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OdunuanbHOro ONMOHEHTa JOKTOpa MEOMIMHCKUX Hayk npodeccopa Tanmimsckoit Hatanbu
UropeBnsl Ha guccepraunoHHylo pabotry KuszeBoit ExarepuHsl AHIpeeBHBI Ha TeMy
«Peaym3anys BCIIOMOraTeIbHBIX PENPOAYKTHBHBIX TEXHOJIOTHH Yy NMAIlMEHTOK C OecIUIonHeM C
Y4ETOM MOJIEKYJIAPHO-T€HETHYECKHX OCOOEHHOCTe 3HAOMETpUs» IPEICTAaBICHHOW Ha
COHCKAHHE YYEHOHM CTeNeHH KaHAWAaTa MEIULMHCKUX HayK mno crnenuanbHoctd 14.01.01 —

aKylICpCTBO H THHEKOJIOI'Us.

AKTyaJIbHOCTb HCCJIeOBaHUs. Peann3anus dYeThIpeX OCHOBOIOJIATAlOIIUX IPHHIUIIOB
MEIULMHBI Oyaymero, Tak Ha3biBaeMo# 4I1-MeAMIMHBI Ha NMPAKTUKE CTaHOBUTCS BO3MOXKHOM
Onarogapss MHOTOYHMCIICHHBIM HAay4YHBIM OTKPHITHSM B Cepe TPaHCKPUIITOMHKH, F€HETHKHA U
pszia IpYruX QUCLHUIUIMH. be3ycnoBHO, nmepcoHH(UIMpPOBaHHBIN NOAXO K JICYEHHUIO AlIUEHTOK
CTpaJaroLIuX OecluiomueM JIEKAT B  IUIOCKOCTH HHIABUAyaJH3allid  IPOrpaMM
BCIIOMOTaTENbHBIX PENPOAYKTHBHBIX TexHoJormid. HecMoTps Ha TO, YTO H3y4eHHE DPOJIH
TPaHCKPHITOMA 3HIOMETPHS U METHIHPOBaHUS POMOTOPOB KIIFOYEBBIX IT'€HOB SHIOMETPHSI —
mpeaMeT HHTepeca (PyHIaMEHTaIbHOM HAayKH, TeM HE MEHee pe3ylbTaThl HCCIIeOBaHHM

HaIIpsIMYIO CBA3aHBI C HpaKTHKOﬁ JICYCHHUA.

B cBf3u C 3THM, OUCCEpPTAaHTKAa CTaBUT mepen coboif Ienb — MHAMBUAyalM3alus IporpamMM
BCIIOMOTaTEJIbHBIX PENPONYKTUBHBIX TEXHOJOTHH y MAlHEHTOK C TPYOHO-IEPUTOHEATBHBIM
¢akTopoM Oecruionus U HeynayHbIMU nonbiTkaMd OKO B aHaMHe3e Ha OCHOBAaHMM H3y4YCHHS
pOJIH TPAaHCKPHUIITOMAa SHAOMETPHUS M METHIMPOBAaHHS IIPOMOTOPOB KIIOYEBBIX TI'€HOB

OQHAOMETPHS. ITonoOHast 1enb MCCAEIOBAaHMSA M BBITEKAIOIMHE W3 HEe 3aJadyu OIIPEACIIAIOT

