OT3bIB

Ha aemopegpepam ouccepmauuu Kacvanoea Eezenusa /Imumpuesuua Ha
memy: «Knunuueckue u 2eHemuueckue Mmapkepsl pucCKa pazeumus
ajhgpekmuenvix HapymweHuili 8 CembAxX ¢ OMALOUWEHHBIM AHAMHE30M No
oenpeccueHomy u OunonapHomy afpekmueHomy paccmpoiicmeamy,
HPeOCMAaGNeHHblll  HA  COUCKAHUE  YYEHOU  Cme-neHu  KanHouoama

MeouyuHcKux Hayk no cneyuainvnocmu 14.01.06 - ncuxuampus.

Juccepraunonnoe uccienosanne E.J[. KacksiHOBa, HaleIEeHHOE HA W3Y4YEHHE
0COOEHHOCTEN arperauiy pPEeKyppPeHTHOrO JAEMPECCHBHOTO PACCTPOMCTBA M
ounosnspHoro ag@deKkTUBHOro PacCcTPOMCTBA B CEMBSIX C YUETOM JIMUHOCTHBIX,
KIMHUYECKUX W TEHETHYECKUX (PaKTOpPOB, IAEMOHCTPUPYET KOMILIEKCHBIN
MEXIUCLUUIUIMHAPHBIA MOJXO/, YTO JEJIAET €ro akTyaJbHbIM HE TOJIBKO s
NCUXUATPOB, HO KJIMHUYECKUX T[ICUXOJIOTOB MU MEAMIMHCKUX TECHETHKOB.
AKTyanpbHOCTh BBIODAaHHOW TEMBI JAMCCEPTALIMOHHOTO HCCIEIOBAHHUS HE
BBI3IBAET COMHEHUI TAKXKE C YYETOM POCTa PaCHpOCTPAHEHHOCTH U OpPEMEHH
¢
adpexTUBHBIX PACCTPOMCTB CpelM HACENEHUsA, a TaKKe OTCYTCTBUsA
yOeAUTENbHBIX JAaHHBIX B HW3Yy4aeMOMl JMTEpPAType O KIWMHUYECKUX H

FeHETHUYECKUX OCOOEHHOCTSAX OTATONIEHHOr0 CEMEHMHOro aHaMHe3a y g C©

JIJAHHBIMH MTaTOJIOTHSMH.

Ocoboe BHMMaHWE MPUBJIECKAIOT NAHHBIE O CBSA3H PACCTPOWCTB TPEBOKHOIO
CHEKTPa ¢ OTATOIIEHHBIM CEMEMHBIM aHAMHE30M M PaHUM MaHU(dECTOM y JuIl ¢
JISTIPECCUBHBIMU PACCTPOMCTBAMM, a TAaKXKe JAaHHBIE O POJIM TEHETUYECKHUX
NoJIMMOP(U3MOB, CBSI3aHHBIX C HAPYIMICHHWSIMH OJHOYTJIEPOAHOr0 OOMEHa, B
CEMbSIX, UYTO MOXET B TOM YHCJI€ OOBACHATHL OO0Jie€  BBICOKYIO
pPacnpoCTPaHEHHOCTh COMATHYECKMX 3a00JIeBaHMM Yy STOM  KaTeropuu

nauueHToB. TakuM 00pa3oM, IPEACTaBJICHHBIE B IHCCEPTALMOHHOM padoTe



BBIBOJABI PACIIMPAIOT NPEACTABICHUS O 3HAYEHUW W3YYEHUS CEMEMHOro
aHamMHe3a y nauuMeHToB ¢ ap@EKTUBHBIMH pPACCTPOMCTBAMM, a TaKKE €ro

KIIMHUYCCKUX, THYHOCTHBIX U T€HETHUYECKHUX (baKTOan pHCKa.

Merononorusa, cTpykrypa U 00BEM paboOThl COOTBETCTBYET COBPEMEHHBIM
HAy4YHBIM TpeOoBaHuAM. [lonoXKeHHs, BBIHOCHMbBbIE HA 3aIIMTY, BBIBOIBI
SABJIAKOTCSA  apryMEHTHPOBAaHHBIMM M B TOJHOH MEpPe COOTBETCTBYIOT
NOCTaBJICHHOM LIEJIM U 3aJa4aM. [IpUHIMMHATIEHBIX BO3PAXKEHUM W 3aMeYaHHi

IO UCCJICIOBAHHUIO HET.

Takum obOpasom, auccepranuonHas pabora KacesiHoBa Esrenunst JImutpueBuua
Ha TeMy: «KiMHMYECKHE M TEHETHYECKHME MapKepbl pPHCKa Pa3sBUTHSA
apQexkTUBHBIX HApYIIEHHH B CEMBAX C OTATOIUEHHBIM aHAMHE30M MO
JENPECCUBHOMY M OumnonsipHoMy ag@eKTHBHOMY pPacCTPOMCTBAM» SBJIAETCS
CaMOCTOATEIbHBIM, HAY4YHO-KBATU(DUKAIIMOHHBIM 3aBEPIIEHHBIM
UCCJIEIOBAHMEM, BBINOJIHEHHBIM Ha TpodecCHOHATLHOM YpoBHe. Pabora
NOJHOCThIO  oTBewaeT TpeGoBanmam 1. 9  «[lomoxke-HUA O MOPAAKE
NPUCY)KAEHUSI YYEHBIX CTENeHel», yTBepxkaeHHoro IlocTaHoBiie-HHEM
[IpasurensctBa PO ot 24.09.2013 Ne842 B penakuusax ot 21.04.2016 r. Ne335;
or 02.08.2016 r. No748; or 01.10.2018 r. Nell68, npeabsBiasie-MbIM K
JUCCEPTALMAM HA COMCKAHUE YUEHOM CTENEHU KaHIWJaTa METUIMHCKUX HAYK,
a e€ aBTOpP JOCTOMH TMPHUCYXACHHS HCKOMOM CTEMEHH I10 CHENUAIbHOCTH

14.01.06 - ncuxuaTpus.

