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Pe3ome

Bouaee 20 aer Ha kadeape HeBposoruu 1 Heiipoxupypruu JIB'MY nposogutcst pa6oTa no u3y4eHHI0 HACJIEACTBEHHBIX
3a0os1eBaHMil HePBHOIi cucTeMbl B Xa0apoBckoM Kkpae. IIpoaHnau3npoBaHbl 3IMAEMHOJI0THYECKUE, MOJIEKYIIPHO-TeHEeTH-
4YecKHe, KIUMHUKO-TeHeaJI0rn4ecKre 0CO0CHHOCTH HACJIEACTBEHHOI aTO/I0rMK HEPBHOI cucTeMbl B pernone. Pazpadora-
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HbI AJITOPUTMBI MeIMKO-TeHeTHYeCKOIl TOMOIIY HACEJTeHHI0 U PeKOMEHAAMH PErHOHAJIbHBIM OPraHaM 3IpaBOOXpPaHEeHUd,
HanpaBJ/ICHHbIE€ HA IEPBUYHYIO l'[pO(l)l(lJ'laKTl/le, MeIUIMHCKOE HA0II0IeHne peaﬁnnnTaunm JaHHOI rpynnbl NalfueHTOB.
Kouesvie crosa: HacaencTBeHHbIE 32001€BaHUs HepBHOﬁ CUCTEMBbI, IrenaToJeHTUKYJIAPHAas JereHepanus, ayroCoOMHO-

AOMHHAHTHAasI cnnﬂouepeﬁeﬂnﬂpﬂaﬂ aTaKcus.

N.V. Vialova, T.N. Proskokova, D.V. I, A.M. Helimsky

SOCIAL ROLE OF HEREDITARY DISEASES OF THE NERVOUS SYSTEM
IN THE KHABAROVSK REGION

Far East State Medical university, Khabarovsk

Summary

The neurology and neurosurgery department of the Far Eastern State Medical University has been doing research on
hereditary diseases of the nervous system in the Khabarovsk Region for more than 20 years. The epidemiological, molecular
genetic, and clinical genealogical peculiarities of congenital disorders of the nervous system in the region have been ana-
lyzed. The procedures to provide counselling to the population on medical genetics and recommendations aimed at primary
prevention and rehabilitation of such group of patients for local public health authorities have been worked out.

Key words: hereditary diseases of the nervous system, hepatolenticular degeneration, autosomal dominant cerebellar

ataxia.

Bonee 20 ner Ha kadeape HEBPOJIOTHH U HEHPOXUPYP-
run [IBIMY mpoBomutcst pabota Mo M3yYSHHUIO HACIEHA-
CTBEHHOH HEBPOJIOTMUECKON MaToornu B XabapoBCKOM
kpae. [l aKTHBHOTO BBIABICHHUS M JUHAMHUYECKOTO
HaOJrofeH!s1 32 OOJBHBIMU NPOAHATM3UPOBAHBI APXUBBI
TOPOACKHUX M KpaeBbIX CTALlMOHAPOB, OCYIIECTBIAINCH
SKCTIEAUIIMOHHBIE BBIE3/bl B paifoHbI Kpasl, IPOBOIUINCH
TIOKBapTUPHBIE 00XO0/b! OONBHBIX.

O6cnenoBanbl 17 MyHUIUNANBHBIX palloHOB u 7
TOPOJICKMX OKpPYroB Xa0apOBCKOTO Kpas, OTMEYEHO Ipe-
obnmajaHue HO30JIOTHM C  ayTOCOMHO-JOMHHAHTHBIM
TUNOM HaciemoBaHus — 67,2 % OT BceX BBISBIEHHBIX
OOJBHBIX; HauOOJIEe YacTO BCTPEYaCh HEPBHO-MBbIIIEY-
Hble 3a0011eBaHMs, 3200J1€BaHUS C TOPAKEHUEM SKCTPAIH-
paMUIHON CHCTEMBI U ayTOCOMHO-IOMHMHAHTHBIE CITHHO-
uepebemnspusle atakcuu (Al CLIA) [4].

