OT3bIB

o(MIHATEHOTO ONMOHEHTA, IOKTOPA MEHITHHCKIX HayK,

BeyIIIero Hay4HOro COTpyaIHHKa HAYYHO-KOHCY/IBTATHBHOTO 0T/
deepanbHOTO roCy1apCTBEHHOTO OHOIKETHOTO YUPEKIACHHS
«MeauKO-TeHeTHIECKH HayYHBIH LIEHTP» Poccuiickoi akaaeMuy MEINITHHCKHX HAYK
Pynenckoii ['anunbl EBreHbeBHbI
Ha THCCepTalHOnHYI0 padory MyxamMeToBoi Perunbl PUHATOBHEI
«Muotonmyeckas auctpodus [ Tuma B Pecrydmke BaikopTocTaH:
SIMHIEMHOJIOTHYECKas XapaKTePHCTHKA, KITHHHKO-HHCTPYMEHTAIbHAA olleHKa 1epeOpanbHbIX
[IPOSIBIIEHHUID), IPEICTABIICHHYIO HA COHCKAHUC yueHOil CTEeNeHH KaH/i1aTa MEMLMHCKUX HayK
1o crermanbHocTh «14.01.11 — HepBHBIE OOIE3HUY

Pa6ora P.P.MyxameToBOI MOCBSALIEHA H3YUCHHIO MHOTOHHYeCKO# aucTpoduu 1-ro THIA
(MJT1) — «xnaccndeckoii» MJL. Takue XapakTepHCTHKH DOIE3HH, KaK BBICOKAs qacToTa (B
cpelHeM B MHpE 3TO caMmas pacrlpOCTpaHeHHAs HacIeICTBEHHAS MpllledHas 601e3Hb),
OMHHAHTHOE HACIIEIOBAHUE C BEICOKAM PHCKOM AU MOTOMCTBA 0OJBHBIX H
GecCHMITOMHBIX HOCHTENEH MyTallHH, IPOrpecCHpyIOMICe, HHBaJIHAH3UPYIOLIEE TCUECHHE,
MHOIOCHCTEMHOE TTOPaKeH e, YTSKEA0Mee KTHHHYCCKYIO KapTHHY H 3aTpyIHAIOIIEE
AMATHOCTHKY, OTCYTCTBHE ) )EKTHBHOTO JIEUCHHUS U, BMECTE C TEM, BO3MOXKHOCTD
reHeTHYECKOH NpoHIaKTHKH ITYyTEM npeHaTaanoﬁ/npenmmnnamaunoauoﬁ JTHK-
IMATHOCTHKH 00YCIOBIMBAIOT MEIHKO-COUATbHYIO 3HATUMOCTD. MaxkcHManbHO MOJIHOE
CBOEBPEMEHHOE BBHISBICHHE, MHOTrOMpodHIbHOE 00C/Ie10BaHNE 1 BECHHC 601bHBIX,
COBpPEMEHHOE MEIHKO-TEHETHUECKOE KOHCY IbTHPOBAHMUE (MI'K) OTSrOIIEHHBIX CeMeH
JABIISIOTCS HACYIIHOM 3anadeit. MJI1 6bira 1 OCTaeTCs HHTEPECHBIM ¥ uH(QOpMaATHBHBIM
HAYYHO-HCCIIeI0BATEIbCKAM 00BEKTOM B HEBPOJIOTHH H MeIMIIMHCKOHN reHeTuke, 0COOCHHO
B CHIY ee FeHeTHUEeCKHX 0COOeHHOCTeH: oco0blil XapakTep MyTalluyd — paCIIMpCHHE
necTabubHo# BeTasku L{TT-nosTopos B rene DMPK ¢ (penoMeHaMH aHTHLHUNALKH 1
MMIIPHHTHHIA, PA3HOCTOPOHHUH (TTeitoTpONHBI) 3 deKT MyTaluii, 3THO-reorpaduiecKkas
HEpPaBHOMEPHOCTb X PaclpOCTPaHEHUs ¢ OUaraMu HAKOIUIEHHs, KaK B baliKHpHH.
HecMOTpst HA MHOTOJIETHIOIO HCTOPHUIO H3YICHHA MJI1 B Mupe U, B 4aCTHOCTH, B balIknpuu,
re 3TH paboThl BeAyTCs 0BOJIBHO JaBHO, € [IPHBICHCHUEM XOpOLIO Pa3BUTOI B
pecny0IiiKe MONIEKYIAPHOH I€HETHKH (JTHK-anarnoctuka M/I1 Hayata eme B 1995 r.), pan
BAYKHBIX ACMEKTOB HE MCCIIEI0BAH MM HCCIEe0BAH HEIOJIHO. [ToaToMYy AMccepTallHOHHAA
pabota P.P.MyxameTOBOH, pellaioLas 1Be B3aMMO/I0MOIHAIONIHE TPYIBI 3a1a4 —
SIHIEMHOIOTHYECKHE, C CO3IaHHEM PeCIyOTMKAHCKOro perneTpa MJI1 ¥ KIHHHKO-
naToreHeTHUYecKHe (Mccaea0BaHHe LepedpalbHbIX CHMITOMOB MJI1 1 u3yueHHe KayecTBa

