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DN IEMHUOJIOT S 0O0JIC3HU
[eHTHTTOHA B Xa0apOBCKOM Kpae

T.H. Ipockokosa, A.C. CkpeTHes

TEOY BIIO «/laavresocmounbiii eocydapcmeentbiti Meduyunckuii yuugepcumem» Munzopasa PO (Xabaposck)

TIposedeno nepsoe nonyaayuonroe uccaedosanue bosenu Tenmunemona (bI') 6 Xabaposckom kpae (ee. Xabaposck, Komcomonvck-na-Amype u 17 paiionos kpas).
B cosoryntocmu svissaenst 96 6oavhbix, 6 mu. 77 cayuaes Oviau cemeinvimu (35 cemeil), 15 cayuaes — cnopaduueckue, 4 — ¢ Heusgecmmuvim anamuesom. Pacnpo-
cmpanennocmb bI' ¢ Xabapoeckom kpae cocmasuaa 7,1 : 100 000 naceenus. B cmamve npedcmasaensi kaurudeckue cayuau c peokumu gopmamu bI, noomeeparc-
Oennvinu ¢ nomouivto JTHK-0uaerocmukuy — 1o8enuavhoil gropmoii Becmebans u nepeuyHoil axuremuko-pueudroii (hopmoii 63pocaoeo gozpacma. Iloouepkusaemcs
DOAb MUAMeENbHO COOPAHHO20 CeMeiH020 GHAMHE3A U MOACKYASPHO-2eHEMUUECK020 MeCMUPOBAHUS 8 YCMAH0BACHUU KOPPEKMHO20 OUazHO3q.

KmoueBbie cioBa: 601e3Hb [eHTMHITOHA, pacpocTpaHEHHOCTh, Xa0apOBCKUIiA Kpail, KTMHUUECKIE (DeHOTHUITBI.

oje3nb [entunrrona (bI') — ayrocoMHO-IOMMHAHT-

HOe HelipoereHepaTuBHOE 3aboneBaHMe, pas-

BUBAIOIIEECS BCNEACTBME IKCTIAHCUM KOTHUI TaH-

JIEMHO DPACTONOXEHHBIX TpUHYKIeOTUIHbIX CAG-

nmoBTOpoB B 3k30He | reHa HTT Ha xpomocome 4;
JIAaHHBIN T€H KOAMPYET OEOK FTeHTUMHTTUH C HEeYCTAHOBIECHHO
no koHua ¢ynkuueit [3, 20]. CAG-akcnaHcusi TpaHCIUpYeT-
sl B TIOJIUTIIYTAMUHOBYIO 1IETIh B COCTABE MYTAHTHOTO OeJKa.
AHaJIOrMYHBI MeXaHU3M MYTAallMM XapakTepeH IUIS psiaa Ao-
MMHAHTHBIX aTakCUii ¥ HEKOTOPBIX APYTMX HACIEACTBEHHBIX
(hopM HelipoaereHepaTUBHOI MATONOTUN — UX TIPUHSTO OTHO-
CUTb K KJIACCY MOJUITyTAMUHOBBIX 3a0071eBanuii [1, 13].

3aboneBaHue omucaHo B 1872 . amepukaHueM Jxopmkem
[eHTUHTTOHOM, KOTOPBIIT YKa3aJl Ha eTO BaXXHBIE KIMHIICCKIE
0CO0EHHOCTH: TOMUHAHTHOE HaceI0BaHKe, Hayajlo BO B3pOC-
JIOM BO3pacTe, CBI3b XOPEH C JeMEHIINCH, TTOBEICHIECKIE Pac-
CTPOICTBA, YACTBIC CYMIMIANbHBIC NEUCTBHS, MOCTEIIEHHOE
MPOTrpecCUpOBaHUe, Pa3BUTUE UCTOLIECHMSI, OTCYTCTBUE OTBETA
Ha JieueHue, paHHss cMepTh [7]. TlaTtonoruueckuii reH umeer
TMTOJTHYIO TTEHETPAaHTHOCTh, MyTalliu de novo BOZHUKAIOT He 60-
nee yeM B 1% ciyyaes [11].

PacnpoctpanenHocts BI' B EBpomne cocraBiasier 30—100
1 000 000 HaceneHMsI; B HEKOTOPBIX STHUUECKUX TpYIIIax
(Amonus, Knrait, OUHISIHINA, YepPHOKOXHUE) PacIpoCcTpa-
HEHHOCTb 3HAUMUTEIBHO HILKE; MMEIOTCS MECTHOCTHU C BBICO-
Koii pacrpoctpaHeHHOCcThi0 BI' — ceBepnag Lsenus, lot-
nanaus, Tacmanus, BeHecyana. B BeHecyane camasi BhicoKast
pacripoctpaneHHocTh — 7 000 : 1 000 000 HaceneHus, 4TO
CBSI3aHO C MHOPUIMHIOM B HEOOJIBIIMX COOOLIECTBAX C MY-
TaHTHBIM TeHOM [3, 11]. Eciu yIuThIBaTh IIPECUMIITOMHBIX
HOcHUTeIell MyTaHTHOTO T'eHa, PaCPOCTPAHEHHOCTh YBEIUYM-
Baetcs 1o 100—200 : 1 000 000 Hacenenus [7]. Takum obpa-
30M, HEpaBHOMEPHOCTH IOKa3aTeNeil pacrmpocTpaHEHHOCTH
BT cxomHa ¢ cuTyanmeit U Mpyu HEKOTOPBIX IPYTUX MOJTHIITY-
TaMUHOBHIX 3a00JICBAHMSX — HAIIpUMep, TIPU CITHHOLIepeOe-
JISipHO# aTakcuu 1-ro Tuma [4].

