OT3bIB

O(pHUHAJBHOIO ONMOHEHTA, JOKTOPA MeAHUHHCKHUX HAYK, TOLEHTA,
npogeccopa kadeapbl HeBPOJIOTrHH (PAKYIbTETA YCOBEPIUIEHCTBOBAHHS
BpayYeil rocy1apcTBEHHOro 0101:KeTHOI0 YYpesKkI1eHHUs 31PaBooXpaHeHHs

Mockosekoii 001acTu «MockoBekuii 06,1aCTHOI HAYYHO-HCCIET0BATENbCKHIl
KJAHHHYeCKHH HHCTHTYT um. M.®@. Baaaumupekoro» bornanosa Punara
Paguiiesuya Ha aucceprauuio Kpacnosa Makcuma FOpbeBuua «IlepBuunas
AMCTOHHS C PAHHHUM HAYAJIOM: KJIHHHKO-T€eHEeTHYECKHEe COMOCTABICHUSA U
yacToTa GOpPM B POCCHHCKON MONYASIIHH», MPeACTABIEHHYI0 HA COUCKAHHE
Y4YEHOI cTeleHH KAaHAMAATAa MeAHUHHCKUX HAYK No cneunajbHocTu 14.01.11
— «HepBHbIe 0OJIe3HU»

AKTYaJIbHOCTb TeMbl AHCCEPTALHH
Jlucronusi  (MblllleyHass  JUCTOHHMS) -  KIMHMYECKHH  CHHJPOM,
XapakTepU3yloluics  HEPUTMHYHBIMH  MEIJEHHBIMM  HACHJIbCTBEHHbBIMU
JNBUXKEHUSMM B pa3IMUHBIX YacTsAX Tejla, CBOEOOpa3HbIMU HM3MEHEHUSIMH
MbILLIEYHOr0 TOHYCA U [aTOJIOTMYEeCKUMH 1o3aMu. B Hacrosiee BpeMs JUCTOHUS
3aHUMaeT TpeThe MeCTO 110 PAacHpOCTPaHEHHOCTH Cpeln JIBUTaTelbHbIX
pacctpoiicTB. [lposiBieHust O0ne3HHM CYLIECTBEHHO BIIMSIOT HA KAuyeCTBO JKM3HM:
ot 25% no 50% mnauueHTOB CTpajaroT aenpeccuii, 00JeBOH CHHAPOM TOH MM
MHOW CTerneHW BBIPaKEHHOCTH OTMedaercs Oosiee 4eM Y MOJOBHHbI MAlMEHTOB.
VXyjlieHue kKauecTBa JKU3HU NallHeHTOB C AUCTOHUEH, HapylleHHe ABUraTeabHON
AKTHBHOCTH CKa3biBAlOTCA Ha MPO(ecCHOHATBLHONW AeSTeIbHOCTH OONBHBIX H

AeNaroT NpodsieMy COLHaIbHO U SKOHOMUYECKH 3HAUYNMOH.

K Hacrosiiiemy wmomeHTy omnucaHo ©Oonee 20 ¢dopM HacieacTBEeHHOM
nepBuuHOi auctonuu. Ocoboe BHUMaHue oOpalatoT Ha cedst GOpMbl AUCTOHUH €
paHHuM (10 40 7ner) HavanoMm, oOycnoBieHHble MyTauusiMu B reHax DYTI wu
DYT6, a takxe dopma noda-uyscrButTenbHoi auctonun DYTS. Hecmorps Ha
MHTEHCHUBHOE HW3y4YeHHe HAacJIeJCTBEHHOCTH, JMUAEMHOJIOTHM, HEHPONaToI0ruHu,
IMArHOCTUKH, KIWHUKHA M JIeYeHHUs 3THUX (OpM, OCTAIOTCS HESICHBIMH KIWHUKO-
reHeTHYeCKHe KOPpeJslUH U MPOrHo3 3(PPeKTUBHOCTH pa3IMYHBIX METOJIOB Kak
KOHCEPBAaTHBHOTO, TaK M OMEpPAaTUBHOTO JIeYeHUs B 3aBUCUMOCTH OT (eHoTUNa U
reqoruna. He 1o koHLa H3y4eHO TakXkKe U BIUAHKE OO0JEe3HH HA KAYECTBO KU3HHU U
paboTOoCNnOCOOHOCTL NAUEHTOB.

