OT3bIB

opHUHAILHOIO ONNOHEHTA, JOKTOpa MeJHUHHCKHX HayK, npodeccopa,
3arelimunkoBa J{MuTpHa AsiekcaHIpoBHYa Ha AuccepTanuio [loask
Mapraputbl EBreibeBubl «KiinHHKo-reHeTHUYecKkHil moaumopdusm

CHHAPOMA HEKOMMNAKTHOI0 MHOKAapJa JIEBOT0 KeJIy/I04Ka y POCCHHCKHX

00JIbHBIX», NPeCTABJIEHHYI0O HA COHCKAHHeE YUeHOIi CTeneH: KaHAHIaTa

MeJHUHHCKHX HayK 1o cneunajabHocTH 03.02.07 — reHeTHka

AKTyaJIbHOCTb TeMbl HCCJIE0BAHUS

Cpenn  Bcex (heHOTHIMHYECKUX pPa3HOBUAHOCTEH  reHeTHYecKH
00yCJIOBIIEHHOrO  MMOpaXXeHUs MHOKapaa ¢eHOMEH HEeKOMIAKTHOCTH 10
HAaCTOSLIEro BpEMEHW M3yueH MeHee JApYruX. OTO CBS3aHO C pPEAKOCTHIO
3aboneBaHMs, OTCYTCTBHEM  YeTKMX  MOpPGOJIOrMYecKUX  KpUTEpHUEB U
OTHOCHTENBHO HEeOOIbUIMM CPOKOM BbIAENEHHs 3TOH (hEeHOTUNHUYECKOH FpyNIbl B
KayecTBE CaMOCTOSATENbHOro 00seKTa HcciaenoBaHus. B nocnenHee Bpems dokyc
UccieN0BaHUN MOCTENEHHO CMELIAeTcsl B CTOPOHY H3yuYeHHUs! acCoLUalUH 3TOro
¢deHoTuna ¢ ApyruMH Kapauomuonatusmu. HecMoTpss Ha ycrnexu B ONHUCaHUU
MOpdOIOrHYeCKUX XapaKTePUCTHUK HEKOMIIAKTHOrO MHOKapAa W pa3iUyHbIX
BapHaHTOB €ro COYeTaHWs C APYrMMH IATOJIOTUIMH ceplua, OTCYTCTBYET eAMHasl
TUIOTe3a ero 3THOJIOrMM U martoreHeza. Kpome Toro, kiMHUYeckas 3HAUUMOCTb
M301MPOBaHHOI0 HEKOMIIAaKTHOIO MHOKap/a TaKKe He yCTaHOBJIEHA.

B HeckonbkMX KpYNHBIX HCCIEeJOBaHUsX Obula OTMeueHa BbICOKas IO
HacleACTBEHHbIX ¢opM, oaHako eauHoro mnoaxoaa Kk JIHK-auarHoctuke

NpeaJIo’KeHO He ObLIo.

HuccepraunonHas pab6ora [lonsk M.E. mocBsmeHa  H3yYeHHIo
KIMHUYECKOrO0 U TEeHEeTHYeCKOro pa3HooOpa3usi CHHAPOMAa HEKOMIIAKTHOIO
MHOKap/a JIEBOro elyAdoyKa, 4T0, 0e3yClIOBHO, SIBISETCS aKTyalbHOM Hay4yHOH

3ajaven



CtreneHb O00OCHOBAHHOCTH H /[OCTOBEPHOCTH HAYYHbIX MONOKeHHI

AHCCepTAllHH, BLIBOJOB H peKOMeHalHH.

OtTHocuTeNbHO He60JbIOoH pa3Mep BbIOOpKH 00JBHBIX (67 denoBek) CBA3aH
C pefKocTblo 3abosieBaHMs, OJHAKO OH SIBISETCS AOCTAaTOYHBIM MUl  pelleHMs
3agay, c¢hopMyIMPOBaHHBIX B AHMCCEPTaLHOIIIONi padoTe. B pabore ucnosnszoBan
BBICOKOTEXHOJIOTHUHEIA METOJ] CEKBEHMPOBAHMsI — CEKBEHHPOBAHHE ClledyIOLLIEro
MOKOJIEHHs, MPH 3TOM IOJyHEHHBIE PEe3yJbTaThl IOATBEPXKIAINCH C MMOMOLIBIO
CeKBEHUpOBaHUA mno MeTony CaHrepa, SBISIOILETOCS 30JIOTBIM CTaHOAAPTOM
NoJyuyeHus BBICOKOAOCTOBEpHOH TreHeTHYeckod HHbopmaiuu. [ig oueHKH
NoNyuYeHHBIX Pe3yJbTaTOB HCMOJIB30BaHbl aJeKBaTHble CTAaTHCTHYECKHE METOMBL
Buonndopmarnyeckas o6paboTka [OaHHBIX CEKBEHHPOBaHMS MpOBEICHA C

HCMOJIE30BAHHEM COBPEMEHHBIX 6a3 JAaHHBIX.

