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Ha coBpemeHHOM 3Tame pa3BUTHS MEAMLMHBI Bce OoJiblee YUCIO OphaHHBIX
3a001eBaHUN HUMEIOT BBICOKOA((EKTUBHBIE METOABI MAaTOT€HETHYECKOW Tepa-

nuu. [lpuMepoM Takoil MaTOJOTUU SBISETCS TEMaTOJCHTUKYJSpHAs JereHepa-

3A0POBLA

nus. Kadenpa meBponoruu u Heiipoxupypruu JIBI'MY Ha npoTseHUH MHOTHX
JIeT TMPOBOAUT palbOTy MO M3YYEHHUIO ATOro 3aboseBaHusi B XabapoBCKOM Kpae.
OrneHka pacrpoCTPaHEHHOCTH TEMATOJICHTUKYISPHON JereHepalii B peruoHe,

JACTAJIBbHOC KIIMHHUKO-3IMUACMHUOJIOTMYCCKOC U MOJICKYIAPHO-TCHETUYCCKOEC HU3Y-

OBIIECTBEHHOIO

yeHue 3a00JIeBaHUs TTO3BOJISAT MOBBICUTH 3(()EKTUBHOCTh PAaHHEH JTMArHOCTHKH,
4TO 00ECMEYUT CBOECBPEMEHHOCTh HA3HAYCHHsS MATOTCHETUYECKOW Tepamnuu u

MCIUKO-CONATIbHYIO peaGI/IHI/ITaHI/IIO ManucHTOB C PCAKUM HACICACTBCHHBIM

BECTHHE

3a00JIeBaHUEM.
KiroueBrblie ciioBa: ophaHHbIe 3a00JI€BaHHS; PACIPOCTPAHEHHOCTD; T'eITaTOJICH-

TUKYJIApHAsA ACTCHCpalsl.
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Summary
Currently, there are highly effective pathogenetic therapy methods for a growing

3H0OPOBBA

number of orphan diseases. Hepatolenticular degeneration is an example of such
a pathology. The Department of Neurology and Neurosurgery at the Far Eastern
Medical University has been conducting research on this disease in Khabarovsk
Kray for many years. The prevalence rate of hepatolenticular degeneration in the

OBUIECTBEHHOTIO

region, detailed clinical and epidemiological, and molecular genetic studies of

the disease will help to increase the effectiveness of early disease detention

SAPABOOXPAHEHUA NANIBHEND BOCTORA POOCHH

BECTHHK

which will result in a timely prescription of pathogenetic therapy and sociomedi-
cal rehabilitation of patients with a rare genetic disorder.

Key words: orphan disease, hepatolenticular degeneration, prevalence rate



2
B
§

=
=
2
=
&
.
<
=
=
E
=
b=
=
:
=)

JA0POBLA

OBIIECTBEHHOIO

BECTHHEK

H

3A0POBLA

OBUIECTBEHHOID

BECTHHE
SAPABOOXPAHEHHA NANBHEDND BOCTOKA POOCHH

sos.snsre Ml

BBenenue

lemaroneHTUKyNIsIpHAs — JIEeTeHepaIus
(T'JI, 6one3nr Bumscona — KonoamoBa
(bBK)) — peakoe HacnencTBeHHOE MpOTpec-
cupyloliee 3a00eBaHNe, XapaKTepU3yIollle-
ecsi U30BITOYHBIM HAKOIJICHUEM B OpraHu3-
M€ W TOKCHYECKHUM BO3JICHCTBUEM MEJH.
bone3ns compoBoXkaeTcsi cOUETaHHBIM TO-
pakeHHEeM BHYTPEHHHUX OPTaHOB U CTPYKTYP
rOJIOBHOTO Mo3Ta [4].

[TocranoBneHnem [IpaBuTenbcTBa
Poccuiickoit @enepanuu Ne 403 «O nopsia-
ke BeneHus: denepasbHOr0 perucrpa Juil,
CTpaJaloNINX >KU3HEYTPOKAIOIUMUA U XPO-
HUYECKUMH TPOTPECCUPYIOMIUMU  PEIKUMU
(opdhanabIMH) 3a00JICBAaHHUSMHU, TPUBOIS-
HIMMH K COKPALIEHUIO MPOJOKUTEIFHOCTH
KU3HU TPaXJaH WU MX WHBAJIUIHOCTH H
€ro PErMOHAIBHOTO CErMEHTa» 26 ampens
2012 roga bBK 06nua 3aHeceHa B nepedycHb

ophanHbIX 3a00eBaHui [6] .

O0cyxnenne pe3ybTaToB

OpdanHbIM cuMTaETCSI XPOHUYECKOE,
yrpoKarolee >U3HU JHOO BbI3bIBAIONICE
VMHBAJIUIN3UPYIOIINE PAcCTPONUCTBA, PEIKO
BCTpCHAIOIICCCA B MOITYJISINUN 3a60neBaHHe
¢ yactoToil He Oonee uem 1 cimydaii Ha 2000
xuTenei [12].