B cBsisu ¢ 3THM, BBIMOJHEHHAas AMCCepTalMOHHAs padoTa, OCHOBAaHHAs Ha
KIWHUKO-T€HEeTHYEeCKOM aHajiu3e (opM NMEepBUYHON AMCTOHHHU C PAaHHUM Ha4ajloM
B POCCHICKOMW MOMYJISALMH, IBJISIETCS aKTyalbHOMN A7l COBPEMEHHOH HEBPOIOTHH.

HoBu3Ha Mcc1e10BAHUA U NMOJYYeHHbBIX Pe3yJbTaTOB AHCCEPTALHH

B pamkax BbINOJHEHHOH [UCCEPTALMOHHONW pabOThl aBTOPOM BIEPBLIE B
OTEYECTBEHHON HayKe OBITO MPOBEAECHO KOMIUIEKCHOE KIMHMKO-FeHEeTHYeCKoe
MeeseoBaHie pasHoobpasus (QeHOTHNUYecKUX InposiBieHud auctonud DYTI,
DYT6 u DYTS5, Ha ocHOBe 4Yero MpOBEAEHbI COMOCTABIIEHHS KOppelslui




redoTun-genotun. IlpencraBieHa olEHKa CTENEHM B3aUMOCBS3H KIMHMUYECKHX
MPOSBICHUH JUCTOHHHU C BO3PACTOM J1e610Ta 3a00/I€BaHMS, €10 MTHTEILHOCTEIO U
[10JIO-BO3PACTHBIMM  XapaKTEPUCTUKAMH [MALIMEHTOB. BbIMOJHEHO KOMILICKCHOE
KJIMHUKO-ICHETUYECKOE  WCClIeIOBAHUE,  HANpaBlIEHHOE  HA  BhIABJICHME
B3aMMOCBsI3eH (PEHOTHITIMYECKOTO CreKTpa M XapakTepa TeueHus OOJIe3HH C
Ka4ueCTBOM KH3HU OONIBHBIX UM CTEIEHBIO MX COLMATBHON ananTaIluy, Brniepseie B
POCCHIICKON MONYIALMM ONUCAH CyHail MIMONATHYECKON AUCTOHHH C paHHUM
HayaJloM, oOycCIOBJEHHbIH MyTauueit B reme DYT6 (yacToTa BCTpE4aeMOCTH
0,7%), ¥ NPOIEMOHCTPHPOBAHO OTNHYMUE €ro KIMHHYECKUX XapakTepUCTHK OT
paHee acCOUMMPOBAHHBIX ¢ OOHApPYKEHHBIM TUIIOM MyTalUH. Bce 5Tu (pakTopsl
00yC/IaBINBAIOT HAYYHYIO HOBU3HY IIPOBEJICHHOI0 HCCIeA0BaHUsl BbIBOABI M
MIPAKTHYECKHE  PEKOMEHJAlMH  AWCCEePTALMOHHOM paboTbl OCHOBaHBI Ha
ZIOCTATOYHOM (pAaKTUYECKOM MaTepuaie, [/ aHalM3a KOTOPOLo NPUMEHSTHCH
a/ICKBATHRIE METOJBI CTATH4ECKOr0 aHanu3a. Bee aT0 cBMAeTenseTBYeT B mosb3y
AOCTOBEPHOCTH MPECTABICHHBIX PE3YJILTATOB U BBIBOJOB AMCCEPTALHH.

3HAYHMOCTD /15l HAYKH H IPAKTHKH 0JYYeHHbIX pe3yJibTaToB

[TonyyeHHble aBTOPOM JaHHbBIE O HO30JOrHYECKOI CTPYKTYpe MepBUUYHO
JIUCTOHUH, €€ (DEHOTHUITMUYECKOM H FeHEeTHYECKOM MOJIMMOP(U3ME, BhISIBJICHHbBIE C
HCIONb30BAHHEM HOBeHIIMX MeTonoB JIHK-mumarHocTuku, wuMeOT BaxkHoe
NMPAKTHIECKOE 3HAYCHME M MOTYT ObITh MCHO/B30BaHBI B paboTe Bpaueii-
HEBPOJIOIOB M KJIMHHUYECKHX IeHeTHKOB. [lokazaHa 3HaYMMOCTL HCIONBL30BAHMS
HIMPOKOI'0 CIEKTPa MHCTPYMEHTAIbHBIX 00CTIe10BaHMIA.