3aBeyroumii kageapoil HeBPOJOTHH, ICUXUATPUN U
MUKpOOHonorun Meauuackoro uaetutyta ®I'6OY BITO
“IleTpo3aBOACKHIA TOCYAAPCTBEHHBIN YHHBEPCHTET
Munob6pHayku Poccuiickoit denepanmn,

JOKTOP MEAULMHCKUX HayK, npodeccop (cremmanbHocTh 14.01.06



- TICUXUATPHUS)

bypkun Mapk Muxaitnosuy
Anpec: 185001, r. [lerpo3aBoack, yn. KpacHodmorckas, 29
Ten.: 8(8142)77-01-80

E-mail: burkin@petrsu.ru

~ IHoamuce a.m.H. npodeccopa bypkuna M.M. 3aBepsiio:
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OT3bIB

Ha aBropedepar aucceprauuu KacessHoBa EBrenns J{MutpueBuua Ha Temy:
«KnuHauyeckne M reHeTHHecKHMe MapKepbl pucka pa3BUTHS addeKTHBHBIX
HAPYILIEHUH B CeMbSIX C OTArOLIEHHBLIM AHAMHE30M [10 JAeNpecCUBHOMY WU
ounosisipiomy  addekTuBHOMY  paccTpoiicTBam»,  [peJICTaBlIeHHBIH  Ha
COMCKaHMe yueHOU cTe-TMeHH KaHu1aTa MeJUIHHCKUX HayK 110 CIelHalbHOCTH

«14.01.06 - Ilcuxuarpus. MeauuuHCKHE HAYKHY.

N3BecTHO, uTO0  addexTUBHBIE  paccTpoicTBa  (peKyppeHTHOe
NENPECCUBHOE PacCTpPOHCTBO U OurnojisgspHoe addeKkTUBHOE paccTpOUCTBO)
ropas/lo 4Yalllg BCTPEYarTCs CpelH pPOJCTBEHHUKOB MALUEHTOB C JaHHBIMH
MaToJOrHsAMH, 4eM B oO0wied nomymnsiuuu. CuUuTaeTcsi, 4TO JaHHBIM (eHOMEH
OIOCpelyeTcsl B3aUMMOJEHCTBUEM FeHETUUECKUX U BHEILHeCpPe10BbIX (hakTopoB
(B T.4. pOAOBBIX TPaBM, CTPECCOBBIX COOBITHHM, COMAaTHYECKHUX 3aboieBaHUHA H
T.A.). OJIHaKO JaHHBbIe UCCJIEOBAHUNM O MeXaHu3Max arperaiuu adQeKTUBHBIX
pacCTPOMCTB B CEMbSX U UX KIIMHUYECKUX OCOOEHHOCTSIX Y JIULL C OTSATOLIEHHBIM
AHAMHE30M KpaiiHe NpoTHBOpe4YMBbl. BakHbIM (akToM SBISETCAs U TO, YTO K
HaCTOsLLEMY MOMEHTY ceMeliHble ucciae1oBanus ahPeKTUBHBIX PACCTPOUCTB Ha
POCCUUCKOU MOMYIALMH paHee He NpoBOAMIUCL. Kpome Toro, y4duTtbiBas
BBICOKYIO KOMOPOMAHOCTH adPEeKTUBHBIX PACCTPOHCTB M COMATHYECKHUX
3a00JeBaHUid, MPEICTABIAETCS KpaiiHe LIeaeco00pasHbIM M3YUYeHHe ceMelHOMN
OTSATOLEHHOCTH 10 COMAaTUYECKUM 3a00JIeBaHUSIM B paMKaxX HCCJIeJI0BaHUS C
ceMelHbIM  au3aiiHoM. TakuM oOpasoMm, peleH3UpyeMmblii aBTopedepar

JIUCCEPTALIMOHHON PabOTh! aipecoBaH aKTyallbHOH MpodlieMe MCUXUATPUH.



ABtopedepar na€t 4€TKOoe TNpeJCTaBIeHHE O TMpoJAeNaHHOW padoTe,
o(opMIIeH B COOTBETCTBUH ¢ HOPMATHBHBIMU TPeOOBAHUSAMH, H3JIOKEH Ha 25
CTpaHHUIIaX MAIIMHOIIMCHOIO TEKCTa U JOCTATOYHO WJUIIOCTPUPOBAaH TabiuiiamMmu
U PHCYHKaMH.

Pesynsratel BemonHenHod E.Jl. KacksHOBBIM paboThl momydeHsr Ha
OCHOBe  OOIIEHAayYyHBIX M  anpoOUPOBAHHBIX  CHEHAIBHBIX  METOIOB
MCCleoBaHus,  BepUUIMPOBAHHBIX  TeCTOBbIX  MeToauk.  (CTeneHb
JIOCTOBEPHOCTH Pe3y/IbTaTOB OMpejesieTcss AOCTATOYHBIM pa3MepoM BbIOOPKH
(172 yenoseka Ha | stane u 180 Ha mocneayroMx 3Tanax), NPUMEHEHUEM B
pamMKax  CHCTEMHOro  [MOJAXOAa  KIMHHMYECKOro,  MCHUXOMETPHUYECKOro,
1abopaTOPHOrO U CTATUCTUYECKOTO METO/IOB.

