OT3bIB
Ha aBTOpedepat auccepraunu Kyp6arosa Cepres AJleKkcaHApPOBHYA
«KiIHHHKO-3/1eKTpoMHOrpadHUecKHe XapaKTePHCTHKH JHCTPOPHUYECKHX H
HEIHCTPOHYECKHX MHOTOHHI1», NpPeICTABJICHHOH HA COHCKAHHE V4eHOI
CTCNCHH KaHAMIaTa MEIMIHHCKMX HAayK @0 cnenmuajabHoctH 14.01.11 —
HepBHbIEe 00JIe3HH

AKTyaJbHOCTD Hccsie1oBanust. Hacle IcTBeHHbBIE MHOTOHMYECKHE CHHIPOMbI
(HMC), rpymma MbIeyHsIx 3a007€BaHHUN, OCHOBHBIM CHMIITOMOM KOTOPBIX
SBISIETCA  MHOTHHS. MUOTOHMS — HapylIeHHe MBIIIEYHOro paccaabiIeHus,
CIIOCOOCTBYEeT TOBBILIEHHOMY TpPaBMaTH3My M TpebyeT Moadopa TpPYIOBO
JEeATEIbHOCTH.

Hanbonee wacteivu popmavur HMC sBasercs ameTpoduyeckas MHOTOHMS |
tuna (JIM1) u BpoxaenHass muortonus (BM), mociienHss BKIroYaeT BPOKI€HHYIO
muoToHHto Tomcena (BMT) u bekkepa (BMB). Ha nomo BM u Ml
npuxonutbest >90% Beex dopm HMC. JluteparypHble naHHBIE HOCIEIHHUX JIET
CBUIICTEIbCTBYIOT O ITOBCEMECTHOM BBICOKOM yacTote BM u /IM1, u otcpoyeHHoN
Ha 5-10 mer nuarHocTHKe 3a0OJNeBaHHS, YTO CBA3aHO C 3aTpylHEHHEM
MHTEPIIPeTalliy Kano0 OONBHBIX, BEIPaKEHHBIM IMepPeKphITHEM (eHOTUIOB BM u
JAMI.

OcHoBHbIM MeTonOM nudbepeHunansHol nuarsoctukd BMT, BMB u JIM1
SABIIIETCA dJIeKTpoHeHpomuorpadus (OMI') ¢ BeisBIeHHEM (DEHOMEHOB, KOTOpBIE
PEryJasipHO [IEpECMaTPUBAIOTCS B CBS3U MOSIBJIEHUEM HOBBIX
HEHPO(HU3HOIOTUYECKHUX M TIeHETHYECKHX METOIOB HCCIeNOoBaHMA. Paspaborka
aIropuT™MOB 1uarHocTikd BM u JIM1 B GONBUIMHCTBE ClIy4aeB He BKIOYAia
TPYIITYy KOHTPOJS UM MPOBOIUIIACH Ha IPyIIe He FeHOTHITHPOBAHHBIX OOJIBHBIX,
4TO 00YCIOBUIIO IIPOTHBOPEYHMBBIE PE3YILTAThl TUX HCCIIeI0BAHMIA.

IIpencraBnennas paGoTa nuIIeHa IpeIbIIyIIMX HEJOCTATKOB, HANIPABICHA HA
OIIPENIeIEHHe JOCTOBEPHOTO M JOCTATOYHOIO IO 00BEMY KIMHUYECKOTO |
3JIEKTPOMHUOTPAQUIECKOr0 HCCIeTOBaHUS Ui AU depeHInaTbHON THArHOCTHKH
BMb, BMT u /IM1 BHe 3aBHCHMOCTH OT AJIMTEILHOCTH TEYEHHsS OOJE3HH,

TAXKECTU OGH&p}’)KSHHBIX CHUMIITOMOB H I10.14.



e uccaenoBanusi cocrosia B MpoBeICHHH CPaBHHMTEIILHOIO aHalu3a
KJIMHAKO-HeHPO(DU3HOIOTHUECKUX XaPaKTEPHCTUK Y TeHOTHITHPOBAHHBIX GOTBHBIX
¢ BM u JIMI ¢ nocnenyronmm onpeieeHIeM HeOGX0IMMOr0 U JOCTATOYHOTO [0

o0beMy  KIMHHMYeckoro u  IOMI-uccrenoBanus s nuddepeHnnaTbHOMN

auarmoctuku BMT, BMB u IM1.