Bolmn BBIABIIEHBI aTUNHYHBIE, PaHEE HEU3BECTHbIE
KIMHUYECKUE BapHUaHTHl psija HACIEICTBEHHBIX 3a0oie-
BaHUI HEPBHOW CHCTEMBI, a TAKXKE PeAKHE KIMHUYECKHE
(OpMBI, B 4aCTHOCTH, OBICTPOIIPOTPECCHPYIOIINI «Iiepe-
Opanbnblit» Bapuant CI[A2, cerperamms mporpeccupy-
folIell MbIIeYHoW auctpodun J[foleHHa ¢ CHHIPOMOM
Kpysona, nucrpoduHONmartis ¢ Kpamim, pelUIUBHPYIO-
1ieit MHOTIOOMHYpUEH U MOHMKEHHON TOJIEPAaHTHOCTBIO K
(bu3n4ecKuM Harpyskam, nH(aHTHIbHas popMma nporpec-
cupyroleil Mpimevynoi auctpoduu Jlanmysu-Jexepuna,
IOBCHWIbHAS W aKMHETUKO-puruaHas ¢opma Ooie3HH
I'entunrrona (BI'), ciyuail remaToneHTHKYISpHOI nere-
Heparuu (IJI) co «CKpBITBIM» TOpa’KEHUEM IIE€UEHH,
aTUNHUYHBIA JeOI0T HEBPOIOTHUECKO cTagum apoxa-
TenbHO-pUruIHON (opmbl [JI/] B Bune (HOKaIbHBIX SMH-
JENTHYeCKUX npunaakoB. OTMeueHo Oosee TshKenoe, 4eM
OIHCAHHOE B JIUTEPaType, TeUCHNE IOBEHUIBHOTO TAPKUH-
coHM3Ma y 25 % OONbHBIX, HPOrPECCUPYOLIEH MbIIIed-
HOH auctpoduu Dmepu-Lpetidycay 77,8 % GonbHbIX [4].

Bonbmioii nHTEpeC MpeACTaBIAIOT 3a00IeBaHUs HEPB-
HOW CHCTEMBI C MPEUMYIIECTBEHHBIM BOBIEUEHHEM HKC-
TpanupaMUAHOH M MO3XKEUKOBBIX CHCTEM, B YaCTHOCTH,
[JI, nmms KOTOpoM CymIecTBYeT BBICOKOI((EKTHBHAS
MaToreHeTH4ecKasl Tepamus, MO3BOJIAIOIIAS MOITHOCTBIO
KyNHpOBaTh WU B 3HAYUTEIBHON Mepe YMEHBIIUTh Mpo-
SIBICHUE KIMHUYECKUX IPHU3HAKOB IIPH CBOEBPEMEHHO
HayaToM JiedeHnH, a Taxoke AJ[ CLIA.
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Pacnpoctpanennocts IJIJI B XaGapoBckoMm Kpae
coctasuna 1,50:100 000 HacesreHHs, YTO COITOCTABUMO CO
CpeIHMMH TOoKazaTensiMu B Mupe [12].

ITpy n3y4eHnn reHeTHUEeCKON CTPYKTYPBI 3200J1€BaHUs
onpezenaeHa MPUOPUTETHAs I MOJEKYISIpHO-TEHETH-
gyeckoro ckpuHuHra Mytarms (p.His1069Gln), BeisiBieH-
Hasg y 85 % OONbHBIX B HAalleM PEruoHe, YTO MpPaKTH-
4eckd B 2 pa3a INpEBBIIIAET MOKa3aTeld B POCCHUHCKOM
nomyssiuuu [1].

VYuuteiBas HEOOXOAMMOCTh MOKU3HEHHOH Teparuu
nanueHtoB ¢ [JIJ[, Bo3MOXHBIE OClOXHEHHs Ha (OHE
Tepanuu, TPyAHOCTU BEICHMsS COMYTCTBYIOMLIEH MaToso-
THH, NIPOBOAUTCA AMHAMUYECKOE NHCHAHCEPHOE HaOmro-
JIEHUE ITHUX TAIIMEHTOB [5].

Hccnenyercs BO3MOXKHOCTb METOAA PETUCTPALUU
BBI3BAHHBIX MOTEHIMATIOB TOJIOBHOTO MO3ra Kak JOMOJ-
HHUTENBHOTO HEMHBA3UBHOIO METO/a JUArHOCTUKU (PyHK-
IIHOHAJIBHOTO COCTOSIHHSI CTPYKTYp TOJIOBHOTO MO3ra Ha
JTane JUarHOCTUKHU 3a00NIeBaHUS U B XOJ€ MOHHTOPHHTIA
3¢ PEKTUBHOCTH POBOAMMON Tepanuu [2].

