OT3bIB

HAY4YHOTO PyKOBOIHUTENS, JOKTOPA MEAULIMHCKUX HAYK, YIEHA-KOPPECTIOHACHTA
HAH Benapycu, npodeccopa kadenpbl Kap/IMOIOTHH K PEBMATOIOTHH MuctuTy1a
MOBBIIIEHUs KBaTU(DUKAIIMK 1 IEPETIOArOTOBKHU KaapoB 3/IpaBOOXpaHeHHs
yupexaeHus 0opaszoBanus «belopycckui rocy1apcTBeHHBIH ME/IMLIMHCK U
yHUBepcuTeT», Byiraka A. ['. Ha auccepTanuonnyio padoty Kypyuko T. B.
«,[lnna'rauuouﬂaﬂ KapAHOMHOIIATHH KJUHUKO-TreMOAHHAMHYECKHC
U reHeTHYecKkHre PaKTOPbI pa3BHTHA HEOJIArONPUATHBIX HCX0A0BY,
TpeJICTaBIeHHYIO Ha COMCKAaHKe YYEHO! CTeNICHH KaHAMlaTa MEANIMHCKUX HaYK
o crenuansHocT 14.01.05 — kapauomorus

[To coBpeMeHHBIM TIIpEeICTABIEHUSM TUIIATALIMOHHAS KapJAHOMMONATHS
(AKMIT) — 3abosieBaHHMe TEHETMYECKOM ¥ HEMCHETMYECKOH  ITHOJIOTHH,
MPUBOAILEE K CHUCTOJMYECKOH AMCOYHKLHMH M IMUIATallK JIEBOTO JKejylovKa
(JDK), HeoObsCHUMOE AHOMAIBHBIMM YC/IOBUSMH HArpy3KW WM HLIEMHYECKOH
Goe3HBI0 cepala. AKTYalbHOCTH HCCIIEJOBAHUS TaTOJOrMM OOYyCIIOBIeHa ce
BO3PACTAIOIIER PACPOCTPAHEHHOCTBIO, KpaWHEW TIeTepOreHHOCThIO 3THOJIOMHH,
3HAUUTENBHBIM [OTUMOP(OUIMOM KIMHHYECKUX MTPOSABICHHUH, OTCYTCTBUEM CAMHBIX
MOIXOAOB K PpHCK-CTpATU(UKALMK, HeOMarompsATHBIM [POCHO30M W BBICOKOI
JIETaJIbHOCTBIO HECMOTPS Ha COBPEMEHHbIE BO3MOMKHOCTH MeiuumHbl B 10-19%
JIKMIT sBnseTcss OCHOBHBIM 3THOJOTHYECKMM (DaKTOPOM BHE3ANHOW CeplCHHOI]
cveptu (BCC), 3anmmas 2-e MeCTO IOCIe HIIeMHYecKod OosesHM cepiaua B
CTpYKType NpuuuH cepaeynoit Hepocraroynocty (CH). B Hactosiee Bpems ocodoe
BHHUMAHHE YJEJIETCS PACKPLITHIO TIaTOTEHETHYECKHX MEXaHW3MOB, H3Y4EHMIO
BIIMSIHUS FeHeTHYeCKMX (aKTOpPOB Ha pasBHUTHE, TEUEHUE U MPOrHo3 3adoaeBanius,
MOUCKY IOTONHUTENIBHBIX TPEAMKTOPOB HEOIArOMPHUSITHBIX UCXO0B, JMArHOCTUKC
JIOKJIMHWYECKUX CTAAMH C LIe/IhI0 paHHEr0 MPOrHO3UPOBAHHS KIIMHUYECKHUX HCXO,10B.
NpUHATHSL Mep 3hPEKTUBHON NPOQUIAKTUKM M BBIOOpa ONTHUMAIbHBIX METON0B
JleueHus; IpoaoJKaeTest paboTa Hajl CO3/laHieM MHOroImapaMeTpUYECKuX MOJIEICH
[IPOTHO3UPOBAHUS TEUEHUS 3a00JI€BaHUs ¥ €I0 HCXOIOB.