OCHOBHBIE TIOJIOKEHHSI JUCCEPTALlMOHHON padoThl 0a3zupyroTcs Ha
NeTaTbHOM aHalli3e MaTephajia COOCTBEHHOIO WCCIICJIOBaHUS, TOCTAaTOYHO
MOJTHO W Pa3HOOOpPa3HO IMpeJCTaBJIeHbl MOJYyYEeHHbIE pPe3yJbTaThl. BbIBOABI
3aKOHOMEPHO BBITEKAIOT W3 OCHOBHBIX HAYYHBIX [OJIOKEHHH, 3allUIIaeMbIX
aBTOPOM, UMEIOT Ba)XKHOE HAay4HO-IIPAKTUYECKOE 3HAYEHHUE, JIOTUYHO BBITEKAIOT
U3 TIPE/CTABJICHHBIX pPE3yJbTAaTOB M COOTBETCTBYIOT MOCTaBICHHON €I H
3a/1auam.

MaTtepHaiibl 1 pe3yJibTaThl JUCCEPTALMOHHOIO HCCIICI0BAHUS JOCTATOYHO
MOJIHO OTPa)K€Hbl B Hay4HbIX paboTax, U3 KOTOPBIX 5 cTareil onyO0JMKOBaHbl B
peLeH3UPYEMbIX Hay4YHbIX U3aHUAX, BXOAALIMX B iepeyeHb BAK,

3aKIKOYEHUe: OCHOBHbIE Hay4yHble pe3ysbTaThl aAuccepraumu KacesHoBa
Esrenust [ImutpueBuua Ha Temy: «KiMHHYeCKMe M TeHETHUYECKHE MapKepbl
pucka pa3BuTus ap(EeKTUBHBIX HApyLIEHHH B CEMbAX C OTITOLIEHHBIM
aHaAMHE30M [0  JenpecCMBHOMY W OumonsipHomy  addexTuBHOMY
paccTpoicTBaM», MONHOCTBIO OTBeudaeT TpeGoBanusim 1. 9 «[lonoxenus o
MOpsiIKe MPUCYIKIEHUS YUEHBIX CTerneHei», yrBepxkaeHHoro [loctanoBnenrem
IIpaButenbctBa PO ot 24.09.2013 Ne®42 (pen. ot 20.03.2021), npeabsaBisieMbIM

K JUCCEpTallMsiAM Ha COUCKaHHE yquoﬁ CTCIICHU KaHAuJiaTa MEAUIIHHCKHUX HAYK,

2



a e€ aBTOp /OCTOMH IPUCYXKIASHHUSI HCKOMOH CTelNeHH IO CIeLHaAIBHOCTH

14.01.06 — «IIcuxuarpusi. MeaMLMHCKUE HAYKW.

PykoBozauTesb OTaeNeHns ICUXO3HIOKPUHOJIOTUH

Mockosckoro HUU neuxuarpun —
¢ununana PI'bY «HMULL ITH um. B.I1. CepOGeckoroy

Mun3npaBa Poccuu,

JL.M.H., Ipo¢. ["opoGen JI.H.
[onmuce 1.M.H., mpodeccopa ['opoberr JI.H. 3aBepsito:

Vuenblii cekperaps PI'BY &H _\._:_::-"mh_.l.":l'lill'.-z&\B.l‘l.CepﬁcKoro

Munsapasa Poccun, k.M. 51 2 [Inopr C.B.
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Oro/keTHoe yupexaeHue “HanuoHanbHbIH
MEIMLMHCKUN HCCIIEI0BATENILCKUN LEHTP INCUXUATPUU U HAPKOJIOTMU HUMEHHU

B.I1. CepGckoro” MunucTtepeTBa 3apaBooxpaHeHusi Poccuiickoit ®enepauuu.

Appec: 119991, Poccus, r. Mocksa, np. Kponorkunckuii, 1. 23; Tenedon:
(8495) 637-55-95; E-mail: Info(@serbsky.ru

22.11.2021 r.



OT3bIB

Ha aBTOpedepat nuccepraunu Kacesrosa Esrenust [Mutpuesuya Ha temy:
«KiuHu4eckue 1 reHeTHYECKHe MapKephl pUCKa pa3BUTHs ahBEeKTHBHBIX
HapyIICHUH B CEMbAX ¢ OTATOIIEHHBIM aHAMHE30M TI0 ISTIPECCHBHOMY H

ounosspHoMy adhheKTHBHOMY pacCTpOHCTBAMY, [IPEICTABICHHbIN Ha
COMCKaHHE YYCHOH CTENEHH KaHuaaTa MEAUIIMHCKUX HAYK 110 CIeNHaJIbHOCTH
14.01.06 - «ricuxuaTpus»