[Mpu TeHeTNYECKOM aHAM3e BbISBIEHDI J1BA 3HAYMMBIX TaIlIo-
Tina npu BI, OCHOBaHHBIX Ha IBYX MapKepax, TECHO ClIeTIeH-
HBIX ¢ TeHOM 3a00eBanust: 1) CCG-moBTOp, NeKaIuii BOMU3n
ocHoBHoro mytupyioiiero (CAG),-Tpeka; 2) TTIOTaMUHOBBIN
nonumopdusm GAG, Haxonsiuiics Ha paccrossHuu 150 kb ot
reHa HTT. Oba Mapkepa He3aBUCUMO BIUSIOT HAa SKCIAHCHUIO
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CAG-mioBToOpa [5, 18, 19]. Huskast wactota BI' B fAmonnm, Ku-
Tae U CPelu YePHOKOXKEro HaceNeHHUs CBsI3aHa C U3MEHEHUEM
JaCTOTHl HOCHUTEJIBCTBA STUX TAIIOTUIIOB M 00JIee KOPOTKIMU
CAG-yyacTKaMy Ha HOPMaJIbHBIX XPOMOCOMAX B CPaBHEHUU C
yuuamu u3 3anaaHoi Espornst [18, 19]. Yucno konuit TaHaem-
HbIX CAG-ITIOBTOPOB MOXET CHMXAThCS MM YBETUUMBATHCS,
Yalle ¢ TeHACHIMEN K BO3pacTaHUI0, 0COOEHHO MpH Mepenaye
myTaHTHoro rera ot orua [10]. CAG-TIoBTOpBI B KOJIMYECTBE
27-35 He cBsI3aHBI C MPOSIBICHUEM 00JIE3HU, HO HECTAOUIIbHBI
B Meiio3e npu oTLoBcKo# nepeaaye [15]. Ciyyau 10BEeHUJILHOTO
Havana bI (1o 20 51eT) ¢ Gosbliiieit BepOSTHOCTBIO HACTEAYIOTCS
OT OTIIa, YeM OT MaTepu; 3Ta TeHAEHIUs Oosee 3HAYMMa Mpr
ne6rore 3a0oneBanus 1o 10 et [9]. Ciayyan BT ¢ mo3nHuM Ha-
yanoM (mozxe 50 JieT) ¢ 6onblleil BepOSITHOCTHIO HACIEAYIOTCS
ot Matepu [16]. Tlpu nepegaye MyTaLuy OT MaTepy IJIMHA 9KC-
naHgupoBaHHoro CAG-yyacTka yBElIMYMBAETCS MM YMEHb-
niaetcst 00bIYHO He OoJiee YeM Ha 4 TOBTOpa; MPU OTLIOBCKOI
mepegaye SKCIAHCHS TIOBTOPOB IMPOMCXOAMUT TOPA3No dalle
1 MacCHBHEE — BILIOTh [0 YABOCHUS U JaXe YTPOSHHUS Yucia
Komnuii MyTaHTHBIX 110BTOpOB | 10]. [Ipn HapacTanum ymcna Ko-
nuii moBTopoB >50 uMeercs TeHaeHIM K ne6roty bI' mo 30 ner
[8]. [l1MHA MyTaHTHOTO KCMAHAMPOBAHHOTO MOBTOpa Ha 50—
60% ormpenenser BO3pacT MaHU(ECTALIMKA CUMITOMATHKA BI'
[8, 12]; npyrue hakTOphI TAKKE MOTYT BIUSATH Ha (DEHOTHIT 3a-
OoneBaHMs (MOAMGUIMPYIONINE TeHBI, (DAKTOPHI BHEIIHEH
cpenbl) [15]. He BBIsIBIEHO 3aBUCHUMOCTH MEXIY YMCIOM KO-
nuit TanaeMHbIX CAG-1ioBTOpOB M Ae0oToM bI' ¢ meuxuye-
CKUX CUMIITOMOB, IEMEHIIUU, XOPEH MO0 APYIUX MOTOPHBIX
HapyIIeHWIT; TaKKe HET KOPPENSIMU CO CTETNEHbIO aTpohuun
XBOCTaToro szpa [14].