SKU3HH OOJIBHBIX) — HECOMHEHHO, SBJISCTCA AKMya1bHOIl.
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Hayunyto noeusny conepxar oba pasaena paborsl. B HMUAEMHOIOTHYECKOH YacTh
CYIIECTBEHHO CKOPPEKTHPOBAHBI IPEKHHE JaHHbIE O PACTIPOCTPaHEHHOCTH M/I1 B
BalIKHpHH, BHOBb [IPOBEACH CPaBHUTENBHBII aHAN3 17151 OCHOBHBIX STHUYCCKHIX TPYIII,
reorpaHIeCKUX palioHOB M TEPPUTOPHANBHBIX «KYCTOBY, TOPOACKOTO 1 CEIBCKOTO
HaCeJIeHNs] — C TPAKTOBKOM BBIABICHHBIX Pa3iH4ui (9QeKT ocHoBaTEN H ap.). Cosznan
COBpeMeHHbIi aBTOMaTH3UpOBanHbIil peructp M/I1, conepKallui KAMHHKO-TEHETHUECKHE
TanHbIe 060 BCeX 3aperHCTPHPOBAHHEIX GOJIBHBIX H CEMbSX H JOCTYIHBIH B CETH
pa3IMYHBIM CIEIHATHCTaM, YYaCTBYIOIHM B MEHKO-COLHATBHOM o0cayKHBaHHH
BOJBLHBIX, @ TAKKEe Hay4HBIM pabOTHHKAM; MOKa3aHbl NPEHUMYIIECTBA PerucTpa 1o
CPaBHEHHIO C MATEMaTHYECKHM MOJEIHPOBAHHEM sl STTHACMHUOIOTHUCCKHIX
{ccseI0BaH|i. B KIMHHYECKOH 4acTH MOJIy4€Hbl HOBBIEC JaHHBIE O B3aHMOCBA3H
[OKa3aTeJiell HaJcerMeHTapHOro BEreTaTHBHOIO 00eCIeyeH s ¢ PEaKTHBHOCTHIO 1epeOpanbHOro
apTepHATBLHOTO pycia, BKIale BEHO3HOH MUCYHKIMH, AeTALAX paccTpoHCTB CHA U
GoapeTBoBaHus Y GOMBHEIX, MOP(POJIOrHYECKHX H3MEHEHHAX TOJIOBHOTO MO3Tra [pH
Heifposu3yanu3aiuy. HakoHell, camy OCTaHOBKY BOMPOCA O Ka4eCTBE KH3HH DOJBHBIX C
XPOHHYECKOii HAC/IEICTBEHHOH HEPBHO-MBILLIEYHOI OONE3HBIO (B nannoM cayyae M/I1) u
BBIABJICHHE OCHOBHBIX (DAKTOPOB, OTpPEIEIAOUIIX KaueCTBO JKU3HHU, Ul HalleH
HEBPOJOTMUYECKOH HAayKH H MPAKTHYECKOrO 3PABOOXPAHEHHS ABJISIOTCSA OTHOCHTENIBHO
HOBBIMH, XOTSl B MHPE 3TO#H COBPEMEHHOM 1Ipo0IeMe MOCBALIEHO MHOKECTBO HCCleI0BaHHH.
O6BeM MaTepuana 000X Pa3JenoB, N0JIHOTa cOopa MUACMHOTOTHYECKHIX CBeJIeHHH M3 Pa3HBIX
MCTOYHHKOB (IKCIIEIHIIMH, OTYEThl HEBPOIOTOB M JIp.), COBPEMEHHBIE HEHPOICUXOIOrHYECKIE U
MHCTPYMEHTAIbHbIC HCCIIEI0BAHNS, HCTIOIB30BAHHEIC U1 OLICHKH LepeOpanbHbIX QYHKLUH,
a/leKBATHbIE METOIbI CTATHYECKOH 00paboTKH 00€CIE HBAIOT QOCHOEEPHOCH1b TIOTY ICHHBIX
JIAHHLIX ¥ BBIBOJOB. X0Ta paboTa nocssmena MJI1 B bamkupuu, ee Hay4Haa UueHHOCHb
uMeeT OoJiee MIHPOKOoe 3HaYeHHE. DTO OTHOCHTCS HE TOJIBKO K HOBBIM CBEACHHAM O
MeXaHH3Max LepedpanbHoil THCOYHKIHN I KadeCcTBe JKU3HU OOJIBHBIX, HO U K
MONYIAMMOHHOMY pa3jeiy, pe3yIbTaTbl KOTOPOro BHOCAT BKJIaA B KOMHIKY MHPOBBIX
JAHHBIX O reHeTHyeckoil amuaemuonorud MJ11. C TOUKH 3peHHs npaKmu4eckoi
3Hauumocmu pa3pabOTaHHBI 1 peanbHO pabOTAIOLINI PErHCTP Yype3BLIYaHHO BaXKEH HE
TOJIBKO 71 3ApaBOOXPAHEHHs pecnyOIHKH, HO MOKET CJIYKUTh IPHMEPOM CO3/1aHIA
110106HBIX PErHCTPOB OT/AE/bHBIX HO30JI0THI MM rpymnn GonesHel, HanpuMep, HEPBHO-
MBILICYHBIX, B APYTHX PErHOHAaX. JTO HeYacThli MpuMep B3aUMOJICHCTBHS HAa OCHOBE
perscTpa HeBPOJIOroB, KIHHHYECKHX H MONIEKY/ISPHBIX TEHETHKOB U APYTHX CHCUHATHCTOB,
BOBJICUEHHBIX B PA3HOCTOPOHHIOK IIOMOIIb GOIBHBIM B ceMbaM. K cokanenulo, Takue

