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3almTa COCTOUTCS «_ » 2021 r. B «__ »4yacoB Ha 3aceganuu CoBera 1o
3allMTE AUCCEPTALUM HA COMCKAaHHE yYEHOM CTENeH! KaH A AaTa HayK, Ha COMCKaHHe
y4eHol creneHu gqoktopaHayk 21.2.074.03, coznanHoro Ha 6aze denepanbHOTO roc-
YAApCTBEHHOTO OIOPKETHOT0 00Pa30BaATENBHOTO YUPEKICHUS BBICILIEr0 00pa30BaHUs
«YpanbCKui rocy 1apCTBEHHBIN MEIUIIMHCKUN YHUBEPCUTET MUHMCTEPCTBA 3/IPABO-
oxpaHeHnus Poccuiickoit ®enepanuu no aapecy: 620028, r. EkatepunOypr, yi. Pe-
IMHa, 1. 3.

C nuccepTranueii u aBTopedepaToM MOXKHO 03HaKOMUThLCS B OnbroTeke umenu B.H.
Kmumosa ®I'6OY BO YI'MY Munsznpasa Poccun o agpecy: 620028, r. ExaTepun-
Oypr, yi. KitroueBckas, 1. 17, Ha caifre yHuBepcuTera WWW.USma.ru, a Tak>ke Ha caiTe
BAK Muno6puayku Poccun: vak.minobrnauki.gov.ru

ABTOpedepar pa3ociaH « _ » 2021 rona.

VY4eHblil CeKpeTaphb
mucceprannonHoro coseta 21.2.074.03,
JOKTOp MEAUITMHCKUX HAYK, Tpodeccop bazapusiii Bnagumup BukropoBuu
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OBIIAA XAPAKTEPUCTUKA PABOTDI

AKTYaJIbHOCTH PO 0JIeMBbI U CTENEeHb Pa3pad 0 TAHHOCTH TeMbI MCCJIe10BA-
Hus. ['enaronentuxynspras nereneparys (I'JI1, 6one3ns Bunscona—KoHnoBasoBa) —
peaKoe HACIeACTBEHHOE MPOTrpecCCUpyolliee 3a00JIeBaHUE, XapaKTEPU3YIOIIEECs 13-
OBITOYHBIM HAKOILJIEHMEM B OPTaHU3ME U TOKCUUYECKUM BO37IecTBHEM Mein. boie3Hb
COIPOBOXK/IAETCSI COUETAHHBIM MTOPAKEHNEM BHYTPEHHUX OPTAHOB U CTPYKTYP T'OJIOB-
HOTO MO3ra.

3aboneBaHne pacIpocTpaHeHo moBceMecTHo ¢ vactoroi — 0,4-6,8:100 000
HACEJICHUS C HEPaBHOMEPHBIM reorpa)MueCcKuM U dTHUYECKHUM PacipoCTpaHEHUEM
(A. Peter, 2005; M.L. Schiisky, 1996). B Poccuu pacnpocrpaHeHHOCTh 3200 1eBaHuS]
0,3-1,8:100 000 nacenenus (A.1O. Acanos, 2013; C.H. Mnnapuomkud ¢ coasT., 2004;
P. Ferenci et al., 2006). 3asBiIeHHas YacTOTa, KaK MPABUJIO, MCHbIIIE PEAIbHO CYIIe-
CTBYIOIIEH, TaK KaK 00JIe3Hb B OOJBIIMHCTBE ciiydaeB He nuarHoctupyercs (I.B. Cy-
xapeBa, 2005).

3aboneBaHue 00yCIOBJICHO MyTalUsIMU B TeHe ATP7B, 1oKaan30BaHHOM Ha
amuaHOM 1uteue 13 xpomocomsr (Y.H. Guetal., 2003; P. Ferenci, 2006). B Hacrosiee
Bpems u3BecTHO Oostee 800 myTariuii B rene ATP7B (S.M. Kenneyetal., 2007). B Poc-
cuu Han0oJiee pacpoCTpaHeHHON My Taruei reHa A TP 7B SBAsSETCS MUCCEHC-MYTaIHs
His1069GIn (A.P. MarxanoBa, 2007). Criektp MyTanuii B rene A TP7B xapakTepu3sy-
€TCs1 BBIPAXKEHHOU MEKITOMYJSIIUOHHOM T€TEPOreHHOCThIO0. [Ipu onpenenennu npuo-
PUTETHBIX JIJIsl CKpUHUHTA MY TaIlMid B KOHKPETHOM PETHOHE HEO00X0IMMO TPUHUMATH
BO BHUMaHHE X YaCTOTY, XapaKTEPHYIO JIsl JAaHHOUN MOMYJISIIIUK, YTO MO3BOJUT CO-
3nath 3¢ pextuBHbie JJHK-crcTeMbl quarHocTuKu 3a00€BaHUs.

PanHee BpIsBIICHHE TaHHOTO 3a00JI€BaHMsA 3aTPYTHEHO MMEHHO M3-3a €T0 TOJIH-
MOp(HOM KITUHUIECKOU KapTUHBI M HECTIELN (DU YHOCTH BBISIBIEIEMBIX CUMIITOMOB. bo-
ne3nb Buiibcona—KoHoBanmoBa — pekuii MpuMep HacIeACTBEHHOTO HAPYIICHUSI, TSI
KOTOPOTO pa3paboTaHbl BHICOKOA(P(PEKTUBHBIC METO/IbI JICUCHHUS, CHCTEMATUIECKOES

MPUMEHEHUE KOTOPHIX JaKE MPHU TSHKETONM HEBPOJIOTMYECKON CHMITTOMATHKE OKa3bl-
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BAET «JIpaMaTu4decKuin» 3(hhEKT, BIUIOTH 10 MCUE3HOBEHHSI BCEX CUMITTOMOB WJIH PE3-
KOTO UX YMEHBIIICHUS.

Tem He MeHee, LEeNbIM psiJi KITUHUYECKUX U MOJIEKYJISIPHO-TEeHETUYECKHUX OCO-
oennoctei ['JIJ] uzyden HegoctatouHo. [ToaToMy netanbHOE KITMHUYECKOE U MOJIEKY-
JSPHO-TEHETHYECKOe N3yUeHUe 3a00JIeBaHus, €T0 KIMHUYECKON TpaHCchopMaIuy Ha
MPOTSHKCHUHU MHOTHX JIET MPU OIIEHKE pa3HbIX BAPHUAHTOB MaHU(ECTAI[UN TTO3BOJIAT
MOBBICUTH 3 (PEKTUBHOCTH PaHHEH JUATHOCTUKH (IIPU HEOOXOJUMOCTH , TPEBEHTUB-
Hoit JIHK-nuarnoctuku). B cBOIO o4yepean, paHHss U JOCUMITTOMAaTHIECKAasl UICHTU-
dbukarus 600J1€3HU, CBOEBPEMEHHOE TEPAIEBTUYECKOE BMEIIATEIILCTBO MOXKET ITPEI0T-
BPaTUTh PA3BUTHUE HETOMPABUMOTO ITOBPEKAEHU S [IEYEH U, TOJIOBHOTO MO3Tra U IPYTUX
OpraHOB, YJIYYIINTh KAYECTBO )KU3HH OOJIBHBIX U TTIPOTHO3 3a00JIEBAHMS, UTO OTIPE/Ie-
JISIeT aKTyaJIbHOCTh HAapaBJICHUS JaHHOU pabOTHI.

Heab uccaenoBanus. OneHka pacnpoCTPaHEHHOCTH, TEHETUUYECKOM CTPYK-
TYpBbI, BApHUAHTOB KIMHUICCKON MaHU(ECTAMH U KIMHUIECKOTO TToJuMopdr3ma re-
MaTOJECHTHUKYJIIPHON JeTeHEPAIH I ONTHMHU3AIUN JUATHOCTUKHU B JIe9eOHO -TIpO-
(puIaKTHYECKON MOMOIIH.

3axaum ucciaen0BaHusA

1. Ouenuts BapuaHThl KInHUUEeCKOW Manudecramwu ['JI/[ u pacipocTpanen-
HOCTB 3200J1€BaHUs B MPOIIECCE CPAaBHEHUS IEPBUYHON M OKOHYATEIHLHON €T0 TUarHO-
CTUKH.

2. OUEeHUTb 3HAYMMOCTh MCIOIB3YEMBIX IU(dEepeHIMATBHO-AarHOCTHYC-
CKUX KPUTEPUEB U POJIb MOJIEKYJISIPHO-TEHETUYECKOrO UCCIENOBAHUS B JUArHOCTHKE
TJI.

3. OmnpenenuThb 4acTOTY U XapakTtep myTtauuii rena ATP7B 'y 6onbubix ['J1],
yKa3aB Ha BO3MOXHOCTb MCITOJIb30BaHUS MMOTYYCHHBIX TAHHBIX B TUarHOCTUKE 3a00-
JICBaHUA.

4, W3yunTh 0COOCHHOCTH BbI3BaHHBIX MOTEHIMAI0B (BIT) paznuaHbIx MO 1ab-
Hoctel y 0onbHBIX ['JI/] 1 ux u3meHeHnust Ha poHe MEABIIMMUHUPYIOIIEH Tepariy B
Ka4eCTBE BO3MOKHBIX JOTOJTHUTEIBHBIX JUATHOCTUYECKUX U TPOTHOCTUYECKUX KPH-

TEpPHUEB.
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5. HaocHoBe noiy4yeHHbIX JaHHBIX pa3padoTaTh aaroputm auarHoctuku [JIJ]
C Y4ETOM pEeruOHAIBHON Creu(PUKH.

Hayunasi HoBHM3Ha uccJie10 BaHus. [ [poBe1eHO KOMITIIEKCHOE 3TTUAEMHUOJIOTH-
YeCKOe, KIIMHNUECKOe U reHeTnueckoe nzydenue [ JIJ1 B oraensHoM pernone Poccni-
ckout @enepaunn. [Iposenenanpsamas JJHK-1narsoctuka, n3y4eHbl 4aCTOTa U CITEKTP
myTtanuii B rene ATP7B, onpenenena maxxopHast myTaius p.His1069GlIn. [Iposenena
OIICHKA NTapaMeTPOB KOMIUIEKCHOIO MYJIBTUMOAAIBHOIO uccienoanus BII ronos-
HOT'O MO3ra Ha Tare IMarHOCTUKY 3a00JIEBaHNs M UX TMHAMUKHU Ha (POHE TN TEIILHON
[MATOTCHETUYECKOM Tepanmu. PaccMoTpeHa BO3MOKHOCTb HUCIIOJIb30BaH S TApaMETPOB
akyctuueckux ctBoJoBbIX BIT (ACBII) ¢ nenpsto MoHuTOpHHra 3¢ peKTHBHOCTH ITPO-
BOJMMOM Tepanuu. BriepBbie 10Ka3aHO BOBICYEHHUE B ATOJIOTHYECKHUHN ITPOLIECC TTPU
['JIJI nmepudepudeckrx 00pa3oBaHUi CIIyXOBOTO aHAIU3ATOPA, YTO MOATBEPIKIACTCS
CHU>KEeHHEM aMIuTy il | muka nipu peructpanuu ACBII. BeisiBieHo oTcyTcTBHE I10-
JIOXKHUTEIbHOM TuHAMU KK TToka3arenel 3purenbHbix BIT (3BIT) u korautusHbX (KBII)
(P300) y 60ompabix I'JI]] ¢ ymydieHrneM HEBPOJOTHUYSCKON CUMITOMATHKA Ha ()OHE
MHOT'OJIETHEW MEBITMMUHUPYIOIIEN TEPAIINU, YTO MOYKET CIYKUTh JTONOJIHUTEIb-
HBIM MapKepOM COXPAaHHOCTH HapyIIEHUI 3pUTeNbHON adepeHTaiu B KOpY rojioB-
HOT'0 MO3Ta ¥ KOCBEHHBIM MTPU3HAKOM COXPAHSIOIIETOCS! KOTHUTUBHOTO JIehuiuTa.

