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OT3bIB BEAYILEW OPTAHU3ALIUU
0 Hay4HO-NPAKTHYECKOH 3Ha4YMMOCTH jauccepraumu KpacHoBa Maxkcuma HOpbesuua
«IlepBr4Hasn JAHCTOHMS C PAHHUM Ha4ajloM: KJIMHHKO-FEHETHUYECKHE COMOCTABIEHUS U
4acTtoTa (OPM B POCCUHCKOW TMOMYJNSLMU», NPEACTABIEHHONH HA COMCKaHUe YYEHOH
CTENCHW KaHAMOATa MCAMUMHCKHX Hayk mo crneudanbHocTH 14.01.11 — HepsHbie

0OJIE3HH.

AKTYAJIBHOCTb TEMbI JUCCEPTALIUH

JIUCTOHMYECKHE MHIEPKMHE3bl YacTO BCTPEUAKOTCS B KIMHMYECKOH NpaKTHKE H
MOTYT Habo#aTbCs MpPU LIMPOKOM CHEKTPe pa3iIMuHbIX 3a0071eBaHUil HEepPBHOM
cucteMbl. OcoOble TPYAHOCTH NpeACTaBIsSeT NpoBeleHHe AU(GHEPeHUHATLHONO
AMArHo3a CPeiu BTOPHUYHBIX (CHMOTOMATHYECKHX) M MEPBUYHBIX (MIMONATUYECKMX )
aucronud  (I1D). TlepBuyHas aucTOHMS  yale JEOOTUPYIOT B MOJOAOM
TPYJOCIOCOOHOM BO3pacTe M XapaKTepH3yeTcs CYLIECTBEHHbIM BMSHHEM HA KAaYecTBO
KMU3HH, 4TO 00yCNIaBIMBAET COLMAIbLHYIO 3HAYUMOCTHL 3TOH [ATOJOMUM. [TepBryuHas
AMCTOHHMA BCTpEHalOTCss B CpejiHemM ¢ wactoroi 16,43 Ha 100000 B pasnuuHbix
MOy ALHSAX, O/IHAKO MpPaBUJIbHAs JIMATHOCTHKA 3aTPY/IHUTENbHA H3-33 3HAYMTEbHO
KIMHUYECKOH M TEHETHYECKOH TeTepOreHHOCTH JaHHO#H Trpymmbl 3a00seBanni,
OOJIBIIOro YKCla BTOPHYHBIX GOPM JHCTOHHH H MaNoi 0CBELOMICHHOCTH HEBPOJIOTOB
H KIIHHHYECKHX FeHETHKOB 00 3THX 3aboneBanusaX. B CBA3M ¢ TUMHU 00BEKTHBHBIMH

TPYAHOCTAMH AHArHOCTHKH, MEPBUYHAS AUCTOHHUSA OO HACTOSLIETrO BPpEMEHH He Oblna
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noapobHo ucceosana B Poceun. PaGoTsr, KOTOpbIe Obl OMUCLIBAIIM CrIEKTP Haubosiee
9aCTBIX HO30MOTHI M MYTaUWH, BO3MOXKHBIC KOPpPEISLHHU FeHOTUN-(DEHOTHII, a TaKKe
BJIMSHHE OOJIE3HM HA KAueCTBO IKH3HH, OTCYTCTBYIOT. B nocnennee necstunerue
M3YUCHHE CIIOXKHBIX Ipynn 3abolieBaHui, K KOTOPbIM oTHOCATCS ]I, M3MEHMIOCH B
CBA3H € BHCIPCHHCM B KITMHAYECKYIO NPAKTHKY METONOB MOJNEKYISAPHO-TEHETHIECKON
AWArHOCTHKH, MO3BOJIAIOIIMX BbISBUTbL HAC/EICTBEHHbII XapaxkTep 00/e3HH, OJHAKO B
Poccun nonobHble wmccnenoBaHus [IJI paHee He mnpPOBOLMIKCE. Kpome Toro,
cywectsyeT psaa ¢opm IIJI, ans KoTopbix paszpaboTaHbl J(D(HEKTUBHBIE MeETO/IbI
NATOrCHETUYECKOW Tepanuu, 4YTO JMKTYeT HEeOOXOAMMOCTh MX CBOEBPEMEHHOH
AHArHOCTHKH. Takum 00pa3oMm, akTyalbHOCTH TeMbl JAHCCEePTAILIMOHHON  paboThl

Kpacnosa M.IO. He BbI3bIBaeT coMHeHuii.