PETHCTPHI B CTPaHe eAMHHYHEI (aBTOP MPUBOJUT MPHMEPHI): axke NPOBEJCHHLIC B TOM HJIH
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MHOM PErHoHe JIHIeMHOIOTHYECKHE HCCICJOBAHNA Jalle 3aKaHTHBAITCA pekoMeHaauuen
CO37aHMs PErHCTPa, YeM €ro PealbHON OpraHu3almen. Hano ckazarh, 4TO 3TO CIIOXKHAA
paGoTa, 111 KOTOPOil He BCEraa ecTh pHUHAHCOBBIC, KAIPOBbIE U IPOYHE BOSMOKHOCTH.
Hakomell, JaHHBIE 0 MHOTO0OPa3HbIX IlepedpaibHBIX TPOABICHUAX, KOTOPBIM 00BIYHO HE
yJenseTcs J0CTaTOYHOr0 BHUMAHKSA H Ha IHarHOCTHYECKOM 3Tale, H B MPOUECCE BEACHUA
GOBHBIX, TPH3BAHBl OPUEHTHPOBATH MPAKTHYECKAX Bpayeii Ha 3TH CUMIITOMBIL, HX CBA3b C
OCHOBHBIM 3a00IeBaHHEM, BO3MOKHOCTH KOPPEKIIMH, a TAKKe Ha BHUMAaHUE K HUM B
npouecce 00yYeHHs ¥ MOBBIIIEHUS KBaIH(UKALHE BPAICH.

O6vem u cmpykmypa ouccepmayuu. Jluccepraiiis n3J10KeHa XOPOIIHM JIHTCPaTypHEIM
I3BIKOM 10 KJIacCHUecKoi cxeme Ha 140 cTpaHHMIax MAIIHHOIKCH, HITOCTPUpOBaHa 23
PHCYHKaMH, COJePKHUT 16 Tabiuil, COCTOMT U3 BBENACHHUA, 0030pa TuTepaTyphl, ONMHCAHUA
MaTepHanToB H METO0B HCCIIC0BAHHS, ABYX PA3HbIX 110 00BEMY I/1aB, MOCBALICHHBIX
pe3ylbTaTaM COOCTBEHHBIX HCCIIEIOBAHMH, O0CYKICHUSA, BBIBOJIOB H IMPAKTHUECKHX
pexoMeHanuii. YKasaresib TMTEpaTyphl BKIO4aeT 285 HCTOYHAKOB! 60 0TeueCTBEHHBIX,
217 WHOCTPAHHBIX HCTOYHUKOB H 8 COGCTBEHHBIX MyOIHKAIHI.

Bo ggederun W3I0KeHbl Ie/b, 3aa4i, HOBH3HA, IpaKTHYecKas 3Ha4YHMOCTb, OCHOBHBIC
[10JI0KEHK s, BHIHOCHMBIE Ha 3amMTy | T.1I. 1lens, 0003HaYeHHYIO KaK «ONTHMU3aLH
JMATHOCTHKH H YJIydIIeHHe KauecTsa sKi3Hu nanuentos ¢ MJI B PecnyOnuke bamikoprocTan Ha
OCHOBAHHHM Pe3yJIbTaTOB KIMHHKO-3IIHIEMHUOTIOTHYECKOr0 HCCACI0BAHMA, MOKHO ObLI10
chopMyIHPOBAT LIHPE: KaK yKe OTMEUYEHO, [IOYUECHHbIE 1aHHbIC HE HCUCPIIBIBAIOTCA
3HauyeHHeM s pecnyOauKd. B myHKTe «IpakTHyecKas 3HaYHMOCTb» (c.8) ykazaHo, 4TO
JaHHbIE O PACTIPOCTPAHEHHOCTH 03BOJIAIOT OLEHHTH notpebGrocts B MI'K, HO HX 3HaUeHHE
TOKE LIMpE: 1 OpraHU3alHHi JedyeOH0-AHarHOCTHYECKOH MOMOLIH H COLHANLHOIO
oGecredenus 6OMbHBIX (CO3IAHHBIN PerHCTp MpelycMaTpHBaeT 3TOT acnekT). B pasnene
«HAy4Has HOBU3HA» (W psile APYTUX pa3jenoB) HeyaauHa GOopMyTHPOBKA «yBEIHYCHHE
PACIPOCTPAHEHHOCTH»: OHATHO, YTO pedb HAET HE O POCTe 3a00/ICBAEMOCTH, @ 0
CKOPPEKTHPOBaHHON LKdpe B cBA3H ¢ 0JI€e MOIHBIM BBIABICHHEM, Ha UTO H yKa3bIBACT
aBTOP (B BLIBOJAX 3TOH HETOYHOCTH HET).