M3yyeHune OTArOLIEHHOrO CeMeHHOro aHamMHe3a Y TMalMeHTOB C
a(@(eKTHBHBIMH PacCTPOHCTBAMH TMPEACTABIAET HMHTEPEC ¢ TOYKH 3PEHUSA
OMOMEIMLMHCKAX HCCIeOBaHMM, T.K. IO3BOISET MCCIeN0BaTh Hauboiee
OMOJIOTHYECKH JeTePMHUHHUPOBAHHbIE CEMEMHBIE CIy4aW PpaclpOCTPAHEHHBIX
Cpely HaceleHWsl TNaTOJOTHi, K KOTOPBIM OTHOCATCS pEKyppeHTHOE
JeTpeCCUBHOE PacCTPOMCTBO M OunossipHoe addeKTUBHOE paccTPONCTRO.
HecMmoTpss Ha npoBedeHHble K HACTOSLIEMY BPEMEHM MCCIIEJOBAHUS,
KIIHHAYECKHE W TeHEeTUYeCKHe acCleKThl OTATOLICHHOTO CEeMEHHOro aHaMHesa
OCTAlOTCA HENOCTAaTOYHO H3YyYeHHBIMH, a TpobdieMa MeTOJ0B pPaHHETO
BBISIBIIEHUsSI U MPOTHO3a TedeHHs ad(PEKTUBHBIX PacCTPOMCTB HAa OCHOBAHHH
JaHHBIX O HACJIEACTBEHHOH OTATOLIEHHOCTH OCTAeTCs aKTyalbHOU TEMOM cpean
CIELUANICTOB, padOTAOIMX B 001aCTH MCUXUIECKOTO 3I0POBEA. BEimenenne
KIMHAYECKUX  XapaKTepUCTUK TeueHus: ap(EeKTUBHBIX PacCTPOUCTB ¥y
MAlMEHTOB C OTATOIIEHHBIM CEeMEeUHBbIM aHaMHE30M HMeeT MpaKTHYeCKoe
3Hayenre. Hapany ¢ 5TuM, OLEeHKa pojd MOJUMOPPU3MOB TI'€HOB, KOTOpbIE
MOTYT OKa3bIBaTh BIMSHME KaK Ha TeueHHe aHeKTUBHBIX PACCTPOMCTB, TaK U
OBITh (paKTOpaMH, CBSI3aHHBIMH C (EHOMEHOM OTATOIIEHHOTO CeMeHHOro
aHamMHe3a, MpeACTaBIseT OONbIIOW HaydHbM wuHTepec. OOHAKO aHaIW3
JIUTEPATYPHBIX JaHHBIX B HACTOsIIee BpeMs IMOKa3al, 4To JaHHas MpobieMa
MpeiCTaBlIeHa TOJBKO OTACIBHBIMH padoTaMM M CYIIeCTBYeT JAeduuuT
KOMILIEKCHBIX MCCJIEIOBaHUM, OLEHUBAIOIUX TeHEeTHYeCKHe U CpeJOBBIe
¢daktopsl. Ha ocHOBaHMM BBIIIEONTMCAHHOTO HE BHI3BIBAET COMHEHMM BBICOKAs
aKTyaJIbHOCTh IMCCEepTallHOHHOro uccienoBanHus Kacesanona E. /L.

B pesynbrare mNpOBEIEHHOrO KCCIIENOBaHKA Oblla OLIEHEHA pOJib
[ICUXOJIOTUYECKUX, KIMHUYECKUX U TeHeTH4YeCcKux (hakTopos ceMeHOi
arperald pPeKyppeHTHOro JIENMPECCUBHOIO pacCTPOMCTBA U GUIIOISIPHOrO
appexTBHOro paccrpoiictsa. [1o100p reHOB-KaHAWIATOB JJIS MOJIEKYJISPHO-
reHeTHYeCKOro UCCIIeJIOBAHHs TPEJCTABISETCs BIIOJHE OMNpPaBIaHHBIM B
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OTHOILIEHUU BO3MOJXKHOM CBSI3M C M3ydyaeMbIMU B JUCCEPTALIMOHHON pabore
XapakTepucTUKaMu. [lonydyeHHble pe3ynbTaThl MPEACTABISIOT HHTEPEC, OJHAKO
Ha JJaHHOM JTalleé WCCJIeIOBaHUS MX CIeJyeT TPAKTOBAaTh C OCTOPOIKHOCTBIO.
OTO CBSI3aHO € TeM, YTO IS QHANH3a TEHETHYECKHX MapKepoB B pabore
MCITOJIB30BaHa OTHOCHTENBHO HeQoJblluasi BbIOOpKA, YTO MOTJIO TIOBIUSATH Ha
CTATUCTHYECKYI) MOIIHOCTh HCCJICIOBAaHHA M BEPOATHOCTb COBEPIICHUS
OMIMOKM BTOPOTO poja HpM CTAaTUCTUYeCKHil oOpaborke naHHbIX. [lpu sTOM
CTOMT OTMETUTh, YTO ABTOP JOIOJTHUTEIBHO PacCUUThIBal pazmep 3ddekTa,
4TO, B CBOKO OYepenb, el pa3 MOATBEPKIAeT 3HAYUMOCTh M JOCTOBEPHOCTH
TMIOJIy4YeHHBIX Pe3yJIbTaTOB.
JlocTOBEpHOCTh Hay4HBIX TOJOXKEHUN M BBIBOAOB B padore KacksHoBa
E.Jl. obecneunBaeTcss AOCTAaTOUHBIM OOBEMOM KIMHHUYECKOrO Marepuasa,
UCTIONB30BAHUEM  aJIeKBaTHBIX METOJOB UCCIEIOBaHUS U COBPEMEHHBIM
CTaTUCTHYECKUM aHaJIU30M. BBIBOABI OTpakarOT Hay4YHbIe IMOJIOKEHUS U
JIOTMYECKH BBITEKAIOT U3 Pe3yJIbTaTOB MPOBEACHHOIO UCCIEJOBAHUS.
Pe3ynbpTathl OuCCepTAllMOHHOrO MCCIEOBAaHUS JIOCTATOYHO TIOJTHO
OTpakeHbl B HAYYHBIX 6 HAYUHBIX PA0OTAX, U3 HUX 5 MMOJTHOTEKCTOBBIX CTATeil,
OIyOJIMKOBAaHHBIX B PELEH3UPYEMbIX HAy4YHBIX U3JaHUAX, BXOIAUIMX B
nepeyedb BAK u 3 ctaTbM B u3anuu u3 nepeyrs Scopus. OCHOBHEIE HanHLIe
TIOJIOXKEHHUs MTPEICTAaBIEHbl B BU/E JOKIAI0B HA BCEPOCCUMCKUX U 3apYOEIKHBIX
KOH(EepeHILHSIX. "
ABTOpedepaT TNOTHOCTBEO OTpa)kaeT COACPKaHHE OUCCEPTAMOHHOMN
paboThl, 3aMe4aHUit 10 ero 0OPMIEHHIO H COAEPKAHUIO HE UMeeTCs.
Takum 0Gpa3oM, AMccepTalMOHHOe HccienoBanue KachsaHosa EBrenus
JmutpueBuya Ha Temy: «KiuHHuUeckue M reHeTHYECKHE MapKepbl pPHCKa
pa3BUTHs a(PEKTUBHBIX HAPYIICHUN B CEMBSAX C OTATONMIEHHBIM aHAMHE30M TI0
JNENpPECCUBHOMY M OunonasipHoMy ad@deKTUBHOMY pacCTpOHCTBaM» SABIISETCS
3aKOHYEHHOI CaMOCTOSITCJIBHO  BBIMIONHEHHON HAYYHO-KBATUDHUKALHOHHOMN
paboTol, TMOCBAMIEHHON aKTyalbHOW HAYyYHO-IIPAKTUYECKON 321,[[&"{6 -
pa3pabdoTKe MeTOJO0B paHHEro BBIABJICHUS M MPOTHO3a TedeHUs aheKTUBHBIX
PAcCTPOICTB Ha OCHOBAHMM JAHHBIX 06 OTSTOMEHHOM CeMEeHHOM aHaMHese,
M3y4YEeHHI0 0COOeHHOCTelH arperamuy abdEeKTHBHBIX PACCTPOICTB B CEMBSX C
YYETOM JIMYHOCTHBIX, KIMHMUECKMX ¢ TeHeTHUeCKUX (aKTOpoB, UTO
COOTBETCTBYET KpUTepHsiM T1. 9 «IT00XKeH s O TOPSIKE IPUCYKACHUS YUeHBIX
cTemeneit», yTBepikaeHHoro IlocranosneHumeM IlpasuTensctBa PP ot
24.09.2013 Ne@42 (B pemakuusx ot 21.04.2016 r. Ne335; or 02.08.2016 r.
Ne748; or 01.10.2018 r. Nell68), mpembsiBisieMbIM K JUCCEpTAIlMsM Ha