Pacnpoctpanennocts BI' B XabapoBckoM kpae cocrta-
Buia 7,67:100 000 HaceneHusi, 4TO MPEBBIIAET 3HAYCHUS
pacmpoCTpaHEeHHOCTH B APYTuUX o0macTsIX U kpasx Poc-
cuu. DTH JJaHHBIE UMEIOT OOJIBIIIOE 3HAYCHUE B U3YUCHUH
pErvoHaNbHBIX OCOOCHHOCTEH pPaclpoCTpaHEHHS MyTa-
IIUH, TaK Kak paHee Oblia 0Ka3aHa UCKITIOUUTENbHAs Pel-
kocth BI' B TeppuTopmansHOo OMM3KHX K XabapoBCKOMY
Kparo STMOHCKOM M kuTaiickod momymsuusx. Kpome Toro,
pa3paboTaH ¥ IPOXOAUT UCTIBITAHUS HOBBII METO/ TeHHOU
TEpaIKH 3TOro TsDKEJIoro 3aboneBanus [4].

AJl CHA — reteporenHoe 3a00JIeBaHKE, HA CETOHSIII-
HUH JIeHb cymiecTByeT Ooniee 40 reHeTHYEeCKN pa3InYHbIX
THUIOB IaHHOH nartonoruy. TepMuH criHONEpeOeIIpHO
aTrakcuu ObIT BBIOpaH U1t 0003HAYEHHUS! COITY TCTBYIOLIETO
BOBJIEUEHUs] CIMHHOTO MO3ra M MO3K€uKa, HO MaTOJIOTH-
94eCKHe U3MEHEHHs] MOTYT MIPOUCXOAUTD B APYTUX OTAeNax
HEPBHOW CHCTEMBI, BKJIOYas Nepu(epHIecKue HEpPBHI,
CTBOJI MO3ra M 0a3zayibHble TaHIIMU. KIMHUYeCKUMH po-
spneHusaMu Bcex AJl CLIA siBisieTcsl mporpeccupyromue
HapylleHHe KOOpPAMHALUK, TOXOIKH, COIPOBOXKIAEMbIE
quzaprpueit. Hauano gaHHoro 3a0oneBaHnsi 0OBIYHO TPH-
XOIUTCS Ha 3pefblif BO3pacT, HO MOXET HPOSBIATHCA B
JIETCKOM M MTOXKIWIOM Bo3pacte [7, 9]. MoOHIBHEIC U KOM-



MYHHUKAaTHBHbBIC HAaBBIKH JIIOJCH C JaHHBIM 3a00JIcBaHIEM
OTPaHHYCHBI, YTO YXyAIIaeT KAaueCTBO J>KU3HH, M MHO-
T'He MAalUeHTHl YMHUPAIOT OT NPEKICBPEMEHHOW CMEpPTH
[6, 7, 13].

B renernueckoit crpykrype AJl CLIA B XabOapos-
ckoM kpae mpeodiamaetr CIIA1 u CIIA2. TTony4en mep-
BEI B Kpae OIBIT MOJIEKYJISPHO-TCHETHYECKOW IHarHo-
ctuku CIIA6 u CLIA17. Pacnpocrpanennocts AJl CLIA
cocraBmia B XabapoBckoM kpae — 4,3:100 000 Hacene-
HUS, 9TO TIPEBBINIACT WMCIONINECs NaHHBIC IO JTAaTCKOM,
HopBexckoi momynsauusam — 3,0-4,2:100 000 HaceneHus
[14], eBponeiickor momymsiuuu — 1,0-3,0:100 000 Hace-
nenus [11] u comocTaBUMO C SITOHCKOHM ToOMyMsuen —
4,5:100 000 nacenenwus [8].

Oo6HapyxenHas cembst ¢ CIIA6 B XabapoBckoM Kpae
SBJISACTCS TICPBBIM OIMCAaHHBIM CIy4aeM B POCCHICKON
MONYJSIIMA ¢ TIPOTsHKeHHOW skcraHcuedn — 27 CAG-
noBTopoB B reHe CACNATA.

BriepBeie B XabapoBcKoM Kpae OOHapyXeHa permkast
¢dopma Al CLIA — CIIA17 ¢ 42 CAA/CAG-noBTOpaMu B
reane TBP. Pacnipoctpanennocts CI[A17 B XabapoBckom
kpae cocrasmia 0,1:100 000 HaceneHus1, YTO MPEBHIIIAET
pacmpoctpaneHHoCTh B Alnonuu [10].

