OT3bIB
O(UIHMATBEHOTO OIITOHEHTa, TOKTOPa MeAULMHCKUX HayK, Ipodeccopa
®ertucosoit Mpunasl HukonaeBHEI
Ha JUCCepTalMoOHHYI0 paboty Exumona Anekces Huxonaesuua
«B03MOXXHOCTH TTPEUMILTAHTALIMOHHBIX FeHETHYECKIX TeXHOJIOTHM B e TeKIAN
XPOMOCOMHOM U T€HHOM MAaTOIOruK SMOPHMOHOB YEJI0BEKa, IIPEJICTABIECHHYIO Ha
COUCKaHHEe YUEHOH CTeleH! KaHIuaaTa MEJUIIMHCKUX HayK 110

crierquanbHocTy 1.5.7. — 'eneTuka

AKTYaJIbHOCTH HCC/IeJOBAHUS

Oxna ®W3  akTyaJbHBIX  I[poOJeM  COBPEeMEHHOM  MEeJUIMHB  —
IpeaynpexJeHre pOXXIeHUs JeTeil ¢ HacleJCTBEHHbIMHM 3a0oneBaHusMU. B
TeueHue 1ociegHux Jecatwietud B Poccuiickoit @epepaiy  IIUPOKO
OPUMEHSIOTCS. METOJbl IPEKOHUENLIUOHHOW TNpOMUIAKTHKA U IIPeHATaabHOU
quargoctuku.  OpHako, WHBa3MBHBIE — npouenaypbl  (OHOIICHS — XOpHOHA,
aMHHOLIEHTE3, IJIAlleHTOLeHTe3, KOPIOLEeHTe3) NPEeroNaraloT BHYTPHMATOYHOE
BMEIIATEIbCTBO Ha (hOHE Iporpeccupyrolieli OepeMeHHOCTH, ¥ HeO0OXOJUMOCTh
npepblBaHUs  OEpeMeHHOCTM B Cilyuyae JUAarHOCTHKH XPOMOCOMHOW MK
MOHOTE€HHOM ITaTOJIOTHUH IIJIOJA.

3apoxaeHue 5MOpUOHa C XPOMOCOMHBIM AMCOANaHCOM MOXeT OBbITh
BBI3BAHO HAJIMYMEM COANIaHCUPOBAHHBIX CTPYKTYPHBIX XPOMOCOMHBIX IEPECTPOEK
Yy poauTened, IpH KOTOPBIX 3aKOHOMEPHO HapylIaeTcs XOJI raMeToreHesa,
bopmupyroTcss  aHOManbHble TaMeThl, y4YacTHe KOTOPBIX B  IIpoIiecce
OIUIOZOTBOPEHUSI MW ONpelessieT Haluyue TIeHETUYeCKOW MaTONIOTHH Y
sMmOprona/mnoga. OfHAaKO NpakTHKa MEIUKO-TeHETHYECKOr0 KOHCYILTUPOBAHUS
MOKa3bpIBa€T, YTO B CYIPYXKECKMX Ilapax ¢ HapyLWEHHOW penpoayKTHBHOU
(ynximeri (HP®) Hanudme XpOMOCOMHBIX afeppaumii y OIHONO M3 CYIPYIroB
ompenensercs He Oojee, yweM B 5-7% cemei. B momasnsromeM OOJIBITUHCTRE
Cilly4aeB y CYNpYroB ¢ HapyIIEHHBIM NETOPOXKJIEHHUEM TIPH IHTOI€HETHYECKOM