0630p Aumepamypsl B COOTBETCTBHH € 3a1auaMu paboThl BKIIIOYACT BE YaCTH:
IMUIEMHOIOTHYECKYIO U KIHHHYecKy10. CilelyeT OTMETHTh BBICOKYIO JIOJTIO
MCIIONb30BAHHBIX paboT moc/aeHuX 1eT — BIIoTh 10 2014 r. B meppom pasjeie o630pa
0APOGHO OTpaskeHbl OOIIEMHPOBBIE H POCCHHCKHE JaHHBIE 00 JMHAEMHOIOTHH M1,
CYMMHPOBAHBI CBEJIEHHs O CYIIECTBYIOIMX B MHPE KPYMHEHIIHX PErHCTpax. 31ech MOMKHO
OBLII0 OCTAHOBUTHLCS Ha METOJax 3MHACMHOJIOTHYICCKHX HCCHGHOBaHl/Iﬁ. EcTe n1Ba OCHOBHBIX
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OTATOLIEHHOCTH Ha MOMEHT 00C/IeIOBaHHS K OCHOBAHHBIH Ha JaHHBIX PErMCTPOB (KaK B JAHHOM
ciydae), 00bIuHO 0OecreyuBaroLIHi 6071ee MOIHOE BLIAB/ICHHE. Pa3Hble METOIBI Hapsy ¢
o0beMaMH BbIOOPOK MOTYT BHOCHTE BKJIaZl B MEKIIONY/IALMOHHBIC pa3IHyis Haps1y C
00BEKTHBHBIME IPHYMHAMHE (4acToTa MyTaluii). Ellle 07MH BO3MOKHBINH HCTOUHHK Pa3IHYHi:
npu nposeaeHnn JJHK-muarnoctuxn MJI1 B ceMbsIX HEKOTOPBIE HCCICI0BATE/IH BKIIHOUYAIOT B
pacueT OTArOLIEHHOCTH OECCHMITOMHBIX HOCHTENIeH MyTaluH (HEMOoIHas NeHETPAHTHOCTh IIPH
MJI1 xoporiio u3BecTHa), APyrHe — TOIBKO KIMHUUECKHE ClIyyan. ABTOP He LHTHPYET
nomnysHoHHbIe Heenenosanus MITHI] PAMH, npoBe/ieHHBIE B COTPYIHHYECTBE C Y YUMCKHM
HayuHbIM LeHTpoM PAH B 8 paitonax bamkupuu B 2005-2008 rr., rae MJ11 usy4anach B Yucie
JPYTHX MOHOTEHHBIX 00/Ie3HEH, HO 3TH PE3yIbTaThl YaCTHYHO BK/IIOUCHBI B INTHPYEMbIE
nanHble M. M. XuausToBoil, yuacTBoBasiueii B 3ol padore. HeGonbiuoe 3amevyaHune:
oTcyTcTBHE caydaeB MJI1 B psije MOMy/ISUHOHHBIX POCCHHCKHX HCCIIEI0BaHui (Y yAMYpPTOB,
ajasireiines, B TBepckoit u Bosrorpa/ickoii 061acTsx) He TOBOPHT O HEXapaKTePHOCTH 00JIe3HH
JUTA PETHOHOB B 1esoM (¢.19): ciydan MJI1 He BCTPETHIHCH H3-32 MATIOUHCIEHHOCTH BHIOOPKH
(o6cenoBanHas nomysuus Teepekoil 0611 cocTaBuia Beero 75 ThIC. 4ell., ajpireiies — 60 Toic.
YeI.) WM ObLTH IIPOIYLIEHBI; BIHSHUE TAKHX (PAKTOPOB aBTOP CaMa OTMEUaeT B Hauane 0030pa.
Bo BTOpOii yacTu 0630pa pacemarpusatoTes Hepedpanpabie cumntoMbl ML, MeTos! nX
M3YYEHHS U COBPEMEHHBIE NPEICTABIICHHUS O IATOTEHETHYECKHX MeXaHn3Max. OTaenbHbIH
pa3aen CyMMHUpPYeT HEeMHOTOYHCIIEHHbBIE HCC/IeJOBaHMUS KauecTBa Ku3HH OosbHbIX M/I1.

['naBa 2 «Mamepuansi u Memoobl» XapakTepH3yeT HCIOIb30BaHHbIE METOI0B: KPATKO yKa3aHbl
HCTOYHMKH CBEJIEHHH 0 GOJILHBIX (HA HHX MOYKHO OBLIO OCTAaHOBHTELCA NMOAPOOHEE), OMHUCAHEI
MHCTPYMEHTAJIbHBIE METOJIbI HCCIIE0BaHNs LepeOpaibHbIX QYHKIMA, METONKA OLICHKH
KauecTBa KU3HH, METO/IbI CTATHCTHYECKOH 00pabOoTKH JaHHBIX. Y Ka3aHbl KpUTEPHH 0TOOpa B
oCieJ0BaTeIbHEIE ATamsl padoThl, HO COOCTBEHHO MaTepHall — KOJHYeCTBO U HEKOTOPbIE
001IMe XapaKTEPUCTHKH BCEH BHIOOPKH H MOATPYIIL, BKIIOYEHHBIX B KJIHHHYECKUH pasaer, a
TAK)Ke KOHTPOJIBHBIX TPYIIIT — IEPEHECEH B pa3/ielibl I71aBbl 4; KOJIMYeCTBeHHAs XapaKTEPHCTHKH
marepuasa B ruase 2 Obpl1a OBl LenecooOpasHa.

B 2nase 3 KpaTKo oXapaKTepH30BaHa HCTOPUs (OPMHPOBAHHS HacEIeHUs PeCyOIHKH,
NpPUBEIEHBI HYXKHBIE A1 pabOThl CTATHYECKHE JaHHBIE O KOJIHYECTBE HACCICHHUA,
HAIHOHAILHOM COCTaBe, HEPAaBHOMEPHOCTH pacceleHuss OCHOBHBIX dTHHUUYECKUX IPYIIIL,
COOTHOIIEHHUH FOPOJACKHX M CEIbCKUX KHTENIEH H T.II.