Teopernyeckasi M MPAKTHYECKASA 3HAYMMOCTb padoThI. Pe3yibTaTel mpoBe-
JNEHHOTO HCCIEAOBAHUSA MO3BOJSIOT MPOBOAUTH PAHHIOK MOJIEKYJIIPHO-TEHETHYE-
CKyr0 nuarHoctuky [JIJI, ucnonb3ys 1 MOJEKYISIPHO-TEHETUYECKOTO CKPUHMHIA
nouck MmaxxopHoi mytaimu p.His1069GlIn, uyto B cBOIO 0uepe b, COKpalaeT 3KOHOMU-
YEeCKHUeE 3aTpaThbl, 00eCIeunBaeT CBOEBPEMEHHYO [TATOI€HETUUECKYIO TEPAUIO, YITyY-
[1aeT Ka4€CTBO KU3HU OOJIBHBIX U CIIOCOOCTBYET MX COMAaTUUYECKOM U COI[MaIbHOM pe-
aOMIMTaLIN Y.

Pe3ynbrarsl paboThl MOKA3aIH, YTO KOMILIEKCHOE MYJIbTUMOJAIbHOE U CCIIEI0-
Banue BII sBisieTcs BaKHBIM I0TTOJTHUTENbHBIM HEMHBA3UBHBIM METOJIOM OObEKTUB-
HOM OLIEHKH COCTOSTHUS HEMPO(PHU3UOJIOTMUECKUX ITPOLIECCOB, BHIPAKEHHOCTH ITOPKE-

HUs HepBHOM cuctembl y maniueHToB ¢ [ JIJ[. MccnenoBanue BII mokeT ObITH MCTIONB-
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30BAHO HE TOJBKO Ha ATare AuarHocTuku [ JIJ[, HO ¥ ¢ 11eJ1bI0 KOHTPOJISI M ONITHUMU 3a-
IIUH TEPaIH.

MeToao0rusi 1 METOABI MCCJeT0BaHUsI. MeETOI0JOTHYEeCKOH OCHOBOU
HACTOSIIETO JUCCEPTALMOHHOTO MCCIIECIOBAHUS SIBUJIUCh HAYy4YHbIE PabOTHI OTeue-
CTBEHHBIX 1 3apyO0€KHBIX aBTOPOB, KIIMHIUYECKAE PEKOMEHAAIIMH B 00JIACTH H3yUCHUS
renaTOJICHTUKYJIPHOU JereHepanuu. PaboTta sSBseTcss OTKPHITHIM KJITUHUYECKIM HC-
cnenoBanueM. OOBEKTOM HCCIICA0BAHNS IBUIMCH 74 TIAlMeHTAa C IT01I03peHreM Ha 00-
ne3Hb Bunscona—KoHoBanoBa, n3 Hux aguaraos nocrasieH 20 00JIbHBIM U ObLI I10/I-
TBEPKJICH MOJICKYJIIPHO-TEHETHUCCKHM HcclieIoBanreM. Bce 60 IbHbIC SBIISITHCH KH-
TEJSIMU OJIHOTO Teorpaduueckoro peruona Poccuiickoit @eneparimu — XadbapoBCKOro
kpas. O0cienoBaHue MAIlMEHTOB BKIIIOYAI0 HEBPOJIOTHUECKUNA OCMOTp, JabopaTop-
HBIC M1 HHCTPYMEHTAJIbHBIC METO/IbI HCCIICIOBaHUs. BBl MCIIOIB30BaHbI PETPOCTICK-
TUBHBIA ¥ TPOCIIEKTUBHBIN MTOX0 bl K U3yUYEeHUIO0 MaTepraia. B paboTe mpumeHsumch
oOleHayYHbIe METObI OIICHKU TaHHBIX (Ha0JII0/IcHIE, ONTMCAaHUEe, aHATN3, CTATHCTH-
gyeckas 00paboTKa) U YaCTHO-HAay4YHbIC (KIMHUYECKUH U WHCTPYMEHTAIbHBIN ).

OcHOBHbBI€ 10J10K€HNS, BBIHOCUMbI€ HA 3a1UTY

1. KnauHudeckue CUMITOMBI U PE3YJIbTaThI IA0OPATOPHBIX 1 MHCTPYMEHTATb-
HBIX METOIOB UCCIICIOBAHNS HE MOTYT CITY>KUTh YeTKUMH A (depeHIMaTHLHO-TUATHO-
ctuueckumu kputepusimu ['JI]I, 4To AUKTyeT HEOOXOAMMOCTh MPOBEACHHUS MOJICKY-
JSIPHO-TEHETHYECKOTO MCCIICIOBAHMS B CIOXKHBIX AU epeHIMaTbHO-THArHOCTHIC-
CKHX CJIy4asix C I[€JIbI0 CBOEBPEMEHHOIO Ha3HAUYCHU S MAaTOTEHETUYECKON Teparuu.

2. Hanuuune maxopHoit mytaruu p.His1069GIn B 14 sx30HE, BBISIBJIEHHOH Y
85% GobHBIX (Y 65% B rOMO3UTOTHOM COCTOSTHUM ), TO3BOJIIET UCTI0JIL30BATH €€ MO-
HCK KaK TPUOPHUTETHBIN IJISI MOJICKYJISIPHO-TEHETHUECKOTO CKPUHUHTA ITPH 00CTIeI0-
BaHuHu 00apHBIX ¢ ['JI/I.

3. Ilopaxenue nepHoii cuctemsbl ipu [ JI/] He orpaHnYUBaeTCs CTpyKTypaMu
ITHC, vo npemnosiaraet U HapyIieHue (yHKIIMOHUPOBaHuUs Tepudeprueckux oopaso-
BAHUW HEPBHOW CUCTEMBI, B YACTHOCTH, CIIyXOBOTO aHAJIM3aTOPa, O YeM CBUJICTEIIh-

CTBYET CHUXEeHUE aMITATY bl | muka mpu peructpaumu ACBII. [lo3utuBHBIE H3MEHE-
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HUS OCHOBHBIX ITapameTpoB ACBII Ha poHe naToreHeTn4ecKko Tepanuu, CBUACTEb-
CTBYIOIIME 00 yIy4llleHUH CITyXoBOM addepeHTaiiu, Kak Ha BHYTPHUCTBOJIOBOM, TaK
U Ha nepudepruyecKkoM YPOBHSX, MOTYT CIIY>KUTbh JOTMOJHUTEIbHBIM KpUTEPUEM I(]-
(EeKTUBHOCTHU TTPOBOJMMOTO JICUCHUS.

4. Croiikue NaToJIOrMYECKUe U3MEHEHU S TapaMETPOB 3pPUTEIIBHBIX U KOTHHU-
TUBHBIX BbI3BAHHBIX TOTEHI[MAJIOB B MTPOLECCE AMHAMUYECKOTO HAOIIOICHUS HAJl TTa-
[IUEHTaMH CBUACTEIBCTBYIOT O IPYObIX HAPYIIEHUSIX PYHKITUH 3pUTEITLHOTO aHaJ3a-
TOpa U MOTYT OBITh KOCBEHHBIMH ITOKA3aTEIISIMH COXPAHSIOIIETOCS KOTHUTUBHOT'O JIe-
duiuTa naxe Ha PoHe ATUTENBHON MEIbATUMUHUPYIOILIEH Tepanuu. Pe3ynbTars! uc-
cnenoBanuii BII M0KHO MCTIONIB30BaTh B KAUECTBE JUATHOCTUUECKUX U IIPOTHOCTHYE-
CKHX KPUTEPUEB, B TOM UKCIIe Ha (DOHE TUTEIHFHOTO MATOI€HETHUECKOTO JICUEHHU I 3a-
0oseBaHMUs.

Ces3b pa0d0ThI ¢ HAYYHBIMH POTPAMMAaMHU, IVIAHAMU. /[ucceprannoHHas
paboTa BBHIMIOJIHEHA B paMKaxX KOMIUICKCHOW Hay4HOH TeMbl KadeIphl HEBPOJIOTUN
u Herpoxupyprun @I'bOY BO JIBIMY MunsnpaBa Poccun «Meroasl nuarao-
CTUKH, JIEYeHUsI M MPO(UIAKTUKU HACJIEICTBEHHBIX 3a00JIeBaHUI HEPBHOU CH-
cTeMbl B Xa0apOBCKOM Kpaey .

CooTBeTCTBHE JUCCEPTALUMH NMACHOPTY HAYYHOU crHeuuaJIbHOCTH. Jluc-
cepTalusl COOTBETCTBYET MAacnopTy HayyHOU cnenuanbHoctu 3.1.24. HeBponorus
(MEIMIIMHCKUE HAYKN).

JIMYHBIN BKJIaJl ABTOPA B HCCJIe0 BaHHEe. ABTOP HEOCPEICTBEHHO y4aCTBO-
BaJI B pa3pabOTKe LM 1 33]1a4 UCCIIEA0BAHMS, CTATUCTUIECKOM aHAJIN3E MOy YEHHBIX
JAHHBIX, OPTaHU3AIMH U POBEICHN Y KIIMHUYECKOTO dTara UCCIeT0BaHMs1, 000CHOBa-
HHUM BBIBOJOB U MPAKTUYECKUX PEKOMEHIAIHUNA. ABTOPOM JIMYHO IIPOBEIEH OCMOTP
BCEX YYACTHUKOB MCCIIEAOBAHMS, BKIOUAs manueHToB ¢ [JIJ] u 4ieHOB nx cemeil.
Ocmotp 60mbpHBIX ¢ [JI/] mpoBOaMIICS B AMHAMUKE HA MTPOTSKEHUU BCETO HCCIIEIOBA-
HUS. ABTOP CAMOCTOSITENIBHO MPOBOAMI PETUCTPALIMIO MyJIbTUMOJanbHbIX BI1 ronos-
HOT'O MO3Ta C MOCJIeAyIoIIeH 00pabOoTKOM M aHATM30M IMOJTYYSHHBIX JAHHBIX. ABTOPOM

JeTaIbHO U3yUYeHa U mpopaboTaHa OTEUECTBEHHA U 3apyOeKkHas TIUTEpaTypa 1o Teme
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ucclieoBaHus. Pe3ynbTaThl HCCIEA0BaHUS ONyOJIMKOBAHBI B PELIEH3UPYEMbIX HAY Y-
HBIX U3JaHUSIX.