Knunuka BI' xapakrepusyeTcst ABUraTeJbHbIMU pacCTpOi-
CTBaMM (Xopesi, AUCTOHMSI, MMOKJIOHMM, MBIIIEYHAS PUTHI-
HOCTb, IM3apTpusl M Ap.), MCUXUYECKUMU HapyLIeHUSIMU
(mempeccus, HapyIIeHMsT CHA, MaHUAKaJIbHO-IETIPECCHBHbIC
paccTpoiicTBa, 1M30(PEeHONOA00HbIE MCUX03bI, Auchopus,
amaTysl, TpeBOTa, Pa3IpakKuTeTbHOCTh, (HOOMH, 00CECCUBHO-
KOMITYJIbCUBHBIE PACCTPOMCTBA, AHTUCOLMAIBLHOE MOBE/E-
HUeE, CyMlIMIaIbHbIe eCTBUS), @ TAKKe KOTHUTUBHBIM CHU-
xeHueM. KorHuTuBHBIE paccTpoiicTBa MOSIBIAIOTCS B caMOit
paHHell cTaauu HelipoaereHepaTUBHOIO Mpoliecca, elle 10
HapyleHuii MOTopuky [2]. OHM TpencTaBICHBI CHIDKCHUEM
MaMsATH U CUMIITOMAMU JIOOHOM OUCHYHKIUMU — HApyLIeHHU-
€M UCTOJHUTENbHBIX (DYHKIMI (MIaHUPOBaHUE, MEPeKIIoUe-
HUE BHUMAaHMS), HAPYLIEHWEM CIOCOOHOCTH BOCIIPUHUMATH



OPUTMHAITBHBIE CTATBIA. KnuHwyeckast HeBponorust

U yIepXuBaTh HOBYI0 MH(opMmauuio. [To mepe mporpeccupo-
BaHUs 00JIe3HU pa3BUBaeTCs AeMeHLMs. 115l mo3aHel cTanuu
XapaKTePHBI 3HAUUTEIbHAS TI0TEPS Beca, IPU3HAKHU MPEXICB-
PEMEHHOIO CTapeHMUSI.

B cnyyae BoisiBneHust 3200/1€BaHMs Y HECKOJBKUX YJIEHOB PO-
NOoCI0BHOI nrarHo3 bI' 00bIYHO He BhI3bIBaeT coMHeHuu. [1pu
OTCYTCTBUY TIOJIOKUTEHHOTO CEMEITHOTO aHAMHE3a CUTYallust
OCJIOXHSIETCSI: B CJTyyasiXx TUIMYHOU KIMHUYECKOW KapTHHBI,
COOTBETCTBYIOLIEH (hDeHOTUITY TUTIEPKUHETUYECKOI hopmbl BT,
mytauus B rene HTT BoisiBiasietcst y 89 % OOMbHBIX, B KIIMHUYE-
CKM COMHMTEJIbHBIX CTydyasx — ToIbKo y 31% [6].

Knunuueckumu Bapuantamu bI siBnstioTest:

* IoBeHUIIbHAs (hopMa (BapuaHT BecTdanst, Hepeako mpoTeka-
01K B BU/E MapKMHCOHOMOA00HOTO (DeHOTUA);

* aKMHETHKO-puUTUIHas (opma Oonee TMO3AHETO BO3pacTa,
KOTOpast OOBIYHO TIPENCTABMSAET COOON MCXOM KJIACCUUECKOU
TUTEPKUHETUYECKON GopMbl OONE3HU, HO B PEAKHMX CIyyasx
MOXET pa3BUBAThCS Kak nepBruHbliA peHotun bI [7].

OBenunbHas BI' xapakrepusyetcs nedroTom 60s1e3Hu 10 20 J1eT,
Mpeo01agaeT MOBBIIECHNE IIACTHYECKOTO MBIIICYHOTO TOHYCA
(61%), xopest Bctpevaetcs: B 24% ciyyaeB, BhIpakeHa c1abo 1
OBICTPO CMEHSCTCS PUTHAHOCTHIO. KOMOMHAIIVS pUTHIHOCTH 1
xopeu Habmogaercst B 14% ciydaes |7, 11]. XapakrepHbl Obl-
CTPO mporpeccupyiolnas aeMeHuus (86%), smuienTuyeckue
npunaaku (50%), vacto pa3BUBAIOTCS IIM30(MPEHONON00-
Hble nicuxo3bl [11]. PacnpocTtpaHeHHOCTh JaHHO# (opMbl BI'
coctapigeT 0,5—1 na 100 000 nacenenus [17]. AKMHeTHKO-
puruaHas Gopma XapakTepusyeTcsl BhIPaXEHHON pPUTHIHO-
CTBIO MBIIIII TYJOBUIIA ¥ KOHEYHOCTEH TIPU OTCYTCTBUU WA
crnaboil BBIPaXXEHHOCTH XOPEMYECKUX TMIEepKUHE30B. Moryt
hopmupoBaThbcsl corbeHHas 1o3a, OpanTMKUHE3Us, HaoOMUHa-
tourue 0onesHb [lapkuHcoHa. PazBuBaeTcst paHHSIS AeMEHLUS,
HepelKo HaOMoOaloTCs IMCTOHMYECKME TMO3bI, AM3apTpus,
nucharus. Knuuuueckuii heHotun dhopmer Bectdans u aku-
HETUKO-PUTUIHOM (OPMBI B3pOCIOro Bo3pacTa OOYCIOBICH
pacrpoCTpaHEHHBIM HelpojiereHepaTMBHBIM TIPOLIECCOM, BbI-
XOASIIMM 32 PAMKH CTpHUATyMa ¥ BKJIIOUYAIOIIUM TSDKEJIO0e T10-
BpekIeHne OJeHOTO Iapa, TEePUBEHTPUKYISIPHBIX U APYTHX
OT/IEJI0B 0OJIBLINX MOJIYILAPUIii, MO3XeuKa [7].