aKTyaJIbHOCTB paboTEL

Hay4ynas HoBH3Ha: YOeXJeHa, YTO HCCIIENOBAHHSA, KacaloOUIMeCs H3yYeHHs TPaHCKPHIITOMaA
SHIAOMETpHS y NAallHEHTOK C HeyJayaMH HMMIUIAHTAallUH, INPEeICTaBIIOT coboi CBOero pona
Hay4YHbIH NPOPHIB, MO3BOJIOUIMI NMEePCOHUGHIUPOBATh MOAXOABI K JICYCHHIO NAIUEHTOK C
OecIyiofueEM Ha OCHOBAaHMH OLEHKH 3KCIPECCHH (YHKIHOHAIBHO M FOMOJOIMYHO CBS3aHHBIX
reHoB 0€3 IpeIBapuTENIFHOrO 0TOOpa I'eHOB ¢ HaHOOJbINeH HHANBUAYATHHOH IPOTHOCTHYECKOU
LHEHHOCTBIO M auddepeHIHambHON dKcmpeccHell. BmepBble npoBeAeHa OILEHKA pOJH
METHIHPOBaHHUs NpoMOTOpoB reHoB HOXAI0 u HOXAIIl B rpymnne NalMEHTOK C TpyOHO-
NMEepUTOHEATbHBIM OeciutomueM. B maHHO#K paboTe HaydHO OOOCHOBAH HOBBIM MOAXOX K
nporHo3dy wucxomoB nporpaMM BPT y mnamueHTOK ¢ TpyOHO-IEpHTOHEAIBHBIM (hDaKTOPOM

OecIuionus ¥ HEOTHOKPATHBIM HeyJadHbIMH nonbiTkamu OKO.




IIpakTH4Yeckasi H TeOpeTHYeCKasi 3HAYMMOCTb pabdOThl OLEHHBACTCS IONTy4YEHHBIMH
HAyYHbHIMH [JAHHBIMHM, IIO3BOJSIIOIIMMH CHOPMHpPOBaTh AITOPUTM IEPCOHU(DUIMPOBAHHOM
MOATOTOBKM M TmpoBeAeHHs mnporpamMsl BPT y mnanueHTOoK € TpyOHO-IEPUTOHEAIBHBIM
¢daxTopoM Gecrutonus ¥ HEOQHOKPAaTHBIMU HeyJauHbIMH nonbiTkaMu DKO B aHaMHE3€e ¢ y4eTOM
MOJIEKYJIIPHO-T€HETHYECKHX OcoOeHHOocTel sHaoMeTpus. Cremys JIOTHKe HaydHOTO TO3HaHHS,
JCCepTaHTKa COpMUpOBasia OCOOBIH KOHTHHIE€HT MalEeHTOK C MHGEKIHOHHBIM (PaKTOpOM B
aHaMHe3e IOBJIEKIIMM 3a coboif Oecruionue, TEOPETHYECKU IMPEAIOJIOKUIA, YTO HEyAadu
UMIUTAaHTalUd HMMEHHO B OSTOH KOropre JKEHIIMH acCOLMHpPOBaHBl C HapyUIEHHEM
PELIENTHBHOCTH JHAOMETPHS U CIIpaBWJIach C 3TOH 3amadyeil 000CHOBAaB HAy4HBIM MOJXOJ K
TepamnuH.

ITonp3a moOMyYeHHBIX HAYYHBIX 3HAHHUH M yMeHHH OeccriopHa, Tak Kak pa3paboTaH HOBBIH
IPOrHOCTHYECKUH NOAX0A K oneHke 3¢ dextuBHOCTH porpaMM OKO, YTO MO3BOJHT jedammm
BpayaM BBIOpaTh ONTHMAIBHBINA CIIOCOO BEIEHHS MAIMEHTOK B IPOrpaMMax BCIIOMOIaTENbHBIX

PENPOAYKTHBHBIX TEXHOJIOTHIA.

OG0oCcHOBaHHOCTB H I0CTOBEPHOCTDb Pe3yJIbTATOB HccIeqoBaHus. [IpencTaBieHHBII B paboTe
IPOCHEKTUBHBIM  KIMHUKO-aHAMHECTHYECKMH  aHaIW3, HCIOJIB30BaHHE HHHOBAIMOHHBIX
MOJIEKYJIIDHO-TCHETUYECKAX METOIOB, a MMEHHO, CEKBEHHPOBAaHHE TPaHCKPHUITOMA,
KOppEeKTHasi CTaTHCTH4ecKas oOpaboTka IONy4EHHBIX JaHHBIX, YETKOE IpEACTaBIECHHE
0000ImeHHOoro Marepuaja B BHIAEC TabJIHMIl U PHCYHKOB, MOAPOOHOCTH HMX OIMCAHHSA, a TaKoKe
JOCKOHAIBHBI aHaJH3 IO3BOJIET KBAIM(HULUUPOBATh PE3yNbTAaThl NUCCEPTAlMOHHON paboTEI
KaK JOCTOBEpPHBIE, 2 OCHOBHBIC NOJI0)KE€HHS, BHIHOCHUMBIE Ha 3allIUTY, BHIBOABI M MPAKTHIECKUE