OBBEM U COAEP)KAHUE PABOTBI
Hyccepraums usnoxena na 115 CTpaHHIIAX MALIMHOIMKUCHOIO TEKCTA, BKIIOYACT
17 tabmuu m 16 pucynkoB. PaGoTa cocTOMT M3 OrJIaBJICHHA, BBEINEHHsA, 0030pa
JIATCPATYPBI, MaTe€pHajioB, METOMOJIOTHH W METONOB MCCIIeN0BAHUS (¢ moarmasamu,
MOCBALICHHBIX  OMHCaHWIO  ofwero  nusaliHa — WccleqoBaHus, MOJIEKYJIIpHO-
FCHCTHYECKUX M CTATHCTHYECKHX METONOB), PE3yJNbTATOB MCCIENOBAHMHS (M310KeHBI

06!.[1!46 pe3ylbTaTbl peanu3aluu AHArHOCTHYE€CKOro aJlrOpUTMa, a TaKXKe MOArNaBbl C

ONMHCaHHUEM OTHAENbHbIX HO30TOIHYECKUX dopm T1]T), obcy)xaeHUe, BBIBOABI U
MpaKTUYeCKue PEKOMEH/IALIMHU, CIHCOK JTMTEpaTYpbl, MPHIIOKEHHUS.
bubnuorpadpuyeckuii ykazarens COZEpKHUT 13 oTeyecTBeHHbIX M 156 3apy0eKHbIX
HCTOYHHMKOB, a Takxke 10 cobeTBeHHbIX MyGaMKAIHEL aBTOpPa, MO/IrOTOBJIEHHbIX 110 TEME
JIMCCePTALlMOHHOM paboThl.

Pabora wanucana xopownm Hay4HbIM A3bIKOM. Ocopmnenne auccepraumm
MOJHOCTBIO  COOTBETCTBYET  TPeGOBAHMSIM,  YCTAHORBJICHHLIM Munucrepcreom
obpasoBanus u Hayku Poccuiickoii Denepaunu. ABTOpedepar MomHOCTBIO OTpaaer

OCHOBHBIE TI0JIOKEHUS AHCCCPTALMH.



CBs13b TEMBI C INIAHAMU COOTBETCTBYIOLIUX OTPACJIEHN
HAYKHW U HAPOJHOI'O XO35IMCTBA
Huccepraunonnas pabora Kpacnosa M.IO. BBIMONHEHAZ B COOTBETCTBUH C

N1aHOM Hay4Ho-uccnenoBatensckux pabor ®I'GHY «HayuHblii ueHTp HeBponorumy.

HEJIb UMCCIIEJOBAHUS
AHaNM3  KIMHUKO-TEHETHYECKMX KOPPEesALMi, (EHOTUIIHYECKOTo CleKTpa,
JAMArHOCTHYECKUX KPUTEPHEB W BeAYLIMX (PAKTOPOB, BIIHMSAIOMIMX Ha KJIHHHYECKHE
MposiBJieHHsi HauboJiee pPacrnpoCTPAHEHHbIX THIIOB MEPBMYHON JIMCTOHWH ¢ paHHUM

Ha4yaJloM B POCCHHCKOH MOITYJISILIHH.

HAYYHASA HOBU3HA UCCJIEJJOBAHUS U NMOJIYYEHHBIX
PE3YJIbTATOB, BbIBOJAOB U PEKOMEH/IA LU,
COPOPMYJIHUPOBAHHBIX B IUCCEPTALIUU

