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B mpepcraBieHHOM 0630pe IUTEPATYPBL C LIeIbI0 IPeOfOIeHIS
HeJJOCTaTOYHOJ MHPOPMUPOBAHHOCTU Bpadell M3I0XKEHbI COBpe-
MeHHBIe B3IJIA/Ibl HA MOJIEKY/IAPHO-TeHeTHYeCKUII fleeKT Tema-
TO-/IEHTUKY/LIPHOI [eTeHepaln, OCOOEHHOCTY MyTaluii TeHa
ATP7B, myTanuio ero fedeKTHBIX 9K30HOB, OLIeHKY HommMopdusMa
KIMHMKA Y IPUHLUIIBL paHHel! fuarHocTuky naronormu. Ocoboe
BHIUMaHIe Y/ielleHO BOIIPOCaM HellpOBU3yanyusaluy, yIbTPasByKo-
BOTO V1 OJIOTICUITHOTO MCCTIEOBAHNA TTeYeHN U TabOPaTOPHBIM ITOKa-
3aTeNAM. Y TOYHEHbI COBpeMeHHbIe B3I/IANbI HA MEXaHNM3M Pa3BUTHA
3a00/1eBaHNs U CUCTEMATHU3ALNIO0 KINHNIECKIX IPOsBICHMIL.

TenatonenTukyspuas gerenepauus (I71]), nin 6one3un
Bunbcona-KoHoBaioBa, sAB/IseTCA MOHOTEHHBIM 3a60J1e-
BaHJEM C ay TOCOMHO-PeIIeCCYBHBIM TUIIOM HAC/TeHOBAHIA,
B OCHOBE KOTOPOT0 JISXXNT HapyLIeHue MeTabo/I3Ma Mefy
€ M30BITOYHBIM HaKOIUICHVEM €€ B ITeYeHM, TOJIOBHOM MO3-
re, MOYKAX, POTOBUIIE ¥ APYIMX OpPTaHaX IPY CHIDKEHNN
3KCKPELMH C XKeTUbI0. ITO 3a60/IeBaHMe OTHOCUTCA K TeM
HEMHOTVM TsDKE/IBIM HaC/lIe[CTBEHHBIM O0/Ie3HAM, [
KOTOPBIX pazpaboTaHa appeKTVBHAs MaTOTeHeTUYeCKas
Tepanus. [103TOMy CBOEBpEMEHHASA IMAarHOCTUKA TAHHOM
[IaTOJIOTMY CITIOCOOHA TIepeBeCcTy ee B paspsij Kypabesnb-
HpIX. OJJHaKO IO Mepe HaKOIJIEHN 3HaHUI 0Ka3anoch,
YTO HY OfMH U3 CYLIeCTBYIOIUX METONOB AMATHOCTVKMN
37IeChb HeJlb3sl CUUTATD CTPOro crenudpmdeckuM. [losromy
3a IIOCTIeHMeE IeCATUIETUA B OT€YeCTBEHHOI U B 3apy-
Oe>XHOI IMTepaType MHTEPeC K ONMCAHNIO BCEX aCIIEKTOB
6omne3nu Bunbcona-KoHoBamoBa 0xXMBUICH.

B ncropun usyyenns I'JI]] npuHATO BRINENATD 4 STama:

1. Ompenienene HO30/IOTMYECKOI CAMOCTOATENbHOCTHI
naronoruu (koHer XIX - Hayano XX Beka);

2. YcTaHOBJIEHME CBA3Y MEX/Y IIOPAXKEHIEM BHYTPEH-
HJX OPTaHOB U TOJIOBHOTO MO3Ta U M30BITOYHBIM HAKOII-
JIeHVeM B HUX MeJl;

3. OTKpbITVE BO3MOXKHOCTEN ITATOreHEeTUIECKOI Tepa-
IV ITyTeM JICIIONIb30BaHMA IIPENapaToB, CBA3bIBAIONINX
U BBIBOZIAIINX MeAb M3 OPraHN3Ma;