PEKOMEHAIIUH KaK BIIOJIHE 000CHOBaHHEIE.

OCHOBHBIE TOJIOXKEHHS M BBIBOJBI HCCIIC[IOBAHUS BHEAPEHHI B IPAKTHYECKYIO HESTEIbHOCTH
OTHEJICHHS BCIIOMOTaTeNbHBIX TEXHOJNOrMH B JieueHMH Oecruiogus ®I'BY «HayuHbri neHTp
aKyllepcTBa, THMHEKOJIOTHH M NEPHHATOJIOTMM MMEHH akanemuka B.M. KymakoBa» Mun3apasa
Poccun. ITo TeMe auccepranuu omy6IMKOBaHO 5 HAYYHBIX paboT, M3 HUX 5 H3JaHBI B HAYYHBIX
H3IaHMAX, pekoMeHaoBaHHEIX BAK npu MuHucTepcTBe Hayku M BbIcmero ob6paszoBaHus PO

JUIS Ty OIAKaLUH.

Onenka coxep;kaHusa Juccepranuu. J{uccepranuoHHas paboTa M3I0XeHa Ha 149 craHmmax
KOMIIBIOTEPHOH BEPCTKH, COCTOUT U3 BBEIEHHs, 0030pa JUTEPATyphl, ONHUCAHHUS MaTEPUATIOB U
METOJIOB HCCJICAOBAHHA, IJIaB COOCTBEHHBIX HCCIENOBAaHMH H OOCYXIEHHS IONYy4EeHHBIX

PE3YJIbTAaTOB, BEIBOAOB, MPAKTHYCCKUX peKOMeHIIaIIHﬁ H CITHCKa JINTEPATYPHI.




Jluccepranys HaMMCaHa XOPOIINM JINTEPAaTypPHBIM S3bIKOM, HJUTIOCTpUpOBaHa 33 TabiuuaMu u

21 puCYHKOM.

Pa6oTa BEIIOJIHEHA HA JOCTaTOYHOM 00BheMe BEIOOPKH 78 MaiueHTOoK, IO3TOMY CTaTHCTHYECKas

JOCTOBEPHOCTD ITOJIy4YCHHBIX aBTOPOM PE3YJIbTATOB HE BBI3bIBACT COMHEHHH.

Bo BBemeHMH OOOCHOBaHa aKTYaJIbHOCTh TeMbl, CHOpMyIHpOBaHA LeNb HCCIENOBaHHS H
JIOTHYHO BEITEKAIOIIWE M3 Hee 3amayd. [IpenenbHO 4YeTKO H3JI0KEHbI HaydHas HOBH3HA,
IpaKTHYecKass 3HAYAMOCTb, IOJIOKEHHS, BBIHOCHMBIE Ha 3allUTy, BHEIpEHHE pe3yJIbTaTOB

Hay4HOU paGoTHI B MPAKTHKY, OTPAXKEH JIMYHBINA BKJIaJ] aBTOpA.

