TeMe OUCCEPTAlMM, a TakXe IPaKTHYCCKHEC
pPEKOMEH IAIMH 110 UCIIOJIB30BAHHIO MPEIOKEHHOTO METO/A U aHAJIU3 TIEPCIIEKTUB €0 Pa3BUTHS.

OCHOBHBIE Pe3yJIbTAaTHl B JIOCTAaTOUHOH Mepe ONyOJIMKOBaHBI B PELEH3UPYEMBIX XXypHalaXx,
pexomengoBanHbix BAK P® nnsg 3amuThl KaHIUJATCKUX JUCCEPTALMH IO  CIENHATbHOCTH
«'enerukay. Llean paboThl, €€ METOMIBI U PE3YNIbTAThl LIETUKOM BXOJAT B KPYT 3aJ1a4 F€HETUKH, TAKHUM
00pa3oM, COOTBETCTBUE PabOTHI CIIENNAaTbHOCTH COMHEHUH HE BBI3BIBAacT. ABTOpedepaT quccepTaluu
Xopouo o¢hopMIIEH, HE COIECPXKUT ONEYaTOK.

BaxxupiM  pe3synbTaToM paboOTHl SIBJISETCS MOATBEPXACHHE THUIOTE3bl O BO3MOXXHOCTHU
noBbiieHuss 3ddextuBHocTH mpoBeaeHuss HUIIC B ciydyae ucrnonb30BaHMS XUMEPHBIX MOJIEKYII,
coJiep>Xallux B cpeqHeM 4 ¢parMeHTa pa3jIMuHOro MPOUCXOXKIEHUS JIIMHOH 0K010 40 M.H. KaXablil.

HecMOTps Ha OYEBHAHYIO AKTYyalbHOCTb PabOTHI, BHICOKMH JKCIIEPUMEHTAIBHBIH YPOBEHb U
aJleKBaTHOE OOCYXJCHHE TOJIYYEHHBIX pe3yJbTaTOB, XOTENOCh Obl CHENAaTh psl 3aMEYaHHi,
KacaloLIMXCsl, TIaBHBIM 00pa3oM, 060CHOBaHHs HOBU3HBI 3314 PabOTHI:



1. Haspanue pabGoTbl, Ha Hall B3MJIAJ, HE BIOJHE OTBEYAET METOAMYECKOH HAINpaBIEHHOCTH
HCCJIEJOBAHHUSA U JIOJKHO OBITH YTOYHEHO.

2. B aBtopedepare cienoBaso Obl yAETUTHh OOJbIIIEE BHUMAaHUE TOMY, YEM METO]I MOITY4YEHHUs
6ubnnorexku tuna Amplifet, npeqnazHauenHoi ans ouenku goau JHK nnoga B ucxomHom
MaTepuajge B paMKaxX OIUCCEPTAllMOHHOM paboThl, OTIMYAETCS OT METOAUKH, PYTHHHO
pUMEHseEMOH B HacTosllee BpeMs it npoeaeHus HUIIC.

3. Ilockonpky paboTa HOCUT NMPEUMYLIECTBEHHO METOJWYECKUH XapaKTep, MpH MOCTaHOBKE
3alad M ONMCAaHUM pE3YyJIbTaTOB aBTOPY CJIEJOBAIO OBl YHENUTh OOJIbLIE BHUMAaHHUE
OMHCAHUIO TOTO, KakWe CTaJAUU NPEJIOKEHHOH METOJUKH MOJIydeHHs OHOIMOTeK THma
Smash u Amplifet BHIMONHAIOTCS ¢ HCMONB30BaHHEM CTaHJAPTHHIX HAOOpPOB peareHTOB,
MOCTaBIISIEMBIX BEIYLIMMH MPOU3BOJAUTENSIMH, a KaKM€ YAaJoCh OCYUIECTBUTH BIIEPBBIE C
MCIIOJIb30BAaHHEM YHMBEPCAJIbHBIX HMHIPEAMEHTOB 10 BHOBH IPEMJIOKEHHBIM B paMKax
pabothl MeToaukaM. CrieoBasio Ob1 CPaBHUTH 3aTpaThl PEareHTOB U TOYHOCTH MOJTy4aeMbIX
pe3yibTaTOB HOBOM METOAMKM CO CTaHJapTHBIMH IPOTOKOJAMM, HCHOJB3YEMBIMH B
pyTuHHOI npaktuke JIIIY P®.