Anpo0anusi pe3yJabTaToB padoThl. MaTepuanbl quccepTaluy ObUTH MPEICTaB-
JIeHbI U 00Cy>KaeHbI Ha 70 UTOTOBOM HaYy4YHOU KOH(EPEHIIMHU MOJIOABIX YYEHBIX U CTY-
JNEHTOB J{aTbHEBOCTOYHOIO rOCY JAPCTBEHHOTO MEIMIIMHCKOTO YHUBEPCUTETA « AKTY-
aJIbHBIE BOIIPOCHI COBPEMEHHOM MeuIIUHbD» (T. Xabaposck, 2013); pernoHaasHOM
starne Beepoccuiickoro korkypea « Octadera BY3osckoit Hayku —2015» mo Jlanbhe-
BOCTOYHOMY (pepiepabHOMY OKpyTy (HayuHas aTdopma — HeBponorus) (r. Xaba-
poBck, 2015); 72 utoroBoi Hay4yHON KOH(EPEHIIMHU MOJIOJBIX YUECHBIX U CTYJCHTOB
JlaIbHEBOCTOYHOTO FOCY IAPCTBEHHOI'O MEANIIUHCKOTO YHUBEPCUTETA C MEXKTyHAPOI-
HBIM y4YacTHEM «AKTyaJbHbIE BOIPOCHl COBPEMEHHON MEAUITUHB) (T. Xa0apoBCK,
2015); MexxayHapoaHoi HaygHO-TipakThueckoi koHpepeHmn « NGS B MeuIHCKON
renetuke» (1. Cy3znans, 2017); I X Bcepoccuiickoii HaydHO-IPpaK THYECKOM KOH (hepeH-
UM C MEKAYHApOIHBIM yuacTuem «MoutekymspHas nuarnoctika 2017y (r. Mockaa,
2017); permoHaapsHOM dTaIle OOIMIEPOCCHIICKOTO KOHKYpca «Icradera BY3oBckoi
Hayku — 2018» no JlanbHeBOCTOUHOMY (peiepaTbHOMY OKPYTY (HayuyHas miaaTdopma
— Hespounorus) (r. Xabaposck, 2018).

Bueapenne B mpaktuky. Pe3ynbrarsl paboThl BKIIOYEHBI B YUEOHYIO MPO-
rpaMMy U UCIIOJIB3YIOTCS B YYEOHOM Ipolecce Ha Kadeape HEBPOJIOrMHU U HEUPOXU-
pyprun ®I'bOY BO JIBI'MY Mun3apasa Poccrun; BHEAPEHBI B KIIMHUYECKYIO ITPaK-
TUKY HeBpoJsioruueckoro ornaeneHus YY3 «Knununueckas 6onpauna «PXX-Memu-
1Ha», JlabHEBOCTOUHOTO IIEHTpA KIMHUYECKOH HeBposoruu « Hespo/lom», OO0
«enTtp cemeitnoi meauiiuab. [1o pe3ynbratam paboThl U31aHO yUeOHO-METOIYe-
CKoOe rocobue /Ui CTyACHTOB U KIIMHUYECKUX opArnHaTopoB « HeBponorus. I'enato-
JEHTUKYIApHas ferenepanys. TpynHocty aud pepeHmanbHOM TMarHOCTUKY U Beie-
HUSA MMAUUEHTOBY», YTBEPKIACHHOE [IEHTPAIBHBIM METOAMYECKUM coBeTOM JIBIMY
(Xabaposck, 2021).

ITyoauxanmmn. Martepualibl TuccepTallMOHHOrO UCCIIEIOBAHUS OTpakeHbl B 14
neyaTHbIX paboTax COMCKATels, U3 HUX / onyOJIMKOBaHbI B )KypHAJIaX, pelieH3upye-

Mbeix BAK npu MunuctepcTBe 06pazoBanus u Hayku Poccuiickoit deneparmu, 2 u3
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KOTOPBIX BXOJISIT B MEXXIYyHApOAHYIO0 06a3y mutupoBanus nanabix SCOPUS.

Ctpykrypa u 00bem auccepramuu. [[uccepramus n3noxerna Ha 143 ctpanu-
1aX MalTMHOMUCHOTO TEKCTa, coep kXUt 11 Tabnuil, 16 puCyHKOB; COCTOUT U3 BBE/IC-
HUsI, 0030pa TUTEPaTyphbl, IECTH IJ1aB COOCTBEHHBIX UCCIIEJOBAHN I, 3aKITIOYEHNUS, BbI-
BOJIOB, TPAKTUYECKUX PEKOMEHIAIIHMI, CIIICKA COKPAIICHUM U YCIOBHBIX 0003Haue-
HUM, yKa3aTens auTeparypsl (BKiIrovaeT 230 HauMEeHOBaHU M, U3 HUX 5/ OT€YECTBEH-
HbIX U 173 3apyOeKHbBIX HCTOYHUKOB), TPEX MPUIOKECHUH.

ABTOp BbIpaXkaeT 0JaroJapHOCTh 3a IOMOIIb B BHINIOJHEHUN MOJIEKYJISIPHO-TE-
HETHUYECKOro pasjesia paboTel coTpyaHukam gadoparopuu JHK-auarnoctuku Me-
JIUKO-TEHETHYECKOTo Hay4yHOro IieHTpa uMenu akajgemuka H.I1. boukosa (3aBemyro-
i naboparopueii —npodeccop A.B. IosnsskoB). ABTOp BbIpaxkaeT MPU3HATEIBHOCTD
3aMeCTHUTENI0 AUpeKTopa mo HayuHoi padore ®I'bHY HI[H, npodeccopy, 1okTopy
MeaunnHcknx Hayk C.H. Unnapromkwny, 3aB. Kadeapoit HEBPOIOTHH 1 HEHPOXUPYP-
run ®I'OY BO JIBI'MY npodeccopy A.M. XenumckoMy, KOJUIEKTUBY HEBPOJIOTH-
yeckoro otaenenus UY3 « Kimuanueckas 6onpHMa « PXK/[-MenuipHay 3a moMoIIpb B

BBIITOJIHCHHWH HACTOAILICTO MCCICA0OBAHMAA.

COIEPKAHUE PABOTHI

MarepuaJjibl 1 MeTOAbI HccieqoBaHMsA. C I1€TBI0 aKTUBHOTO BBISIBIICHUS 00JTb-
HbIX ¢ [JI/] Ha HayanbHOM 3Tare uCCIeA0BaHUA UCTIOIb30BAIUCH TAHHBIE, TOJTYYEH-
HbIE IPU AHATN3€ APXMBOB HEBPOJIOTUUYECKHUX M TACTPOIHTEPOIOTUIYECKUX OTACIICHAN
TOPOJICKMX U KPaeBbIX CTAallMOHApOB. [Ipon3BeieH « TOKBapTUPHBIN 00X01» MaIUeH-
TOB C MOCEAYIOLIUM I000CIEI0BAHUEM C LIEJIbIO YTOUHEHUS JUArH03a, OCYIECTBIIS
JIUCh BBIE3/Ibl B TOPOA U paiioHbl XabapoBckoro kpas. Beero odcnenoBansl 74 ueno-
BeKa (My>X4MH — 29, >KeHIIUH — 45), MpoXKUBaOIIMX B Xa0apOBCKOM Kpae C 0103pe-
HueMm Ha [JIJ1.

B pabote ucrnonab30BaH peTpOCNEKTUBHBIN aHAN3 BBIITUCOK U3 aMOYJIaTOPHBIX
KapT, UCTopuil Oone3Hu naireHToB. OCHOBHOM 3Tanm paboThl BBIMOJHEH Ha 0ase

HeBposiorndeckoro otaenenus UY 3 « Knuanueckas 6oapHuIa « PXKJ[-Meautiuaan » .
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B pesynbrare aHanv3a aHaMHECTUYECKUX TAHHBIX, KIIMHUYECKUX MPOSBIICHUH,
Pe3yJIbTaTOB J1A0OPATOPHBIX, HCTPYMEHTATbHBIX U MOJIEKYJISIPHO-T€HETHYECKOTO Me-
TOJI0B o0OcyienoBanus y 54 6onbHbIX quarHo3 ['JIJ] ObL1 uCKITIOUEH.

Kputepuem st mocraHoBKU quarHo3a 0osne3nun Bunbcona—KonoBasosa, co-
ri1acHo JISHMITUTCKOM KOJTMYECTBEHHOM IIKaJIbI 1711 TUarHOCTUKH OoJie3Hn BuibcoHa-
KonoBasoBa, CIy>KUJIM: XapaKTEPHbIE HEBPOJIOTHUYECKUE CUMIITOMBI, BKIIOUYAIOIIHE
AKCTpaNMPaMUIHbIE PACCTPOUCTBA; MaTOrHOMOHWYHbIE 1J1s1 [ JI]] mpu3Haku Hapyite-
HHS 0OMEHa MeJIH; XapaKTepHble n3MeHeHus mpd MPT rojoBHOTO MO3ra, HaTM4Iue po-
roBUYHBIX KoJiell Kaitzepa-@ieiiepa; pe3yabTaThl MOJIEKYJISIPHO-TEHETUUYECKOM JTHa-
THOCTHKHM (Hamudue MyTainuid B rene ATP7B).

B ocHOBY mccienoBaHus MOJIOKEH aHAIN3 COOCTBEHHBIX HaOMOACHUM 3a 20
o6onpubiMU ['JI]] B Bo3pacTe ot 15 1o 52 net (cpeanuii Bo3pact — 36,35+1,72 nert), y
KOTOPBIX TUArHO3 ObLT IMOATBEPKICH MOJICKYISIPHO-TEHETUYECKUM HCCIICIOBAHUCM.

boapHbIe HaxoauIMCh 1o HabmoAeHEeM B iepro ¢ 1991 mo 2018 rr. Tlepuon
Ha0JIr0IeHU s 32 OOJIBHBIMM COCTaBWII OT 2 710 27 JIET, MOKa3aTeslb pacnpoCTpaHEHHO-
ctu ['JIJ] paccunteiBasicst Ha 100 000 HaceneHus.