O00CHOBAHHOCTEL M 10CTOBEPHOCTL OCHOBHBIX NOJOKEeHHH,
pe3yJibTaATOB H BbIBOJAOB JIHCCEPTALHH

O00CHOBaHHOCTH HAYYHBIX I1OOKEHHH H BBIBOIOB, CcOpPMYJTHUPOBAHHBIX B
AUCCEpTALMH,  JIOKA3pIBAETCS  KOPPEKTHBIM  JM3alHOM  HCCIeI0BaHMUs,
MO3BOJIMBIIMM  C(OPMHMPOBATh  pelpe3eHTaTHBHYIO IPpyNmy  MauueHToB ¢
NMEePBUYHON AMCTOHMENH. B rpynmy uccienoBanns GbUIO BKIHOYEHO 33 MALMEHTa ©
Pa3IMYHBIMU (pOPMAaMHU HACTENCTBEHHO 00YCIOBIEHHON TUCTOHHHI (HOCHTETbCTBO
myrauud B renax DYTI1, DYT6, DYTS). I'pynny cpaBhenns coctasumu 20
NalnueHToB, y Koropeix JIHK-ananus nocienoBarenbHO He BBISBHI MyTalHUh B
YKa3aHHbIX reHax. [[pumeHeHHble METOIbI HCCEIOBAHUS SBISIOTCS aeKBATHBIMH
AL NOCTHIKEHHs [OCTABJICHHOM 1LEIM M pelleHHs 3aaad  HCClel0BaHUs.
HocroBepHocTh OCHOBHbIX MOJIOEHHUH, pe3yJbTaToB HCCIIeI0BAHUS
NOATBEPIKIEHA C MOMOIIbI MPUMEHEHHUS AAEKBATHBIX METOJIOB CTATHCTHUYECKOTrO
aHanu3a. BblBoABl M npaKTHYecKHe PpEKOMEHIALMH LEJMKOM OCHOBAHBI Ha
pesyJsibTaTax MpOBEAEHHbIX HCCIEI0BaHUH, OTPaKalOT MOCTaBJICHHbIE 3a/auM,
Hay4YHO 00OCHOBaHbI U HMEIOT HAYYHO-TIPAKTHYECKYIO 3HAYHNMOCTb,

Ouenka cogepkaHus AHCCEPTALHH, €€ 3aBePIICHHOCTH B LeJjioMm,
3aMevyaHus no ohopmaeHH 0
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Huccepranus noctpoena o KJIACCHYECKOMY [UIaHY M COCTOUT M3
C/ICAYIOIMX pa3NenoB: OrjaBlieHHe, BBEIEHHe, 0030p nHTEpaTypbI, MaTeprabl,
METOZOJIOTHS M METO/IbI HCCIIENOBAHMUSI, Pe3yILTAThI HCcIIetoBaHusl, 00CyKIeHMe,
BBIBOJIbI M MIPAKTHYECKHE PEKOMEHIALINH, CITUCOK JTUTePaTyphbl, TPUIIOKEHUS,

HayuHo-ncenenosarenpckas pabota wu3noxena wma 115 CTpaHuiax
MAUIMHOIHCHOrO TekcTa. COCTOMT U3 BBeneHus, 4 [J1aB, BBIBO/IOB, MPAKTHYECKUX
PEKOMEHIALMH, CIMCKA JIHTEPATYPhI, BKIKOYAIOUEro |3 OTe4YeCTBEHHBIX M |56
3apyOeKHbIX MCTOUHHKOB, a Take 10 COOCTBEHHBIX MyONUKALMi aBTopa, 3-X
KJIMHHYECKHUX npuMepoB. Pabora HIIIOCTpUpOBaHa 16 pucynkamu u 17
TabauIamu.