ITonokeHUss  OUccepTalMyd  JIOTHYHBI, BBIBOABI W MpaKTH4ecKue
pexoMeHAau OOOCHOBaHBI W HEMOCPENCTBEHHO BBITEKAIOT M3 MOJYYEHHBIX
pe3yneTaToB. [IpencraBieHHble pPEKOMEHAALMM MOTYT OBITH BHeApeHbl B
KJIMHAYECKYIO NpaKTHKY. Pe3ynpTarsl paboThl Orty6iMKOBaHbl B peLeH3UPYEMBIX
xypHanax BAK, a Taioke HEOQHOKpaTHO MNpelcTaBleHbl B BHAE YCTHBIX H

IMNOCTEPHBIX NOKJIAA0B HAa HAYYHBIX KOHq)epeHllHﬂX.

HayyHasi HOBH3HA HCCileJ0BAHHSA

B nuccepraumonHoit pabore Illoasxk M.E. wuccnenyrorcs KinHudeckue
NpOsIBJIEHHs] U TeHeTHHYeCKoe pasHooOpas3ue CHHAPOMa HEKOMIIAKTHOr0 MHOKapaa

JIEBOI'O Xej1yao4Ka.

B ocHoBy paboTel mosioXeHO pasneneHWe BHIOOPKM MO BapHaHTaM
peEMozenupoBaH1s MHOKapAa JeBOro >Kelylodyka B TIpynne MalueHTOB C

HEKOMIAKTHBIM MHOKapa0OM, paHee TaKOH MOAXOH He PUMEHSJICA. Bnemee



M3y4yeH CHEeKTp TIeHeTHYEeCKHX BapHaHTOB B |3 reHax CapKOMEpHBIX U
CTPYKTYpHBIX 6enkoB y nauueHtoB ¢ HMJDK, 4To mano BO3MOMXHOCTh OMHCAaTh
HOBbIE TE€HETUYECKHE BAapHAHTBl CAPKOMEPHBIX M CTPYKTYPHBIX OenikoB. ABTOp
OTME€YaeT, YTO B TapreTHBIX [eHaX ObUIO BBIABJIEHO OOJBIIOE KOJIMYECTBO
HCOITUCAHHBIX paHee FeHEeTHYEeCKUX BapHAHTOB H BapHAHTOB C HEYCTAHOBJIEHHBIM

KJIWHH4Y€CKHM 3HAYCHHEM.,

ABTOpPOM TMpOBeleH aHalu3 NOTEHUHANBHBIX KOPPENSLUHi T[EeHOTHI-
¢deHoTHN, BliepBBIE NMOKA3aHO, YTO HAJTMYHE [ATOTEHHOTO BapHaHTa B OJHOM W3
reHOB HCCJIEOBaHHONM MaHelH acCouMHpOBaHo C¢ Gonee paHHeill MaHudecTauueii
3abosieBaHUst U Ooliee arpecCHBHBIM ero TedeHHeM. Takxxe ObBUIO [10Ka3aHO, YTO
COOTHOUIEHHE HEKOMMAKTHOTO M KOMIIAKTHOI'O CIOCB MMOKap/ia JOCTOBEPHO HHXXE
y MalHEeHTOB C 11aTOr€HHBIMH/MOTEHUHANLHO TNATOTEHHBIMH TEeHETHYECKUMH

BapHaHTaMH.

3HauumocThb MOoJy4YeHHBIX pe3y/AbTaTOB AJ18 HAYKH H NPAKTHKH

HOJ’Iy‘{eHHbIe pE3yJibTaThbl, BBIBOAbBI H IIPaKTU4YE€CKHE PpPEKOMEHOALHH,
HU3JIOXKEHHBIE B JUCCEpPTALXH, 0071aJal0T HOBH3HOH M HMEIT MPaKTHYECKOC
3HAYCHHE IS Kapnuonornqecxoﬁ [IPaKTHKH, MEIMLMUHCKOH T'€HETUKH U MEOUKO-

F€HETHYECKOI'O KOHCYJIbTHPOBAHHA.