JIJist yTOUHEHUS AMarHo3a M CIONb30BaMCh J1A00paTOPHBIE, 3JIEKTPO(U3HUOIIOTH-
YECKHUEe, HEMPOBU3YyAIN3alIMOHHBIE, MOJIEKYJISIPHO-TEHETUYECKUE METO/IBI.

JI1st OLICHKH TsDKECTH cocTosiHUS 00abHBIX I'JI/] mcmonp3oBanack mkama N.P.
Goldstain, m1st OlleHKH CTENEHN BBIPaKEHHOCTH KOTHUTUBHBIX PACCTPOMCTB — MOHpe-
aJIbCKasl IIIKaya OIleHKW KOrTHUTUBHBIX GpyHKkiui (Montreal Cognitive Assessment,
MoCa).

HccnenoBanue BII rosioBHOro Mo3ra npoBOAMIJIM ¢ MOMOILBIO aniapaTHOIO
Helipodusuonornyeckoro komsekca Heripo-MBII «Hetipocodt» (r. IBanoso). [1po-
BOIMIIM peructparmto koporkonaTeHTHbIXx ACBII, 3BII Ha peBepCUBHBII IIaXMaTHBINA
nartepH, comatoceHCOpHbIX BIT (CCBII) ¢ BepxHux u HuxkHUX KoHeuHocTen nu KBIT
(P300). YV 17 6onpHBIX TpoBOIUI0CH McciienoBanue BIT qo neyenus, y 10 marmeHToB
BII Taksxe uccienoBaluch B JUHAMUKE MOBTOPHO Ha MpoTshkeHuu 3-10 jieT ¢ nHTtep-
BaJIoM 6-12 mec. Ha poHE MEABIIMMUHUPYIOLIEH TEpauu.

['pynity KOHTpoussi coCTaBUiIM 17 ManuMeHToB, COOTBETCTBYIOIIMX OCHOBHOU
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rpyIIne 1o MoJjy, Bo3pacty, 0€3 KIMHUYECKHUX MPOSBJICHUNA MOPAKeHUs HEPBHOM CH-
CTEeMbl U1 000CTPEHUM XPOHUYECKUX COMATHUECKUX 3a00JICBaHU .

MonekynspHO-TeHeTHUeCKI M aHa U3 TpoBoAuIIcs Ha 6aze madoparopuu JJHK-
nuarHocTuku CPI'BHY «Menuko-reHeTmuecKuid HayYHbli LIEHTP UMEHU aKaJeMHUKa
H.I1. BoukoBa» (r. MockBa) moce noixy4yeHust ”HGOPMUPOBAHHOTO cOTacus 00JIb-
HBIX U UX POJICTBEHHUKOB.

B xoxe paboThl 29 mammeHTaM, Y KOTOPBIX cormacHO JICHTIITUTCKOM KOHye-
CTBEHHOM IITKAJIbI ITMATHO3 ONIPE/IEIICH KaK “‘COMHHUTENICH TH0O0 “yCTaHOBJICH’, IIPOBE-
neHo uccieaoranue oopasnos JIHK ¢ 1ienpio norcka BocbMu HanboJee 4acTo BCTpe-
YAIONIUXCSA B POCCUMCKOM monysiinu myTtanuii rena ATP7B (¢.2532delA, ¢.3627-
3630del4, ¢.3207C>A, ¢.3402delC, ¢.2304insC, ¢.3649-3654del6, ¢.1707insC, c.1340-
1343del4) ¢ momorp0 MeTo1a MyJIBTUILICKCHOM ITP00a-3aBUCUMOM JIMTa3HOM peak-
UM C TTOCICAYIONMEeH aMIuIiuKaeln 1 MyJIbTUIIPAHMEPHOM TTOTMMEPa3HO -IICITHON
peaKiuen.

[TanpenTaMm, SBISIOIIUMCS KOMIIAYH/-T€TEPO3UTOTAMU MO OJHOW HaWJECHHOU
MyTauuu B rene ATP7B B ueThlpéx ciaydasx u 11 manueHTaMm, y KOTOpPBIX HE ObUH
OoOHapy»XEHbI MyTaIUH, BXOISAIINE B IPOTOKOJI JIJ1s1 00CTI€I0BAHH ST POCCHICKOH MOITy-
JALUA, METOJOM MacCOBOT0 NapaJlJIeIbHOIO CEKBEHUPOBAHMSI TPOBEIEHO K CCIIEIOBA-
HHE BCEU KOIUPYIOIIEH MOCIe0BATEILHOCTH U 00JaCTel S9K30H -UHTPOHHBIX COS/THU-
Henuii rena ATP7B. B pe3ynbrate nposenenHon JIHK-nuarnoctuku quarnos I'JI/1 vc-
KJIFOUEH y 9 OOJIbHBIX.

O06paboTka MoJy4eHHOTO0 MaTepralia MPOBOIWIACH C UCTIOJIL30BAHUEM IaKeTa
nporpamm MSOffice 2010. [TpoBoanIoCh BEMKCIICHIE OTHOCUTEILHBIX M CPE/THHX Be-
JUYUH U uX om0k, [TokazaTenu cuntanuck qoctoBepabiMu pu p<0,05. [l ompe-
JICICHU S TOCTOBEPHBIX PA3JIMYMIA B TPYIITIAX B 3aBUCUMOCTH OT KOJIMYECTBA HaOTrO/Ie-
HUU 1 HOPMAJIBLHOCTH pACIPECTICHUS UCITOIB30BATUCH KpuTeprid CThIOJICHTA U €10
HemapaMeTPUUECKU aHaJIOr — KpUTEepUM Y UIIKOKCOoHA. KoppensaiuoHHbIi aHamm3
JAHHBIX MPOBOJUJICS MPU MOMOITHU pacuéra ko3¢ puimenTa koppensauuu CriupmeHa.
Cratuctuueckas 00paboTKa pe3yIbTaTOB BHIMIOJHEHA B COOTBETCTBUU COBPEMEHHBIM

TpC6OBaHHHM MaTEMAaTH4YCCKOI'O aHaJIn3a.
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PE3YJIbTATBHI HCCIIEAOBAHUSA U UX OBCYXJIEHUE

Tpynunoctu nud ¢pepennuanbuoii nuarno ctuku I'JIJL. KonmyecTBo 60IbHBIX
C HETOATBEP)KIEHHBIM B IIPOIIECCE JIETAIBHOTO 00cenoBanus auaraosom ['JI]1 cocta-
BIIIO 54 (72,97%) u3 74. B oty rpynmy Bouuiu 00JIbHBIE, UMEIOIIME K CTPAUPAMU]I-
Heie (n=31; 57,41%), ncuxuveckue Hapyenus (n=4; 7,41%) u crpagaromme XpoHu-
YECKHMH ITaTOJOTHYCCKUMHU mporieccamu neueHu (n=19; 35,19%). [TorpeboBanoch
MPOBEJICHUE TIATEILHOTO aHAJIM3a TEX BO3MOXKHBIX (JaKTOPOB, KOTOPHIE, C OJTHOM CTO-
POHBI, MOTYT HETAaTUBHO MOBJIHUITH Ha CBOEBPEMEHHYIO TOCTaHOBKY auarno3a [ JIJ], ¢
Apyro#, crnocoOCcTBOBATh OUITMOOYHOM AMArHOCTUKE JAHHOTO 3a00JIeBaHUS TPH T1ep-
BUYHOM Pa3BUTHUH, Ka3aJ0Ch Obl, XapaKTEPHBIX IJIsi HETO CUMIITOMOB M CHHJIPOMOB.

W3 rpynmbl HaOnoAeHus, MPEKAE BCEro, NCKIIOYAINCh MAIlMEeHThI, CTpaJaro-
[I1e YKCTPATUPAMUIHBIMHU PACCTPONCTBAME O€3 TPU3HAKOB IMTOPAKEHU S IEYCHU U Xa-
pakTepHbIX H3MeHeHU 0OMeHa Menu (N=9; 16,67%). B GonbpmmHCTBE Ciy4aeB, 0co-
OCHHO MPU COYETAHU Y TATOJIOTUH TTEYEHH U TICUXOHEBPOJIOrUUECKON CUMITTOMATHKH,
BaXHBIM KpuTeprueM uckiirouenus I'JIJ1 mociry»kuim HopMasbHbIE ITOKa3aTENU MEIHO-
aurangHoro ooMena (N=41; 75,92%), mpu 3TOM 0Ka3a10Ch HEOOXOAUMbIM YUHUTHIBATH
BO3MOXHBIE JIO’KHOMOJIOKUTENbHBIE JIMOO0 JIOKHOOTPUIIATEIIbHBIC PE3YJIbTaThI OKa3a-
Tenel oOMeHa Menu, 4yTo 0bu10 oTMeueHo y 13 (24,07%) u3 54 naGnrogaBIInxcs ma-
IIMEHTOB M TOTPeOOBaJIO JalbHEHIIIero AnarnocTudeckoro nmovcka. Kompira Kaiizepa-
dneitmepa, IBIAAIOMIKECS TOCTATOYHO 3HAYUMbIM cuMiiToMoM ['JIJ] u 0OHapy keHHbIE
y 5 (9,26%) u3 54 nauueHTOB 3TOU IPYNIIbI, SIBISUIUCH IPOSIBJIEHUEM XPOHUYECKUX
3a0osieBaHuii neyeHu. [laTonornyeckre n3MeHeHus 0a3aIbHbIX TAaHTIIMEB ITPU HENpo-
BU3yaIN3alMOHHOM M CCJIEI0BAHNH, JOMOIHSIONINE KIMHUYECKYIO U JTJa00paTOPHYIO
KapTUHY TUarHocTuku (N=5; 9,26%), Obu1u NpOosSBICHUSIMU APYTUX HEBPOJIOTUUECKUX
3a00JIeBaHU N U AUCMETA00TMYSCKUX HAPYIICHU I TPU ATOJIOTH U TEYEHU U U SIBUIUCH
JIO’KHOTIOJIOKHU TEILHBIMU ITPU3HAKAMU JIJIs1 TOU rpyImbl narueHToB. Y 9 (16,70%) u3
54 GONBHBIX MPH UCIOIL30BAHNH 0ATIIILHOM KOJTMYECTBEHHON JISMITITUTCKOM MIKaIbI
JAHHBIA JUArHO3 OIPEIEIIEH KAK COMHUTENBHBIN, U UCKIIFOUUTS [ JI/] B 3THX ciryyasx

YAaJI0Ch TOJIBKO ITOCJIC ITPOBCACHUA MOJICKYJIIPHO-TCHCTUYCCKOI'O HCCIICAOBAHNA.
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B wutore IMPOBCACHHBIX TUATHOCTHUYCCKHUX MCpOHpHHTI/Iﬁ n JUHaAaMHYCCKOIO
H&6HIO)1€HI/I$I YTOUYHCHHBIC JHAIrHO3bI Ha6J'IIOJIaBH_[I/IXC$I 54 INanuECHTOB C U3Ha4YaJIbHbIM

noao3penuem Ha ['JIJ] pactipeaenunuck ciaeayonmm oopa3oM (pUCyHOK 1).