COUCKaHHe Y4YeHOH CTeleHM KaHAMJaTa MeIUIMHCKHX HayK, a ee aBTop
JIOCTOWH TIPUCYKIAEHUS MCKOMOM crernenu no crenuansHocty 14.01.06 -
TICUXUATPHSL.

3aBenytouias 1abopaTtoprel KIMHUYECKON

redeTukn PI'BHY «Hay4uubiii uentp

MICUXUYECKOTO 30POBbS»

JlokTop 6uonornyecknx Hayk (03.00.15 - renernka),

npogeccop

Anpec: 115522, r. Mocksa,

Kamupckoe mocce, 1. 34

On.moura: pol.ncpz@nepz.ru

Ten.: +74996178147 .~  Tonumber Bepa EBrensenna
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OT3bIB

Ha  asropedepar  amccepraumu  KacbsinoBa  Erenuss  JIMuTpuesuva
«KnnHnyeckue u reHeTnyeckue Mapkepbl pUCKa pasBUTHSA a(deKTHBHEBIX
HapylWeHHH B CEMbiX C OTArOUIEHHBIM AHAMHE30M MO IEMPECCHBHOMY U
ounosispHomMy  a(GeKTUBHOMY  pPacCTpoiicTBam», MpeACTABIEHHBIA  Ha
COMCKaHKMe Y4YEHON CTENeHH KaHIuaaTa MeIMUMHCKAX HayK MO CHelualbHOCTH

14.01.06 - «llcuxuarpusy (MeIMUHHCKUE HAYKH).

AKTYaJlbHOCTb [IPOBEJICHHOI0 HCCIIeJIOBAaHUs OIpeessieTcsl BBICOKOI
COLMANTbHOW  3HAYMMOCTBIO M PaclpoOCTPAaHEHHOCTbIO  PEKYPPEHTHOTO
JICNPECCUBHOIO paccrponcra (10 15% B TeueHue KU3HH) U OUIIOJISPHOIO
appexrusHoro paccrporictsa (10 1,5-2% B Teuenue xusnu). [lo maHHBIM
JUTepaTyphbl, 10Ka3aHa CKIOHHOCTh aQ()EeKTUBHBIX PACCTPOMCTB HAKAMIUBATHCS
B CeMbAX Cpeldu KpOBHBIX POACTBEHHUKOB. [lpn 3TOM y mamueHToB C
OTATOLIEHHBIM CEMEHHBIM aHAMHE30M OTMevaeTcsi OoJiee TsKelloe TeYeHHe UX
apdextuBHoro paccrpoiictsa. Bce 310 Tpebyer 0ojiee AeTambHOrO MU
KOMIUICKCHOrO  M3y4YeHHusi CceMeHHbIX ciydaeB ap(eKTUBHBIX pPaCCTPOMCTB C
KJIMHUYECKUX U OMOJIOrMYECKUX MO3ULMKA. AKTYyallbHOCTh paboThl 00yCIIOB/IEHA
HEMHOTOYMC/ICHHOCTLIO W INPOTHBOPEYMBOCTBIO JIMTEPATYPHBIX MAHHBIX I10
U3y4aeMoOMy BOIIPOCY, a TakiKe pa3padoTke METOJOB pPAaHHEro BBISBICHHUS U
NporHosa TeueHus ap@EKTHBHBIX pacCTPOHCTB Ha OCHOBAHUU MAHHBIX 00
OTArOIEHHOM CeMEeHHOM aHaMHe3e.