o0ca C0BaHUM  JHArHoCTUPYETCsa  HOpMall BHBIN KapuoOTHII, CIE¢J0BATEIIBHO,
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XPOMOCOMHBIHA ucOananc SMOpUOHA CBfA3aH CO CIyYailHBIMH TCHOMHBIMH WA
XPOMOCOMHBIMU MYTaIMsAMHU, BO3HUKAIOIIUMH B XOJI€ FAMETOreHe3a y pOJAUTeNeH
XPOMOCOMHBIMHM MYTalHsIMU, BO3HUKAIOHIMMH B XOJI€ TAMETOreHe3a Y POJIUTENIeH.
Kak W3BeCTHO, OCHOBHBIM (aKTOPOM pHCKa BO3HHKHOBEHHS TIOJOOHBIX
PeHEePaTUBHBIX MYTAllMi SIBISETCS BO3PACT POIMTENIEH, XOTs HeJTB3S -UCKITIOUATh
HeraTMBHOTO BIMSHHUS Ha XOJ IaMmeroreHesa Jpyrux (axropoB (Hanuuue
BOCITAJIATEILHOTO npoiecca, WCIIOJIE30BAHUE OTpe/IeNeHHBIX rpyII
JIEKapCTBEHHBIX IIPEernapaTtoB, a TaKKe NPUCYTCTBAE B TEHOTHIIAX CYIPYTOB
HEraTUBHBIX MOJIAMOP(U3MOB IO PsAAy TPYNII TeHOB, B YaCTHOCTH, (OIATHOTO
mukira). Cepbe3sHOM npoOiieMoi sABIAETCA MpeAylpeXIeHne POXKIACHUS JETeH C
MOHOTEHHOM TIIaToJIOTHEH B CeMbiIX, TIJ€ CYNPYIrW SBISIOTCA HOCUTEIIMHU
HEraTUBHBIX aJllleJiel.

B HacTosmee BpeMs TpX UCIHOJIB30BAHUU IPOIPAMM BCIIOMOTATEIbHbBIX
penpoayKTuBHBEIX TexHojmorui (BPT), oxHol U3 akTyaJbHBIX CTaHOBUTCS
npobnema IMArHOCTHUKHU reHEeTHYEeCKOI [IOJIHOLIEHHOCTHU sMOpHoHa,
NPEIIEeCTBYIONIEH TIepeHOCy €ero B TMOJOCTh MAaTKH, INOCKOJIBKY 3TOT (aKT
SIBIASETCS OJHHUM M3 OCHOBOIIOJATalOIUX JJI HACTYIUICHUS MW  TEYECHHUS
OepeMeHHOCTH 10 3aBepIUeHHs €€ POKIAEHHUEM 3I0POBOr0 MOTOMCTBA.

VyuTeiBas BBIIIECKAa3aHHOE, OCTPOTA MPOOJEMATHKHA U aKTyaJbHOCTb TEMbI
nuccepraiimonHoit pabotel ExumoBa Asekces Hwukonmaesnua — u3ydeHue
BO3MOKHOCTEH IPEUMIIAHTAMOHHBIX TEHETUYECKUX TEXHOJOTUNH B HETeKLHH
XpOMOCOMHOW © TEeHHOW IaToJIOTMH SMOpPHOHOB 4YelloBeKa — OuYeBUAHA.
Jlucceprammonnas pabora ExumoBa Anexces HukosaeBuua, HampaBieHHas Ha
pa3paboTKy MEeTOJ0B TNPEeUMIUIAaHTALMOHHOIO TI'€HETUYECKOro TEeCTUPOBAHUS
sMOpuoHOoB B mporpammax BPT, siBisieTcsi CBOEBPEMEHHBIM M aKTYaJIbHBIM
HCCJIeIOBAaHUEM.

Kpome Toro, Onaromapsi NpOJAYMaHHOMY &JITOPUTMY M IIPHUMEHEHHBIM
METOJOJIOFMYECKUM W METOAUYECKUM MOAX0JaM IPOBEJICHHOE JIUCCepPTaHTOM
ucceloBaHUEe HE TOJBKO akTyalbHO, HO M 0e3yCIOBHO COOTBETCTBYET

COBPEMECHHBIM MHPOBBIM CTaHAAPTAM.
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Crenenb 000OCHOBAHHOCTH HAYYHBIX [I0JIOXKe€HHH, BBLIBOJAOB H
peKxoMeHaauHi