I'nasa 4 «Pe3yibmamst cOGCHMEEHHO20 UCCIE006AHUAY» COCTOUT U3 JIBYX 4acTeH.
HeGoabmoii o o6bemy paszaen 4.1.« DuugeMrHoornyeckas XapakTepHCTHKA MEOTOHHYECKOH
auctpoduu B PecnyGauke bamkoprocTtany peuiacT nocTaBACHHYIO 3a1a4y: ONpeaeIeHHe

pacnpoctpanernnoctd MJ[1 B pecniyO/HKe B IIeIOM, OCHOBHBIX STHHUYECKHX IpyImax,
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paiioHax, ceqbCKOM H FOPOJICKOM HaceleHuH. ABTOP n3beskana norpeliHocTex,
BCTPEYAIOIIMXCA B HEKOTOPBIX 3MMACMHOIOTHYCCKHX paboTax, OCHOBAHHBIX Ha PerucTpax Wi
KApTOTEKaX: HCKITIOUYEHbI yMEPIIHE H BEIEXaBIIME U3 PErHOHa O0IbHbIC (HO aHAIM3 IPYILIBI
yMepLnx GOJIBHBIX COCTABIACT BaKHYIO YaCTh KITMHHYECKOro pasaena). OOuui nokasaress
pacrmpoctpaneHHOCTH 6,53/100 ThIC. Yel. 0Ka3alcs BBILIE, YEM B IPEAIICCTBYIOMINX,
npuYeM HeJaBHHX HccrenoBaHusX. Jlaxe Mo CPaBHEHHIO ¢ TaHHBIMHU CTAaTbH aBTOPA 2011 r.
Ha MaTepHase PerucTpa, 3a 3 rojia 4uciao 6ombHbIX Beipocio ¢ 212 1o 265, a noka3arteib
PaCIpOCTPaHEHHOCTH — ¢ 5,2 10 6, 5, mpuueM 0COOEHHO 3a cyeT OalKup: ¢ 7, 2.ma 111,
OueBHIHO, U TTOCIEHHE H(PHI HE T0KHBI a0COMOTU3MPOBATECA U OYAyT MEHATHCA 110
pa3HBIM MPHYMHAM, XOTs, HABEPHOE, J10 CHHKEHHUs 3a0071eBaeMOCTH, KakK B KBebeke, onbIT
KOTOPOrO YIIOMSHYT, ellle JaneKo. PerucTp, 0AHOBPEMEHHO SBJISIOIIMICS U OJHOM U3 1esel,
H METOAMYECKOi OCHOBOI JaHHOi paboThl, MPH BCeX ero MPEHMYIIeCTBaX, COBPEMEHHOM
OpraHu3aliy ¥ O0beKTUBHOCTH (POPMHPYETCs Pa3HBIMH JIIOJIbMU M3 Pa3HbIX HCTOYHHKOB H
Toske OyJeT COBEPIICHCTBOBATLCA. by Iyun 3aBeplIeHHBIMH 0 3a/la4aM JHCcCepTaliy,
10JyYeHHble JaHHBIE OCTABISAIOT BO3MOKHOCTH AT H3y4EHHA HCKOTOPBIX aClICKTOB B
nanbHeiimeM. [pencTaBiseTcs BayKHBIM CTATHCTHYECKOE CPAaBHEHHE HOBBIX H MPEKHAX
nokasarteneil — Kak COOCTBEHHBIX Ha Pa3HBIX dTanax paboTel, TaK U OCOOCHHO — JaHHBIX
JPYTHX aBTOPOB, MOIYYEHHBIX Pa3HbIMH METOaMH (KpOMe MOJCIMPOBAHMS, I/Ie TaKOe
cpaBHeHHe NMPOoBeAeHo): pe3ynbraTtoB .M. XuauaToBoii mo Beek pecnyOnHkKe,
yKeneaunuonHbIX aanusix MTHIL no 8 paitonam u ap. Takke HHTEpecHO ObLIO OBl
KOHKPETH3HPOBATh, YTO CTOMT 3a «yIy4ILICHHEM BBISBJICHHA), KOTOPbIM aBTOP 00BsICHSAET
pOCT MmoKasaTesieii (MpH TOM, YTO B pasjielne 4 mokasaHa HeJoCTaTo4Has 0CBEJIOMICHHOCTD
Bpaueit Ha Mectax 0 M/I1): Goj1€€ MOJIHbIC CBEACHUA N3 OTAC/IBHBIX pailoHOB? HOBBIE
HCTOUHHKHA HH(pOPMAIIHH, TIOTOHAIONIAE PerHeTp? BKIIOUEHHE B PErHCTP OECCHMITOMHBIX
ClIyYaeB, BBIABICHHBIX TPH MOJIEKY/IAPHO-TEHETHYECKOM 00C/IeJ0BaHHH CeMei? apyrue
npuurHbl? TakoH aHanu3 uMen Obl 3HAYEHHUE U1 OLCHKH METO/10I0THH MOMy IAIIHOHHBIX
JiCCIIeI0BAHHMH M OpraHu3aluu paboTsl perucTpoB. B Tabi. 4 1 5 mpeacTaBIeHbl KOIHIECTBO
GOIBHBIX M pacrnpocTpaneHHOoCcTh M/I1 10 paiioHaM B CEIBCKOM MU TOPOACKOM HACEICHHH
(u3 Ha3BaHus Ta0MI. 4 HESICHO, YTO peYb UAET TOJIBKO O CEIbCKOM HAaCceICHUH; B Tabiu. 5
ce0Bano OBl YKa3aTh, K KAKAM pailoHaM MPHHALIEKAT ropoJa paioHHOrO MOAYHHEHH:
He BCerja 3TO MOYKHO ONpeIeInTh Mo Ha3BaHHAM). JlaHHbIe O HEpaBHOMEPHOM
pacrpe/ie/leHHH H HAaKOIUIEHHH B OT/EJIbHBIX paiOHaX B LEJIOM COryacyores ¢
MONMYYEeHHBIMH PaHee, HO M0Ka3aTeld CKOPPEKTHPOBaHbl. Pa3jie/IbHOE MpeCTaBICHHE
FOPOJICKOTO H CEJIbCKOTO HAacelIeHH:A JEMOHCTPUPYET pasJIHuHs pacnpoCTPaHEHHOCTH B 3THX