IlepBast raBa moCBsINEHa 0030py JMTEPaTypbl OTHOCHTEIBHO COBPEMEHHOIO COCTOSHHS
npoGieMbl, NpPEeACTaBI€HBl TOYKH 3pPEHHS pPa3HBIX HCCIENOBaTeNied, OTpaKarolue
HEOJJHO3HAYHOCTh IOAXOJOB K PpEIIeHHI0 JaHHOM mnpobnemsl. Mcmonb3oBaner 153
JIMTEPAaTYpHBIX HCTOYHHMKOB, BKIIOYAIOIIMX OTEYECTBEHHBIX H 3apy0eXHBIX aBTOPOB.
IIpoureHue 0630pa ocTaBiseT KpaiftHe OJaronpuaTHOE BIIEYATICHHE — CTAHOBUTCS OYEBHIHEIM,
9TO AWCCEPTAHTKA, MPHUCTyNas K HCCIEOBaHHUIO, YOexIeHa B SCHOCTH IOCTaBJICHHOH mepen

co0oit nenu Hay4HO# paboTEHL

Bropas raBa mocBsineHa MaTepHalaM M METOAaM HCCleloBaHUSA. B 3rToif riaBe moapoGHO
H3JI0OKEHBl KJIMHHUKO-Ta0OpaTOpHBlE, HHCTPyMEHTaJbHbIE, a TaKxke H MOJIEKYISIPHO-
reHeTHYeCKHe METOABl HCCIeJOoBaHHsS oOpa3LoB TKaHEeH 3>HAOMeTpHs. BhiOpaHHBIE METOMBI
CTaTHCTHYECKON MHTEPIIPETAIMH U IOCIEOBATEIbHOrO aHAIN3a IOJMyYeHHBIX JaHHBIX, YTO He
MI03BOJIIET YCOMHHUTECA B KBaIM(HUIMPOBAHHOM IOAXOAe K pa3paboTke (opMyisl pacuera
BEPOSTHOCTH HACTYIUIEHHs OEpeMEHHOCTH B IIPOrpaMMax BCIIOMOTaTENbHBIX PENPOXYKTHBHBIX

TEXHOJIOTHM Yy MAlHEHTOK C TPYOHO-NIEPUTOHEATBHBIM (haKTOPOM Oecrionus.

Tpeths r1aBa NpeACTaBIAET pe3yIbTaThl COOCTBEHHBIX HCCIENOBaHUM. be3ycioBHO, aBTOpY

IpUCYIle YyBCTBO HOBOro B Hayke. Ha OCHOBaHMM OLEHKH KIMHHKO-aHaMHECTHYECKHX
IOKa3aTeJiell MalMeHTOK C MOBTOPHBIMH HeyJdayaMH HMIUIAHTallMM  CO3JlaHa MOJeElb,
NPOrHO3MpYIOLlass 4acTOTy HAacTyIUleHHs OepeMEHHOCTH Yy IalMEeHTOK C TpyOHO-
NEPUTOHEANbHBIM  OecIuionueM, OAHAKO OTHOCHTENBHO HH3Kasd IpeIcKa3aTeNbHOCTh
BBIBCJICHHOH MaTeMaTHYeCKON MOAenH OleHeHHas B moariase 3.1 moOyamna mccienoBares
PacIIMpHTL HAYYHOE ITO3HAHHE M CTEHEPHPOBaTh HJCIO MPOBENCHHS aHAIN3a MOJIEKYIIPHO-

T€HETHYECKUX 0COOEHHOCTEH 3HAOMETPHS UL TPOTHO3UPOBaHUs HCX0H0B porpamMM BPT.