PaGora XapakrepusyeTcs KOMIUIEKCHBIM TOJXOIOM K OpraHu3alud |
IPOBEJCHUIO WCCIEJOBAHUA U MMEET BBICOKMI YPOBEHb METOAMYECKOTO
obecrieyenns. Bce OCHOBHBIE TOJOKEHUsT M BBIBOIBI, COHOPMYIUPOBAHHEBIE B
paboTe, 7nOru4HO O0OOCHOBaHBL. Bce pasmensl QUCCEPTALMOHHOW PabOTEI
B3aMMOCBS3aHBl ¥ BBITIOJHEHBl HA EIMHOW HAyYHO-METOAMYECKOH OCHOBE.
ITocTaBieHHble 1eNlb W 3afa9d HMCCIEAOBAHUSA IMOJHOCTHIO COOTBETCTBYIOT TEME
aucceprauuu ¥ npoduimo  HaydyHoM cneuuansHocTH 1.5.7. — I'eHermka.
Hcnonb3oBaHHBIE METOIBI AJCKBATHBI ITOCTABICHHBIM 3ajja4aM, a o0BEM
UCCIIeJJOBAHWH NOCTaTOYeH [T BBIABICHUS 3akoHOMepHocTed. [Ipu pemenun
3a/a4, MMOCTABICHHBIX B JUCCEPTALMH, TOMyYeHbI HOBbIe HAyJYHBIE PE3yJbTaTHI,
MOJHOCTHIO OOOCHOBAHHBIE B XOJe MIyOOKOro aHalW3a 3HAYUTENBHOIO 00BEMa
uHpopmanuu. JuccepraunonHas pabota UMeeT XOpPOILIYI0 JIoKazarelbHyo 0a3zy.
BBIBOIBI JIOTMYHO BBITEKAIOT W3 pe3yJbTaTOB MPOBEJACHHBIX HCCIIEI0BAaHUH,
Xopouo OOOCHOBaHBl M apryMEHTUPOBAHbl, OTPAKAIOT BCE OCHOBHBIC 3Tallbl
paboThl ¥ JOCTATOYHO YETKO CHOPMYITHPOBAHEI.

JlocTOBepHOCTh,  HOBH3HA  HAYYHBIX  MNO/IOJKeHHH,  BbIBOJOB.
Pexomenpanui

JocTtoBepHOCTh M OOOCHOBaHHOCTH BBIBOJOB Juccepraudu ExumoBa
Anexcess HukonaeBuua obecrneunmBaercs 4YeTKOM MPOLYMAaHHOCTBIO JM3aifHa
uccrenoBanus. Pabora oTiu4aercs THIATEIBHOCTBIO M KOPPEKTHOCTHEO
UCIIOB30BAHHOM  METOHOJIOTHH ¥  METOIMK WCCIeOBaHUS, KOPPEKTHOH
UHTepIIpeTallield pe3ylIbTaTOB HMCCIIeOBaHMs, NMPOPadOTAHHOCTHIO TOJYYSHHBIX
BBIBOJIOB, TIOJTHOCTBIO OTBEYAOIIMX [IENTH U 3a[auaM HCCJIeI0BAHUA.

B paGore mpoBeneHo MccienoBaHHE AOCTATOYHOIO KOJIUYECTBa OOpa3loB
(3691 smbGpuoH, 448 cymnpyxeckux mnap, 454 OOLMT-KYMYJIOCHBIX KOMILIEKCA) C
UCIOJIb30BaHUEM COBPEMEHHBIX METOHOB MCCIEAOBAaHUS U BepUpUKALUU
IIOJYYEHHBIX DPe3yNbTaToB, TPUMEHEHBl KOPPEKTHBIE METOIBl CTATHCTHYECKON

00padoTKH.
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Hay4yHasi HOBH3HA Pe3yJbTATOB, IOJNYYEHHBIX B JUCCEPTAIMOHHOM
uccrnenoBannn ExumoBa Asexces HukomaeBwda, omnpejensieTcss CleXyrUMH
IOJIO’KEHUSMH.

[TpoBenena olLeHKa BO3MOXHOCTEH METOJ0B CPaBHUTEIBLHOW TE€HOMHOMU
rubpuauzarms Ha yunax (aCGH) U BBICOKONTPOU3BOAUTEIHHOTO ceKBéHHpOBaHHﬂ
(NGS), npuMeHseMbIX NPU BBIMOJHEHHH IIPEMMILIAHTAIMOHHOIO IMEeHETHYECKOrO
CKPUHUHTA.

PazpaGorana wmeroauka rmpoBeeHuss GparmentHoro STR-anammsza c
MCIOJIB30BAHUEM Pa3IMYHBIX IPOAYKTOB IOJHOTEHOMHOM aMIUIMMUKALUU I
reHoTunupoBaHusi 5MOpuoHOB. [loka3zaHa BO3MOXXHOCTb OJHOBPEMEHHOIO C
I'eHOTHITUPOBAaHHUEM SMOPHOHOB BBINOJIHCHHUS NIPEUMILTAaHTALIMOHHOT'O
IeHeTHYEeCKOro TeCTHPOBAHMS W AHEYIUIOMIUH, W MOHOTeHHOW MaTojlioruud 0Oe3
He00XO0AUMOCTH TTOBTOPHOIO 3a00pa MaTepuana Ajsl UCCilel0OBaHMs.