IBYX IPYIIAax, HO OTPHIBAET FOPOJA OT HX PaiOHOB: MOJIE3HOH Obuta OBl 1 TadaUIA
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PaCIpOCTPAHEHHOCTH BO BCEM HAcEICHAN PailoHOB. Pasantus nokKasaresiel ¢ «IIpUBA3KOH»
K STHHYECKOMY COCTaBY [UIS YaCTH PallOHOB ¥ PErHOHANBHBIX «KYCTOB) MPHBEACHBI B TEKCTE.
O6cyk1as BbisBICHHbIE TEPPHTOPHATBHbBIC U STHHYECKHE H IPYTHE PA3Inins, asTop
CIIpaBe/LTMBO YKa3bIBAeT HA H3BECTHBIE FeHETHUECKHE H MOMYJISIUHOHHBIC PUIHHEL (uacroTa
myTtanun M/11, apdext ocHoBaTe, npediQ reHoB, MATPaLKs), HO YITOMHHACT U 00BACHEHHS C
KOTOPBIMHM TPY/IHO COTJIACHTBCS: 00YCIOBJICHHOCTD PACIIPOCTPAHCHHOCTH Y Hawkup Oosnee
BBICOKOH POJKIAEMOCTHIO B OAIIKHPCKHX CEMBAX; CBSI3b PasIMINi FOPOACKHX H CEJIbCKHX
rnokasateseii ¢ Oosblei posKIaeMOCThIO Ha celie (BIIPOUeM, B BBIBO/IbI 9TH He0DOCHOBAHHBIE
[PENOJIOKEH S He BKIHOYeHbI). Ellle 0/IMH 3ac/1yKHBAIOMIHH PACIIHPEHHS ACIEKT —
reHeaaorHuecKuii, ceMefHblil. M B 9MHIeMHONIOTHYECKHX JIaHHBIX, U B XapaKTepHCTHKE
perucTpa NPUBEIEHO YHMCIO OONBHBIX, HO HE cemeii (uTo ecth B ctaTbe 2011 r.). M3BecTHO,
4TO BCero 1-2 ceMbH ¢ HECKOTLKUMHM OOEHBIMH B HEOOIBIIOH MOMY IALHH MOTYT JaTh
«BCILTIECKY PACIIPOCTPAHEHHOCTH. PericTp, MMEIOLINA CeMEHHYHO HANPaBICHHOCTD, JacT
BO3MOYKHOCTB JOMOJHHTH 3MHIEMHOIOTHYECKHE JaHHbIE CEMEHHBIMH.

PaspaGoTanHblil aBTOMAaTH3HPOBAHHBIH perucTp « MHOTOHHYECKAs JUCTpO(us» ONHCAH B
paszoene 4.2. L|BeTHBIE PUCYHKH «OKOH» [AIOT OJTHOE MPECTABICHAE O €10 CTPYKTYpe H
BO3MOKHOCTSIX IOTy4eHUs HHPOpMaliH. bonbIIHHCTBO OOJIPHBIX HE POCTO BKJIIOUCHEI B
PETHCT, YTO caMo 10 cebe BakKHO, & HAXOAATCA MO AKTHBHLIM HaOmoieHrHeM. B ¢BA3H ¢ 3TUM
BOIPOC: KAK ¥ YGHMH CHJIAMH OCYLIECTBIAETCS AKTHBHOE HAO/IOICHHE HEBPOIOTHHYCCKIX
GoapubIx B MK, Ha Gase koTopoii aeifctByeT peructp? Tam padoTatoT reHETHKH-HEBPOJIOTH?
HeBposioru U Apyrue KJIMHUIKCTDL, aKTHBHO BE/IyIIHE GOJIbHBIX, JHCTAHIIMOHHO BHOCAT JaHHBIC
B perucTp (eciu 1a, Kak 3TO COrliacyercs ¢ aHOHHMHOCTBIO peructpa)? Hcmonpsyrores 0a
nyTu? Wiy peds HAET TONBKO O HAOIIOACHHH CEMbH IS renetnyeckoit mpodpuinaktuku? Hapsamy
¢ 265 GONIBHBIMH B PETHCTP BKIIOYEHBI 143 BEPOATHBIX HOCHTEIIA (KaK H 32 3 roja 10 3TOro); He
BIIOJIHE AICHO, KTO 3TO, H II0YEMY HX KOJIHYECTBO HE MEHACTCS B TY HIIH APYTYIO CTOPOHY. Bce
POZICTBEHHHKH TPYIIIbL prcKa? (HO HX, OYeBHIHO, GOJIBIIIE). Kaxkas monst peructpa B LeJIoM
oxsauena JJHK-IHarHocTHKON (MOMHMO IPYIIbl, BKIFOYECHHOH B yriayOJIeHHOE KIMHHYECKOoe
HceseI0BaHte, TIe MOJIEKYIAPHOE MOATBEpKAeHHE ObUIO OJTHUM H3 KPHTCPHEB otbopa).
«IIposenennas 111 unamsuaam JIHK-1#ardoCTHKY MO3BOIAIIA IOATBEPAATE MJI1 y 45». K10
3ti 111 HHANBHIOB U KTO OCTaJIbHBIE 667