I THKU
I 111130 P PEHOTOJOOHBIA CHHAPOM

BN ;0BCHWJIbHBIM MAPKUHCOHU3M

I 6oute3Hb [TapkuHCOHA

 — 3CCEHIMAILHBIM TPEMOD

IS UpPO3 KPUNTOTCHHBIH
I cTEATOTEIIaTUT
I KDUNITOTCHHBIN renaTuT
1 BUPYCHBIH renaTuT

1 TOKCHYECKHUU TeaTUT
0 2 4 6 8 10 12 14 16

Pucynok 1 — YTo4HEeHHBIC TUArHO3BI Y 00CIIEI0BAaHHBIX OOJIBHBIX

Pa3zHo00pa3ne KIMHUYECKMX CHMIITOMOB, COYETAIOIIEECS C PE3YJIbTATAMU JIa-
00paTOPHO-UHCTPYMEHTAIILHBIX METOJIOB MCCJIEA0OBAHMS, BIIOJIHE MOKET HAIPABUThH
JIMAarHOCTUYECKYIO MBICITb B M0JIb3y MOCTaHOBKH auarHo3a ['JIJ[ mpu onpeaeneHHoit
MepeoLIeHKE WIIH e, HA000pOT, HEAOOIEHKE KaK KIMHUYECKUX, TaK U TaO0OpaTOpHO-
WHCTPYMEHTATBHBIX JAHHBIX. B Takux cinyuasx nanpHenmas aud GepeHnuanpHas -
arHOCTHKa JIOJKHA MPOBOJAUTHCS C HCIIOJIb30BAHMEM Ha CaMbIX paHHHX dTarnax 3a00-
JIEBAHUS MOJIEKYJISIPHO-TEHETUYECKUX METOA0B, IMO3BOJISIFOIIMX C TIOJIHON BEPOSITHO-
CTBIO ITOATBEPAUTH UM ONPOBEPrHyTh nuarno3 [ JI/I.

JnuaemMuoJorudyeckas xapakrepucruka I'JI/I B Xabaposckom kpae. B uc-
cienyemblii BpemenHoi nepuoy 1990—-2018 rr. B otnensHOM perrone Poccuiickoit
®denepanuu — XabapoBcKoM Kpae 3apeructpuponano 20 6onsHbIx ['JIJ] 13 17 cemeit.
Bo Bcex cnyuasx auarHos ObUT MOATBEPKACH C MOMOIIBIO MOJIEKYJISIPHO-TeHETHYe-

CKoro uccienoBanus. B 15 ceMpsax mpoOaHIbl ABISUTHCH € TMHCTBEHHBIMHU OOJIbHBIMA
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B cembe. Cemeiinbie ciydau ['JIJ] B oOcaeayemoii momysiimu coctaBuiau 25,00%. Pac-
npezeneHne OOJBHBIX IO Moy 0bL10 cieayrommM: 7 (35,00%) my»xuunn u 13 (65,00%)
KEHIIMH (PUCYHOK 2).
BospacT 601bHBIX B HCCIeAyeMOM TpyIIie OblT B mipeaenax oT 13 go 52 ner
(cpemuuii Bo3pact aiisi 000ux mojaoB — 36,35+1,72 net). CpeqHuii BO3pacT >KeHIMH

coctaBui 36,37£2,13 (ot 13 10 52 neT) v ObLT HECKOJIBKO BHIIIIE, YeM BO3PACT MY KUMH

—32,14£3,67 (ot 15 no 46 ner).

6 -
5_
4 A
3_
2_
1_
0 I

30-39 ner

40-49 net

u MYKYHNHbBI JKCHIIIUHBI

Pucynok 2 — Pacnipenenenue 6onpHbIX ['JI/] 110 Moy ¥ BO3pacTHBIM TpyIIiaM

(mpu mepBom oOcnenoBanuu), N=20

Hcxons n3 momy4eHHbIX JaHHBIX, pactnpocrpaneHHocTs [ JI/ B 2017 rony B Xa-

O6apoBckoM kpae coctaBmia 1,50:100 000 nacenenus, B r. Xabaporcke —2,10:100 000

HaceJIeHUs. DTU JAHHBIE BIIOJIHE COMOCTAaBUMBI CO CPEIHUMHU MMOKA3ATEISIMU B MUPE
Ha COBPEMEHHOM 3TaIlle, COMNIaCHO KOTOPBIM pacnpocTpaneHHocTs [ JIJ] cocrasisier

0,29-2,60:100 000 Hacenenus.

Bapuantsi ne6rora I'JIJI. Cpennuii Bo3pact nepsuunoit Manudecrarmu [J1]]
y Habmogaembix 60bHBIX cocTaBmi 21,00+2,01 ner (6-39 ner). [ebror 6omnezHu
HEBPOJIOTHYECKOW CUMITTOMATUKOM OTMeUeH y 7 00abHBIX (35,00%), mcuxosMoImo-
HaJIbHOU cUMIITOMAaTHKON —y 3 005pHBIX (15,00%). Hauano 601e311 ¢ cOMaTUIeCKIX

paccrpoiicTB Ha0moaanock y 10 maruentos (50,00%) (pucyHok 3).
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Cpennuii Bo3pacT NOSIBJICHUS COMAaTHUYECKUX MPOSIBJICHUM 00JI€3HNU COCTABHII
20,45+1,90 net, HeBpoJIOTHYECKass CHMIITOMATHKA MaHU(PECTHpoBaIa B CPETHEM B
25,00£2,30 net, cneaoBaTeIbHO, COMATHYECKHUE MTPOSIBIICHUS OTIEPEkKaad HEBPOJIOTH-
yeckue B cpeaneM Ha 5,00 net. CpenHuli BO3pacrt pu ycTaHoBiieHUH quarnosa [ JI/1
coctaBuia 29,40+1,76 ner. C MomeHnTa AeOr0Ta 00JIE3HU O YCTAHOBJICHUS JMArHO3a
I'JI1 mpoxoawo B cpearem 8,2 141,49 net, mpu MUHAMaTFHOM BPEMEHHU HaOTFOICHHS

oT 3 mecsneB 1 MakcuManbHoM 110 20,00 mer.

TICUX 09MOITHO HATLHBIA 3HJIOKPHHOJIOTHY €CKUN
15% 10%

TeMaTOJIOTUIECKHI
10%

TIOYEIHBIA

5% HEBPOJIOTUYECKUH

35%

TIeYCHO Y HBIN

25%

B 5HI0KPUHOJIOTHYECKHI | HEBPOJIOT UY €CKHIA B reyeHOIHBIH

B 10yeunpIi reMaToJIOT HIECKUIA ¥ mcux 03Mo o HAIBHBIH

Pucynok 3 — BapuanTsl ne6rora y 6ombHbIX [JI]]

Haunbonee kopoTkuii nepruoj HaOI0eHUS 00JbHOTO 0e3 Bepu(uKalu 1ra-
rao3a ['JIJ1 HaOGnropancs npu HEBpOJIOruuecKoil MaHu pecTanuu, HauboJsee AU TEb-
HBII — IPU COMaTUYECKOM (SHIOKpUHHBIEC HapyLIeH s ). CHMITTOMBI TOPa>KEHUS HEPB-
HOU cucTembl oTMevyanuch y 19 (95,00%) oOcnenoBaHHBIX TAIIUEHTOB (PUCYHOK 4) U
MPOSBJISIIMCH TETEPOr€HHOW MPOTPECCUPYIOLIEN IKCTPATMPAMHUIHON CUMIITOMATH-
KOM.

MPT rosoBHOro mo3ra BoinojiHeHo 18 6obHBIM. Y 9 (50,00%) maririeHTOB BbI-
sBJeHbI XapakTepHblie 17151 ['JIJ] ouaroBbie nu3aMeHeHHs B 001acTH 0a3aJIbHBIX TaHTJIMEB

(B MPOEKITMYU TOJIOBOK XBOCTATBIX SACP, CKOPIYIBI, TajJaMycoB), Y 6 OOJbHBIX
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(33,33%) — Hecnenuduueckre U3MEHEHUS B BHUJIe aTpOGUU T'OJIOBHOTO MO3ra, B 3

(16,67%) cinyyasix maTOJOTHH BBISBJICHO HE OBLIO.

snucuHapomM
xopendeckuii runepkunes I
arero3 I

TOpPCHOHHAs qucToHus
machonus, usapTp s I —
axelpoKuHe3
THIIOMHUMUS
MOCTypaJlbHasi HEY CTOWYHBOCTh
OpamMKuHEe3us
H3MEHEHHE [0YepKa

ucdarus

HAaCHIILCTBEHHBIH CMeX
runepcanvparys  EEE—
mamionys
HapyuieHue nmoxoxy  I——
JMCTOHMS TI0 SKCTparvpamM oMy Ty I ——

npo>xan e I ——

o

20 40 60 80

Pucynok 4 — CriekTp HEBPOJOTMYECKUX MPOsiBIeHUM y 00abHbIX [JI]]

B cooTBeTCTBUM ¢ IPUHATON B HAIlIEH CTpaHe KIMHUYECKON KilacCudUKaIen
6onesnu, npepioxenHont KonosanossiM H.B. (1960 1.), B 3aBHCUMOCTH OT CTaMu U
(opmbl 3a00JeBaHMA OOJIBHBIC PACTIPEACISUIACH CICAYIOMNM 00pa3oM: abaoMu-
HajbHas («OpromHan») — 2 (10,00%), mpoxkaTtenbhas — 5 (25,00%), aporkaTenbHo-pu-
rugnas — 13 (65,00%).

MoJjekyJsipHO-TeHeTHYECKUI aHaIu3. BriepBbie n3yueHa 4acToTa U CIIEKTP
myTtauuii B rene A7P7B B XabapoBckoM kpae. B pe3ynbraTe noncka BOChbMH Hanbosee
4acTO BCTpeyaromuxcs Mytaiuidi reHa ATP7B B pOCCHICKON MOIYJISALUNA My Talus
p.His1069GIn o6napyxena y 13 (65,00%) marueHTOB B TOMO3UTOTHOM COCTOSIHHHN U
y 4 (20,00%) B KOMITayHI-T€TEPO3UTOTHOM COCTOSIHUHU (PUCYHOK 5).