B nepsoii rnase dBTOp NMPOBOAUT 0030p UMEIOLIEeics HA CeroaHsIIHui JIEHb
OTEYCCTBEHHOH M 3apyOeKHOM JTHTepaTyphl 110 TeMATHKe uccienosaus. Onucansl
OCHOBHBIC SMUIEMHONOTHYECKHE M MATOGU3HOIOrHYECKHE aCMEKThl pa3BUTHSA
NEPBUYHOH  JTUCTOHMH, K/IHHHKO-HEBPOIOTMYeCKas XapakTepHCTHKA M ee
AMArHOCTHYECKUE KPUTEPHH, a TAKKe IaH 0030p MMEIOLINXCS METOMIOB JeyeHus
JAaHHOH Ho3zomoruu. Ocobo TOMYCPKUBACTCS POJIb MOJIEKYNSIPHO-IreHETHYECKHX
MCCIC/OBAHUH B IMArHOCTHKE MNEPBHYHONH JHCTOHMH. HemoHCcTpHpyIOTCS
HPOTHBOPEHS U CTABATCS BONPOCHI, TpeGyIoLIMe pereHus. Jluteparyphsiit 0630p
AICMOHCTPUPYET rilyboKOe 3HaHKHe aBTOPOM H3y4YaeMoii npodseMsl.

Bropas rnaBa comepxur MHQOpMALHIO O Ju3aiiHe MCClIe1I0BaHus,
MOJIOJKEHHOT0 B OCHOBY ~JMCCEPTAllHOHHOH paboThl, a Tamke o MeToaax
AHATHOCTUKH y MCHBITYEMBIX MALHEHTOB U O HCIIO0/Ib30BAHHbIX HEBPOJIOIMYECKH X
wkanax. IlogpobHo ommcanbl  crnoco6wI KITHHUKO-HEBPOJIOTHYECKOTO |
MHCTPYMEHTANILHOrO  00C/IeI0BaHMS MAlMEHTOB, BKIHOYAs HHK-auarnoctuky.
Onucanbl  MeTOAbl  CTATHCTHYECKOI 00paboTKH  MOMYYeHHOro Marepuaa,
BKJIIOYAIOLIHE Ka4CCTBEHHbIE H KOJIMYECTBEHHbIE COBPEMEHHBIE METOIUKH

B tperbell rmaBe asTopom mpuBemens pe3yJbTaThl  [POBEAEHHOIO
,HHCCEpTaLlHOHHOFO HCCIIeJOBaHH . Tﬂ)KCCTb KIIHHHYEeCKHU X HpOﬂBﬂEHHﬁ
AUCTOHMYECKUX CHHADOMOB M MX BIMSHHE HA TMOBCEIHEBHYIO AKTHBHOCTD
MalMEHTOB oueHuBanach 1o wkanam TWSTRS (Toronto Western Spasmodic
Torticollis Scale), bepka-®ana-Mapcaena (BFMRS), mkane TPEBOTM U IENPECCUU
HADS (Hospital Anxiety and Depression Scale), onpochuky SF-36 (Medical
Outcomes Study Short Form 36-Item Health Survey). Ocoboe BHUMaHMe B
TpeTbeH  rjaBe  yJensercs  3HAYUMOCTH MOJIEKYIISIPHO-TEHETU YECKHX
UCCJIEIOBAHUIA.