4. Onpepenenne TOKaMM3anyy IaTOTOIMIECKOTO TeHa,
OTBETCTBEHHOT'O 32 Pa3BUTHE 3a00/IeBaHNUA.

WNrak, B 1883 1. C. Westphal u B 1898 r. A. Strumpell
onucanu 3aboneBaHue, IpyM KOTOPOM IIPU3HAKYM MHO-
ro04aroBOro IOpa)keHMs LIEHTPaTbHOI HepBHON CHC-
TeMbl BBIABJLANNUCH Ha ¢oHe maronoruu nedenn. OHu
Ha3Ba/M 3a00JIeBaHIe «IICEBJJOCK/IEPO30M», 3 HEBPOJIOTH
CTaJIu MMEHOBATb ero 60e3Hbio Bectdana-IlTprommers.
B 1902 r. B. Kayser, a 8 1903 r. Fleischer o6napyxwmu y
TaKMX 6OJIbHBIX OT/IOXKEHMSA 3€/IeHOBATO-0yPOro MUrMeHTa
1o nepuMetpy porouisl (konpuo Kaitzepa—-®reitiepa).
B 1912 r. A.K. Wilson npepcraBui maroMopdonorn4eckyo
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XapaKTepPUCTUKY O0/e3HN, yKa3aB Ha IMpeobasaHue B
TOJIOBHOM MO3Te IBYCTOPOHHMX M3MEHEHMI YyedeBulle-
06pasHbIX s/iep, a B ITeYeHy — NUppo3a. B KIMHMKe OH
BBIJIe/INJI COUYeTaHNe IIPU3HAKOB IIOpaXkeH sl SKCTpamupa-
MU/THO CUCTEMBI, 6Y/IbOAPHOTO CMHAPOMA U IICUXMNYECKUX
paccrporicTs. Hagano B MOIOIOM BO3pacTe U IPOrpeccu-
pyiolliee TedeHue MO3BOMNMIIO €My Ha3BaTh OOMe3Hb MpPo-
rpeccupyolell TeHTUKYIAPHOI fereHepaleit.

B 1912 r. H.C. Hall, o6pequuus «1ceBrockiepos» Bect-
¢dana-lITproMuens ¥ IpOrpecCUPYIOLIYI0 TeHTUKYIAP-
HYIO JleTeHepalnio BUIbcoHa B eIMHYI0 HO30/IOTMYECKYI0
(b opMy, IpeIOKIIT IMEHOBATh €€ FellaTOIeHTUKY/IAPHON
merenepanyeii. [Toutu gepes 40 et J.N. Cumings (1948)
n H.G. Kunkel (1952) BbisiBM/IM HapyleHusa o6MeHa Mefu
C HaKOIUIGHMEM ee B MO3TOBOJI TKaHU U TUIIepCceKperueit
¢ MOYOI1 u3-3a flepuiinTa MefbCOfepiKalero Oenka uepy-
JIOITa3MMHA B II/Ta3Me KPOBIUL.

J.M. Walshe B 1956 I. ynamocb CHHTe3MpOBaTh 13 IeHN-
LWJUIMHA TMOMOBBLI ITperapar D-eHniuiaMuH, obnaa-
IOLIMIT MeAbBBIBOIALINM HENCTBMEM. ITO 03HAMEHOBAJIO
co00i1 HOBYIO 3py — apy nedenus IJI]T u Hamex bl Iepe-
BOJa ee B paspsij KypabenbHbIX 3a00/IeBaHNIL.

B Poccun nsydenne I'J1]] ceszano ¢ mmenem H.B. Ko-
HoBasnoBa. Ero 3acmyroii ABnAeTcs onucaHue OCHOBHBIX
KIMHNYIECKUX (HOPM TaHHOI MTATOTIOTUM U CO3aHue HOf-
pob6Hoit knaccubukauuu (1960) [9]. H.B. Konosanos
[IPEJIOKIIT BBIAEATD Is1Th 0cHOBHBIX ['TI]T. OmHako 607b-
1I0e KOJIMYeCTBO IepeXONHbIX BapMaHTOB, JUCCOLMAINA
B IIPOAB/IEHNAX OTAENbHBIX IPU3HAKOB ¥ HEOTHO3HAY-
HBIJI OTBET Ha MeIMKaMeHTO3HbIe IIpelapaThl BbI3bIBa/IN
IUCKYCCUY Y MelIaay BBIOOPY KpUTepUeB KIMHIYECKOI
IyarHoCTVKM. 1]l MOTOK OmMcaHmil KITMHUKO-1abopa-
TOPHBIX U HEVIPOPU3UOTOTNYECKIX MCCTIETOBAaHNI CBUTIE-
TE€/IbCTBOBAJI O TOM, YTO Ha ITy T CUCTEMATU3ALI K/IMHY-
JeCKMX MPOsIBIICHNIT 3a00/IeBaHysI 0OHAPYKUBAETCS elile
HECKOJIBKO NpersaTcTBuii [1, 2, 10, 18]. [TosaBunuch HOBBIE
KmaccubuKauym, Ipejiaraolye o0beqHATh MIPU3HAKA
[JI[T mo mpuHAIEXHOCTH 3a00/IeBIIEr0 K TOM MM UHO
3THUYECKOII TpyIIIle VI K Bo3pacTy [27, 39], Ho HU ofiHa
13 HUX He OTpakKasia monnuMopdu3Ma KIMHUKY, 0COOEHHO
B J1e010Te 3a60/IeBaHMSL.