Pacnpoctpanennocts ['JI/] B momys-
[USAX MHpa KOJEONETCs B IMIUPOKUX Tpese-

nax — 0,4 - 6,8:100 000 HaceneHus ¢ Hepas-

HOMEpHBIM TreorpauyeckKuM M STHHYECKUM pac-
npoctpanenuem [11, 13]. B oTaenbHbIX permonax
Y 9THUYECKUX TPYIIAX UMEET MECTO MOBBIIICHUE
4acTOTHl 3a0oJieBaHUs, CBs3aHHOE ¢ ApdexTom
uHOpuauara [3]. Useectno, urto [JIJI wame
BcTpevaercs B Snonuu (1,90 - 6,80:100 000), Ku-
tae (5,87:100 000), na ocrpoe Capaunus (3,36
Ha 100 000), B KpOBHOM pOJICTBE OKa3bIBACTCS
54% 3aboneBHIMX, a CEMEWHbIE CIy4yaul COCTaB-
nsitot 47% [9, 10, 14]. Pexxe 3aboneBanue BCTpe-
gaercs B Lllotmanauu (0,40:100 000), ABcTpanuu
(1,0 ma 100 000) [2]. TTo manubIM Olivarez u co-
aBT. (2001), gactora I'JI/] 8 CIIA B cpemnem 1
ciydaid Ha 55 000 HOBOpOXAeHHBIX [15]. B Poc-
CHUM UMEIOTCS SIUIEMHUOJIOTUYECKIE JTaHHBIE 10
OTJIENbHBIM PErHOHAM - PACIPOCTPAHEHHOCTh CO-
crapiseT 0,30 - 1,86:100 000 nacenenus [1]. bo-
Jiee BbICOKHE M (pBI HAOIIOAAI0TCS B pecyOInuKe
bamkoprocran, Kemeposckoit u CapaTtoBckoit
oOnactax. 3asBlIeHHas YacToTa, Kak IPaBHIIO,
MEHBIIIE peaNbHO CYIIECTBYIOIIEH, Tak Kak 0o-
JIe3Hb B OOJIBIIMHCTBE CIy4YaeB HE JUArHOCTHPY-
ercst [3, 5]. Tlo pesynapraram oOcnemoBanus 17
MYHHULIUIIAJIBHBIX PAlOHOB M 7 TOPOJICKUX OKpY-
roB XabapoBCKOrO Kpas, paclpoCTpaHEHHOCTh
I'JIJ1 B peruone cocraBuia 1,50:100 000 nacene-
HUS, YTO COMOCTaBUMO CO CPEJHUMH MHPOBBIMHU
nokazatensimu [8, 13]. Bo BpeMeHnHoll mnepuon
1990 - 2020 rr. B XabapoBCKOM Kpae 3aperu-
ctpupoBano 20 6omeubix [JIJl w3 17 cemelr B
BO3pacte oT 15 mo 52 nmer (cpemHuid BO3pacT co-

ctaBmiI 36,35+1,72 ner). Tpoe OONBHBIX SBISIUCH
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pPOIHBIMH cHOCaMU B OJHOW CEMbeE, U ABOC B
npyroit. ['emnmepHoe pacmpenenenue O00ib-
HBIX ObwIo cremyromum: 7 (35,00%) myx-
yuH U 13 (65,00%) >xenmun. Pacnpoctpa-
HEHHOCTh 3a00JIeBaHMsI, HA TIEPBIA B3I,
HE BBICOKA, HO aOCOJIIOTHOE YHCIIO CIy4aeB
JIOCTAaTOYHO 3HAYUMO It ophaHHOTO 3a00-
nesanus. Ha xadeape HeBposoruu u HeHpo-
xupypruu JIBI'MY Benercs nuHamuueckoe
TUCTIAaHCepHOEe  HaOmoeHne  OONBHBIX,
crpanatommx [JIJI [7, 8]. Benenue nepco-
HU(DHUIIMPOBAHHOTO y4eTa OOJIBHBIX C PeIl-
KOU MaTOJIOTUEH B KaXJ10M PErHOHE SBIISET-
Csl BXXHBIM 3BEHOM Ha 3Tare OpraHu3alun
dbapmareBTUUeCKOW U MEIUIIMHCKON TOMO-
1 3TUM MalMEeHTaM.