Paznen 3.5 mnpencraBnser coboif aHanM3 WHHOBALMOHHBIX MOJIEKYJISIPHO-T€HETHYECKUX
HCCIIEI0OBAHMMA, OTHOCAIIUXCSA K yHIaMEHTaIbHON HayKe — CEKBEHHPOBAHUIO TPAHCKPHUIITOMA
3HAOMeTpUs. B pesynsrare HccieloBaHUS TPAaHCKPUILMOHHBIX Mpoduiel y HalUeHTOK C
TpyOHO-IIEpHUTOHEATEHBIM (PaKTOPOM Oecriofns ¥ HEOJAHOKPATHBEIMH HEYAAaYHBIMH IONBITKAMU
OKO aBropoM ObUta BhIsBIEHA Tpoiika renoB MSX! (HOX7), HOXA1l u TP5313, xotopas
IO3BOJMIA KiIacCHUIMPOBAaTh 00pa3libl TKaHEH SHIOMETPHS B COOTBETCTBHH CO CTaTyCOM
«OepeMEHHOCTh» WM «OTCyTcTBHE OepeMeHHocTH». Ha Moii B3rmsa, 3Ha4uUMBIM B
HCCIEOBaHHH SBJISIETCS AHAJIW3 METHJIHPOBAHUS IPOMOTEPOB  KIIFOYEBBIX T€HOB,
OTBETCTBEHHBIX 3a HMIUIAHTAIMIO 3MOpHUOHA, B  HCCJIEOBAaHHBIX TpPYINax IalHEHTOK C
NOBTOPHBIMH HeyaayHbiMH nonsiTkamMu DKO B anamuese. IlepeBoas GpyHaaMeHTanpHyI0 HayKy
B KIMHHYECKYIO IIOCKOCTh, AUCCEPTAHTKA BHICTPAMBACT NMEPCOHU(PUIMPOBAHHBIN MOAXOMA K
JICYECHHIO U Jajee OOOCHOBHIBA€T BO3MOXKHOCTh NMPHUMEHEHHs TApreTHOM TepanuM Ha JTare
IpErpaBUIapHOM IMOATOTOBKH Yy IaHHOW KOTOPTHl NHalMeHTOK. [IpouTeHHe naHHOW TIJIaBbl
OCTaBJIIET BIIEYAaTIICHHE OO0 aBTOpe KaKk He TOJBKO O HayyHOM MCCIEeNoBarelle, HO U
copMHpOBaBIIEMCS] KIMHHIUCTE, YMEIOIIEM peIlaTh IOCTABJICHHBIE 3a/a4d. 3aKIIOYEHHE
npeacTaBiIsgeT coboi oOcyXIeHHe pe3ysbTaToB — NaHHBIM pa3fieN SBIAETCS KpaiHEe BaKHEIM,
NOJBOJAINMAM HTOT HCCIENOBaHUA. B 3Toii riiaBe mpoBeneH MOApOOHBIM aHAU3 MOIY4YEHHBIX
pe3yIbTaTOB B COIOCTaBICHHUH C JaHHBIMH JIMTEPAaTypHBIX HCTOYHUKOB, YTO ITO3BOJIHIIO

JUCCEPTAHTy cHOPMYIUPOBATH HAYYHBIE BBIBOJBIL.

HHCCCpTaHI/UI COIOECPIKUT 5 BBIBOJOB, KOTOPBIE XOPOIIO 000CHOBAHBI U JIOTHYHO BBITEKAIOT U3
OCHOBHOI'O COJCpXXaHUsA IOUCCEPTALNH. HHCCGpTaHI/IOHHaﬂ pa60Ta OTIIMYaCTCsA BHYTPCHHHUM

CIUHCTBOM H (bopMpreT HCYCPIIBIBAIOICE ITPEACTABIICHUE O JINYHOM BKJIAZI€ aBTOpA.

ABTOpedepaT OTpakaeT OCHOBHBIE NOJIOXKEHHUS QUCCEPTALMU, CONEPKUT aKTYabHOCTD, LIENb,
3a/1a4d MCCIIE0BaHMs, HAyYHYIO HOBH3HY U IPAKTHYECKYIO 3HAUUMOCTh, OCHOBHBIE TIOJIO)KEHUS,
BBIHOCHMBIE Ha 3alIUTy, IMPHUBEJCHO MOAPOOHO ONMUCAHHE MAaTEePHAIOB W METOJOB,
HCIIOJIb30BaHHBIX B paboTe, U3JI0XKEHBI Pe3yJIbTaThl, BHIBOABI U MPAKTHUECKUE PEKOMEHIAINH,
IIPUBEICH CIUCOK IMyOJIUKaIUH.