YerBepras riaaBa comepiKuT 00CYXJICHHEe pe3y/bTaTOB HCCIEN0BAHMS.
[Tonyuennsie B paboTe nannbie BbISBHIH AOCTOBEPHBIE PaA3/IMyMs 110 BO3PACTY
Havana, JACMOHCTpUPYs HaunOojee paHHHH 1eGIOT 3a001€BaHUS Y MALMEHTOB C
FCHEPAIM30BaHHOH  (opmoii  aucronuu. Pamuuii  nebior 3a0osieBaHus
CTATUCTHYECKH 3HAYHMO KOPPEIUPYET ¢ HOCUTEIbCTBOM MYTalHu B rere DYTI
MM B TeHe no0(pa-uyyBCTBUTENLHONH aucTonuu DYTS. ABTOp T0Kasai, YTo
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FCHCPANH30BAHHbIE  (DOPMBI  HAMONATHYECKOH MHCTOHUM XapaKTepu3yroTcs
NIeOIOTOM B paHHeM (IIperMYIIeCTBeHHO AETCKOM) BO3pacTte, HauboJiee TSKEIbIM
TEUCHUEM M HauboJIee BLIPAKEHHBIMH TTOKA3ATE ISIMU COLMaNbHOMN e3aanTaluy u
YXYALICHUS Ka4eCTBA KU3HU BO BCEX HCCIIEIO0BAHHBIX rpynnax naunentos. Kpome
TOro, ObUIO BBIABIEHO, 4YTO [0 MEPE HapacTaHMs CTENeHH [reHepaIH3alliu
JMCTOHHH OTMEYAETCs COOTBETCTBEHHO YXYIIUICHHE KIMHUYECKHX POSIBIIEHHUI,
ITO OTPakaCTCA B TAKECTH 3aDONECRAHUS U €ro BIHSHHH Ha Ka4yeCTBO JKU3HU
nauMeHTa. B xauectse Hanbosee 3HAYHMBIX OPHYHH yXYIIIEHUS Ka4yecTBa KHU3HU
ABTOpP YKasbIBAaeT TsKeCTh 3abo0seBaHus, PeHoTHN F€HEPaIM30BaHHOH JIMCTOHUH,
HAJIHUME COMYTCTBYIOLIMX TPEBOKHO-EIPECCHBHBIX HapyLIeHHH.

[locie wuerseproii rnaper B pabore mpencTaBieHBl MpakTHUECKHe
pPeKOMEHTaI 1 H.

Pabory saBepiaror cmucok wmenonboBanHoi ABTOPOM JIMTEpaTyphl M
TMPUJIOXKCHMUS, BKITIOYAIOLLME B Ce0 LIKA/Ibl H ONPOCHUKH, MPUMEHSBLINECS B XO/€
AUCCEPTALMOHHOTO HCCIIEI0BAHMSL.

Pabora nanucana xopommm HayunbiM A3BIKOM, OXBaTbIBA€T BCE ACMEKTbI
H3y4aeMol 1npodiieMbl, CBHAETEILCTBYET O NPO(YECCHOHATBHOM 3HAHUM aBTOPOM
AHAJIM3UPYEMOH NMpOOJIeMbI U OBJIAJEHUH METOL0JIO0THEH Hay4HOI'0 HCCIIe/I0BAH U,

Takum  obpasom,  aBTopom OCYLIECTBJIEH  JIOCTATOYHBIH  06BbEM
HUCCNICIOBAHMH 1JIsl PELLICHHS MOCTABIEHHbIX 3a1a4. MeTOIHYeCcKas YacTh padoThI
COOTBETCTBYET Cneunanusaund. BeiBoabl M mpaktuueckue PEKOMEH Il iU
OTPaXatOT OTBEThI HA [1OCTABJICHHbIE B 3a1a4aX UCCIIENOBAHUS BOIIPOCHI.

CBeeHNs1 0 MOJIHOTE ONYBAHKOBAHHBIX Pe3YIbTATOB
I[lo teme mmccepraumu omy6nukoBano 10 meyaTHBIX paboT, u3 Hux 3
nyONMKalKMK B M3TaHUSX, pexomenayemeix BAK MunoGpuayku P®. Crenamb
AOKJIAZbl HA HALMOHABHBIX H MEXKIYHAPOTHBIX HAYYHBIX KOH(EPEHHAX.

CoorBercTBHe cogepkanus aBTopedepaTa 0CHOBHBIM H0JI0KeHUSIM
AHCCEPTALMH

ABropedepar mucceprauun Kpachosa M.IO. COOTBETCTBYET OCHOBHBIM
MOJIOKEHUAM TUCCEPTAlMM, B HEM OTPaXKEHbI aKTYalbHOCTh TEMbI, Lielb U 3a1a4u
MCCIeNOBaHNs, Hay4Has HOBU3HA, OCHOBHBIE Pe3yJbTaThl, 4 TAKKE BBIBOILI M
NPAaKTHYECKHE PEKOMEH IallHu.