OcHOBHAS 49acTh 1. 4 MOCBslIeHa KIHHHYECKOMY aHAIM3y H paslTHuHBIM MMapakIHHHYCCKHM
MCCyIeI0BAHMSAM, HAallPABIEHHBIM Ha XapakTepPUCTUKY PasHBIX CTOPOH nepedpaabHbIX
pacctpoiicts ipu M/11 (HyBCcTByeTcs, 4TO 3TOT pas/el Gmike 1 Oonee HHTEPECEH aBTOPY).
Pazoen 4.3 nact 0GLIYIO KIHHUYECKYIO XapaKTepHCTHKY 182 10CTaTOMHO o IpodHO

obce10BaHHBIX OOMBHBIX. MIHTepeceH W HEOObIYEH MOJAXOA K aHAIH3Y CHMIITOMATHKH,



CTABSIIMIA BO [7IABY YIa CyOBEKTHBHbIE OIIYIIEHHMs OOIBHBIX, HHIMBAIYATbHYIO 3HATHMOCTE
Tex WM HHBIX CHMITTOMOB — Ja’Ke IpH HATHYMH KOTHHTHBHBIX H/HJIH SMOLMOHAIBHEIX
pacctpoiicTs (tal:. 6). MBI XOpoLIO 3HaeM, YTO HE CaMBbIC TKEIIBIC CHMIITOMEL TIOpOii
BOCIIPHHHMAIOTCS OOJIBHEIME OCOOEHHO UyBCTBHTENLHO, HAIPUMED, TIPHU MJ/I1 y sKeHIMH 3TO
MOTYT ObITh paHHEE H3MEHEHHE JIHLa H 00 TBICCHHE. HMurepecHo ObLI0 Obl CPAaBHUTH JAHHbBIE
Tabi1. 6 ¢ 0ObEKTHBHBIM KIHHHYECKHM CTATYCOM, YTO YaCTHYHO CAeNIaHO B BHAC IPHMEPA, a
TaKKe IPOBECTH CPaBHEHHE I10 TONy. BakHbIe JIaHHBIE 2TOTO Pa3/ieia roBOPAT O HacThlX
MarHOCTMYECKHX OIIMOKAX HEBPOJIOroB (OMHOOYHBIH AHArHO3 y MOJIOBHHBI HANIPAB/ICHHDIX B
MI'K 601bHBIX), @ TakiKe 0 60J1ee IIHPOKOM CIEKTPe MPUYHH CMEPTH, 4eM NPHUHATO CHHTATE.
Pa3oen 4.4 nocBsiLEeH HefpONCHXOIOTHYECKAM H Pa3/IMYHBIM HHCTPYMEHTATBLHBIM
yeenenoBanuaM nepedpansubix GpyHkuui npu M/I1. Ioayyennble AaHHBIC yOeIuTenbHO
CBHIETEBCTBYIOT O BaJKHOM BKJIAJIE X PaCCTPOHCTB B KIIMHHYECKYIO KApTHHY H Tpedy1oT OT
KIMHALMCTOB GOBIIEro BHUMAaHUA K 9TOH cTopoHe Gose3Hu. [IpoBe/IeHbl CpaBHEHHA 1aCTOTBI 1
BBIPAKEHHOCTH PACCTPOHCTB € JIABHOCTEIO O0/IE3HH U APYTHMH I1apaMETpaMHL. [TonyyeHHbIE
JaHHBIE TOMOratoT B JHu(depeHIHpOBaHHOM [I0IX0/1€ K BEACHHIO 6OJIBHOrO B 3aBUCHMOCTH OT
Be/IyLIHX CHMIITOMOB H MX 3HAYHMOCTH, ke CyOBeKTHBHOM. TexHHUYECKOE 3aMEUaHue: B paae
TaBIMI He YKAa3aHO YKC/I0 00CIeI0BAHHBIX, IIPHXOIUTCA HCKATh €ro B TEKCTE.

Pazoen 4.5 110CBSIIEH KOMIUTEKCHOH OIIEHKe KauecTBa KHU3HH OOIBHBIX MJ11. [TpoGiema
KAUYeCTRa JKH3HH OOJBHBIX C PA3/IHYHBIMH XPOHHUECKUMH 0O/IE3HAMH — HE IPOCTO «MOIHALY, &
NefiCTBHTEIbHO 3HAUMMas Me/IMKO-COLHabHas npodaeMa, IMPOKO OCBEIIaeMast 34 pyOexoM,
TOrJIa KaK B Halel THTeparype, a TAKKe KIMHAYECKOH 1 MeIMKO-COIIHAIbHOM NMPaKTHKE eH
yenseTca HeI0CTaTOIHO BHUMAHHS. [IoMHMO MOJTyUeHHBIX KOHKPETHBIX JIAHHBIX no MJI1 arot
acreKkT pabOThl AUCCEPTAHTA MOKET CIIYKHUTh [IPUMCPOM 1717 N0 J00HBIX HCCIIEIOBAHUH [IPH
Ipyroif maTonorui. ABTOpP HCIOIB30BAJIA O/THH H3 MH(QOPMATHBHBIX OOIIMX ONPOCHUKOB, HO
CTABHT BOIIPOC O HEOGXOIUMOCTH pa3paboTKH creru(UYHBIX ONPOCHUKOB.