Pazpabotan MeTOX TalUIOTHITUPOBAHMUSA JUIS  [IPEUMILIAHTAIMOHHOI'O
reHeTUYEeCKOT0 TEeCTHPOBAHMS Ha IPEIMET BEISBICHHS MOHOIEHHOH ITaTOJOTHH
(III'T-M), ocHOBaHHBIH Ha aHAIM3€ OJMHOHYKJICOTHAHBIX MOJIUMOPPHU3MOB C
UCIIOJIB30BAaHUEM MMKPOYHIIOB Bbicokoro paszpemenus Affymetrix CytoScan
750K. Ompeneneno, uro Ha pe3ynbTarbl SNP-O rannortunupoBaHusi oKa3blBaeT
BIMSHAE METOJ[ TIOMHOTeHOMHONH amrmupukanuu: npuoputer MDA 10
cpaBHeHuio ¢ WGA-PCR. IlokazaHo, 4TO HHTepriperanus pe3yiabraroB SNP-
ralJIOTUIIMPOBaHUsT He TpeOyeT HWHAMBUAYAIBHOM pa3paboTKU I KaXJoro
cilydasi U ABISETCS yHUBEPCATbHOIM.

OOnapyxeHOo, YTO aHeyIUIOWAMM B HMOpPHOHAX AaCCOIMHPOBAHBI C
noBblIeHHBIM ypoBHeM MT/IHK, uto moxeT ObITh 00YCIOBIEHO WJIM KJIETOYHBIM
cTpeccoM C MOTpeGNeHHeM JOTONHUTEIbHOW OJHEPruM, HWIM pPa3sBUTHEM
KOMIIEHCATOPHOI'O MEXaHW3Ma, BCJIEJCTBUC HapyleHUs (GYHKUHOHUPOBAHUS
MUTOXOHJPHI W3-3a HAKOIUIGHHUS MyTalMid B MUTOXOHAPUATIHHOM TI'€HOME.
[lokazano, uro u3ameHenme kommdectBa MT/IHK mMoker BAuATP Ha TOYHOCTH

cerperanyu XxpoMoCcoMm.
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BrIsIBI€HO MOBBIIIEHUS YaCTOTHI aHEYTUIOMIUH Y SMOPUOHOB IIPY CHIDKEHHUH
MOPGhOIOrHYEeCKA HOPMANBHBIX (POPM CIIEpPMATO30UJOB, YBEJIUYEHHH YPOBHS
dparmenTarmn  JIHK  cmepmaTo3omgoB, 4YTO CBHAETENLCTBYET O  BKJIaze
nospexxaennit cTpykrypsl JIHK cnepmaro3onsoB B TeHEeTHYECKHH MaTepual
sMOpHoOHa. |

Hay4Hno-npakTHyeckas 3Ha4HMOCTD

Pesynbrarer muccepramuoHHoi pabotel ExumoBa Anekces Huxosaesnua
PaCIIUPSIIOT, YIIYOISIOT U CUCTEMATU3UPYIOT MPEACTaBICHHA O BO3MOXKHOCTIX
MPEeUMIUIAHTALIMOHHBIX I'eHEeTHYEeCKUX TEeXHOJOTMH B JMArHOCTHKE XPOMOCOMHOM
¥ TeHHOW MaToJIOrMu SMOPHOHOB 4enoBeka. llomydyeHHBIE pe3ynbTaThl BHOCAT
BKJIQJl B IOHUMaHHE MEXaHU3MOB (DOPMHpPOBaHUS I'eHETHUYECKOro aucOanaHca y
3MOpHOHA, B YACTHOCTH, ITPH M3MEHEeHUHU KonuuecTBa MutoxouapuansHoi JIHK u
npu  MyxXckoMm (axrope Oecruiomus (IpH  CHMXKEHUH  MOP(OIOTHUECKH
HOpPMaJIbHBIX (POPM CIIEpMaTO30MI0B M yBeIHMUEeHUH ypoBHs (parmenrtanuu JJHK
CIIEPMATO30H/I0B), IIOKA3bIBAlOT BO3MOXHOCTH OIPEHENIEHHSI POJUTEILCKOrO
IIPOUCXOXKICHUS aHEeYTLTONAUN dMOpHUOHA, ONPEeINIOT ONTUMAIbHBIN MOAX01 K
TECTUPOBAHUIO MOHOT€HHOM MaTOJIOTHH.