Bce BBIIIEU3NIOMKEHHOE OMPENENUI0 1e)lb HACTOSIIEr0 HCCIeJOBAHHUS
ONpesic/uTh KIWHUKO-FeMOJANHAMUYECKHE M IeHeTMHecKue (aKTOphl pasBUTHs
HeONAroNnpyUATHBIX KIHHMYECKUX HMCXOLOB JMIATALMOHHOM KapAHOMHUOUATUH M
paspaboTaTs MHOro(aKTOPHbIE MOJIG/IH IPOTHO3a 3a00IeBaHUS,

B pesynbTare IPOBEIEHHOIO HCCIIEN0BAHUS IUCEPTAHTOM BIIEPBbIE H3YHEHb
CTPYKTYpHO- (QYHKLHOHAIbHbIE M T'E€HETHYECKHE MapKepsl CeMEHHOH i
ciopanudeckoit  ¢opmer  JKMII, ycraHoBieH ypOBCHbL pPaCIpPOCTPaHCHHA
HAC/IeICTBEHHBIX OpM 3a60NeBaHus cpei MalueHToB ¢ uanonaruyeckoi JIKMIT,
IPOJIEMOHCTPUPOBAHA POJIb KACKaJHOTO CEMEHHOTO CKPHUHUHTA W MEHETHHCCKOTO
TeCTHPOBAHME B BBIABIISEMOCTH CeMeNHbBIX (popm 3abosieBaHus.



Kypymko T.B. coBMecTHO ¢ HaydHBIMH COTPYAHHKaMK MHCTUTYTa IreHETHKH
u uuronorun HAH benapycu onpenenéH CHEKTp IATOI€HHBIX T€HETHHCCKMX
BapMAHTOB, aCCOIMMUPOBAHHBIX C ceMeifHoN u crnopajuueckol hopmamvu JIKMIT.
Y CTaHOBNEHO, YTO MaToreHunle MyTaiud B reHe LMNA comps:KeHbl ¢ TAKC/IbIM
KIMHUYECKUM TedeHHeM 3a00JIeBaHus U SBIISIOTCS He3aBUCUMBIM (DAKTOPOM pUCKa
NeTalbHOrO UCXO0Ma OT Beex kapauaipHeIx npuuud npu JIKMIL. Jlokaszana Bricokas
nporuocTuueckas 3aunmocts LMNA reHoTHNa B A0CTHIKEHUU KOMOUHUPOBAHHOH
KOHEYHOM TOYKH, B cpaBHeHuu ¢ ob0meit xoroproit JIKMIIL, TTN-renoturiom,
JIpYTUMU FeHOTHIIAMH U TeH-HeraTUBHBIMU MMalleHTaMH.

BoisiBiieHbl He3aBUCUMblE (DaKTOpbl HalW4yMs [ATONEHHOr0 TIeHOTHNa Y
nauuentos ¢ JKMII. Cosmana 100-0annbHas 1ikajga B KauyecTBE HHCTPYMEHTA
orbopa INAlMeHTOB C BBICOKOH OXMJAEMOH BEPOATHOCTBHIO [10JIOKUTEIBHOIO
pe3ynbTara reHOTHIIUPOBAHKS.

Onpenenensl He3aBUCHMBIE (DAKTOPBl PUCKA Pa3sBUTHs HeOIaronpusTHbIX
KapJAMOBACKYJIAPHBIX COOBITHE y TE€HOTHNMPOBAHHBIX maumentoB ¢ JIKMIT:
HanMure Mytanuu resa LMNA, auacronuueckas auchyHkuus JDK, sHaunmas
MuTpanbHas peryprutauus (MP), 3HauMTEeNbHO CHMJKEHHas — rnodalibHas
npojioiibHas cokparumocTs JDK, Hapymenue AB nposenenus.

BriepBble M0Ka3aHO, YTO MPEIUKTOPAMH, aCCOLMHUPOBAHHLIMU C Pa3BUTHEM
oeicTponporpeccupytotieit CH y nanuentos ¢ JKMII, sBustores: Hapyuenuce
COKpaTHUTEeNBbHOM  (GYHKLUMM IIPaBOro JKelynodvka, 3HayuMmas MUTpajibHas
perypruranus u auacronudeckas quchyskius JOK no nanneim sxokapauorpaduu
(Dx0-KI), yBesinuenue amriuTy el 3youa P u cHukenue aMmunTyasl 3youa R 1o
jadHbiM - DKI.  TlokaszaHo, 4TO NATOJOIMHYECKOE  3HAYCHWE  [10Kasalchs
MUKpPOBOJIBTHOH anbTepHaluy 3yona T, cHUKeHNe 3HaYeHNs HHIIEKCa TOPMOKEH M
CepIAeYHOr0 PUTMA, paciiupenue komruiekca QRS, cHmkeHne aMmanTyasl 3youa P,
[IaTOJIOrMYECKOe KOJIMYECTBO JKETYJOYKOBOM JKTOIMH 10 HAHHBIM CYTOYHOIO
monutopupoBanus DK sBIsAIOTCA He3aBUCHMBIMM  (DAKTOpaMU  pa3BUTHSA
KU3HEYTPOXKAIOIINX KeTy104KOBEIX TaxuapuTMui (JKTA) y nauuenTtos ¢ JIKMII
(matent Ne BY 20759).