ITanyuenTsl 1 MeTOIBI

Hacrosimee momynsaimoHHoOe uccieqoBaHue B XabapoBCKOM
Kpae MpoBoAuaIoch Ha npotskeHuu 2005—2014 rr.

HNHpopmaivss 0 OONBHBIX TONyYeHa M3 apXMBOB OOJbHMII
IT. XabapoBcka n Komcomoibcka-Ha-AMype, a Takxke 010po
MEINKO-COIMAIbHOM 3KcmepTu3bl. OCYIIECTBICHBI TOCEIIe-
HUS JTOMOB-MHTEPHATOB IS TALMEHTOB C ITCHMXWYCCKUMU
3a00JICBAHMSAMM, 4 TakKKe MOKBAPTHPHBIC OOXOIBI OOJTBHBIX
B Ha3BaHHBIX TOpojax, a Takxe B 17 pailoHax XabapoBCKO-
ro kpas (AmypckoM, AsgHo-Maiickom, bukuHckom, BaHuH-
ckoM, Bepxne-bypennckom, Bssemckom, Komcomonbckom,
um. Jlazo, Hanatickom, Hukonaesckom, Oxotckom, um. Ilo-
manbl Ocunerko, CoBeTcko-TaBanckom, ConHeurom, Tyrypo-
YyMukaHcKoM, YIbuckoM, Xa0apoBCKOM).

JHK-auarHoctika ¢ Leablo MOATBepxKIeHUsS auarHo3a bI'
MPOBOIMJIACh B MOJIEKY/ISIPHO-TEHETUYECKOM J1labopaTopun
Mea1Ko-TeHeTUYECKOr0 Hay4HOro IieHTpa (3aBeAyloliuii —
npod. A.B. ITonsikos).
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Bonestb [eHTUHITOHa B XabapoBCKOM kpae

Pesyabratst

CyMMapHO Ha TeppuTOprH XabapoBCKOTO Kpas HaMU ObLIH
BbIsIBIIEHBI 96 00bHBIX BT, 113 HUX XXeHIIMH — 54, MyKUMH —
42. Cpennuit Bo3pact mauueHToB coctapui 48,15 + 10,05 ner
(pa3max 14—72 roma), 0 HALIMOHATBHOCTU CPEAU HUX OBLIN
2 HEMIIEB, OCTallbHbIe — pycckue. CeMeliHble ClTyyan OKa3alnuch
TIpencTaBieHbI 77 00apHBIMHE (35 ceMeil), cropamaeckue — 15,
C HEU3BECTHBIM CEMEMHBIM aHaMHe30M — 4 6onbHBIMU. Cpeji-
HUIi Bo3pacT Hauana 3aboneanmst — 41,11+10,15 ner (12—
70 net), cpemHssa ANMTENbHOCTH 3a0oneBaHust — 10,90+4,21
JIeT, cpeHuil Bo3pact cmepti — 51,45+8,45 net.

TepmuHanbHag cTaaus 3a0ojeBaHUsS Oblia 3aperuCTpUpoBaHa
y 10 uest. 3a nepuon HabmoaeHUs yMepan 36 mauneHToB ¢ bI.
B HabnromaBIIMXCS CeMbsIX BbISIBJIEH (DEHOMEH aHTULMMALMN
(cHIXeHMe Bo3pacTa Havayia 3a00JieBaHMSA M BO3pacTa CMep-
TH IIPU OTLIOBCKOM Tepenadye MyranTHoro reHa HTT): Bospact
Havaja 3ab0JIeBaHUS y OTIOB cocTaBmn 45,2619,15 net, y mo-
tomcTBa — 32,41£7,48 net (14—52 rona), pasuuua 12,85+1,67
ner, p<0,001; BozpacT cMepTH OTHOB cocTaBui 56,21£10,32 et
(40—80 set), y motomcTBa — 40,27+6,21 net (26—50 ne), pas-
Huna 15,94+4,11 ner, p<0,001.