Pe3ynbraThl MccrenoBaHus BHEJIPEHBI B IpakTHYecKyro paboty MHcruryTa
penpoayKTUBHON TeHeTHKH ¥ MHcTuTyTa penponyktuBHOW MeaunuHsl PI'BY
«HauuoHanbHbIi  MEIUIIMHCKUM  UCCHAEAOBATENbCKUM  LIEHTP  aKkylIepcTsa,
TMHEKOJIOTMM U IepuHaTosoruu uM. akaaemuka B.M.Kynakosa» Munucrepcrsa
3npaBooxpaneHus Poccuiickoit Meneparnuu, a TakKe BHEIPEHHl B MPAKTHYECKYIO
JEeATEIBHOCTE POCCHIMCKO-HEMEIIKOTO LIEHTPAa PENpOAYKLIUH M KIMHWYECKON
smOpuonoruu OO0 "TTokonenne HEKCT".

Crpykrypa pabdorhl

Huccepranmonnas pabora ExumoBa Anexcess HukonaeBuua HamucaHa B
KJIACCHYECKOM CTHJIE, XOPOILIMM HAy4YHBIM M JTUTEPATYPHBIM si36IKOM. COCTOUT U3
BBEJIEHUS, 0030pa JUTEepaTyphl, ONMCAHUA MaTepPHAalIOB U METOJIOB UCCIE0BaHUS,
TJIaBbI Pe3y/IbTaTOB COOCTBEHHBIX UCCIEI0BAaHUN U UX OOCYXKIEHUS, 3aKIIIOUSHUS,

BBIBOJIOB, CIIMCKa MCIIONB30BaHHOW muTeparypsl. Pabora wmmoctpupoBana 17
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tabnuuamMu U 13 pUCYHKaMM, COJEPKUT 3 IpUIIOKEHUs. YKa3arelb JTUTepaTyphl
conepxuT 107 oubnuorpadruueckux UCTOYHUKOB, B TOM 4Hciie 17 oTe4ecTBEHHBIX
Iy OTKauii.

O630p nHUTEpaTypbl JOTUYHO CTPYKTYpuUpoBaH. EMKO M I'paMOTHO JIaHEI
COBpEMEHHbIE TMPeJICTABICHNS O 3HAUEHUH MTPEHUMIIAHTAllHOHHOIO FeHETHYECKOTO
TecTrpoBaHus B nporpammax BPT, moapoOHo onmcassl BO3MOKHOCTH METOIOB
MPEUMIUIAaHTAIMOHHON JHArHOCTUKM XPOMOCOMHOM M MOHOIE@HHOH IaTOJIOTHH
9MOpHOHA B HCTOPHYECKOM U CPABHHUTEIHHOM ACIIeKTe C yKa3aHUEeM IIPEHMYIEeCTB
u HejpoctaTkoB. Oco0oe BHUMAHWE YJIENIEHO BOMPOCY BhIOOpa OMOIOrHYEcKOro
Marepuana, ucrnoibdyemoro nans BeimonHeHust [II'T-A, a Taxke cBolcTBamM H
ypoBHio MT/IHK y sMOproHa kak BO3MOKHOMY MapKepy ero «kadectBay», TO €CTh
CIIOCOOHOCTH K HWMIUIAHTAllMM, Pa3BUTHIO W B JIAJbHEWIIEM K pPOXKIACHUIO
310poBoro pederka. O630p nuTepatypsl npejcTaBieH Ha 21 cTpaHulie.

I'naBa «Marepuan ¥ MeTOIBI» BKJIIOYAeT IOAPOOHOE OIHUCaHHWe BCEX
METOJ0OB TIE€HETUYECKOro M MaTeMaTHYeCKOro aHaliu3a, HCIIOIB30BAaHHBIX B
uccienoBanuu. [ 1aBa npejcraBieHa Ha 28 cTpaHULIaX.