Briepebie B pocCHHCKO¥ MOMyIsiuMK ObLIO NPOBEIECHO KOMIIEKCHOE KITMHHKO-
FEHETHYCCKOe MCCIICI0BaHHE Pa3HOOOpasusa (DEHOTHMHYECKHX MPOSBICHHH JHMCTOHMIA
DYTI1, DYT6 u DYTS, Ha ocHOoBe uero NpPOBE/IEHbl COMNOCTAB/IEHUS KOPpesLHUii
redotun-¢erotun. IlpeacTaBneHa oLEHKA CTeNEHH B3aMMOCBSIZM  KIUHUUYECKIX
MPOsBICHUH [AUCTOHMM C BO3pacToM aebloTa 3a00eBaHHS, €ro IIHTENbHOCTHIO 14
fTOJIOBO3PACTHBIMHU  XapAaKTEPUCTUKAMM [MALMEHTOB, B YaCTHOCTH, [OKAa3aHO, YTO
reHepajin30BaHHble (DOPMbI MEPBUYHONH JIMCTOHMU XapaxkTepusyrorcs j1edoTom B
ACTCKOM BO3pacre, Haubosee TSKe/IbIM TeyeHWeM M Haubolee BbIPaK€HHbLIMHU
lIoKasaTe/IAMH COLMANbHOM Jle3a/1anTallMi U yXyIILEHUs KAauecTBa KH3HU. BbiNoJiHeHo
KOMIUIEKCHOE  KIIHHHKO-TEHETHHECKOe HCCIIe/IOBAHHE, HAlpPaBlIEHHOE Ha BbIABJICHHE
B3aHMOCBSI3eH (PEHOTHUITHIECKOTO CIEKTpa | XapakTepa TeYeHUsl OO0JIE3HH ¢ KAaueCTBOM
KM3HH OOJIBHBIX M CTETIEHBIO MX COLMATBbHONW amamnTarlui, Bnepsbie B poccuiickoit
MOMYJIALUHY  ONHCaH CiyvaH WIAMOMATHYECKOH MHCTOHHM C  paHHHUM Hayajiom,

0OyCJIOB/ICHHBIH MyTauued B rene DYT6, u MPOAEMOHCTPUPOBAHO OTIHYUE €ro
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KIMHHYECKHX XapaKTEPUCTHK OT paHee aCCOLMMPOBAHHBIX C OOHApYKEHHBIM THIIOM

MYTaLHH.

SHAYUMOCTD JJISI HAYKH U TPAKTUKH NOJIYYEHHBIX
ABTOPOM PE3YJIBTATOB

IIpoBenenHoe nuccepTauMOHHOE MCCIENOBAHME MOKA3AI0 BBICOKYIO CTEIEHb
BEPOATHOCTH HAC/ICACTBEHHO OTATOLICHHOH GOPMbI MAMONATHYECKON JAMCTOHUM B CIydasx ¢
PaHHUM 1e0r0TOM 3a00/IeBaHH M TeHepaln30BaHHBIMH JMCTOHHYECKIMH FUIIEPKUHE3aMH.
bbino nposeMoHCTpUpOBaHO, YTO HajMuMe HCC/ELyeMbIX MyTalil Xapakrepusyer OoJiee
TAKCIBIC KIHHMYECKUE MPOABIECHHA M 3HAYMMO BJIMSET Ha CTENEHb YXYLICHHS KauecTsa
KN3HU OOJIBHBIX, CHWIKEHHE WX (QYHKLMOHAILHONW aKTHMBHOCTH M CTENEHb MHBAIMAM3ALMH.
[lokasano 3HayMMoe yXy/aImeHHe KayecTBa KH3HH HE TOJNBKO 33 CUET (usuueckux (B nepsyio
OYepe/lb IBUTaTE/IbHBIX) IAPAMETPOB, HO H 3a CYET HEJJOOLEHMBAEMbIX ICHX03MOLIAOHAbHBIX
HapylwICHUH, TaKHX KaK TpeBOra M JICNPECCHS, M WX uYeTKas B3aUMOCBA3bL C THKCCTHIO
IJIMHUYECKUX  TIDOSIBICHUH,  JUIMTCNIBHOCTBIO  TeYeHMs  3a00JICBaHUS W IeHIepHBIMH

PasiiHYMAMH NaluMeHTOB. BblaBieHO AOCTOBEPHOC YXV/IIEHHUE KAyeCTBa KHU3HMU I10 Mepe

HapacTaHHi CTCIIECHH FCHEpa/IM3alMKU IMCTOHHH.