PacnpoctpanenHocts bBI' B XabapoBckoMm Kpae cocTaBuiia
7,1 :100 000 naceneHusi. HanGonee BbicOKast paclipoOCTpaHeH -
HocTb bI' oTMeuaeTcs B UHaycTpuanbHOM paitoHe XabapoBcKa
(17,5 : 100 000 HaceneHwst), a Takke B bukunckom (24,7 : 100 000),
Vavuckom (21,5 : 100 000), Oxorckom (12,4 : 100 000), Xaba-
posckoM (10,5 : 100 000) paiioHax.

Ha mpaktuke quarHo3 BI' MoXeT BBI3BIBATH OIpeIeIeHHEIE 3a-
TpynHeHus. [lpeacraBnsgeM nBa KIMHMYECKUX HAOMIOACHUS,
WITIOCTPUPYIOIINX TAKNE TUATHOCTIIECKY CJIOKHEIE CUTYALINH.

1. Boavnaa M., 14 net (1992 r. poxaeHust), MPOXKMUBAET B OMTHOM
13 TocenkoB XabapoBckoro kpas. Iloctynuia B HeBpOJIOTHU-
yeckoe otaesneHue IlepuHaranbHoro neHTpa B anpene 2007 .
C Jcanobamu Ha CHIDKCHHE YCIIeBaeMOCTH, OTKA3 OT TOCEIICHS
IIKOJIbI, IEPUOJIbI «3aCTHIBAHMS» — CUIUT HEMOABIKHO, HE OT-
BEYAeT Ha BOMPOCHI, CIYCTSI HEKOTOPOE BPeMsI B TIpe/esiax yaca
COCTOSTHHE HOPMAJU3YeTCS.

Anamtes 3a60nesanus. Co cioB MaTepu, 60IbHA B TEUCHME IBYX
net (¢ 2005 1.): cTaja maoxXo yIuThes, MOSIBUITUCH 3aTOPMOXKEH-
HOCTb, anaTysl, YKa3aHHbIC M3MCHEHSI TOBEICHUS CBSI3bIBAIIH
CO CTPECCOBON CUTyaLlMeil (JIydlas Mmoapyra yexajia U3 rmocen-
Ka). [TocteneHHO OosbHAS MepecTana BEIXOMUTh Ha YIIUILY, MO-
CeIIaTh IIKOJTY, BHITIOIHSITH padoTy 1Mo oMy. CTaiu IOSBISTHCS
«CTYMOPO3HBIE» COCTOSIHUS, KOIIa B TeueHue 1—2 4 OosibHas
HETIOIBIKHO CHIUT WM JIEXKUT B TIOCTEJIH, HE OTBEYAET Ha BO-
MIPOCHI, ee HeBO3MOXHO paciueBenuThb. C 2006 I. iepeBeneHa Ha
JoMaiiHee obyueHue. HacinencTBeHHOCTh OTATOIIeHA: OTell 1
pomHoii nen o TuHKM oTia crpanatoT bIL den ymep B 52 roxa.
Orelr 3a60se1 B Bo3pacte 46 siet, mpu ocmotpe B 2006 I. oTMe-
YeHBI TeHEPATN30BaHHBIC XOPEUIECKIE TUITEPKUHE3bI, KOTHH-
TUBHOE CHIKEHUE.

Hpu ocmompe — BBIABJIACTCA TUTIEPTUAPO3 JIAIOHEN U CTOII.

Hesponoeuueckuii cmamyc. Co CTOPOHBI YEPEITHBIX HEPBOB —
0e3 matojiornu. Ilape3oB HeT. MBIIICUHBIN TOHYC MOBBIIIECH
TI0 TDTACTIYECKOMY THITY B KOHEUHOCTSIX 1 aKCHAIBHOM MYCKY-
narype. [umomumusi, OpagukuHe3us, corbeHHas mo3a. Peub
txas. CyXOXWIbHBIC PeIeKChl OXMBICHBI, PaBHOMEPHBIC,
narojiornyeckux pedaekcon HeT. B mpode Pombepra ycroitum-
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Ba, KOOPIMHATOPHBIC TIPOOBI BHITTOTHSET IIPABUIIBHO, B 3aMe/I-
JieHHOM TeMmrie. JlucToHuveckasl yCTaHOBKA MajbleB MpaBoit
PYKH, PeIKO BO3HUKAIOT €IBa 3aMETHBIC XOper(POPMHEIE TI0-
NePrUBaHuUs B MaabliaX MpaBoit KMUCTU. CUIUT B TOCTEIIH, YCTa-
BUBIIKCH B OJHY TOUKY. JIep>KMTCS 3aMKHYTO, B KOHTaKT BCTY-
MaeT ¢ TPYAOM, Ha BOIIPOChI OTBEYAET OMHOCIOXHO. M30eraer
MPSIMOTO B3MUIsAAa. M3 manaThl He BHIXOIUT, TOJBbKO IO MPOChoe
MeTepCcoHaa UaeT B CTOJIOBYIO M Ha 00CICIOBAHMS C COIPO-
BoxaeHueM. MHorma paccMaTpuBaeT XKypHasibl ¢ KAPTUHKAMHU.
He unTtepecyercst okpyxKaroliuM, He KOHTAKTUPYET C APYTUMU
nanueHTaMu. [Ipy TOMbBITKE OTBECTH €€ B UTPOBYIO KOMHATY K
NI€TSM COTJIallaeTcsl, HO Yepe3 HeCKOJIbKO MUHYT BO3BpalllaeT-
cs1 B masaty. [1aMsTh CHIDKEHA, C TIPOTPaMMOI CPeIHEH IITKOJTBI
He crpassietcst. Co OB MaTepy, 10Ma MHOT/IA YUTAET KHUTH,
CMOTPMUT TeJIEBU30P.