Hay4nas HoBH3Ha He BbI3bIBaeT coMHeHHil. Brepsble B Poccun [IpOBEJIeH
KOMILIEKCHBIH  KIIMHUKO-HEHPO(DU3NONOTHYeCKHI aHamu3 y 78 MalHeHTOB C
reHeTnHeckd noareepxaeHHbIMHE BMT, BMbB u JIMI. B wurore mpemnoxen
HeOOXOAMMBIH M J0cTaTo4Hblf DMI-NPOTOKON, MpHUMEHSEeMBIH JuTs BBIOOpa
ontuManbHoN JIHK-1HarHocTUky 3TuX 3a001eBaHUH.

CrouT OTMETHTB, YTO BIIEpBBIE ONpeeNneH Hanbonee HHMOPMATUBHBINA TecT
PC B 50 ', koTopBIit M03BOMsET pasrpanuants BM u IM1 nouru B 83% CIIy4aen
HE3aBHUCHUMO OT JUINTEIBHOCTH 3a00/IeBaHusl.

TpynHOCTb 1uarHoCTHKH U AU depeHIMaTbHON THArHOCTHKY, BEIPAKEHHOE
NICPEKPBITHE  KIMHUYECKUX [IPOSBICHUH MHUOTOHMM Ha PAa3HBIX CTAIHsIX

3a001eBaHUs O6YCHaBHHBaeT Ba’XHOCTH OCBEIICHHOU dBTOPOM TEMBI.

Teopernueckass ®  npakTHyeckass 3HaymMocTh. Ha npuMepe
Boponexckoit obnacTu TokasaHa BbICOKas pacmpocTpaHeHHocts HMC, a
pa3paboTaHHbl  KIMHUKO-OMI  aqropuTM IHATHOCTHKHA HMeEeT BBICOKYO
[PaKTHYECKYIO 3HAUNMOCTh - B CHIJKEHHH MaTepHaTbHBIX 3aTpaT Ha FeHeTUIeCKoe
TECTHPOBAaHHE U COKPAILICHUH BPEMEHH y MallMeHTa 0 BEPHOIO JUArHo3a.

B CBOO oOuepenp paHHAS, OMATHOCTHKA [O3BOJSAET CONHAIM3HUPOBATH
OOJIBHBIX, U, caMoe IIaBHOe, U30eKaTh MHBATHIN3ALNH GOJIHHBIX IIpU BBIOOpE
aJ€KBaTHOU TPYOBOU JI€SITEILHCOTH.

[IpoBenieHHOE aBTOpOM  HCCIeOBaHHE I[I0KA3al0, YTO JOCTOBEPHO
mupoeperunposate BMT u BMB Bo3sMokHO Tombko ¢ momompio JHK-

AUAarHoCTUKH, YTO HEMAJIOBAa)XHO IIpyU TIIPOBECACHHH MEIUKO-TEHETUUYECKOI'O



KOHCYJIbTUPOBAHUSA U HCKIIOYECHHUS OLIMOOYHOM aHarHOCTUKA BMT ¢ BBICOKHM
(50%) reHeTHYECKUM PHCKOM B CEMbe.

ABTOpedepaT HalMcaH 1Mo KIacCHYeCKOH cXxeMe, MOTHOCTBIO OTPaXKaeT CyTh
U COAepKaHUEe TUCCEPTALMOHHON paboThl.

Jl0CTOBEPHOCTD pe3y/bTaTOB HCCIIEI0BAHMS ONPENeNSIOTCS MOCTATOUHBIM
00BeMOM BBIGOpKH 78 F€HOTUNUPOBaHHBIX ManueHToB ¢ BMT, BMb u M1,
BKJIFOYE€HUEM B UCCIIEIOBAHHE IPYIIITBI KOHTPOJIS.