B nocennue rompl mpeanokeHa MOTEHIIHAIEHO HOBas
reHHas Tepanus 00mbHBIX ¢ CLIA6, 9TO OTKpBIBACT MIAPO-
KH€ TIEPCIIEKTUBEI pa3pabOTKH MOAXO0B K JICYCHUIO Pa3-
muHbIX TAmoB CLIA.

CerogHs OTMEYaeTCs BBICOKHHA YPOBCHb MOJICKY-
JSPHO-TCHETHIECKUX TEXHOJOTUH ISl 3y9IeHUs Haclea-
CTBEHHO! MATONOTHH, W TOMYJSIHOHHBIC HUCCICAOBAHUSL
IpHOOPETAIOT 0COOYI0 aKTYaIbHOCTh B CBSI3U C IIEPCIICK-
TUBaMH JICYCHWS MHOTHX TSDKEIBIX HAaCJIICTBEHHBIX
3aboneBannii. [losBHIach BO3MOXHOCTH OCYIIECTBISTH
NpeHaTabHYI0 THAarHOCTUKY W TMPOQMIAKTHKY Hacemd-
CTBEHHBIX 3a00JICBaHUI B CEMBSX C M3BECTHBIM T'CHETH-
YECKUM JIe(DEKTOM.

IMomyueHHBIe TaHHBIE O KIMHUKO-TEHETHYECKOM pas-
HOOOpa3WM HACIICNCTBEHHBIX 3a00JIeBaHUA HEPBHOM
cucTeMbl B XabapoBCKOM Kpae MMEIOT OOJbIIOe 3Have-
HHE JUISI TPAaKTHIECKOTO 3IPaBOOXPAHEHHS, YCOBEPIICH-
CTBOBAHUS MEPBUYHON MPOPHUIAKTUKH HEBPOIOTHICCKOMH
HACJICICTBCHHOW TATOJIOTHH M CHUCTEMBI CIICIHAIN3UPO-
BAaHHOTO HEBPOJOTWYECKOTO HAOIIOICHUS, MEIUIIMHCKOMH
U COLMANTEHO-PEaOITUTAIIIOHHON TIOMOIIN OOJEHBIM.
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Pe3ome

Hrorn TpuauaTHIETHEro NEepHoAa peajn3aluuy nporpaMmsl «Pa3pa6oTka Hay4YHbIX OCHOB OXPaHBI 310POBbS H JaJIb-
Helilero pa3BuTus 3ipaooxpaHenus JlanbHero Boctoka Poccuu B nepuon ero pegpopmupoBanus ¢ 1991 no 2020 r.» mo-
3BOJIMJIM MOABEPTHYTh AHAJIU3Y Pe3yJIbTaThl pepopM B pernoHe u chopMHPOBATH OCHOBHbIE HANIPABJICHHS HCCJIEIOBAHUI
Ha nepuox ¢ 2021 no 2030 r. Peanu3auus UTOroB HAYYHO-HCCJIEA0BATEIBCKUX H ONBITHO-KOHCTPYKTOPCKUX padoT Mo3Bo-
JIMT c(hopMy/THPOBATH CTPATErHIO PellieHHs] IPHOPUTETHBIX MPo0dJieM 31paBooxpanenus JaabHeBocTOUHOTO (herepaibHO-
T0 OKPYIa U 000CHOBATH NPUHATHE YNIPABJIEHYECKHX PelIeHU B PErHOHAILHOM KOHTEKCTe.

Kniouesvie crosa: Jansunii Boctok Poccun, oxpaHa 310poBbsl HaceJIeHHS, HAYYHO-HCCJIe10BATEeIbCKHE H ONBITHO-KOH-
CTPYKTOPCKHeE pPadoThl, pepopMa 31paBOOXpaHeHHs], OTPAC/IeBask HAYYHO-HCCJIe0BATEIbCKAs IPOrpaMma.

S.N. Kiselev, N.A. Kapitonenko, V.G. Dyachenko, L.V. Solokhina

ON THE PROSPECTS OF RESEARCH IN THE MAIN AREAS OF PUBLIC HEALTH
IN THE FAR EASTERN FEDERAL DISTRICT

Far Estern State Medical university, Khabarovsk
Summary

The results of the thirty-year period of implementation of the program «Development of scientific foundations for health
protection and further development of healthcare in the Russian Far East during its reform period from 1991 to 2020» al-
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