Hay4nast HOBHM3HA HWCCIIEOBAaHUS COCTOUT B MPOBEIACHHUH [EPBOrO B
POCCHHCKOM  MOIMYNSALMK  CEMEHHOro  HCClIeIOBaHHsI  PEKYPPEHTHOrO
JICTIPECCHBHOIO paccTpoUCTBa U OMIONSPHOro adGeKTHBHOTO paccTpoiicTBa ¢
YHYCTOM I'eHETHHYCCKUX, KIMHUYECKHUX U JIMYHOCTHBIX (akTopoB prcka. BaxkHoil
Haxonkoi  Kacesanosa  E.JI.  sBnsiercs  ycraHoBjieHue — accouuauuii

F€HEpaIM30BaHHOr0 TPEBOKHOIO PacCTPONWCTBA C OTSTOLICHHBIM CEeMEMHBIM



AHAMHE30M Y [alMEHTOB C [JENpPecCUBHBIMUH pacCTPOMCTBAMH, a TaKkKe
BBIIBJICHHE TOroO, 4TO 1MarHo3 ap(eKTUBHOrO pacCcTpoOiCTBA y NMalUEHTOB C
apGeKTUBHBIMH paccTpoiicTBaMK  sIBISICS (hakTOpoM pHCKa HAIM4YMS Yy HX
KPOBHBIX PO/JICTBEHHHKOB CEpIEYHO-COCYIUCTBIX U SHAOKPUHOJIOTUYECKUX
3a00JIeBaHNH, HHCYJILTOB J1I000r0 THIIA, 4 TAKKe CHHAPOMa JIEMEHIIHH.

B aBropedepare noapobuo u CTPYKTYPUPOBAHO OIHCaHbl BbLIOpaHHBIC
MCTOMDI HCCIICIOBAHMS, IaHBI XaPAKTEPUCTHKH BHIOOPKHU MALMEHTOB, a TAKKeE, B
COOTBETCTBHM € COBPEMCHHBIMH  TpeOOBAHMSIMHM, TNpeACTABIeH aW3aiiH
neenenosanus. CTaTHCTHUCCKHE KPUTEPUU aHATH3A aneKBATHBI JUTs 00paboTku
HOJYHEHHBIX B XO/¢ MCCIIC/I0BAHNS NaHHBIX W MOATBEPIKIAIOT JI0CTOBEPHOCT
pesynbTato. ChopmyiinpoBaHHbIE BBIBOIbI apryMeHTHPOBAHbl U SBJISIOTCA
JIOTMYCCKUM OTPAXKCHHEM MOCTABJICHHbIX 3a/1a4 U LesIn paboThl. PaszpaboTanHHble
dBTOPOM MpaKTHYECKHE PEKOMEHIAUNH, OCHOBAHHBIE HA TOJIyYEHHBIX JaHHBIX,
MOFYT HMETH LIMPOKOE MPUMEHeHHe, KaK B Jle4eOHol paboTe, Tak U B yueOHOI
AeaTenbHOCTH.  ABTOpedepar Kacksnosa E.JI. cootsercTByer TpeOOBaHUSIM
BAK, a ocHoBHbIe nos10%kenus aucceprannonnoi pabOTEl OTpaKeHbI B CTATHSX.
OnyOJIHKOBAHHBIX B pEUEH3MPYEMbIX M3JaHMAX U3 nepeunss BAK.
[IpuHuMnuanbHbIX 3aMeyanuii K aBTOPY Her.

ABTopedepar kanauaarckoit amccepraunn Eprenus JMmutpuesuua
Kacesinosa na Temy «Knunuueckue u reneruueckue MapKepbl pUCKa pa3BHUTHS
aQ(eKTUBHBIX HAPYIICHHH B CEeMbSIX C OTATOMEHHBIM AHAMHE30M MO
ACTIPECCUBHOMY W OMNONSApHOMY  adeKTHBHOMY  paccTpoicTBamy,
NPEACTAB/ICHHDbIH HAa CONCKAHNE YYEHOM CTeNeHH KaHIH/aTa MeIULIHHCKUX HayK
1o cneunanbHocT 14.01.06 - «Ilcuxuatpusy, BBIOMHEH Kak 3aBeplUeHHOoe
HAY4HO-KBAJIM(UKALMOHHOE HCCIIE/IOBAHHE, B KOTOPOM COJEPKHUTCS HOBOE
PELICHHE aKTyalbHOH 3aj1aud - pa3spaboTKe METONOB paHHEro BLISABICHUS W
POrHO3a TeueHUs: ad(eKTHBHBIX pPACCTPOHCTB HA OCHOBAHHM NAHHBIX 06
OTAPOLICHHOM  CCMEHHOM  aHaMHe3e, W3YYeHHIO OCOOeHHOCTel arperauuu

aPEKTUBHBIX PACCTPOICTB B CEMBSIX C YU€TOM JIMYHOCTHBIX, KIMHUYECKHX W



FeHETHIECKNX  (haxTopos. [laHHas paGoTa UMeeT BLICOKOE 3HAYeHHe s
[ICUXUATPUH, a ee aKTyaJbHOCTh U MPAKTHYECKas 3HAYHMMOCTb HE BBI3bIBACT
COMHEHUH,

Ha ocHoBanuu u3yuenuss apropedepara MOKHO CYMTaTh, YTO
ancceprauns Kacbsinosa E.JI. noaHOCTBIO COOTBETCTBYET TpebOBaHUAM,
[IPEABABJICHHLIM K KaHAMAATCKUM JUCCEPTAlUsIM, H3JI0KEHHBIM B I.0. - 9-14
[locranosnennss [lpasurensctBa Poccuiickoii ®enepaunn  «O  nopsake
MPUCYHIICHUS  yuCHBIX cTeneHeid» or 24.09.2013 Ne842 (B pemakumsx or
21.04.2016 r. Ne335; ot 02.08.2016 r. No748; ot 01.10.2018 . Nel168), a
Kacbsinos E.JI. 3aciyxuBaeT npuCykIeHHS HCKOMOI Hay4YHOW CTerneHu
KaHAnAaTa MCIAMUMHCKUX HAayK 1o cneunanbHoctd 14.01.06 - ncuxuarpus

(MEAMIIMHCKHE HAYKH ).