C ToukH 3pE€HHA JanbpHeHnIero INJIaHHPOBAHHA HCClIeNOBaHHH B 00JacTH
H3Yy4Y€HHA IN€HETHKH HEKOMINIAKTHOI0O MHOKapaa, JaHHas pa60'ra JaeT OCHOBaAHHE
Jisa JlanbHeHuero HCCJiIeJOBAaHHA (beHOTl/lHH‘{eCKOFI H F€HETHYCCKOM

r€TE€pOreHHOCTH 3a00J1EBaHHS.

C npakTHueckoW TOYKHM 3peHHs marepdan paboTbl MO3BOJHI aBTOPY

000CHOBATH MPOCTOH alroOpuTM 00cCiedoBaHHUA OONBHBIX, KOTOPBI MOXHO



BHEAPUTE B [MPAKTHKY pa60T|>1 yl{pexc,uennﬁ, KOTOpBIE BENYT l'lO}IOGHBD(

TTaIIHEHTOB.

CrpykTrypa padoThi

Pabora usnoxeHa Ha 148 cTpaHMllaX MAITMHONHUCHOIO TEKCTA, COCTOUT M3
TpPagMLUMOHHBIX pa3aeloB (BBemeHHe, 3 T[WaBbl, 3aK/OYeHHe, BBIBOMBI,
NpaKkTHYeckHe  peKoMeHjauMd W Oubnuorpaduueckuii  CMHCOK) H
npousutocTpipoBaHa 28 TabauuaMud W 25 pucyHkamu. B 6ubnnorpaduueckom
conucke 106 nuTepaTypHbBIX MCTOYHMKOB, M3 HuWX 10l HHOCTpaHHBI® H S

OT€UYECTBEHHBIX,

B rnaBe | — o63ope nuTEpaTypbl OMMCaHBl MCTOpHs H3yuenus (peHoMeHa
HEKOMMaKTHOro MHOKap/a, ero 3nHIeMHONOTHS, COBpEMEHHBIE MpeacTan/ienls oo
STHOJNOTHH, BO3MOXHOCTW  ob6ciiefoBaHMs  TakuX  OOJbHBIX,  BKIIOYas
HMHCTPYMEHTAJIbHbIE METONbl OHAarHOCTHKH M  JHAarHOCTHYECKHE KpHTepUM
HEKOMIIAaKTHOTO Muokapaa JeBoro xenynouka. OrzmensHele pasgensl 063opa
NOCBSILIEH TreHeTHYecKMM OclioBaM 3abosieBaHHS, METOAMKAM  MEIHKO-
FeHETHYECKOro KOHCYJbTHPOBAaHHSA TMpPH HEKOMNAKTHOM MHOKapIe JIeBOro

XKEnyaodka, nmogxongaM K JIEHYEHHIO.

B rnaBe 2 onucaHbl MaTepHajlbl U ME€TOAbl HCCJIENOBaHHA, B TOM 4YHCIE,
XapaKTEpHCTHKa 06CJ'ICIIOBaHH0l71 [pYyIibl NAaHHEHTOB, IIPOTOKOJI obcrnemoBaHUs H

’ MOJIEKYJIAPHO-TEHETHYECKHE H CTATUCTHYECKHE METObI, IPHMEHEHHBIE B pa601‘e.

I'naBa 3 comepxHT pe3yiabTaThl MX ob6cyxaeHHe. OnucaHbl KIMHHKO-
reHea’ioryueckass XapaKTE€pUCTHKa C(OPMHPOBAaHHOM 1Pyflilbl  [AUHEHTOB,
aHaTOMWYECKHEe BAapHaHTbl pEMOIEJMPOBaHHS MHOKapaa Yy NauMeHTOB C
HEKOMIIaKTHBIM MMOKAapIOM JIEBOrO XKeNyHOYKa, pe3yJbTaTbl MOJEKYJISPHO-

F€EHETHY4YE€CKOro aHalik3a, Oﬁcy)KIIeHbI BOflpOCbI HHTEpNpETallHH TeHETHYECKHUX



BapUaHTOB y MAllMEHTOB C HEKOMIIAKTHbBIM MMOKApAOM JIEBOTO KelydouKa,
addextuBHOCTH JHK-1HarHOCTHKN HEKOMIITAKTHOTO MHOKap/a JIEBOTO Xely0o4uKa
B Halueil [rpymnne IalMeHTOB, NpHBeleH KIMHWUKO-TeHeaforMyeckuii aHamus3
3abo/ieBaHNs M aHalu3 KOppemsilui «reHoTun-¢peHotTHm». B 3akmoueHun
Pe3lOMUPYIOTCS OCHOBHBIE pe3ynbTaThl paboTel. BBIBOABI COOTBETCTBYIOT LienH U
3a7a4aM JuccepTaudoHHON pabotel. ConepkaHue aBTopedepara COOTBETCTBYET
COIepkaHUI0 OuccepTauvu. Pe3ynbTaTbl IMOJHOCTHIO OIYOJHMKOBaHBI, HHUCIO