OCHOBHBIMU OpraHamMH MHUILIEHSMU,
KOTOpPbIE CTPaJal0T OT HAKOIUICHHS MeEIu
npu ['JIJ] sABIAIOTCS I€4eHb U TOJIOBHOM
MO3T, HO JPyTue€ OpraHbl U CUCTEMbl TaK¥Ke
BOBJICKAIOTCS B MAaTOJOTHMYECKHH TMpoliecc,
YTO MPUBOJUT K JIOCTATOYHO MOJIUMOPHOIMA
KIIMHUYECKOW KapTHHE W HecTenu(puaHocTr
BBISIBIISIEMBIX CHMIITOMOB KaK Ha CTaJuu
MaHU(eCcTallK, TaK U Ha CTaAUH pa3BEepHY-
TOi KapTuHbl 60se3nu [4, 8]. He sBusrorcs
crenuUIHBIMU I TAATHOCTUKUA U COYe-
TaHUE COBOKYIHOCTH KIMHUYECKHX IPOSIB-
JICHUM C JaHHBIMHM JIaDOpaTOPHBIX U WH-
CTPYMEHTAILHBIX METOJOB OOCIIEIOBaHUS,
BKJIIOYAas M3MEHEHMs IOKa3aTejeil MeaHO-
JUTaHJHOTO OOMeHa. B COMHUTENBHBIX CITy-

yasx moctaHoBku mauarHo3a I'JIJI aGcomrot-

HBIM KPUTEPUEM MOXKET SIBIATHCS TOJIBKO PE3YIlb-
TaT MOJEKYJISIPHO-TEHETHYECKOr0 aHaiMu3a, KOTOo-
pBIi B HACTOSIIIEE BpeMs ABIISETCS SKOHOMUYECKU
JIOCTaTOYHO 3aTpaTHhIM. Bce 3TO 3HauMTENHHO
3aTPy/AHSAET CBOEBPEMEHHOCTb JIMarHOCTUKHU, B
TOM YHMCII€ U JTUATHOCTUKU Ha JOCUMIITOMATHYe-
CKOM cTamuu OOJIE3HU.

bone3np Bunbcona — KonoBanosa siBisieT-
csi mpuMepoM opdaHHOro 3aboseBaHus, Ui KO-
TOpOro pazpaboTaHbl BBICOKOA(()EKTUBHBIE Me-
TOJABI JIEYCHMs, CHCTEMaTH4YeCKOe NpPUMEHEHHE
KOTOPBIX Ja)Xe€ MpPH MOSIBIEHUU TSKEIONW CHUMII-
TOMAaTUKU OKa3bIBAa€T «IpaMaTudeckuit» 3ddekr,
BIUIOTh JO0 HMCYE3HOBEHHS BCEX CHUMIITOMOB HIIU
pe3koro ux ymenbienus [4, 8]. CyiiecTByromune
MEeTOBI BEICOKOA((HEKTUBHON MATOTEHETUYECKON
TEepanuu JUKTYIOT HEOOXOJAWMOCTh paHHEH, B
BO3MOJKHBIX CIy4asX HNPEBEHTHUBHON JMAarHOCTH-
KM 3a00JIeBaHUsl, YTO MPEAOTBPATUT HEMOIPABU-
MBbIE TTOBPEXKICHHUS B OpraHu3Me u OyJeT Croco0-

CTBOBATh PEAOMIIMTAIINH MAI[UEHTOB.

3akioueHune

N3 Takum oOpazom, HU3KasT 4acTOTa BCTpe-
gaemoctH [JIJI, kak mpumepa opdaHHOI maToso-
TUH, TMPUBOAMUT K CIEAYIOIIUM Mpobiemam: 3a-
I1a3abIBAaHUEC CBOGBpGMGHHOﬁ JUAarHOCTUKHU, HU3-
Kasi HaCTOPOXXEHHOCTh Bpaued, Mmanasi JOCTYI-
HOCTh T€HETHMYECKHX HCCIIEJOBAaHUM, OTCYTCTBUE
HEO0OXOIMMOTO MAaTOTEHETUYECKOTO JICYCHHUS, OT-
CYTCTBHE aJICKBAaTHOT'O JAMCIIAHCEPHOTO HaOI0Ie-
HUS U MEAMKO-COIMAIbHOM peabuiuTaliy mamu-

eHToB. /I pemieHus 3Tux mpobiemM TpeOyeTcs
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KOMIUICKCHBIM, CHUCTEMHBIM IOIXO0M, 0o0ec-
NICUMBAIONINI PA3BUTHE COOTBETCTBYIOMICH
0a3bl 3HAHWH, PAHHIOK THATHOCTHKY, JO-
CTYIHOCTh BBICOKOTEXHOJIOTOTHYHBIX MOJIC-
KYJISIPHO-T€HETUYECKUX HCCIEAOBAHUM, Me-
I[I/IKO'FGHGTI/I‘-IGCKYIO IIOMOIIB, aI[eKBaTHYIO
TEPANeBTHUECKYIO CTPATErHI0 M IEPCOHHU-
(GUIMPOBAHHBINA MOAXO] K KaKIOMY MaIlH-

€HTY ¢ op(haHHON MATOJIOTUEH.
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