4. Astopy cnenoBanio Obl COKpaTUTh HCIOJIb30BAaHHE AHTJION3BIYHBIX TEPMHUHOB B PYCCKOM
TEKCTe, OCOOEHHO, B TPAHCIUTEPAlMOHHOM HANHCAHHUH, 3aMEHMB HX Ha MOJIXOISIIIHE
pycckosizpuHble aHanoru. C ygetoM Toro, uro ucnonb3dyeMmsle B PO texnonornn HUIIC u
NUPOCEKBEHUPOBAaHUS pa3pabOTaHbl NPEUMYUIECTBEHHO 3a pyOexoM, W TpUH HX
NPUMEHEHUH MCNONB3YIOTCS Ha0Ophl MMIIOPTHOTO IIPOMCXOXIEHHUS, IIpH TIEPBOM
YIIOMHHAHUU TaKUX HE BCEI/la YCTOSIBIIMXCS PYCCKOSA3BIYHBIX TEPMHUHOB II€JIECO00pa3HO
ObUI0 OBl MPUBECTH B CKOOAX MX OOIIENPUHATHIE aHIVIMHCKHE 0003HAYEHHUS.

3ak/noueHue

Hcxons u3 nmanHeix aBTopedepara, padora [1.0. Kopoctuna «IIpencraBieHHOCTh Tr€HETHUECKHUX
MapKepoB aHEYMJIOUJUMH IUIoJa BO BHEKJIIETOUYHOM (paklud KpOBH OEpPEMEHHBIX IKEHIUHY,
NpeICTaBJIeHHAs Ha COMCKaHHE YYEHOW CTEeNeHH KaHauaaTa OHOJIOrMYeCKHX HayK MO CHEIHalbHOCTU
1.5.7 — «['eHeTnka», sABISETCS 3aKOHYEHHON Hay4YHO-KBaJIM(UKAIMOHHON paboTOH, coaepxkaleit
pelleHre KpYMHOH Hay4YHO-TNPaKTHYECKOH 3a7ayd B 00JacTH pa3pabOTKH CIOCOOOB IMPEHATAILHOTO
CKpUHHMHTA Ha HAJIMYHE BPOXKIEHHBIX T€HETHUECKUX eDEKTOB IIIOAA.

Takum ob6pazoM, auccepranuonHas pabdora [[.O. KopocTiHa cooTBeTCcTBYeT TpeOOBaHUAM 1. 9
ITonoxenuss «O mopsake NPUCYXACHUS YYEHBIX CTemneHeil», yTBepxaeHHoro IlocraHoBneHueM
IIpaButensctBa Poccuiickoit denmepauuu Ne842 ot 24 centsbps 2013 roma (¢ HM3MEHEHUSMH
IToctanoBnenwmii IlpaBurenscTBa Poccuiickoit @enepanun Ne335ot 21 anpens 2016 roma, Ne748 ot 02
aBrycta 2016 «O BHecenuun usMmeHeHud B [loymokeHHE O NPUCYXKACHUM YYEHBIX CTEIEHEH»),
NpeIbsABISEMBIM K JIUCCEPTAllHOHHBEIM paboTaM Ha COMCKaHME YYEHOH CTeneHW KaHJIuara
OMOJIOrMYECKUX HayK MO CHEIHAIBHOCTH 1.5.7 — «"eHeTHKay.

3aBenayroumii taboparopueit [IHK-MeTnnomMa u pegakTHpoBaHUsl TPaHCKPUIITOMA @FBHV «MHCTUTYT
obueii resetnku uM. H.W. Barunora PAH»

JlokTOp OHMOJIOTHYECKUX HAYK,

~— _IlleBeneB A.b.
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