l'eHeTMyYeCKas xapakTepueTika

OTKpbITHE MOJEKY/ISIPHOTO JAedeKTa ABUIOCh CIeRYI0-
MM BaXKHBIM I1aroM B usydennu I'J1]]. Ten saboneBaHus
ObIT KapTMPOBAH Ha [VHHOM IUTede 13-J1 XpOMOCOMBI 1
o6o3HavyeH kak ATP7B. B 1993 r. oH 6bu1 naeHTUGULIN-
poBaH /IByMA uccnenoBarenbckumy rpynmnamu us CIHIA
u Kanazsr (P.C. Bull et al., R.E. Tanzi et al.). Ycra"osneno,
YTO 3TOT T€H KOAUPYET CMHTE3 MeIbTPAHCIIOPTHUPYIOLIEi
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apeHosuHTprdocdarassl P-Tuna u npu naTonorun odyc-
JIOB/IMBaeT reHepalN30BaHHOE HapylleHye 0OMeHa Meay
B opranusMe. IIpogykr rena ATP7B urpaer BOAKYIO
(YHKIMOHAIBHYIO POJIb B KJIETKAX MeYeHN: OHA U3 HUX —
y4acTie B OMOCHHTe3e yTeM JOCTaBKI Mefy K arlolepy-
JIOITa3MUHY BHYTpM annapara [onbmku, gpyras — TpaHc-
HOPT M30BbITKA MM U3 KIeTKH [27].

ITocre OTKpPBITHUSA TIEPBUYHOTO MOJIEKY/IIPHOTO fiedek-
Ta MOABMIACH peasibHas BO3MOXKHOCTb HEIIOCPEICTBEHHO
aHa/IM3MPOBATD B FeHe NIOBPEXXEeH, Beyllye K Pa3BUTUIO
[JI]I, conocTaBmATh XapaKkTep MyTaluii B pPa3HbIX MOIYJIA-
LIVISIX ¥ BIVIOTHYIO OJOMTY K pa3pabOoTKe MPSIMBIX METOJOB
IHK-pguarnocTuky sanHoro 3aboneBanns. K Hacrosimemy
BpeMeHY B Myupe y 60mbHbIX I71]] 13 60/1bII0ro 4ncia mno-
my/siuit upeHTUguIMpoBaHo y>xe okomo 300 pasainyHbIX
MyTauuii. B OCHOBHOM OHU IIPEACTABIIAIOT COOOIT HYKIEO-
TUIHBIE 3aMeHbI M KOPOTKIE Aeeny/BcTaBku [5, 20,21, 28,
29]. BbIIO YCTaHOBJIEHO, YTO B Pa3HBIX STHUYECKIX IPYIIIIAX
criektp myTtarmit rena ATP7B umeet cBou ocobeHHOCTH [4,
5, 25, 38]. Hambonee yacToit okaspiBaerca 3ameHa C Ha A
B KoftoHe 1069 reHa, KOTOpas BefleT K 3aMEIeHNI0 aMIHO-
KIC/IOTBI TUCTUAVHA TTyTaMuHOM. OIHY UCCIefioBaTeNn
00HApPY>XMBAKOT 3Ty MyTauuoo y 22 %, gpyrue — y 38 %
cnaBsH, 6onbubix IJI]T [7, 28, 33, 37]. VIHble OTHOCUTETHHO
YyacThle KJIacTepbl MyTalUIi, XapaKTepHble J/IS1 OIpefieTieH-
HBIX MOMY/IALMII MUPA, BBIAB/IAITCA IPEUMYIeCTBEHHO
B0 2, 5, 8, 14, 15, 16 u 18-m sk30Hax reHa. Tax, B Vicnanum
cpenu 3abonesmnx [JI]] mpeobmagaet MmyTalus 9K30Ha
reHa ATPB - M645R; B crpanax Boctounoit Asun — R778L;
B SAnonmm — R 778L n A803T [21, 29].