3ameuanusn
[IpuHnMOIHANbHBIX 3aMeyaHuii HeT.

3akaoyenue
Takum obpasom, muccepranmonnas pa6ora Kpacnoa Makcuma IOpsesuua
«ITepBuyHasl ~ MMCTOHMSL C  paHHMM  HAYalOM:  KIHHHKO-FeHEeTHYeCKe
COMOCTAB/ICHUS W 4acToTa (OPM B POCCHIICKON MONMYIALUMUY», MpeiCTaBIeHHAs K
3alllMTe Ha COMCKaHWE YYEHOH CTENEHM KaHIMJaTa MEAMIMHCKHX HayK [0



cinennancHoct 14.01.11 — HepsHubie Oosle3HH, BBITIONHeHHAS Tox PYKOBOJICTBOM
AM.H. Tumepbaesoii C.JI., sBusieTcs 3aKOHUYCHHOMN CaMOCTOSITENIbHOMH HayyHO-
KBaJIM (PUKALIMOHHOI pabotoit, B KkoTopoit COLCPIKHUTCHA pelUeHHEe aKTyallbHOii
HAay4yHOH 3alauM — COBEPIICHCTBOBAHHE CIIOCOGOR AMArHOCTUKU TEPBHYHOMN
AUCTOHHM B POCCHHCKHX CEMbBSIX, HYTO HMEeT GONBLIOe MpaKTUYeCKoe U
TCOpPETHYECKOe 3HAaYCHHE ISl HEBPOJIOTHH.

Io cBoeii akryampHOCTH, HAayYHOH HOBHU3HE, OOBEMY BBINOJHEHHBIX
UCCIICNI0BAHUH, TEOPETHYECKOH M MpPakTHYECKOii 3HAYUMOCTH, JIOCTOBEPHOCTH
HOTYHCHHBIX  pE3y/IbTaTOB  AMCCEPTALMOHHAS padora KpacHosa Makcuma
lOpbeBrya nonHocThIO COOTBETCTBYET TpebOBaHUsAM, NPEeAbABIASIEMBIM K
AUCCEPTALMSAM Ha COMCKAHME YUEHOM CTeNeHn KanamunaTa HayK corjacho mm. 9-14
«Ilonoxenune o MPUCYACHHH  YYCHBIX  CTENeHei»,  yTBepKAEHHOro
Ilocranosnennem IlpaBurensctea P® or 24.09.2013 Ne 842 (B pepakuum
[TocTa”HoBneHnit [IpaBurenscrea P® ot 21.04.2016 No 335, oT 02.08.2016 Neo 748,
or 01.10.2018 Ne 1168, or 28.08.2017 Ne 1024, or 29.05.2017 Ne 650),
MPEABABIAEMBIM K NHCCEPTALMAM HA COMCKAHHE YYeHOH CTeleHm KaHauaarta
Hayk, a ee astop KpacHoB Makcum FOpbesuy 3aCIYXKHUBAET IPUCYXKICHUS
MCKOMOM CTENEeHHM KaHIMIaTa MeIMIIMHCKUX HayK 1o cnenuansHoct 14.01.11 —
HEpBHBbIE DOJIE3HH.

Oduunanbueiii onmonent

npodeccop kadeapsl HEBPOTOTHH

(akyibTeTa ycoBeplleHCTBOBaH S Bpayeil >
I'bY3 MO MOHHMKH um M.®. Bramumups

JAOKTOP MEIMUMHCKUX HAYK

(14.01.11 — Hepsuble 6onesun),

JOLIEHT 1at PaBunesuu

-

/?

Hato cornmacue Ha c6op, 06paboTKy
1 XpaHEHHE MepCOHAIBHBIX JaHHBIX P.P. bornanos

o
rOCyAapeTBEHHOE OIOIKETHOE YupexkIeHHe 3ApaBooXpaHeHns MoCKOBCKON 0GnacTH «MOCKOBCKHIT 001aCTHOF
Hay'UHO-HCCNCN0BATENbCK U KIMHUUECKHI HHCTHTYT M. M., Baanumupckoron.
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