O6mas oueHKa paboTsl OJIOKUTENbHAs, BOIPOCH! U 3aMEYaHHsI OTCYTCTBYIOT.

3akmouenne. TakuM obpa3om, qucceprannonHas pabora KusseBoit Exarepunsl AHIpeeBHBI Ha
TeMy «Peanu3anys BCIOMOTaTeNbHBIX pPENPOAYKTHBHBIX TEXHOJOTHMH Yy TAMEHTOK C
OecIUIONNEM C YUETOM MOJIEKYISAPHO-TEHETUUECKUX OCOOCHHOCTEH SHAOMETPHUS», BHITOJTHEHHAS
IOZl PyKOBOZACTBOM JOKTOpa MEIUIMHCKUX Hayk npodeccopa KanuuuHoi EneHbl AHATOBEEBHEI

H KaHauaaTta MEOUIMHCKHUX HayK HOHHPIKOBa Aanex EBFCHBCBI/I‘Ia, SIBIIIETCST 3aKOHYEHHOM




SIVOR N VS

Hay4HO-KBaTH()HKAMOHHOH paboToif, comepxaimiedi HOBOE pEINCHHE aKTyaJbHOH Hay4HOH
3a/lauy — [IOMCKA MOTEHLHATIBHBIX T€HOB-MapKePOB PELENTHBHOCTH SHIOMETPHS y NalMEHTOK,
CTpajaromux GecruiogueM, YTo MO3BOJIUT MEPCOHH(ULIUPOBATH MOAXOABI K JICYEHHIO JKEHIIHH C

TpyOHO-IIEpUTOHEATFHBIM (hakTOpoM Gecrinoaus.

Hayuynas HOBHM3HAQ, JOCTOBEPHOCTH H  OOBEKTHBHOCTh MaTEpHAJIOB  HCCIIENOBaHHI,
TEOpETHYECKAsd M MpaKkTH4YecKas 3HAYMMOCTb IIOJYYEHHBIX pPe3yJbTaTOB IO3BOJIAIOT CYHTAT,
4TO AuccepranuonHas pabora KuaseBoit Exatepunbl AHApEEBHBI COOTBETCTBYET TPEOOBAHUAM
nyHKTa 9 «[ToJIOXXKeHHH O MPHCYXXACHUH YUYEHBIX CTeNeHel», yTBepxaeHHoro [loctanoBneHneM
IMpaButenscTBa Poccuiickoit @enepauun ot 24 centa6ps 2013 r. Ne 842 (c usmeneHusmu

B penakuuu nocraHonnenuit [IpaButenscrea Poccuiickoit ®enepanuu ot 21.04.2016 Ne335, ot
02.08.2016 r.), mpenpsABIAEMBIM K KaHOUIATCKAM IHCCEPTAllUsAM, a €€ aBTOp 3acCily)KHBaeT
MPUCYXXACHHUS MCKOMOM YYEHOHW CTeNeHH KaHIuJaTa MEIUIMHCKHUX HayK IO CIEeUUaTbHOCTH

14.01.01 — akymepcTBO ¥ THHEKOJIOTHS.

JOKTOp MEAUIIMHCKHX HaykK mpodeccop,
BEIyIIUH Hay4YHBIH COTPYIHUK
OTZENICHUS BCIIOMOTaTeIbHBIX
PEeNpPOAYKTHBHBIX TEXHOJIOTHH
OI'BHY «Hay4Ho-HccnenoBaTeIbCKuit
HHCTHTYT aKylIepCTBa, THHEKOJIOTUH U
penpoxykronoruu uM. J1.0. Orra»
MpuHHCTEpCTBA 3IpaBOOXPAHEHHUS
Poccuiickoi ®enepanuu

199034, Canxr-IleTepOypr,
MeHzneneeBckas JTUHUA, 1.3

Ten.: +78126795551
e-mail.: tapnatalia@yandex.ru Tanuneckas Haranes Mropesna 7
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