CorocraBnenne 0cO6€HHOCTEN KIMHNYECKNX [IPOSIB-
nenuit I'JI]] n pe3y/1bTaTOB MONEKYIAPHO-T€HETUYECKOTO
UCCTIeJOBaHM 110KA3aJI0, YTO CYIIeCTBYIOT KOppealun
MeXAy InpeobnafgaHueM MyTaluy B KaKOM-1n60 13 9K-
30HOB reHa ATP7B u maTonorueit y nanueHToB pasiny-
HBIX 9THUYECKUX Ipynil. CTaHOBUIOCH IOHATHBIM, YTO
6OBIINHCTBO BOIPOCOB [JUATHOCTUKIA, JIeUeHNsI U IPO-
UIaKTUKY TaHHON MaTOIOTUY IIPOJO/DKAIT TpeboBaTh
yIyOIeHHBIX MCCIETOBAHMIT U HY)KAI0TCA B pa3paboTke
IIPYHIUIINATBHO HOBBIX IIOIXO/I0B K pellleHNI0.

K xonny XX cromerus pacnpocTpaHeHHOCTb [JI]]
crana coctaBnaaTh 1 Ha 30000 (1,1 % HacemeHus: Mupa,
TO eCTh 50 MJIH Ye/IOBeK) MPU YaCTOTE F€TEPO3UTOTHOTO
HocuTenbeTBa 1:90-1:22 [2, 30, 31].

Marorexes

B nmartorenese I'JI]l Begymas ponb NpUHAAIEKUT HApPY-
HIeHNIo OaTaHca MeXy 00beMOM IIOCTYIMBIIEN ¢ M-
el Mey U ee 3KCKpenyel. B HopMe cpegHecyTo9HOE
notpebyeHye Meu € M1l cocTaBsgeT okoyo 4 Mr. OHa
TPAaHCHOPTUPYETCA B SMUTENUI MPOKCUMAIbHON 4acTH
TOHKOJ KMIIKY, Ifie ee OO/MbIIas 4acTb CBA3BIBACTCA CO
crienupUIecKuM MeTKOMOJEKY/IIPHBIM O€IKOM — MeTaI-
JIOTMOHEOHOM. DTy IPOYHYIO CBA3b coxpaHsaeT 40-75%
MeaM, KoTopas BeIBOgUTCA ¢ pexanuamu. OcraabHble
25-60 % menu, yrpaumBas STy CBA3b U3-3a B3aMMOJENC-
TBYA C KPYITHOMOJIEKY/LAPHBIMY Oe/IKaMu, a0CopOupyroTcst
13 TOHKOJ KUIIKA B CUCTEMY BOPOTHOV BEHBI IIPY YIaCTUN