Myranus p.Alal1135GInfsX13 o6napysxeHa y nyx naruerTok (10,00%) B kom-

NayH/I-TETePO3UTOTHOM COCTOSHUU; B OJTHOM citydae ¢ myrtanuein p.His1069GIn.
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15%

" ['OMO3UTOTHI
p.His1069GlIn

20%

KoMmayHa-rerepo3urotsl
p.His1069GIn

65%

= KoMnayHI-TeTepo3uroThl
[0 IPYT'MM MYTalUsIM

Pucynox 5 — Pacnpenenenue O0NbHBIX HAa TPYIIIBI 0 HATUYUIO MyTallUH
p.His1069GIn

[Ipu oOHapykeHUM JaHHBIX MyTallMid B FETEPO3UTOTHOM COCTOSSHUM U UX OTCYT-
CTBUM METOJOM MacCOBOT'0 NapajlIeIbHOr0 CEKBEHUPOBAHUS y IIECTH NALUEHTOB C
['JIJ1 mpoBeieHo Kccie0BaHrEe BCE KOIUPYIOIIEH MOCIEA0BATEIbHOCTH U 001acTeit
DK30H-UHTPOHHBIX COeIMHEHHN TeHa ATP7B. MyrauusMu B KOMIAyHIE C
p.His1069GIn 6bu1u: ¢.1707+2dupT B 4 unTpoHE, P. Trp779Stop B 8 skx30He. B o1HOM
cirydae B kommaysze ¢ P.His1069GIn meTomom npsmMoro ceKBEeHUPOBaHU S My TAIUH HE
BbIsIBJICHO. CeKBEHUPOBAHKE T'€HA HE 1a€T BO3MOXKHOCTB OIIEHUTh HEKOTOPHIE 0COObIE
BHJIbl MyTaIlUI: TPOTSHKECHHBIC ICTICIMH WU Ty TUTHKAIMY, MyTaIlii B TTPOMOTOPHOM
00J1acTH WJIK B TaKOW 00JIaCTU MHTPOHA, KOTOPasi BJIMUSAET HA CIUIAMCHHT, HO HE IOoMa-
JaeT BHYTPb KOHKPETHOM aphl MpaiMepoB, aMILITU (DUITUPYFOIIMX O M>KaH U SK30H.
B sTom cimyuae oOHapyskeHue BTOPOU My Talli TPEOyeT UCIIONb30BaHUs 00J1ee CII0MK-
HBIX MOJIX0/I0B. ¥ OCTaBIIMXCS TPeX OOJIBHBIX — KOMITAYHI-TETEPO3UTOT BHISBIICHBI
apyrue COUYETaAHUS MyTaIui: (p-Met769HisfsX2/p.Alal135GInfsX;
p.Gly710Ser/p.Ala874Val; p.Glu1064Lys/ p.Arg616Trp).

Yacrora myTtaruu P.His1069GIn cocraBuiia 75,00% (tabnwuia 1). JIpyrue cemb
OoOHapyKEHHBIX MyTallMi BCTPEUYATTUCH B KOMITAYHA-TE€TEPO3UTOTHOM COCTOSIHHH C Ya-

croroit 2,50% u oana mytamus (p.Alal135GInfsX13) ¢ gacroroii 5,00%.
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Tabnuua 1 — Cnektp u yactora myTtaiuii B rene ATP7B y 6onbHbIX ¢ ['JI]]

B XabapoBCKOM Kpae

Ya-
3ameHa DK30H/ Yucno
3ameHa HYKICOTHI0B CTOTAa,
aMHHOKHUCJIOT UHTPOH XpOMOCOM %
¢.1707+2dupT splice Int4 1 2,50
c.1847G>A p.Arg616Trp 5 1 2,50
€.2336G>A p.Trp779Stop 8 1 2,50
€.2304dupC p.Met769Hisfs X26 8 1 2,50
€.3190G>A p.Glu1064Lys 14 1 2,50
€.3207C>A p.His1069GIn 14 30 75,00
c.3402delC p.Ala1135GInfsX13 15 2 5,00
€.2128G>A p.Gly710Ser 8 1 2,50
€.2621C>T p.Ala874Val 11 1 2,50
HeycranoBnenHsie MyTa- — — 1 2,50
1097041
Bcero xpomocom 40

B namem uccrienoBanuy BeIsIBIIeHa 3HAYUTENBHO 00JI€€ BRICOKAs YaCTOTA My Ta-
uu P.His1069GIn B Xabaposckom kpae (85,0% 60IBbHBIX), UTO I103BOJISIET HCIIOJIE30-
BaTh €€ MOUCK B KQU€CTBE OCHOBHOTO MOJICKYJIIPHO-TEHETUUECKOTO TeCTA IMPU 00CIIe-
noBannu 0onpHBIX ¢ ['JI]] B XabapoBckom Kpae.

MyJ1bTHMO 1aJIbHbIE BHI3BAHHbIE MO TEHIHAJIBI TOJ0BHOTO Mo3ra. [Ipu pe-
ructpanuu ACBII ucxonHO 0TMEUanoCch JOCTOBEPHOE YBEINUEHUE JTATEHTHOCTEH |
(p<0,01), Il (p<0,05), Il (p<0,05), IV (p<0,05) u V (p<0,01) nuxos. JloctoBepHO
(p<0,01) Obm yBemumuenbl mokazatenu MIIM 1II-V (2,16+£0,07 mc) u -V
(4,49+0,09 mc), mpu aToM yBenuuenus untepnana [-1Il ve 3aperucrpuponano (Tad-
auna 2).

JlaHHbIe U3MEHEHUs CBUACTENLCTBYIOT O HAPYIIEHUH BHYTPUCTBOIOBOTO MPO-
BEJICHHS Ha TOHTO-Me3eHIIedambHOM ypoBHE. CTereHb HEBPOJIOTHYECKOro Aeduimra
no mkae Goldstain, koTopklit B 11e0M 1o rpymme coctaBui 15,75+0,716am10B, mo-
JIOXUTEIBHO Koppenuposaiia co 3HadeHussmu MIIU 111-V (r=0,36; p<0,05) u -V

(r=0,38; p<0,05).
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Tabmuma 2 —IMokazarenn ACBIIy manimenTos ¢ I'JI/]

3HA4YEHUS Y TIALHECHTOB ['pynna xouTposst (M+m),
Hoxasaress ¢ TJIT (Mtm), n=17 =17
JlarentHocTh | muka, mc 1,82+0,02%* 1,68+0,04
JlarentHocts |l muka, mc 2,91+0,04* 2,60+0,03
JlarentHocTs |l muka, Mc 4,12+0,07* 3,71+0,04
JlarentHOoCTh |V mHKa, Mc 5,52+0,09* 4,88+0,03
JlatenTHOCTE V IHKa, MC 6,26+0,10%* 5,21+£0,02
JlarentHocTh VI muKka, Mc 7,30+0,09 7,33+0,10
MIIN I-111, mc 2,35+0,07 2,28+0,03
MITN -V, Mmc 2,16+0,07** 1,71+0,03
MIINA I-V, mc 4,49+0,09** 3,89+0,03
Amnnutyna I-1 a, mxB 0,14+0,02* 0,32+0,04
Amrumatyma -1 a, mxB 0,32+0,03 0,28+0,05
Amnutyna V-V a, mxB 0,70+0,07 0,58+0,03

Ilpumeuanue - 3necep u ganee * — p<0,05; ** — p<0,01; *** —p<0,001 npu cpaBHEHUH MEXAY I'PYyII-

IIaMH.

Hamu BniepBbIe onrcaHo B UCCIIEyeMOM IPyIIIIe MallUeHTOB CHUKEHN € aMILIIU-
Tynabl | muka: y aeBstu narueHToB (52,94%) | muk ObLT CHYOKEH TPH CTUMYJISIMHN C
JBYX CTOPOH, Yy MATH narueHToB (29,41%) Habaroaanock 0JHOCTOPOHHEE BBIPAKEH-
HOE€ U3MEHEHHE JAaHHOTO MoKa3aTeNs. Y IIoleHue | mrka conpoBOXKIanoch yIMHE-
HUEM €ro JaTeHTHOCTHU Y YeThIpeX nanueHToB (23,53%), Tpoe u3 KOTOPBIX UMENH JITH-
TeIbHOCTH 3a00eBanus 0ojee 10 nmet. [lomydeHHbIC JaHHBIE CBUACTEIBCTBYIOT O BO-
BJICYEHUU B NATOJIOrMYeCKui rpouecc npu ['JIJ] He TONBKO LEHTPAIBHBIX OTIEIOB
CIIyXOBOT'O aHaJM3aTopa, HO U €ro nepudpepruyecKrux OTIENIOB.

[Ipu ucciaenoBanuu B TMHaAMUKE Ha (DOHE MeIbITMMUHUPYIOUIEH Tepanuy 3ape-
TMCTPUPOBAHBI MO3UTHBHBIC cIBUTH mapaMeTpoB ACBII (Tabmuia 3). Ormeuanoch Jo-
croBepHoe ykopoueHue mareHtHoctel I, 11, 111 u V nukoB, ymensienue MIIA -V
u -V (p<0,05), a Taxxe yBenuuenue ammuutysl | nuka (0,26+0,05 mxB) B 70,00%
cinyyaen (p<0,05).

Taxum obpaszom, Ha poHe JTeueHUsT HAOMIOAANIOCH YIIyUIIIEHHE TPOBEACHUS CITy-
X0BOM apdepeHTalny, Kak Ha BHYTPUCTBOJIOBOM, TaK U Ha nepudepuieckoM ypoB-

HiX.
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Tabmuna 3 — U3smenenus nokazareneit ACBII y manuenTos ¢ ['JI/] na ¢pone Te-

pamnuu
HcxoaHple 3HAUCHHS 3HaueHus Ha GoHE Teparmuu
[loka3arens (M), n=10 (M), n=10
JlarerTHOCTH | TIMIKA, MC 1,83+0,04 1,66+0,02%*
JlarentHocts |l imka, mc 2,97+0,07 2,74+0,06*
Jlarentnocts |l muka, mc 4,01+0,04 3,81+0,04**
JlarentHOoCTh |V mIMKa, Mc 5,50+0,15 5,17£0,09
JlarentHocTh V nHKa, MC 6,31+0,16 5,92+0,10*
Jlarentnocts VI nmuxka, mc 7,31+0,07 7,31+0,09
MIIA -1, mc 2,23+0,03 2,17+0,05
MIIA -V, mc 2,20+0,10 1,92+0,04*
MIINA 1-V, mc 4,53+0,13 4,04+0,15*
Amruutynaa I-1 a, mxB 0,12+0,03 0,26+0,05*
Amrumatyma -1 a, mxB 0,33+0,05 0,35+0,03
Ammutyna V-V a, mxB 0,75+0,07 0,74+0,05

[Tpu peructparnuu 3BI1 y Bcex 00cineryeMbIX BbIAEIEHbI OTYETIIMBbIE KOPKOBBIE

KOMITOHEHTHI OTBETOB. BBISIBJICHO AOCTOBCPHOC YVIMHCHHC JIJATEHTHOCTEM BCEX OC-

HOBHBIX KoMIToHEeHTOB — P50, N75, N145,P200 (p<0,001); P100 (p<0,05); ammnuryna

KopkoBbIX KoMITOHEHTOB N75-P100 u P100-N145 noctoBepHo He n3MeHsu1ach (Tab-

nuua 4).