Hannvie o6caedosanus. OOUIMIA aHAIN3 KPOBH, MOYHU, OMOXM-
Muueckuii ananus kposu, DKI, yabpTpa3ByKoBoe MCCie0BaHIE
BHYTPEHHUX OPTraHOB — 0€3 CYLIECTBEHHBIX MaTOJOTMYECKUX
U3MEHECHUIA.

HBI' — cHImKeHa AMIIJINTYOA 0-aKTUBHOCTHU, CAMHUYHBIC KOM-
TIJIEKCHI OCTPAs-MeUIEHHAs BOJIHA B BUCOYHO-3aTbIIIOYHON 00-
JIaCTH CJ1€Ba, B BUCOYHOM OTACJIC CIIpaBa.

MPT 201061020 MO32a — yMEPEHHOE pacIupeHre OOKOBBIX XKe-
JIYIOUYKOB 1 Cy0apaXHOMIABHBIX MIPOCTPAHCTB OOJBIIIX MOJTY-
LIAPU TOJIOBHOIO MO3ra.

OcMOTp IcHUXuaTpa: peakiis Ha OCMOTpP HeiTpabHasi, B KOH-
TakT BCTYMaeT MEUICHHO, Oe3bIHMIIMATHBHA, 3aTOPMOXEHA,
peub 3aMeIeHHAs, COCTOMUT M3 MPOCTHIX (hpa3. YpoBeHb OCBe-
NOMJIEHHOCTH, MOHSTUHHOCTU CHIKeH. LIKombHbIe HaBBIKU
c(opMUPOBAHHI YACTUYHO. JIOTMIECKOe M TIPOCTPAHCTBEHHOE
MBIIIICHHE OTCTAlOTOTBO3paCcTHOMHOpMBL. BHUMaHUe paccesH-
HO, TIAMSITh Y MHTEJUICKT CHIDKEHBI. 3aKITHOUCHME: TeMEHIIVS
Ha (hoHEe OPraHIMYECKOTO TOpaKeHUSI HEPBHOM CUCTEMBI.

KorHuTrBHEIC BRI3BAHHBIC MOTEHIINABL: YBETUUCHUE JTATCHT-
Hoct P300, ammmuryna nuka P300 He BeIpaxkeHa, HU3KOE KO-
JIMIECTBO BEPHBIX OTBETOB. [IpM3HAKM CHIDKCHMS OIICpaTUB-
HOM IaMsITH, HATIPaBIEHHOTO BHUMAaHMSI.

VunTeIBas MONOKUTENbHBIA ceMeiHBIN aHamHe3 10 BI, pas-
BUTUE AKUHETUKO-PUTHIHOTO CUHAPOMA, IICUXUYECKUX U KOT-
HUTUBHBIX PacCTpOMCTB ¢ 12 JieT, a Takxke HacjeloBaHUe 3a-
0oJieBaHMS 110 JIMHUM OTLIA, TIOCTaBJICH OuaeHO3: 1OBEHUIbHAS
(opma BI. IMpu nposenennu JITHK-auarHocTMKY y MaliMeHTKY
n'y ee otua BuisgBineHa skcrancus CAG-nosropos B reHe HTT:
y OTLIA YMCJIO KOMWiA TaHIEMHBIX MMOBTOPOB COCTaBisieT 47,
y mouepu — 62.