crienypm9ecKoro rnepeHoCcyuKa — IPOAYKTa reHa 60j1e3HU
MeHKeca. B KpoBsIHOM pyc/ie Mefib CBA3BIBAETCA C OeKaMu
Yl aMUHOKVICIOTaMM U 3aTeM TPAHCIIOPTUPYETCS B IIe4eHb.
INTomazgasi B edeHb, Ie OHA IPAKTUYECKI [TOTHOCTHIO
(90 %) ocraercs, Menb BKIIOYAETCSA B remaTonut. JIMmb
HebopLIas YacTh a/IbOYMUHCBsA3aHHOI Menn (<50 MKr/
CYTKU), MAHYSI II€4€Hb, TIONIAfIaeT B CHCTEMHBI KPOBOTOK
U BBIBOJUTCSA IMOYKaMM. B remaTonnuTe Meb BKIIOYAETCS
B crennuyecKye MeTa/NIO3H3UMBbL: CYIIepOKCUTTICMY-
Tasy, IUTOXPOMOKCHA3y, MOHOAMIHOKCHU/A3y. DKCIOPT
MEfIM OCYIIEeCTBIISIETCS C IIOMOLIbI0 TPAHCIIOPTHOTO Oert-
Ka — I[epy/IolIa3sMIHa. BrmodeHne ee B epy/IoIIasMiH
MIPOMCXOANUT B ammapare [O7bIKY IPY y4acTM IPOYKTA
reta ['JI]] - MegbTpaHCIOPTUPYIOLIETO aeHO3UHTpUOC-
¢darasHoro mporerHa P-Tuima, KOTOPBIN, KaK Ipexona-
raeTcs, Takke MPMHMMAET yIacTye B IM30COMATbHON
akcpenyu Menu. CMHTe3UPYICh B TEHATOIUTE, LIePYIo-
IVTa3MMH CEKPETUPYETCs KaK rajonpoTerH. B mpormecce
CeKpeIuy B HEero BKIYaeTcsa OT 1 1o 6 aTOMOB Mef.
ITo muennto J.H. Menkes et al. [31], umenHo 1epynomna-
MUH UIpaeT OCHOBHYIO POJib B ee oO6MeHe. B chiBOpoTKe
KpoBu 95 % Mefu HaXOQUTCS B CBA3aHHOM COCTOSIHUM
(c uepynommasmMuaoM). MexaHn3MaMy, 3aLMIIAIOIIMI
relmaTouuT OT U3OBITKA MeIM, ABIAIOTCA NeTOKCUKAISL
[PV CBSI3bIBAHMU MeV C [TIYTATMOHOM M METAJIOTHO-
HeOHOM, OunnapHas 3KCKpeLys C y4acTieM TM30COM
¥, BO3MOYXHO, IPYTMX MEbTPAHCIOPTUPYIOIINX CUCTEM.
B xemuy Meqp CBS3BIBAETCS C KPYITHOMOJIEKY/ISIPHBIMU
6enKamy, OPemsATCTBYOIUMHU ee peabcopOunm B TOH-
KoM KuieuHuke. I[loctynusimas B xemdb Menb 1o 80 %
9KCKPETUPYETCS C XKeTUblo B BUJe HeabcopOUpyeMbIX
KOMIIIEKCOB. DTUM MPeROTBPAIIAeTCS SHTepOorenaTnyec-
Kasi [UPKY/SILNS MeRH, a ee MOCTYIIEHIe U BbIAe/eHne
CTaHOBUTCS NMPAKTUYECKN PaBHBIM. JIaHHBIT MeXaHU3M
obecneunBaeT 6amaHC MUKPOITEMEHTOB U [I03BOJISIET
YCTaHOBUTDb HOPMY OMOXMMMYECKUX II0Ka3aTerneit (copep-
XaHHe 1lepy/IoIUIa3MIHa B CBIBOPOTKe KPOBY U YPOBEHb
MefyI B CYTOYHOII MOYe).

I[Tpu I'J1]] aTOT 6amaHC HapyLIaeTCs, Cofep)KaHme CBO-
60 HOT MefM B KPOBY U TKaHSIX BO3PACTAET U ee BbIfjeNe-
HIle C MOYOl yBenmnuyuBaercs. [eHeTnyeckas reTeporeH-
HOCTb MOXXeT 00YC/IOB/IMBATb PasHOOOpasyie MeXaHM3MOB
medeKTa SKCKpeLUu MeIN: B OfHUX CTy4asiX OH MOXKET
BO3HMKATh M3-32 aHOMAJIMY SKIIPECCUM T'eHa Ha PasHBIX
YPOBHAX pery/ALNM CUHTe3a LepyIoIIasMuHa; B IPY-
TUX — U3-32 IPEMSTCTBYS BCACHIBAEMOCTH MEY B TOHKOM
KUIIEYHUKE; B TPETbUX — U3-3a HAPYIICHVS BBIBEIEHMA
MEMM C XKeTYblo; B YeTBEPTHIX — M3-3a MOSIBIEHNS B IIe-
YeHM MAaTOJOTMYECKI M3MEHEHHOIO MeTa/l/IOTMOHEOHA,
KOTOPBIN 00/1ajaeT MOBBIILIEHHON CTIOCOOHOCTBIO CBSI3BI-
BaTh MeJlb.