OBOCHOBAHHOCTH U JOCTOBEPHOCTH NOJIYYEHHBIX
PE3YJIbTATOB

OGOCHOBAaHHOCTL HAYYHBIX MOJOKEHUH U BBIBOJIOB, C(OPMYJIMPOBAHHBLIX B
AHCCEPTALIMOHHOM  paboTe,  JIOKA3bIBAETCS  JIOCTATOYHBIM  OBBEMOM FPYIIIbI
00CJICIOBAHHBIX MALMEHTOB, HCIONB30BAHHCM B paboTe COBpPEMEHHBIX METOAOB
MCCIENOBAHMA  (BKIIIOYAs  KJIMHHYECKHE  IUKAIbI, HEHpodU3HONOTHUECKHe U
MOJIEKYTAPHO-TCHETHYECKHE ~ METOABI), TPUMEHEHHEM  afeKBaTHBIX METOIO0B
CTATHCTHYCCKOTO aHalM3a TMOJYYEHHBIX pe3ynbTaToB. BLIBOALI 1 MpaKTHYeCKHe
PCKOMEHIIALMH ITOJHOCTBIO OCHOBAHbI HA Pe3y/IbTaTax MPOBENEHHBIX HCCIIeI0BAHUH,
JIOTHYHO BBITEKAIOT M3 MATEPHANOB IMCCEPTALMH W MONHOCTBIO COOTBETCTBYIOT

[T0OCTaBJIEHHBIM 3a7a4aM.



JUYHBIH BKJIAJL ABTOPA

ABTOpY MNPHHAIUICKHT ONpeResIoLas pPoJib B TMOCTAHOBKE LENM M 3anauy
HCCIIeAOBaHUS,  OOOCHOBAHWH  BBIBOJOB U MPaKTHYECKUX  PEKOMEHIALIMIA.
llpoananusmposano 13 oteuyectBennnix U 156 3apyOeKHBIX HCTOYHHKOB TUTCPATYPbI.
CamocTosTeNbI10 GbLTH NPOBENEHBI BCE HTAllbI KIIHHUYECKOTr0 OCMOTpa, HHTEpIpeTaLUs
HeHpodu3MoNOruyeckux  nauHblx, JIHK-guarsHocruka ITJI. CamocrosarensHo
HPOBOAMJIOCE MCCIICOBAHHE C HCIMO/b30BAHHEM HEHPOGU3HOIOrHUECKUX MEeTOI0B
(uronpyatas SHMI'). CamocrosTensHo nposogusach OOTYIMHOTEpanus y NaluKeHToB ¢
(oxanbHbIMM hopMaMU  IUCTOHMH. CaMOCTOSTENbHO aBTOPOM ObIIM MNpPOBEAEHbI
CTatucTHYeckas obpaboTka M aHaiM3 MOJyYeHHBIX pe3yjbTaToB MCC/Ie0BaHHS.

[ToaroToBieHbl CTaThH ¢ UX MocjieyoleH nydanKaunei B Hay HbIX KypHaax.

PEKOMEHJALMH MO UCHOJb30BAHUIO PE3YJIbTATOB U
BbIBOIOB JIMCCEPTALIMOHHOM PABOTBI
Pesynbrater  muccepraumonnoit paboter  Kpacnosa M.IO. MOTYT  OBITh
UCTIOTB30BAHbI B MPAKTHYECKOH M HAay4YHO-HCCIIENO0BATEIBCKOMN padoTe HEBPOJIOrOB M
MCIHLMHCKUX TICHETHKOB HEBPOJOTHYECKHX KIHHUK M Hay4YHO-HCCIeJOBATELCKUX
ueHTpoB. Kpome Ttoro, pesynsrarsr AuccepTaunoHHON paboThl Kpacnosa M.IO. MOTYT
OBITh HCTIONB30BAHDI IPH MPOBENEHMH NAbHEHLINX Hay4HbIX MCCIIEI0BaHUI B 00/1aCTH

H3YY€HHs1 HO30JIOTHYECKOIo CMEeKTpa NepBHYHbLIX JMCTOHHH B Pa3Iu4YHbIX HOMYJIALHUAX.

IMNOJHOTA U3JIOKEHUSI PE3YJIbTATOB AUCCEPTALIUU B
ONIYBJIMKOBAHHBIX PABOTAX
[To Teme muccepraumu ormybinkoBaHo 10 HayuyHbIx padoT, u3 Hux 3 B KypHasax,
PEKOMEHIyeMbIX  Bbicliel  aTTecTauMoHHON — KOMMCCHel npu  MuHucTepcTBe

o0pazoBanus u Hayku Poccuiickoii Denepaimu.

3AMEYAHUSA

[ lpuHunnransHeIX 3aMevanmii AUCCEpTaHOHHON paboTe Her.