['naBbl, TOCBSIIEHHbIE pe3yJibTaTaM COOCTBEHHBIX HCCIENOBAaHUN M UX
0o0CYXJIEHUIO, OXBaTBIBAIOT BeCh O0BEM BBINOJIHEHHOW paboTel. B naHHBIX
pa3zenax 00OCHOBaHA IPEIIOYTUTENIBHOCTE UCIIOJIB30BaHMS MaTepuaia OUOICHH
TpodaKTOIEPMBI SIMOPHOHOB 5-X cyTOK s npoBenenus [1I'T-A nmo cpaBHEHHUIO C
MaTepUaaoM OMOIICUM €IMHUYHBIX 01acTOMEPOB SMOPHUOHOB 3-X CYTOK pa3BHTHI;
ONMCAH TNEepBBIA POCCUUCKUN ONBIT NPUMEHEHHS IPEeUMILIAHTalMOHHbBIX
reHeTHYeckuX TexHojoru c nomoimbio MetogoB aCGH m NGS; moapobuo
npopaboran u oOcyXaeH BOMPOC Mo3aulM3Ma SMOPHOHOB; MPUBEIECHBI
pesyinprathl STR-aHanu3a kak MeToJa JAeTepMUHAIMU BKJIala poAUTENeHd B
reHeTH4eCKUe aHOMaJInKA SMOPHOHA, a Takke pe3yabTaThl SNP-rarotunupoBanus
UL TIPEUMILIAHTAlMOHHOW JMAarHOCTMKH MOHOTeHHOM matojoruu. (Ocobblit
Hay4yHBI MHTepec NpejcTaBisieT TOT (akT, 4TO B paMKaX HacTosuiedl padoTsl
ObLTO pa3paboTaHo U BHEApPeHO B KinHUYecKyro npaktuky [1I'T-M Ha ocHOBaHuM

rarutotunupoBanus JIHK smOpuoHoB, poxuTteneid U OOJBHBIX JeTEH C ITOMOIIBIO
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SNP. VHukaibHOH 0COOEHHOCTHIO MAAHHOIO IOAXOJa SIBHJIOCH OﬂHOBpéMeHHOC
ucnonp3oBanue MDA nns HonHoreHOMnoﬁ amiuingukanuu, uunoB Affymetrix
CytoScan™ 750K u cnenpajibHO pa3pabOTaHHOIO JUIS 3TOW LeNH [IPOrpaMMHOTro
obecneuenusi. [lpuseneHsl U [POAHAIU3UPOBAHBI PE3yJBTATH MOJEKY/ISPHO-
reHeTHYEeCKOTrO MCCIIeJOBAHUSl  BBISIBJICHUS  JIONOJHUTEIbHBIX 6h0MapKepOB
B3aMMOCBS3M C 9aCTOTOM aHeyILlouaui, ocoboe BHHMaHHe yeleHo Mpobieme
MYXCKOro ()akTopa B reHe3e XpOMOCOMHBIX aHOMAJIUK 5MOpPUOHA.

['maBa «3akmoueHue) MOJBITOKUBAET M JAeT KPaTKyr HHTepIpeTaluro
OCHOBHBIX pe3yJIbTaTOB JMUCCEPTALMOHHON paboThl, a TakkKe HaMmedaer
JanbHenme yTH POAOJIIKEHUS UCCIIeI0BaHUH B obnactu
[IPEUMIIIAaHTALIMOHHOTO TeHEeTUYeCKOrO0 TeCTHpPOBAaHUS 3SMOPUOHOB. BEIBOIBI,
c(hopMyJIMpOBaHHbIE B TUCCEPTALIMHU, B [IOJJHOM 00beMe pacKpbIBAIOT 3asBJIEHHYIO
B paboTe Leab U MO3BOJSIIOT YTBEP)KIaTh, YTO 3aJadd, KOTOpPbIE JUCCEPTAHT
IOCTABUJI Niepesi COOOH, MOJTHOCTHIO PEILICHBI.

AnpobGauns paboTsi

Pesynbrarel ucciaenoBaHus ObulM  JOJOXKEHBI M 0O0CYXKaeHbl Ha 16
BCEPOCCUMCKUX M MEXKAYHAPOAHBIX KOH(PEPEHIIHSX.