IMpn mocrenyonmx rocnutanu3anusax B [lepuHaTanbHbIN
1eHTp (10 2009 1) BRISIBIASIIOCH HapacTaHWE aKITHETUKO-PUTH]I-
HOTO CHHIpOMa, anaThu, 3aTOPMOXEHHOCTH, HEraTUBHU3MA;
TIPUXOIIJIOCH JYacaMK YTOBapHBaTh OOJNBHYIO MOEXaTh B 0OJIh-
Huly. Dddekra oT mprueMa JeBOAOIblI, MEMaHTHHA HE ObLIO.
JHanpHeimass nHGOpMaLus MOITyYyeHa OT MaTepu OONBHOM 1O
teseony B 2016 .: otel manueHTKH ymep B 2012 1. B Bo3pac-
Te 55 net ot acukenn (acnupauus). Cama nmauuMeHTKa 3a uc-
TEKIIKE 6 JIET ABAX/IbI IIPOXOANIIA JICUEHME B IICUXUATPUIECKOIM
00JIbHUIIE M3-3a arpecCUBHOTO MOBeIeHUs. B cBs3M ¢ rpydbIM
AKMHETHKO-PUTUIHBIM CHHIPOMOM CaMOCTOSITENTBHO He Tepe-
NBUTAETCS, HYXIAeTCs B IIOCTOPOHHEM YXofie (HaHSUIU Che-
Ky). Ipybas nusaprtpus, mucdarusi, mucchonus. IMpuHumaer
XJIOPTIPOTUKCEH, MHMa3ernaM, TpPUreKCueHWNI.
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2. Boavnaa T, 43 ner (1967 1. poxaeHust), BOSHHOCIyXallasl,
npoxuBaeT B Xabaposcke. OcmotpeHa B anpese 2010 r. 2Kano-
b Ha 00IIYIO C1abOCTh, TIOIIATBIBAHNE, HAPYIIIEHNE CHA, CHHU-
JKEHME TaMSITH.

Anamnes 3abonesanus. Cauraet ceds O0NbHON B TeUeHKE TOJa.
CBsI3BIBACT YXYIIICHIE COCTOSTHUS C CEMEHBIMHU IIPOOIEMaMH,
cobOupaeTcs pa3BoOUThCs. PaboTana omepallMoOHHOI cecTpoii B
rocrnuraje, nepecraia Cpap/sIThCs CO CBOMMU O0SI3aHHOCTSI-
MIL: TIOSIBWJIACh 3aTOPMOXEHHOCTB, MOTJIA HEIPAaBMIBHO ITO-
JaTh MHCTPYMEHT, Hapylliaja mpaBuia acenTuku. [lepeBencHa
Ha paboTy B IepeBI30YHYI0, 3aTeM — B aBTOKJIaBHYI0. Ha (oHe
CHIDKCHMSI amlTeTHTa Macca Tela CHU3MWIach Ha 20 KT 3a Io-
cnenHuil roa. Otel, yJacTHUK JMKBUIALIMK MTOCAESACTBUI aBa-
puu Ha YepHoObLTbCKOM ADC, ymep B 1996 T. B Bo3pacte 56 JieT
OT «HEYCTAaHOBJICHHOTO 3a00jeBaHUsS» (MMEIUCh HapyIIeHUs
TIOXOIKM M HETIPOU3BOJIbHBIE IBIKCHMS B pyKax). MaTb Mmaim-
€HTKM, POJIHAsl CECTPa 30POBbI; AETEN HET.

Ilpu ocmompe: B CO3HAHUM, CHIDKEHA OPHEHTHUPOBKA BO Bpe-
MeHH (He MOXEeT Ha3BaTh AaTy), He CIIOCOOHA BCTIOMHUTh THU
POXIEHUS W MMEHA POACTBEHHUKOB. CO CTOPOHBI YEPEITHBIX
HepBoB — 0e3 nmaronoruu. [1ape3os Het. [nddy3Hoe nopbiiie-
HUE MBIIIEYHOTO TOHYCA IO MiacTudeckoMy Tumy. CyXOoXuib-
HbIe peIeKCHl OXKMBICHBI, CMMMETpIUHbIe. [laTomornyeckux
pedaekcoB HeT. HeycToltunBa B ycioxHeHHoi mpobe Pomoep-
ra, KOOpPAMHATOPHBIE MPOOBI BBITIOMHSET C IPOMAXUBAHUEM.
bpanuxunesus, nerkas nu3apTpus. [MnepkuHe3oB HeT. DMOIM-
OHAJIbHO JIAOWJIbHA, MAMSTh CHXEHa, TTOJIb3YeTCsl TOCTOSTHHO
3aIlMCHOM KHMXKKOI; 01aroaylliHa, CHUXeHa KPUTHKA K CBOEMY
cocTosiHMIo. AKanbkynus. YrteHue, mucbMo coxpaHeHbl. Ce-
MaHTHYecKas adasust. TazoBble (PYHKIINM KOHTPOIUAPYET.

Ha MPT 201061020 Mm032a — yMepeHHOE paclIpeHre OOKOBBIX
KENYI0YKOB U CyOapaXHOMIANbHBIX MPOCTPAHCTB OOMBIINX
MOJTyILIAPHii TOJIOBHOTO MO3Ta.

VuuteiBas mporpeccupyioliee CHUXEHHE MaMsTH U Apyrue
KOTHUTHBHBIC HAPYIICHMS, a TAKKE aCCOLMMPOBAHHBIC HEBPO-
JIOTUYECKUE CUMIITOMBI, MEPBOHAYANBHO OBbUI MPEANOI0XEeH
JMarHo3 60Jie3HU AJibLreiiMepa ¢ paHHUM HavyasioM. [pu nanb-
HelimeM obcnenoBanuu U nposeaeHun JHK-mmarHocTrku
Obl1a BhIsIBIEHA MyTalus B reHe HTT: 4ucio KOMuii TaHaeM-
HeIX CAG-moBTOpOB — 42. Jluaenos: aKWHETUKO-PUTHTHAS
dopma BI.