3AKJIOYEHUE



HAnccepraums KpacHosa Makcuma FOpbesuua «[TepBuUHAas AMCTOHMS C paHHHM
HAYAIOM:  KIIMHHKO-TCHETHYCCKHE COMOCTABJCHHS M 4acToTa (OPM B POCCHIACKOI
MOMyIAUNKM»,  NPEACTAaBJICHHAs Ha COMCKaHHWE YYE€HOH CTeMeHW KaHIMIaTa
MCIULMHCKMX Hayk Mo crnieuuanbiocTd 14.01.11 — Hepsubie 60me3Hu, BuINonHEHHAS
IO PYKOBOACTBOM JOKTOpa MeauuuHckux Hayk C.JI. Tumepbaepoii, ssasercs
CaMOCTOSITENIbHOH 3aKOHYEHHOM HayuHO-KBaIM(UKALHMOHHON paboToil, B KOTOPOH
COACPHKHUTCA pelIeHHE aKTya/lbHOH 3a/a4u — U3yUeHHe PeHeTHYeCKOro pa3Hoobpasus u
BIIMAHUA HA Ka4€CTBO JKM3HM NEPBUYHON AMCTOHMU B POCCHMCKHUX CEMbSX, YTO MMeeT
CYLIECTBEHHOE 3Ha4Y€HHE [1JIs COBPEMEHHOM HEBPOIOTHH.

Jnccepraums KpachoBa Makcuma IOpbeBuua 1o aKTyaJIbHOCTH, Hay4HOMH
HOBHM3HE, TEOPETHYECKOH M MPaKTHYECKOH 3HAYHMMOCTH, JIOCTOBEPHOCTH MOJy4eHHbBIX
pe3ybTaToB U OOOCHOBAHHOCTH BbIBOJIOB MOJIHOCTBIO COOTBETCTBYET TpeOOBaHUAM 1.
9 «IlonoxeHus o NpUcCy)aeHuu YYEHBIX CTENEHEH», YTBEPK/IEHHOIO MOCTAHOBJIEHHEM
[IpaButenbcrBa Poccuiickoit ®enepaunn Ne 842 or 24.09.2013 r. (B peaakumu
noctanoBneHuH [lpaBurenscra Poccuiickoit ®eaepaunn Ne 335 ot 21.04.2016 r., Ne
748 o1 02.08.2016 ., Ne 1168 o1 01.10.2018 I.), MPEABABIIAEMBIM K IHCCEPTALHOHHBIM
paboTaM Ha COMCKaHHe y4YeHOH CTeNneHM KaHmanaaTta HayK, a €€ aBTOp 3aC/yKUBaeT
[PUCY)KICHHA HCKOMOH CTENEeHH KaHAMIATa MEAMUMHCKUX HAYK 110 CHelHalbHOCTH
14.01.11 — HepsHble 60ne3Hu.

Ot3biB Ha aMccepraumio obeyxkiaeH u 0100peH Ha 3acefaHuu COTPYIHUKOB
Kadeapsl HEBPOJIOIUH, HEHPOXMPYPIHH M MEOMLMHCKON TeHETHKM Jied4eGHOro
daxynsrera ®PI'EOY BO PHUMY um. H.H. [Tuporosa Mun3sapasa Poccun, IIPOTOKOJI
Ne 44 o1 15.10.2019 r.

3aBeyIoLInii HEBPOJIOIHH, HEHPOXUPYPrHU

M MEIMLIHHCKOH FeHETUKH eueGHOro (akyibrera
®I'bOY BO PHUMY um. H.U. [Tuporosa
Munsnpasa Poccun,

AOKTOp MEIMUMHCKUH HayK, Mpodeccop, s
akanemuk PAH R p(ﬂm




Jlaro cornacue Ha c6op, oOpaborky
M XpaHeHHe NMePCOHAILHBIX JaHHbIX ['yces E.N.
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Y4eHblii cekpeTaps
®I'bOY BO PHUMY um. H.U. Iup
MunszapaBa Poccuu, 1.M.H., JOUEHT
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oOpaszoBaHus  «POCCHMHCKMI  HALMOHANBHLITF CCNIe0BATENIbCKUA  MeIUIMHCKUIA
ynusepcuteT umenn H.U. Tluporosa» Munucrepersa 3apaBooxpanenus Poccuiickoit
Denepaunu.

117997, r. Mocksa, yi. OcTpoBHTHOBA, 1. ]

Ten. (495) 434-03-29, (495) 434-61-29, e-mail: rsmu@rsmu.ru

Web-caiir: http://rsmu.ru/
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