[To marepuasiam Hay4yHOrO HCC/IeO0BaHHUSI OMYOJMKOBAHO 35 [€YaTHBIX
pabor, B TOM uucie 4 B IKypHajaX, BXOISUIMX B [epe4YeHb BeIyILHUX
pELeH3UPYEMbIX HAYUYHBIX *KYpPHAJIOB M W3JaHWH, pekomeHpoBaHHeIX BAK npu
MunucTepeTBe HayKH U BeiciIero oopazosanus Poccuiickon Menepannu.

3aMevaHuii U BOIPOCOB 110 JucceprauuonHou pabora A.H. ExumoBsa Her.

3akiodenue

JucceprauponHas pabota A.H. ExumoBa «B03MOKHOCTH
NPEUMIUIAHTALMOHHBIX I€HETHYECKUX TEeXHOJIOTHH B JETEKLMH XPOMOCOMHOHN H
PeHHON MaToJIOrMM SMOpPUOHOB UEJOBEKa», BBIIIOIHEHHAs MO PYKOBOJICTBOM
10.0.1. H.A. KapeTHHKOBO#H, ABISETCS 3aKOHYEHHOW HAYIHO-KBATH(DHUKALIHOHHOM
paboToM, MOCBSLIEHHON pEelIeHUI0 aKTyalbHONW HAy4YHO-TIPAKTHYECKOHW 3anauu -

OIITHMH3ALIHH H pa3pa‘60TKe METOAOB MNPECUMILUTAHTAHUOHHOI'O T'€HETHYECKOTrO
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TEeCTUPOBaHUA SMOpPHMOHOB B TpOrpaMMax BCIIOMOTaTe/bHbIX PeIpoAYKTUBHBIX
TeXHOJIOIMH, MMelolel Ba’kKHoe 3HadeHue /1 reHeTHKH (1.5.7. 'eHeTuka).

PaboTa BBIMOJHEHA Ha BLICOKOM COBPEMEHHOM METOAWYEeCKOM VDOBHE,
3HaUMMa B TEOpeTUYecKOM MU TIpakTh4yeckoM IuiaHe. [To o6bémy, cTeneHu
JOCTOBEPHOCTH pe3y/IbTaTOB WCC/e/l0BaHUs, 110 HOBU3He I0JIyYeHHbIX JaHHBIX U
NPUMEHEHHBIM MeTojJaM KX 00paboTKM M aHa/mu3a, W3/I0KEHUI0 TI0y4YeHHBIX
pe3y/bTaToOB guccepralioHHast pabora A.H. EKMMOBa MOMHOCTEIO COOTBETCTBYET
TpeboBaHusiM 1. 9 ‘"llosokeHWe O TIPUCYXKIEHHMM YUeHBIX CTereHeu',
yTBep)KAeHHOro rocraHopsieHreM [TpaBurensctBa Poccuiickoi @egeparyu Ne 842
oT 24.09.2013 r. (c U3MeHeHUsIMH B peJaKLMU IIOCTAaHOB/IEHUM TPaBUTE/IbCTBA
Poccuiickort @egepanun Ne335 ot 21.04.2016r., Ne748 ot 02.08.2016 r., Ne 650
ot 29.05.2017r., Nel024 ot 28.08.2017r., Nel1168 ot 01.10.2018r., Ne426 ot
20.03.2021r.), a eé aBTOp 3ac/y’KUBaeT MPUCYXKIEHUS YUEHOHU CTeleHH KaHJuJaTa

MEOUITHHCKHX HAYK I10 CIIelIHd/IbBHOCTH 1.5.7. — reHeTuKa.

OduuuanbHBIA ONIIIOHEHT

nipogeccop Kadeaphl aKyILlIepcTBa U TMHEKOIOTHH,
meauLuHCcKou reHeTkn @I'BOY BO «/BaHOBCKas
rocy/lapcTBeHHas MeIULIMHCKas akajeM

VSD»,
OOKTOp MeAMLIMHCKUX HayK, rpocdeccop % C/djé N.H. ®etucora

03.00.15 - I'ereTuka

POWEAT P 11T

ITopmuce V1.H. ®etncopoii 3aBepsk
YueHblii ceKpeTaph yUeHOro COBET

J.M.H., ipoceccop E] - T.P. I'pumuna

MuHucTepcTBa 3/JpaBOOXpaHeHuUs PoccHiek OH"I';'De,qepaL{HH 153012, r. WBaHoBoO,
npocnekT IllepemereBckuid, 1.8, 8(493)-230-17-66, ivgma.ru
30.08.2022