3asenyiowas kadpeapoi ncuxuaTpun
OI'BOY BO «SlpocnaBeknii rocynapeTBeHHbIi
MEJMIIMHCKUI yHUBepeuTeT» MuHHCTepCeTBA 3JIpaBOOXpaHeHUs

Poccuiickoit deneparyn

J.M.H. nipoeccop

+7(4852)73-28-52, rector(@ysmu.ru



OT3bIB
Ha aBTOpedepaT AHMCCEPTALHOHHON padoThI
KacbsinoBa EBrenus /ImutpueBnua « KinHu4eckue H reHeTHYECKHE
MapKepbl pucka pa3BuTHs a¢¢deKTHBHBIX HAPYILIEHHH B CEMbSX €
OTArOIIEHHBIM AHAMHE30M IO el PecCHBHOMY H OHIOJIIPHOMY
addeKTUBHOMY paccTpoicTBaM», IpeICTABJICHHbIH HA CONCKAHHE YYEeHOH
cTe-TMeHH KAHAUIATa MEeIHIHHCKUX HAYK no cnenuajabHocTH 14.01.06 —
NCUXHATPHS.

CoBepIIIeHCTBOBAaHWE CKPUHUHTAa W JUArHOCTHKU  aQEeKTUBHBIX
paccTpOMCTB OCTaeTCsl aKTyalbHOW Hay4dHO-TIpaKTHYecKod mnpobiemont. Ilpu
3TOM H3yYeHHE OTATOIIEHHOrO0 CEeMEeWHOro aHamHes3a, Kak (akropa,
BBISIBJIIEMOIO B XOJ€ CTAHJAPTHOM Oecelbl ¢ MAalMEHTOM, MOXET SIBISATHCS
TOJIE3HBIM KJIMHHYECKHM HHCTPYMEHTOM MPH MPOBeAeHUH AU(depeHInaIbHONU
JUArHOCTMKHA M OILIEHKH IIPOTHO3a TEYeHHUs OCHOBHOIO 3a0oJjieBaHMs. ITO
CBSI3aHO C TeM, 4TO ap(HEeKTUBHBIE PACCTPOMCTBA y NMALIMEHTOB C OTATOLIEHHBIM
ceMelHBIM aHaMHe30M MaHH(pecTUpPYIOT B Oojiee paHHEM BO3pacTe, UMEIOT
0oJiee BRICOKYIO PEKYPPEHTHOCTD U TSKECTh TEYEHUS, 4 TAK)KE XapaKTEPU3YIOTCS
Oojlee BBICOKUM PHCKOM CYHUIWJAJIBHOTO IIOBENECHUS, COIYyTCTBYIOIIMX
TPEBOXKHBIX U HAPKOJOTHUYECKUX paccTporcTB. C Ipyroi CTOPOHBI, CEMENHBIN
IW3aiiH  MCCIIEIOBAHWM SBISIETCS TEPCIEKTUBHBIM ISl OMOMEIUIIMHCKUX
uccinenoBanrii ap(hEeKTUBHBIX PACCTPOMCTB, IOCKOJIBKY IIO3BOJISIET H3Yy4aTh
ceMeiHble (OpMBI 3a00JI€BaHUi, B Pa3BUTHU KOTOPBIX T€HETUYECKHE (PAKTOPBI
MOTYT UMETH OOJIbIIIee BIUsIHUE HAa PUCK PA3BUTHS JAHHbBIX COCTOSIHUN. C y4eToM
CKa3aHHOro, Tema auccepraimoHHor pabotsl E.JI. KacesgHOoBa, mocBsIeHHas
U3yUYEHHUIO OTATOLIEHHOTO CEMEMHOT0 aHaMHe3a Yy MalUeHTOB ¢ a(PEeKTUBHBIMU
pacCTPOMCTBAMHU C YUETOM KJIMHUYECKUX, TUYHOCTHBIX, ICUXOTPaBMUPYIOIIHUX U
reHeTHYECKUX (aKTOpPOB, TPENCTABISECTCS AKTYyaIbHOM U HMEET BBICOKYIO
TEOPETUYECKYIO U TPAKTUUECKYIO 3HAUYUMOCTb.

B pabore mnpoaHanM3upoBaHBl KIWHAYECKHE OCOOEHHOCTU TEYEHHUS

JETIPECCUBHBIX PACCTPOMCTB Yy TMAIMEHTOB C OTATOIIEHHBIM CEMENHBIM




aHaMHe30M 10 addeKTUBHBIM paccTpoicTBaM. M3ydeHbl PHUCKH pa3BHUTHS
ah(HeKTUBHBIX PACCTPOUCTB CPEeIX POJICTBEHHUKOB ITALIUEHTOB C PEKYPPEHTHBIM
JIETIPECCUBHBIM PAacCTPOWCTBOM M OUIOJISIPHBIM ap(EKTUBHBIM PacCTPOKHCTBOM
¥ POJICTBEHHHUKOB TCUXUYECKH 3JI0POBBIX NpobannoB. Kpome Toro, oneHeHa
BBISIBJISIEMOCTh COMAaTHYECKHX 3a00JIeBaHMIA CPe/Id POJICTBEHHUKOB IPOOAH/IOB C
abbexkTBHBIMA  paccTpoiicTBamMu. [IpoBeneHa  KOMILIEKCHas — OLICHKa
JIMYHOCTHBIX XapaKTEPHCTHK W MCHXOTPAaBMHUPYIOUIMX (DAaKTOPOB PpaHHEro
Bo3zpacTa. [IpoaHalM3MpoOBaHa YacTOTa T'EHETHYECKHX IOJMMOP(PHU3MOB
(MTHFR, MTR, MTRR), cBsi3aHHBIX C OJJTHOYTJIEPOJHBIM META0OIU3MOM, CPEIU
HarreHToB ¢ adPeKTUBHBIMU PACCTOMCTBOM, MX KPOBHBEIX POJICTBEHHHKOB, a
TaK)Ke MpOaHAJIM3WPOBaHA WX BIUSHUE HA KIMHUYECKHE XapaKTePUCTUKU
3aboneBanus. Takum oOpa3oM, TpejCTaBlIeHHbIe B AUCCEPTALMOHHONW pabore
BBIBOJIbI PACIIUPSIOT TPEACTABICHUSI O CEMEHHOM OTATOIIEHHOM CEMEHHOM
aHaMHe3e y TAalUeHTOB C PEKypPEHTHBIM JAENPECCUBHBIM DPAaCCTPOMCTBOM U
ounonsspHbIM ad(HEeKTUBHBIM PaCCTPOUCTBOM.