PazpaGoTanbl MHOro(akTOpHbIE MOJIEIHW [IPOrHO3a W KalbKyJIATOPbI,
[I03BONIAIOIIME  OINpenaenuTh BeposTHOCTh  passurtua  JKTA  cobbrrui w
6picTponporpeccupytomieii CH y nanuentos ¢ JKMIIL Co3pan anroput™ puck-
cTpaTH(GUKAIINH, TO3BOJISIOIIKI ONITUMU3UPOBATE BEIOOP MeTo1a IPOMUIAKTUKM H
crparteruto edenus npu JKMIT.

[Tpu BeinosHeHuu pabothl Kypymko T.B. mpossuna ceds camMOCTOATENBHBIM,
TBOPYECKMM HCCIIe0BATeseM, CIIOCOOHBIM IPaMOTHO CHOPMYIHPOBATL HAYHUHYH
THIIOTE3y W Ha BBICOKOM METOAMYECKOM YPOBHE PELIMTh [TOCTABIEHHbIE 3alaqu.
ABTOpDOM  BEITMIONHEH  TATEHTHO-UH(MOPMALMOHHBIM  MOMCK 1O Tpodlemce
HCCIIeIOBAHUS, ONMpEeNeHbl LeNr, 3a0a4yd U OOBEKT HCC/IeOBaHMs, IpejIMeT U



METONAbl MCCJIe/oBaHusA, pa3paboTaHa UHIAWUBM/lyanbHas KapTa MalKeHTa,
chopMUpOBaHbl TPYMIbl HalJOIeHHs, [POBEACHa KIMHHYECKas padbora ¢
nanpedTamMu.  CaMoOCTOSTENbHO  BBIIOJHEHbl  HHCTPYMEHTAJIbHBIE — METO/Lb
UCCIIeIOBAHUS slIeKTpOKapArorpaduyeckoe MCCIIe/I0BAHNUE, CyTO4HOE
MOHHUTOPHPOBAHHE OKT, yIIBTPa3ByKOBOE HCClIeI0BaHKe cepaua,
CIUpOBENO3proMeTpuyeckas — mpoda ¢ MOCHeNylolued  MHTeprperalmuei
MOAy4deHHBIX MaHHBIX; OCYILEeCTBIEH 3abop Owosoruveckoro matepuala
(6yKKanbHble KIETKM) [Ulsi TIeHEeTH4ecKoro wucciiefoBanus. CTaTHCTHYECKas
o0paboTka IOJyYEeHHOIO Marepuana — [POBOJAMIACE € KOHCYJILTATHBHO-
METOJMYECKOH ITOMOIIBIO BEAYIIEro HAyYHOTO COTPYAHHMKa J1abopaTophH
MeJUIMHCKUX — uMHGbopMaumMoHHBIX — TexHosorud  k.m.u.  T. 1. Baixanckon
W cTapliero HayuHoro COTpyAHUKa 1abopaTopuy MEAMLIMHCKUX MH(OPMALMOHHbLX
texuosoruii  O.I1. Menpuuxosoit. [luccepranmonnas pabora Kypyuko T.B.
SBJISIETCS CAMOCTOSATENBLHBEIM Hay4YHbIM MCCIIEJOBAHWEM Ha aKTyallbHYH TeMy
COBPEMEHHOH Kap/MOJOrUH, CBS3aHHYIO C I[POrHO3MPOBAHHEM H IEPBUYHOI]
NIPOGUIAKTUKOM TaKMX HeOIaronpHsATHBIX COOBITHH M HCXOLOB y MNAlMEHTOB C
JIKMIT, xax BHe3amHas cepaeduHas cMepth, passutde JKTA u  OblcTpo
nporpeccupytomieit CH. PaspaboTtanble MHOroakTOpHbBIE MOICIH IPOrHO3a
(KaIbKyJISATOPhl PUCKA) U AlIrOPUTM PHCK-CTPaTH(UKALMH, [TO3BOJISIOT ONPE/IE/IUTh
BeposiTHOCTL pasutusi JKTA coGertuit u  ObicTponporpeccupyromein CH y
manmentos ¢  JKMII, a CO3JaHHBIM  aIrOPUTM  PUCK-CTpaTH(MKALMHU
ONTUMM3MPOBaTh BHIOOpP MeToAa nepsuyHod npodunaktukn BCC u crpareruio
JTeueHUs HE TOJLKO B YCIOBHSX CIENUATW3UPOBAHHBIX CTAlHOHAPOB, HO W B
aMOynaTOpHO-TIOMUKIMHUYECKOH — TpPaKTHKe,  YTO  CBHJCTEIBLCTBYIOT 0
npaxtudeckod 3naummoctu padoTsl. Coumckartens Kypywxo T. B. B mporecce
BLITIOJHEHHMsS IMCCEPTAlMOHHOM paboThl  chopMUpoBalach Kak TPaMOTHBINH
HayuHBIA COTPYAHMK W 3aCiy)KHBAET MPUCYKACHMSA YUEHOH CTereHM Kaijujiara
MeJIMLIMHCKMX HAayK 3a:

1. onpeneneHue CTPYKTYpPHO-QYHKLMOHATIBHBIX M MEHETHYECKUX MapKepoB
ceMmeliHoii u cropamudeckod Gopm JIKMII, ypoBHS pacnpoCTpaHEHHOCTH
HACIleICTBEHHOM (opMbI 3abosieBaHUs B KOTOpPTe MAllMEHTOB C HUAMOMATHYECKOH
JIKMII, BbISBJ€HHE TPOTHOCTHUECKHX  pa3IM4YMid  MEXIy CeMeHHOH
cnopanuueckoit popmamu JIKMIT co 3Hauumo Gonee HM3KOH GecCOOBITHHHON
BBIKUBAEMOCTBIO TALMEHTOB C ceMelHON (opMoii 3adoneBanus;

2. BepHU(pHKAIMIO CHeKTpa TaTOMeHHbIX EHETHYECKHX  BapHaHTOR,
acCOLUMPOBAHHBIX ¢ ceMeitHoM 1 criopaguyeckoi hopmamu JIKMII, onpesenerntie
B3aMMOCBSI3U [1aTOreHHbIX MyTauud B reHe LMNA ¢ TSKeabIM KIMHUYECKUM
TedyenueM 3a00/IeBaHUS W PUCKOM JIETAJIBHOIO HMCXO[a OT BCEX KapAualbHbIX
MPUYHH;

3. onpejesieHue KOMOMHALMK (PAKTOPOB PUCKA PA3BUTHA HeDAArONpUs THHIN
KapAMOBACKYJISIPHBIX COOBITUI Y FeHOTHNHPOBAHHbIX nauuerTos ¢ JIKMIT;



4. BbBISIBIEHHE HOBBIX TIPEIUKTOPOB, 4ACCOLMHPOBAHHBLIX C pPa3BUTHEM
6picTponiporpeccupytomter  CH - B JKM3HEYIpOXKAIOUIMX — JKETYNL0IKOBBIX
taxuapuTMuil y mauuentos ¢ JKMIT;

5. pa3paboTKy MHOro()akTOpHBIX MOJEJCH IPOrHO3a, KalbKyIATOPOB,
MO3BOJSIOLMX  onpefenuth  BepositHoeTh  passutus  JKTA - cobmituit ¥
6rictponporpeccupytomeii CH y manuenros ¢ IKMIL;

6. co3maHuMe  aNrOpUTMA  PHUCK-CTPaTHM(UKALMH,  [103BOJISIOLICIO
ONTHMM3UPOBATh BEIGOP METO/a MPOMUIAKTHKU U CTPATEIUIO JIETEHHUS.

Hayumnplil pykoBOAUTEINB . M. H., IIpodeccop, I”/Z; AdyAraK
ynen-koppecrnonnenT HAH benapycu ¥IOCTOBEP.

CrensEamucT yup
KaApoBoil DOIUTHEH H NPAaBYROpd
OTAENA KATPOBOro ojegr@ien
2, OTIOTRHICTEHOL) of
Pt/ 27 2