[Ipu HaOmoneHMU B TEYEHUE ABYX JIET: Hapocia NEMEHLUS,
0oJTbHAS TMOJTyIMIa MHBAJTUAHOCTh, M3 JOMA BBIXOIHUT TOJIBKO
C COIpPOBOXIEHMEM (IIOC/IE TOr0 KaK OMHAXIbI BCIEACTBHE
JIe30pMEHTUPOBKH MoTepsiiach B ropone). B 2012 r. mepeexana
K CECTpE B 3aMaHbII PETUOH CTPAHBI.

Oobcyxnenue

[Monynaunonusie uccaenoBanust bI' npuobperatoT B mocnen-
Hee BpeMsi 0COOYI0 aKTYaJbHOCTb B CBSI3U C MEPCHEKTUBAMU
Pa3pabOTKM MATOTeHETUIECKOTO M HEHPOMPOTEKTHBHOIO Jie-
YeHMs TAHHOTO TsEKesnoro 3aboseBanus [8]. Onupasch Ha Hall
OITBIT, TTOJTYYEHHBII B 3KCHEAUIIUAX 110 XabapoBCKOMY Kpaio,
MOXHO TIPEATONOXUTh, YTO MCTUHHBIN MOKAa3aTeb Paclpo-
crpaHeHHocTu bI' mpeBbiinaet 3asiaeHHbii (7,1 : 100 000 Ha-
CeJICHMS) B CBSI3M C TEM, UTO OIpeAeIeHHOE YHCIIO0 CUMITTOM-
HbIX cnydaeB bI' ocrarorcst HeauarHoctupoBaHHbIMU. Hepenxo
TIPUXOIUIOCH CTAJIKMBAThCS C CUTyallMel, KOTa MalueHThl C
bI' cunranu cebst 310pOBBIMU M HEe 00palaIiCh K Bpauy, a He-
KOTOPBIE JIaKe MPOI0JIKAIK paboTaTh, 00BIYHO B chepe HU3KO-



OPUTMHAITBHBIE CTATBIA. KnuHwyeckast HeBponorust

KBaM(UIMPOBAHHOTO TPYIA; B PSAAE CIyIacB aIMUHICTPAIIHS
OTCTpaHsiIa MX OT PabOThI ¥ 00s13bIBAJIA TPOMTH MEIULIMHCKOE
obcnenoBanue. OnpeneneHHyIo MPOMOPIMI0 HEPaCTIO3HAHHBIX
ciydaeB BI' cocTaBiIsOT MoXuible OMMHOKMUE JIIOIM, JIULA U3
ACOIIMAITbHEIX CEMEN, a TAKXKE ITAIIIEHTHI, TPOKUBAIOIINE B OT-
TaJeHHBIX TIOCeNKax Kpas. Tak, HarmpuMep, OfHa 13 MAIlMeHTOK
¢ bI' 6bI1a HaMu CJTyyaifHO BCTpeYeHa B KOPMIOPE YYaCTKOBOM
0OJILHMIIBI, TI€ OHA IPOXKMBAET HA «COLUAIbHOM» Koiike. Ta-
K1M 00pa3oM, B LieJIoM 0011ast pacipocTpaHeHHOCTh BI' B kpae
COTOCTaBMMa C JAHHBIMHU ITO OOJIBIIMHCTBY M3YICHHEIX IOy~
syt mupa [3, 11].

[lpu cbope HACIEACTBEHHOrO0 aHAMHE3a YacCTO MPUXOIUTCS
CNIBIIIATh CAEAYIONIYIO TUITOBYIO (ppa3y: «O0 OTLie HUYETO He-
M3BECTHO, POJMTENM JABHO Pa3BeINCh, KOT/a s ObL1/Oblia Ma-
JIEHbKHUM». BecbMa BEpOsITHO, YTO B OIPEIEIeHHOM YaCTH I10-
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Epidemiology of Huntington's disease in the Khabarovsk Territory
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We conducted the first population-based study of Huntington's
disease (HD) in the Khabarovsk Territory (Khabarovsk, Kom-
somolsk-on-Amur, and 17 districts of the region). A total of 96
patients were identified, including 77 cases of familial disease
(35 families), 15 cases — sporadic, and 4 — with unknown his-
tory. HD prevalence in the Khabarovsk Territory was 7.1:100 000

population. The article presents the clinical cases with rare forms
of HD, confirmed by DNA diagnosis, namely Westphal juvenile
form and primary akinetic-rigid adult-onset form. The role of
thorough collection of family history and molecular genetic test-
ing to establish the correct diagnosis was emphasized.
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