N xots natorenes I'JI]] eme HelOCTaTOYHO U3YYEH,
CyILIecTBYyeT HECKO/IBKO ero TUIIOTe3, ABe U3 KOTOPBIX
cunTaoTca Bepymumu. CoIslacHo MepBoii, B CIy4asax Ipy-
60ro reHeTHUeCcKOro AedeKTa CHUHTe3a LepyIoIIa3MuHa
aKTUBHOCTD €T0 CHIDKAeTCA VM COBCEM yTpauuBaeTCA.
9T0, ¢ OfHOI CTOPOHBI, IPUBOAUT K KOMIIEHCATOPHOMY
yBeM4IeHMIo abcopOLMY Meu B KUIIEYHNUKE, C APYTOIL — K
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HapYILEHNIO IOCTYIUIEHN S MefiU B IIeYeHb IJIA CMHTe3a B
remaronure. Torga Bo3Bpar Meqyu B KPOBb 0becriednBaeT
IIOCTYIJIEHME ee C TOKOM KPOBU K OpTraHaM-MUIIEHAM
(Mo3r, cepalie, pOroBMLIA, TIOYKMU I JP.).

CornacHo [pyroit TUIoTe3e, MepBUYHLIM 3B€HOM 60-
JIe3HU CTIefyeT CYUTATDh He JepeKT CMHTe3a Lepyronias-
MIHa, a U3MEHEHE MeTaboMM3Ma MeIN B MIEYEHN U3-3a
HapyIleHIs ee BbIfIe/IeHI U3 anmnapara [o/Ib/IK1 B )KeTdb.
9TO NPUBOAUT K HAKOIIJIEHMIO B TeIIaTOLMTE TaK Ha3blBae-
MOJ peryATOpHOI dpakuyy Menu. V30bITOUHAas KOHIICH-
TpaLys HOCTIeHE IPOBOLIMPYeET reHepalio CBOOOTHBIX
PajiuKajIoB, HapylleHye IPOHNIIAeMOCTY ITa3MaTUYeCKOIl
MeMOpaHbI I MeMOPaH MUTOXOH/PUIL, UCTOLIEHUE K/IeTOY-
HBIX 3aI1aCOB U KaK C/Ie[ICTBIUE — IIOBPeX/IeHUe CTPYKTYP
remaronuta [35]. B maHHOM crydae Taxke HabmoOgaeTCs
HU3KOe cofiepKaHle Liepy/IoIIa3MIHa B CBIBOPOTKE KPOBH,
HO OHO SIBJISIETCS C/IEACTBMEM HapylIeHNs MeTabonusma
Me[U B IIeYEHU U VMMeeT CKopee JUAarHOCTHYecKoe, a He
IaToreHeTn4deckoe sHayenme [11].

Haxannuasch B Ie4eHM, Me[lb BHOBb IIOCTyIaeT B
KPOBb 1, UPKYIUPYs B Hell, N30MpaTeIbHO 3aXBaThIBa-
€TCsl pas/IMYHbIMM TKaHAMU U opra"amu. IIpoucxopur ne-
[IOHMPOBaHIe ee B OpraHax-MULIEHX, Ije OHa OJIOKMpYyeT
SH-rpymiisl MHOIMX PepMEHTOB 1 He MOXKET OBbITh MCIIOTIb-
30BaHHOIL. VIOHBI Me[iy, TIOCTYTIAOIIIE B M30BITKE B TKAHIA,
OY€Hb TOKCUYIHBI, CIIOCOOHBI OKUCIATH OETKM U JTIUTIAJIBI
K/IETOYHBIX MeMOpaH, CBSA3BIBATh O€IKM 1 HYK/IEMHOBBIE
KJCTIOTHI M YCUIMBATD CUHTE3 CBOOOLHBIX Pa/iIKaIOB.

G.J. Brewer u Vol. Yuzbasiyan-Gurkan B 1992 r. ipep-
MOJIOKWJIY, YTO B HOPME «PerysATOpHas» Melb CBI3aHa
¢ LepynomasMuHoM. HapymeHne cuHTesa Liepy/onas-
MIHA, KOTOpOe paHee pacCMaTpuBaloCh PsAOM aBTOPOB
KaK IIepPBUYHBIN OMOXMMIYECKNIT TedeKT, UrpaeT XOTs 1
BA)KHYIO IATOT€HETMYECKYIO pOJIb, HO, BEpPOATHO, BTOPUY-
Hy0. [eH, OTBETCTBEHHBIN 33 CMHTE3 LI€PY/IOI/Ia3MIHa,
IIO-BUJVIMOMY, He CTy>KUT «0TBeTcTBeHHBIM 32 I'71]I». On n
COOCTBEHHO reH 60/Ie3HM SIB/ISIOTCS Pa3TMIHBIMYU FreHaMU
U HaXOJATCS Ha PasHBIX XPOMOCOMax (COOTBETCTBEHHO
Ha 3-i1 u 13-i1).