Tabnuna 4 — [Mokazarenu 3BII y matuentos ¢ T'JIJ]

3HauYeHNs Y TalMEHTOB C I'pyrma KoHTPOJIs

Hoxasare 1 (I\Zim), n=17 p(yl\j[[im), n:1i)7
JlatrentHocts P50, Mc 68,38+1,64%** 57,12+0,92
JlarenTHOCTE N75, MC 91,24+1,26%** 75,35+0,57
Jlarentnocts P100 , mc 122,7+1,14* 100,87+0,60
Jlarentnocts N145, mc 159,10£2,41*** 148,78+1,08
JlarentHocth P200, Mc 207,154£2,49%** 192,45+1,50
Ammmutyna N75-P100, mxB 9,02+0,54 9,87+0,61
Amnutyna P100-N145, mxB 9,60+0,70 8,68+0,58

Me:xmomnyapHoii acCHMMETPHUH BBISIBJICHO HE ObL10. BhisiBiieHa mpsiMast koppe-

JIALMS JIATEHTHOCTH OCHOBHOTO KoMItoHeHTa P 100 1 BhIpa’keHHOCTH HEBPOJIOTHYE-

ckoro aedurnuta (r=0,61; p<0,01) mo mkane Goldstain.
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Taxum 0Opa3om, y BCeX MaIMEHTOB BBISBIICHBI OTUETIUBBIE TPU3HAKHU yXY/IIIIe-
HUS TPOBEACHUS 3pUTENbHON adpepeHTAIU B KOPY ¢ 00euX CTOpOoH. J[aHHBIe Hapy-
IICHUSI MOTYT OBITH OOYCJIOBJICHBI ITPOIIECCAMU JCMHUESIIMHU3AIMH TUCMETA00IIe-
CKOI'0 XapakTepa.

Hamu BriepBbie MOKa3aHO, YTO HAPYILIEHUs 3puTeIbHON addepeHTaimu B KOpy
COXpaHAIOTCS Ha (hOHE ATUTETHbHON MeIBbIIMMUHUPYIOIIEH Tepanuu, 1axe Ha GoHe
YMEHBIIICHUS OOIIETO MOKA3aTeIsi CTENEHU HEBPOJIOrMUecKoro aeduimra B 00Ciey-
eMoli rpytre marueHToB (¢ 15,75+0,71 6amos no 8,30+0,58 6amnos, p<0,05), Tak kak
aHanu3 mapameTpoB 3BII B nnHaMuKke 70CTOBEPHBIX M3MEHEHHUH JIATEHTHBIX IIEPHOJIOB
makoB P50, N75, P100, N145, P200 He BBIsSBUII.

[Tpu uccnenosannu KBII ucxoano (Tabnuna 5) 3Ha4MMble U3MEHEHHS TTOKa3a-
TeJIel OTMEYAIUCh Y BCEX 00CIElyeMbIX MAIUEHTOB U BBIPAXKAIKCH B JIOCTOBEPHOM
cHkeHuu ammnTyasl P300 (p<0,05) u yBenuyeHHUM JIATEHTHOCTH KOTHUTHUBHOIO
komiuiekca (p<0,001), 4yTo yka3pIBaeT Ha NPUCYTCTBUE KOTHUTUBHBIX HAPYILIECHUHN y

3TUX OOJIBHBIX.

Tabnuna 5 — ITokazarenu KBII y manmentoB ¢ I'JI]]

3HayeHHs y NalueHTOB ['pyrna koHTpOIS
Hoxasaress ¢ TJIJT (M+m), n=17 (M=m), n=17
Jlarentnocts nuka P300, mc 374,53+£10,12%** 312,00+4,73
Amnntyna, MKB 5,36+0,76* 15,1+1,85

VY BennyeHHbIE TOKA3aTENH JIATEHTHOCTA KOTHU TUBHOTO KOMIUIEKCa KOpPerpo-
BaJIM CO CTEIMEHBIO HEBpoJiornyeckoro aeduimTa (r=0,62; p<0,01), mpu 3TOM OlieHKa
KOTHUTHUBHBIX QyHKIMA 110 mikaie MoCa He BIsIBHIIa HApYIICHUH (CpeIHEE KOYe-
cTBO 6amutoB 28,12+0,37), uTo noka3biBaeT 3P (HEeKTHBHOCTH HCITOIH30BaH M ITapaMeT-
poB P300 B KOMIUICKCHOM AMATHOCTHKE KOTHUTUBHOTO AedumuTa y 60ompHBIX IJI/I.

[Ipu nposenenuu KBII Ha ¢oHE MeIerOHHO Tepanuy B HAIlIEM HCCIIEA0BAHUU
JIOCTOBEPHOTO yJIy4IlIeHHs [TOKa3aTesiel BhIsiBIeHO He Obu10. HaMu 1okazaHo, 4To u3-
MeHeHus nokaszareneid P300 — oHOTO M3 MPU3HAKOB HAJUMYMs KOTHUTHUBHBIX pac-
CTPOMCTB, COXpaHSIIOTCS Ha (POHE ATUTEIHLHON Teparuu JaKe MPU YMEHBIIICHUU CTe-

neHu HeBpojorundeckoro aedunurta (8,30+0,58 d6amios) (p<0,05).
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ITpu 3anucu CCBII ¢ BepXHHUX KOHEUHOCTEH 3apETrMCTPUPOBAHBI OTUETIIUBbIC
OTBETHI NEepU(DEPUUECKOT0, CTBOJIOBOTO U KOPKOBOTO ypoBHE. [lokazaTenu naTeHT-
HOCTEH OCHOBHBIX MUKOB ObUTH B IIpezesiax HopMbl. OTMEYaloch JOCTOBEPHO 3HAYH-
Moe (p<0,001) ymmaenue naTepBanoB N13—N20. BeisBiieHo CHIDKEHHE aMILIATYIbI
kopkoBoro komroneHnTa N20 (p<0,001) y 10 o6cieayemsix (58,82%) (tabmvia 6). Us-
MEHEHHSI, KaK MPaBI0, ObLIN OMIaTepaIbHBIMU TPU CTUMYJISILIMK C Ka>KIOU CTOPOHBL
bonee 3HaunMble U3MEHEHUS ATUX TAPAMETPOB OTBETA PETUCTPUPOBAIIUCH y MAI[UECH-
TOB, UMEIOIIUX JUTUTEIILHBIN aHaMHE3 3a00JIeBaHKS ¥ TIOJTYYaBIITUX MEIbIIMMIHUADY-

IOIIYIO TEPAIHIO.

Tabmuna 6 — Ilokazarenu CCBII mpu cTUMYNISLUMM CpeIUHHBIX HEPBOB

y nmauueHToB ¢ [JI/]

3HaueHus y nanueHToB ¢ ['JI]] I'pynna
ITokazaTens (Mm), n=17 KOHTPOJIA
' (M=+m), n=17
Jlateutnocts nmuka N 9, Mc 9,43+0,04 9,58+0,12
JlarentHocth muka N 13, mc 13,25+0,03 13,38+0,10
Jlareutnocts rka N 20, mc 21,47+0,03 19,5+0,15
HuTepan N 9-N 13, mc 3,85+0,07 3,58+,07
Huarepan N 13-N 20, mc 8,1240,24%** 5,75+0,38
Hutepan N 9-N 20, mc 12,72+0,26%** 8,98+0,09
Ammmutyga N 9, MxB 4,92+0,03 5,38+0,33
Amrmumntyna N 13, mxB 2,73+0,03 3,16+0,20
Amrumutyma N 20, mxB 0,79+0,07%** 2,98+0,22

OTU NaHHBIE CBUJETENBCTBYIOT O HAPYIICHUHU MPOBEICHUsI CEHCOPHOU adde-
pPEHTAIMY Ha IEHTPAIIbHOM YPOBHE (Yy4aCTOK OT CTBOJIA 10 KOPbI TOJIOBHOTO MO3Ta).

[Ipu peructpanuu CCBII B tuHaMuke Ha ¢ OHE MEABIIUMUHUPYIOILIEH Teparuu
IIPU CTaTUCTHYECKOM aHAJIN3€ JOCTOBEPHBIX U3MEHEHUW BBISIBJIEHO HE OBLIO.

UccnenoBanue CCBII nmpu cTUMYISIIMA HUKHUX KOHEYHOCTEW HE BBISBUJIO JI0-
CTOBEPHO 3HAYMMBIX OTKJIOHEHUH JIJATEHTHOCTEW OCHOBHBIX ITUKOB, UX aMILUIUTYI U
VHTEPBAJIOB.

Meron perucrpanu BbI3BaHHbIX IOTEHIMAJIOB TOJIOBHOTO MO3Ta XOTS U HE SIB-

JIAETCA CHeI_II/I(l)HLIHBIM JII FHI[, OJHAaKO, IIO3BOJISACT 00OBEKTUBHO OLCHUTH CaMbIC
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HavaJbHbIC CTAIM U TATOJIOTMYECKOTO MMPOIIECCa, CTENEHb BBIPAXKEHHOCTH MOPAKEHMS],
BOBJICUCHHE B MATOJOTMUECKUM MPOIECC CTPYKTYP HEPBHOM CUCTEMBI, a TAKKE INHA-
MHKY TTaTOJIOTHYECKUX U3MEHEHHUH B X0/I€ TPOTPECCUPOBaHMS 3a00J1€BaHS U HA ()OHE
COOTBETCTBYIOILIEH BBICOKOCTIEM(PUUHOM TepaITMU U MOXKET OBITh BKJIFOUEH B JTUarHO-

CTUYECKUM anroputm obcienoBanus nanuenTos ¢ ['JI/I (pucyHnok 6).