B 2na6e 5 4eTKO CYMMHUPYIOTCs ¥ 00CYKAAIOTCS OCHOBHBIE MOTYHCHHBIC IaHHBIC.
Bb1600bl 1t RPAKMUYECKUE PEKOMEHOA WUl TIOJHBI 1 060ocHOBaHBl. Bo3MOKHO, B BBIBOIE 1
KpOMe cpeJIHefi PACIPOCTPAHEHHOCTH MOKHO OBLIO yKasaTh 0c000 BBICOKYIO
PAaCIpOCTPaHeHHOCTh Y DAIIKHP, YTO MOTYEPKHYI0 OBl 3HAUMMOCTh BBIBO/A.

Ceedenus 0 noAHOme ONyOAUKOSAHHBIX HAYUHBIX MPYO06. Marepuaibl AHCCEPTALUHU MIOJIHO
Ipe/ICTaBIeHbl B 7 IeYaTHBIX padoTax, U3 HUX 4 — B u3aHMSX, peKoMeH10BaHHBIX BAK
Muno6puayku P®, anpoOupoBaHbl Ha Hay4IHbIX KOH(epeHIHsIX; CO3/1aHa aBTOMATH3HPOBAHHAs
Gasa JaHHBIX (CBUETENBCTBO O FOCYAapCTBEHHOM perucTpalui Ne2010620534).
Aémopegepam NONHOCTHIO COOTBETCTBYET OCHOBHBIM MOIOKEHHAM JMCCEPTALIIH- B HeM

OTpaK€HbI aKTYaIbHOCTb, eNlb U 3aJa4yd, Hay4yHasd HOBHU3HA, TeopeTH4yecKas 1 MpaKTH4YeCKaAd



3HAYUMOCTE padOoThL, H3TAratoTes M 0GCYIKIAIOTCH OCHOBHIE Pe3YILTATHL, CHOPMYIHPOBAHLI
TOOKEHNA, BbIHOCHMBIE HA 3ANIMTY, BRIBOILI H NPAKTHYECKHE PEKOMEHAALIHH, NPHBCICHBI
CBEICHUA 00 anpobalyy 1 BHEApeHHN Pe3yIbTaTOB CIHCOK NyOIuKalmii no teme OHCCEPTALMH,
Huccepmanun xopowo Hanucana u ohopmaena, eIMHCTBEHHOE 3aMeUanue N0 othopMIEHHIO —
HecodmoeHHe cokpamenuii (0cofeHH0 «MHOTOHMYECKas anctpoduay, « My, «MIT1»).
Boickazannvie eonpoce u samevanua ne nocst NPHHIHITHAILHOTO XAPAKTepa H He CHHIKAFOT
KauecTsa paboThl, I0CTOBEPHOCTH H 0GOCHOBAHHOCTH BHIBOIOB | pexomeraanuii. Coobpamxenns
110 I0TOTHEHHIO HMHICMHOTOTHYECKOI HaCTH ABIAIOTCA PeKOMEHIAIHSMH NPH NPOIOIKEHHH
TOTO HANpPABICHHA HCCIEN0BAHMH, TOT/1a Kak 1aHHas paboTa ABIseTcs 3aBEPLIEHHOH.
Jaxmouenue

Huccepranns P.P. Myxametogoit « MHOTOHHYeCKAS auctpogus I Tuna B Pecnytnuke
bawkoprocran: snuaemuonorngeckas XapaKkTePHCTHRA, KIHHHKO-HHCTPYMEHTATBHAS OlleHKa
LepedpanbHEIX MPOSBICHHI SBISeTCH Hay4HO-KBATHHKALHOHHOM padoToii. m;mpms—uueﬁ
PELICHHE aKTYANBHON 3a0a4H, HMEIOILEH CYIeCTBeHHOe 3HAYeHHe LI COBEPIICHCTBOBAHHA
KTHHIHECKOT0, MEIHKO-TeHETHYECKOT0 H COLMATBHOIO 06CIYKHBAHAS GOTBHBIX
MHOTOHHIECKOH aucTpodueii. I[lo croeii akTyansHOCTH, HayYHOl HOBH3HE. crnocody peexns
[IOCTAB/ICHHBIX 3871849 H NPaKTHYeCKONH 3HAYHMOCTH Juccepranus Myxamerosoii Pernis
Punarosne «Muoronnyeckas auctpotus I tuna B PecnyGinxe bawkoprocran:
JMHACMHONIOTHYCCKAA XapaKTePHCTHKA, KIHHHKO-HHCTPYMEHTANTEHAS OLEHKA LepedpalbHBIX
NPOABICHHIT» TIOIHOCTEIO COOTBETCTBYET TpebosannaM nyuxta 9 «[Tonomenns o nopsaIke
NPHCYIKICHWA yYeHbIX CTeneHel», yreepaaennoro [TocTaHoBeHHeM [tpasurenscrea P® or
24.09.13 r. NoB42, npeawssiseMuim K AHCCEPTALMOHHBIM paboTaM Ha COHCKaHHe YYeHOi
CcTeneny Kammmaata MEIHLHHCKHX HayK, @ €e aBTOp 3aCIyAHBACT NPUCYHKICHHA HCKOMOI

CTENeHH KaHOHaTa MeJAHIHHCKAX HAYK 1o cneunansrocts 14.01.1] — «HepBHbIe GONe3HHY,

Oduunansueiii onmoxesT
AOKTOP MENHIMHCKHX HAYK, BEIVIIIHII 1
HaY4IHO-KOHCYIIBTaTHBHOTO 0Taena G
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