Lemt n 3ama4u 4eTko cHOPMYITHPOBAHBL, HCNOTB30BAHEl COBPEMEHHBIE
KITMHAYECKHE TECTBl U HEHPO(DU3HOIOrHIecKre METOIHKH, KOPPEKTHO IIPOBeIeHa
CTaTHCTHUYeCKass 00paboTKa C  HCIIONB30BAHMEM METONOB  OIMCATEIbHOM
CTaTUCTUKH, KOTOpBIE IOJIHOCTBIO YIOBIETBOPSIOT TPeOOBaHHUS I0Ka3aTelbHOM
MEINLHHBI.

BBIBOZIEI M IpaKTHYeCKHe PEKOMEHIALMH IOJHOCTBIO COOTBETCTBYIOT
MIOCTaBJICHHBIM LEJISIM U 3a7a4aM HCCIIeOBAHMSL.

Ilo martepuanam IuccepTaluy OMyOIHKOBaHO 16 medaTHBIX paGoTax, B TOM
uuciae B 3 KypHanax, pekomeHnosaHHeIX BAK Munobpraykn Poccuu. Pa6ora
Ipolia INIMPOKYIo —anmpodauuioo Ha KoH(epeHuusx Bcepoccuiickoro u

MEKIYHapOIHOI0 YPOBHEM.

3aK/JI4YeHue

Huccepraunonnas padora KypGatosa Cepres AnexcaHIpoBHYa Ha TeMy
«Knunuko-s>nekTpoMuorpagudeckie  XapaKTepHCTHKH IUCTPOPUUECKUX U
HEIUCTPOPUIECKHUX MHUOTOHHI, SBIISIETCS 3aKOHYEHHOU Hay4HO-
KBATM(DHUKALHOHHOX pabOTOH, B KOTOPOH CONEPXKUTCS HOBOE pelLIeHHE
aKTyallbHOH 3a1a4M MNpPaKTHYeCKOH MeIHLHMHBI — pa3paboTka M OGOCHOBaHHUE
IIPUMEHEHUSI TOCTAaTOYHOI0 O0beMa KIWHUYecKoro u DMI obcrnenoBaHus Uis
AU depeHuransHol quarHocTikd BM u JIMI1, BMeeT cyllecTBEHHOe 3HaueHHe

AJI HEBPOJIOI'OB, H€ﬁp0¢)H3HOHOFOB U F'€HETUKOB B KIIMHUYECKOM MEIUIINHE.



[IpoBenenHast paGoTa BBINOTHEHAa CAMOCTOSTEILHO HA BBICOKOM Hay4YHOM
YPOBHE ¥ TMOJIHOCTBIO COOTBETCTBYET BceM TpeOoBaHHAM . 9 «ITonoxkeHus o
MPUCYKAEHUU YYEHBIX CTENeHeH»,  yTBepKIEHHOro [locTtanoBneHnem
[IpaButensctBa PO or 24 centsaGps 2013 r. Ne§42 (B pen. IlocraHoBnenus
[IpaButensctBa P® or 21.04.2016 . Ne335), npemwsBisieMbIM K
AMCCEPTALIMOHHBIM paboTaM Ha COHCKaHHE YYEHOH CTeleHH KaHAWgaTa
MEIMIMHCKAX HayK, a e€ aBTOp 3aciy)XMBaeT NMPHUCYXKIAEHHS HCKOMOH y4eHOil

CTeneHu 1o crenuanbHOCTH 14.01.11 — Hepsable 6one3HH.

3aBenyrommii Kadeapoil HepBHEIX GoIe3Heil ¢ MeIHUMHCKON TeHEeTHKOM 1
Heripoxupyprueit ®I'bOY BO Spocaasckoro roCy1apCTBEHHOIO MEeIULIHHCKOIO
yHuBepcuTeTa Mun3apasa Poccun,

JIOKTOP MEIMIMHCKUX HAyK, podeccop Cnupun Huxonaii Hukonaesuu

Anpec: 150000 SIpocrasckas 061acth, r.5lpoctaBip, v -
Tesl.: +7(4852) 30-56-41, E-mail: nnspirin@yan

Haro cBoe cormacue Ha c60p, 06pabOTKY U XpdHCHHE 11!
H.H.C
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