Comatrueckast IIcuxoneBposoruueckas
MaHu(ec Tarms MaHu(EeC AL
Koncynpramus Koncynpranms
HEBPOJIOTA,
racTPOIHTEPOJIOTA,
TicUXuaTma,
HEBPOJIOTa,
o TasIEMOJIOT A,
TICUXHUaTpa,
o(TansMonora racTPOIHTEPOJIOTa

Hamuuue xonert Kaizepa-®neiiepa w/wiy yTOUHSFOIIHX
AQHAMHECTMYECKHX JAHHBIX W/WIIU TICUXOHEBPOJIOT MIECKUX
WU COMATUYECKHX MPOSBIICHUI 00JIC3HN U\IIIN XapaKTepHBIX
nzmeneHuii npu MPT ronoBHoro mo3ra

A

HccnenoBanue MeIHO-IUTaHAHOTO oOMeHa

Ilonnoe

Ionck maxxopHOi

CEKBEHHPOBAHUE f MY TaliH
reHa IpU OTCYTCTBHH p.His1069GIn
Ma)KOpPHOW MyTaln

p.His1069GIn

MoarBep:xaenue quarnosa I'JIJ{

|

Uccnenosanue BI1

y \

Ilepconn¢punuupoBaHHbIi MJIaH HAOIIOIEHUS U Tepanmun

Pucynok 6 — Anroputm auarnoctuku I'JIJ]
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BbBIBO/bI

1. PacmpocTpaHEeHHOCTD TeIaTOJCHTUKYIISIPHON JIeTeHEpallii B OTSIBHOM
peruone Poccutickoii ®eneparmu — XadbapoBckom kpae coctaBmia 1,5:100 000 Hace-
JICHUS, 9YTO COMTOCTAaBUMO CO CPEIHUMH MUPOBBIMH ITOKA3aTEIISIMUA, HO OTHOCH TEJILHBIN
MoKa3aTellb PACIIPOCTPaHEHHOCTH 3a00JIeBaHuS IMPHU OKOHYATEIILHOM ITOCTAHOBKE [H-
arfosa okasajcs B 3,7 pa3a HHXe MEPBUYHO MPEATOIaraéMoro, 4To CBUACTEIbCTBO-
BaJIO 00 MMEIOIINXCS HEJOCTATKAX TMarHOCTUKY 3a00J1eBaHNs B MaHU(ECTHOM TepH-
oJie ¥ TpeOOBaJIO €€ COBEPIICHCTBOBAHMSI.

2. BapuaHThl KTMHUYECKON MaHU(ecTaIiu TemaToICHTUKYIISIPHOM JeTeHepa-
IIUU MOTYT OBITh CAMBIMHU PA3HOO0PA3HBIMU, OTpaXkKasi COUCTAaHHOE MTOPAKEHIE MHOTHX
OpraHOB M CUCTEM YK€ B CaMOM Hauajie 3a0oseBanns. OCOOCHHO 3aTpyAHSCT PAHHIOIO
JIMAarHOCTUKY AeO0T 3a00ieBaHus B BUie comaTudeckux (50%) u/umu ncuxo3amMoImo-
HaJIBHBIX TPosiBIIeHUH (15%), Mpy KOTOPOM JI0 MOMEHTA YCTaHOBJICHHUS ITPABUIIBHOTO
JIMAarHO3a MPOXOJUT B cpeaHeM Ha 8,21+1,49 net, yTo NpUBOAUT K 3aM031AJIOMY TT1aTO-
TCHETHUYECKOMY JICUCHUIO U yXYIIIAeT MPOTHO3.

3. Tunwuynele A7 TeNaTOJICHTUKYJSIPHOW JIET€HEpalli HEBPOJIOTHYECKHE
MPOSIBJICHUSI B OOJIBIITMHCTBE CIIy4aeB Pa3BUBAIOTCS B CPEHEM Yepe3 S JIeT B CIydasix
MaHuecTarmu 3a0071€BaHUS COMAaTUUECKMMU CUMIITOMAMH U CUHAPOMaMH — SH0-
KPHHOJIOTHISCKUMH, TT€UCHOYHBIMH, TTOYCUHBIMH, TEMATOJIOTHICCKUMH, U TIPH 3TOM
Hanbosee gacto (65%) nuarHocTupyeTcs ApoxaTenbHO-pUTHIHAS popma 3a0071eBa-
HUSL.

4. B mporecce MONEKYISIPHO-TEHETUIECKOTO aHaK3a y JIUII, CTPaIaoIIiX
['JIM, onpenenena npeobnanatomias Mmytauus B rene ATP7B, koTopoi siBisercs 3a-
MeHa p.His1069GIn B 14 3x30He, BeisiBisieMas y 85,00% 6oapHbIX Ha 75,00% Xpomo-
COM IIPEUMYIIIECTBEHHO B TOMO3UTOTHOM COCTOSIHUHM, 4TO B 1,5-2 pa3a mpeBbIIIaeT u3-
BECTHBIE paHEE POCCUUCKHE MMOKA3ATEMN U OMPEAeIIsIeT BO3MOKHOCTD JUArHOCTHYE-
CKOTO MCITOJIb30BaHUs 3TOTO (hakTopa.

5. Ilpu I'JI/] B maTtonoruveckuii mporecc BOBJIEUEHbI HE TOJIBKO LIEHTPAJIbHbIE
OTJIEJIbI CITyXOBOT'O aHaJIu3aTopa, HO U ero nepudepudeckre 0opa3oBaHusi, YTO MPo-

ABJIACTCA CHUIKCHUCM aMIIJIMTY IbI I nuka B pouecccC NCCIACHAOBAHMA aKYyCTHUYCCKUX
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CTBOJIOBBIX BBI3BAHHBIX IOTEHIIMAJIOB.

6. IlosutuBHbIe caBuru napameTpoB ACBII Ha dhoHe MeaBI TMMUHHPYIOIICH
Tepanuu B BUAE yKkopoueHus narenrHocre 1, 11, Il u V nukos, ymensmenus MIIN
11—V u [-V, a Takxe yBennueHus aMIIUTy bl [ TuKa MOTYT CITyKUTh HHCTPYMEHTOM
ONPENEIICHUS PE3YyJIbTATUBHOCTH ITPOBOAMMOTO JIEYEHH S, JOTIOJIHSIIOIIETO U YTOYH -
FOILIETO KIMHUYECKHUE XapaKTePUCTUKHU. OTCYTCTBUE MOJIOKUTEIBHON TMHAMHUKHA TIO-
kazatenei 3BITu KBII (P300) B xo71e¢ MHOTOJIETHEN TEpaIui MOTYT CITY>KHTh JTOTIOJI-
HUTEJbHBIMU MMPU3HAKAMU COXPAHHOCTHU HapyIleHUH 3puTenbHoN addepenraimm B
KOpPY T'OJIOBHOI'O MO3ra M KOCBEHHBIMU IT0KA3aTEISAMU COXPAHSIOIIETOCS KOTHUTHB-
HOTO AeQuUHTA JaXe B CIy4yasX YMEHbBIIEHUS BBIPAKEHHOCTU HEBPOJOTUYECKON
CUMIITOMATUKH.

/. Ha ocHOBaHMU MOJYYEHHBIX PE3YIbTATOB UCCIEIOBAHUS pa3pabOTaH airo-
put™ tuardHoCTUkHU [ JI/], yauTHIBArOIIMNI TEHETUYECKY IO STTUAEMHUOJIOTHIO M BO3MOXK-
HOCTB [IPHUBJICYEHNS BBI3BAHHBIX TOTEHIMATIOB C LIEJIBI0 ONTUMU3ALUH BEICHMUS Nally-

€HTOB U MPOTHO3UPOBAHUS PE3yJIbTATUBHOCTHU Tepanuu 0osbHbIX ¢ [T/,

IMPAKTHYECKHUE PEKOMEHJIALIUHU

1. Ilpu nmpoBeaeHUHN MOJIEKYJISIPHO-TEHETUIECKOTO TECTUPOBAHUS OOIBHBIX C
['JI/1 B mepByto 04epeib HEOOXOAMMO MPOU3BOIUTH TEHETUYECKUN CKPUHUHT MAKOP-
Hou myTanuu p.His1069GIn B 14 sk30He. [Ipu 0TCYTCTBUM 3TOM MyTal[Ul MOXKET OBITh
PEKOMEHJIOBAaHO CEKBEHHPOBAHUE BCEH KOJMPYIOIIEeH 001acTH reHa.

2. KowmmnekcHoe MynbTuMoAanbHOe ncciienoBanue BII 1omxHO ObITh BKITIO-
YEeHO B JMArHOCTUYECKUI anroput™ oodcnenoBanus nampenTos ¢ ['JI/], Tak kak sBis-
€TCSl BAYKHBIM JIOTIOJTHUTEIHHBIM HEMHBA3WBHBIM METO/I0M B 00ObEKTUBHOM OLIEHKE CO-
CTOSTHUSI HEHPO(U3UOTOTUUECKUX MTPOLIECCOB B HEPBHOU CUCTEME:

e  peructpauus KBII MoxeT HCHIOIB30BaThCS B KAUECTBE OJJHOTO U3 METOJIOB
pPaHHErO BBISBJICHUS KOTHUTUBHOIO Jie(UIINTay OOJBHBIX U Ha 3TArle MOAePKUBatO-
el Tepanuu — Kak MapKepa CyOKIMHUYECKUX MPOSIBJICHUN MaTOIOTUYECKOro Mpo-
1ecca, TpeOyIoMX Ha3HauYeHUs! HEMPOTPOPHBIX JIEKAPCTBEHHBIX CPEACTB B paMKax

onTUMHU3ALKNU PapMaKOTepaIuy;
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o  mnapameTpsl ACBII 10/I5KHBI O1IEHUBATHCS HE TOJIBKO Ha ATAIE JMAarHOCTUKU
3a00J1€BaHUs, HO M B IPOIIECCE JICUCHUS C 11€JIbI0 MOHUTOPHUHTA 3() () €KTUBHOCTH ITPO-
BOJMMOW Teparuu;
° n3MeHeHus napameTpos I nmuka B npoiiecce uccinenoBanuss ACBII, cBue-
TEJbCTBYIOIIUE O BOBJICYCHUH B MATOJIOTMYECKUM Mpoliecc nepuepudecKux CTpyK-
TYp CIyXOBOTO aHAJIN3aTOPA, TOJKHBI SIBJISITHCS TOKa3aHWEM K KOHCYJIbTAIMH CyPJIO-

jiora nmamueHToB ¢ I'JI/I;

° peructpanus 3BIIMoXeT nCIoIb30BaTHCS B KAYECTBE HOMOITHUTEIBHON HH-
CTPYMEHTAIbHOU METOJUKU OOBEKTUBHOU OLIEHKH ()YHKIIMH 3pUTEIIBHOTO aHAJIN3a-

topa y 6onbHbIx ['JI/I.
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CIIACOK COKPAIIIEHUM

ACBII — akycTHUYECKHE CTBOJOBBIE BHI3BAHHBIE TOTECHIIAAIBI
BII — BrI3BaHHBIE TOTEHIIUAIBI

I'JI/] — renaToneHTUKYIsIpHAs AETeHepays

JIHK — ne30kcupuOOHyKIIeMHOBAsI KHCIIOTA

3BII — 3puTenpHble BHI3BAHHBIE TOTEHI[AAIBI

KBII — KOrTHUTUBHbBIEC BBI3BaHHBIC TOTEHIIHABI

MIIN — MeXTMKOBBIM MHTEPBAJ

MPT — marHuTHO-pe30HaHCHas TOMOrpadus

CCBII — comMmaTOCEHCOPHBIE BhI3BAHHBIE MTOTEHIIHATIBI

[MHC — uenTpanbHas HEpBHAs cUCTEMA

ATP7B —ren AT ®-a3e1 7B P Tuna

MoCa — MoHpeabckas mkaia olneHkr KOrHUTUBHBIX GyHKImi (Montreal Cognitive
Assessment)
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