cTareii B pelleH3MpyeMbIX XypHanax, BXoasmux B nepedeHs BAK nocrarouHo.
IMpuHUMIIHANBEHBIX 3aMe4aHuil K paboTe Her.
Bonpocsr:

1. MoxHo nu pacCYHThIBaTh, YTO NMPH YBEJIUYEHHUH MNAHEIH HUCCIENYEMBIX
TF€HOB MOTYT OBITH BBISIBJIIEHBI JOIIOJIHUTEIbHbIE T€eHETHYECKHE pa3ininsa

Mexay rpynnamu?

[38)

. TIpu nccienoBaHuy OOJNBLHBIX, UMEIOLNX «IWJIATALIMOHHBIIN» (GeHoTH,
He u3ydalach CTPYKTypa reHa THTHHa — Haubosiee 4acToro MecTta
JlOKauM3aluy naronorudeckol Myrtauuu npu  JIKMI). Morno im

BKJIFOY€HHE JaHHOTO 'eHa B NNaHEJIb K3MEHHUTH I10JIy4Y€HHBIE pE3YJIbTAThI.

3ak0ueHHe

Taxum obpa3zom, auccepranoHHas padbota [Toysik Mapraputsl EBreHbeBHbBI
Ha Temy «KiMHUKO-TeHeTHYeCKHil NOIMMOpPPU3M CHHApPOMA HEKOMIIAKTHOTO
MHOKapAa JIEBOrO >KelTy[odYKa ,y POCCHHCKMX OONBHBIX», MpeICTaBIE€HHas K
3alluTEe HAa COMCKaHWE YueHOM CTeheHu KaHAMOAaTa MEAMUMUHCKUX HayK II0
cneupuanbHocth  03.02.07 — reHeTuka, sBIfAETCS 3aBepLIEHHOW Hay4yHO-
KBaJTN(PHUKALIMOHHOW paboToi, BBINOJHEHHOW N0OJ PYKOBOACTBOM JOKTOpa

MeAMLUHCKUX HayK, 3akus3pMHHCKON Enerbl BanepseBHbI. PaboTa BhIlONHEHA Ha



AO0CTaTOYHOM METOAUYECKOM YPOBHE M COJAEpPKUT HOBOE pEUICHHE aKTyaJILHOFl
Hay‘IHOFI 3a4a4U — HU3YHYEHHE I€HETHYECKOI'o CNEKTpa CHMHApOMa HEKOMIIAKTHOI'O

MHOKap/aa JIEBOIO XeJyao4Ka.

HucceprannoHHas paboTa COOTBETCTBYET TpeGOBaHuﬁM, npeabsBIIIeMbIM
BAK « kanguparckuM pauccepranusM. PaboTa COOTBETCTBYET KpHTEpHSM,
yCTaHOBJEHHbIM 1.9 «IlonoxeHreM O Mopsiike NPUCYKAEHHUs YUeHbIX CTereHel»
(TIToctanoBneHnue IMpaBurtenscTBa PD ot 24.09.2013 r., Ne842), npenpsBiseMbIx K
JUCCepTallMOHHBIM paboTaM Ha COWCKaHWe Y4YeHO! CTeneHd KaHauaara
MeIULMHCKHX HaykK, a ee aBTOp 3acily)KHBAeT NMPUCYKIEHHUS MCKOMOMN CTeNneHH 10

cnenuansHocTH 03.02.07 — reHeTHKa.

OduunansHLIA ONIOHEHT:
3aBeAYFOLINH TEPBUYIILIM COCYIUCTHIM OTAeNeHHeM
I"ocyiaperBEHHOr0 HHO/DKETHOTO YHpexAeHUs
3apaBooxpaHeHus «I oponckas knuHU4eckas 60:1bHuLa NoS |
HenapraMcHTa 31paBOOXpaHeHust ropofa MOCKBbI»

JOKTOp MEIULIMHCKUX HayK, podeccop

[Undp cneunansnoctu: 14.01.85 — kapauonorus

JIOKTOp MEAULIMHCKUX HayK,” . |/
npogeccop -
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