[TosydyeHHble aBTOPOM JaHHbIE MOTLYT OBITh HCIOJB30BAHBI IS
OTpeNeieHUs] TMPOTHO3a Pa3BUTHs JAHHBIX PACCTPOMCTB y HE3aTPOHYTHIX
POICTBEHHHUKOB eIll€ B JIOMaHU(ECTHOM IEPHOJE, a TaKXKe MPUMEHEHbI MpU
IPOBEJIEHUH CEMEHHOr0 KOHCYJIbTHPOBaHUS POJACTBEHHHKOB TAIIMCHTOB C
a@(EeKTUBHBIMHA pPACCTPOWCTBaMHM KaK C LENbI0 ICHX000pa3oBaTEIbHBIX U
AQHTUCTUIMATU3AIMOHHBIX MHTEPBEHIIMM, TaK U C LEJbI0 CHIKEHHs OpeMeHU
3a00JieBaHus IS CEMBM C HCIOJb30BAHUEM CKPHHUHIa TICHUXHYECKUX
pPaccTpOXCTB B IpyMmax pyucka.

Crune aBTOpedepara M €ro CTPyKTypa TpaaulHOHHBIE, XOPOIIO
MPOCIIEKMBAETCS JIOTHMKA TOCTPOeHUs: paboThl. JlusaliH wuccienoBaHus U
METOAMYECKHE MTOIXO0/IbI COOTBETCTBYIOT COBPEMEHHBIM Hay4YHBIM TPEOOBaHHSM.
IOJIO)KEHMSI, BHIHOCHMBbIE Ha 3aIlUTY, BBIBOJBI SIBJISIFOTCS apryMEHTHPOBAaHHBIMU
U B IIOJIHOM Mepe COOTBETCTBYIOT IIOCTABJICHHOM LI€JIU U 33/la4aM MCCIIeIOBaHUsI.
[TpuHIMITHATIEHBIX 3aMEeYaHU# K aBTOpedepary HeT.

Brllen3noxeHHOE MO3BOJISIET 3aKIIOYUTh, YTO IO CBOEH aKTyallbHOCTH,

HOBHM3HEC, MCTOAMYECKOMY YPOBHIO, Haquoﬁ 151 HpaKTquCKOﬁ 3HAYUMOCTH
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nuccepraumonnas pabora E.JI. KacpbsHoBa Ha Ttemy «KimHnyeckue u
reHeTHYeCKHe MapKephl prcka pa3BUTHs aQ()eKTUBHBIX HAPYLIEHUHI B CEMBSIX C
OTATOIIEHHBIM aHAMHE30M I10 JeTPECCUBHOMY U OUNOISIPHOMY ap(EKTUBHOMY
paccTpoiicTBam» oOTBedaeT TpeOoBaHusM 1. 9 «llomoxenus o nopsake
NPUCYXXJIEHUsT ~ yYEHBIX CTemeHei», yrBepxkaeHHoro IlocranosienuemM
[TpaButensctBa P® ot 24.09.2013 Ne842 (B penakuuu IlpaButenscrtsa PO or
01.10.2018 r. 1168, ¢ wusmenenusmMu otT 26.05.2020), npeabsBISIEMBIM K
JUCCepTaIsIM Ha COMCKAaHHME YUYEHOM CTeTIeHU KaHAM1aTa MEAUIMHCKHUX HayK, a
ee aBrop E.JI. KacesiHOB [IOCTOMH NPHUCYXIEHUS MCKOMOW CTENEHH IO

cnenunanbHOCTH 14.01.06 - ncuxuaTpusi.

3aMecTUTEN b TUPEKTOPA MO HAYYHOU padbore
Mockosckoro HU nicuxuatpuu - punuana
OI'BY «<HMMUIL] ITH um. B.I1. Cepbckoro»,
Munznpasa Poccun, 1OKTOp MEIUIIMHCKUX

Hayk (14.01.06 — ncuxuatpus), mpodeccop
[[Imykiep Anekcanap bopucosuy

(js,{{QO&

[Togmuce mokropa MeaunmHCKuX Hayk (14.01.06 — mncuxuarpusi»,
npocdeccopa [lImyknepa A.b. 3aBepsito.

YueHblii cekperapb
ObI'Y « HMUIL ITH um. B.IT. Cepbekoroy,

Munzapasa Poceun,
KaHIUJAaT MEJULIMHCKUX HayK % y

[[Inopt Ceetniana BsuecnaBoBHa

denepanbHOe TOCYAApCTBEHHOE OroKeTHOe YyupexaeHue «HanuonanbHbIM
MEJIUIIMHCKUN MCCIIeIOBATENbCKUMA LEHTP NCUXUATPUU U HApPKOJIOTUH HUMEHH
B.IT. Cepbckoro» MunuctepcTBa 3paBooxpanenus Pocculickon @enepanuu
[Tourossrit agpec: 119034, r. Mocksa, yn. KponotkuHckuii nep., 1.23

Ten: +7(495)9637626

e-mail: info@serbsky.ru