IIpyn HapyimeHNy BoIBeeHNA Meau ¢ >kemubto rpy [J1]]
OHa JIO/ITO€ BpeMsl ISIOHUPYETCS B remaTorurax. VI36sTox
MeNIM BeleT K BOSHMKHOBEHMIO KacKajia MaToOMOXVMMU-
YeCKMX peakluii, BbI3bIBasAg pa3BUTYE BUIbCOHOBCKOTO
rematuta (rermarosa) C IOCIeNYIOLIMM [1ePEX0f{OM B aTpo-
¢buyecknit HORYIAPHBLIL LUPPO3 MedeH). B maro6uoxumu-
YeCKOM KacKajie IPUHSITO BBILEMATh YeThIpe cTafguu (1o
A. Deiss et al., 1971) [22].

Ha I cTapnm mo Mepe OCTENEHHOTO 3aIIO/THEHA «Mef-
HBIX JIelI0» ITe4eHY IIPoljecc IpoTeKaeT KIMHIYeCKN acuM-
nromMHo. Bo II cragum nepenonsenne GUTO30715 TeNaTOL -
TOB MeJ[bI0 IPUBOJUT K IOCTYIUICHUIO ee M30bITKA B KPOBb.
Ta Mefb, COeAMHEHHAs PBIXJION CBA3BIO C aIbOYMUHAMM
U aMUHOKMC/IOTaMY, CYUTACTCS «IIPAMON», B OTINYNE
OT LIePy/IOIIa3MIHOBOM — «HEIPSMOI» WV CBA3aHHOM
menu. Knuandeckn I cTapus xapakTepusyeTcs: Ha4aioM
BJCLIepJIbHBIX IIPOABIEHNUI ¥ TeMOTUTUYECKOI aHEMUM
BIUIOTB JIO TeMO/IUTIYeCKMX Kpu3oB (cTagus I A). [lanHble
HapyLIEHNs pasBUBAIOTCA B pe3y/lbTaTe TOKCMYECKOTO

IericTBYs M30BITKA «IIPSIMOI» Mey Ha MeMOPaHbI 3PUTPO-
LIMTOB ¥ BOSHMKHOBEHM A IICYEHOYHOI HEJOCTaTOYHOCTH
(crapus 11B) B pesynbrate AUCTpOUIECKUX U3MEHEHNIT
renarouyTos. Ha IIl cragyy npu oTcy TCTBUM 9IMMUHKPY-
IolllelT TepaIuy Meb B M30bITKE OTK/IA/bIBAETCA B fPYTUX
OpraHax U TKaHsX, B IIEPBYIO O4epeib B MO3TE ¥ POTOBUIIE.
QopMUPYIOTCA NATOIOTMYECKME USMEHEHNA B IIOIKOPKO-
BBIX y371aX (CKOPJIyIIa, XBOCTATOE SAM[PO), MOABJIAETCS He-
BPOJIOrMYeCcKas CUMIITOMATHKA, IPOUCXOANT 0Opa3oBaHye
¢dbparmenToB poroBuvHOro Kosbiia Kaiisepa-Oneiimepa.
Ina IV crapuy xapaKTepHO IOCTENEHHOE HapacTaHue
HEBPOJIOTMYECKO CMMIITOMAaTUKM, BO3HUKAIOLIEN B pe-
3y/IbTaTe SHIOT€HHOJ MHTOKCUKALMV MEJIbI0 TKaHeil He-
PBHOII CHCTeMbI 11 HapylleHus ee GpyHKuit. [TomHOCThIO
¢dbopmupyetcs porosuyHoe konbLo Kaiisepa—®resinrepa.

KnuHuyeckas xapaktepucTika

Kimmandeckas xapruna IJ1]] xapakTepusyercs 601bLIINM
pasHOOOpasyeM HEBPOIOIMIECKIX Y COMATUYECKUX IIPO-
sBreHnit. OHa pefKo BBIABIAETCA ¥ OOTBHBIX IO JOCTH-
JKEHUS VMU 5-7IeTHero Bo3pacra (2, 4, 22, 24].

B 1983 r. ]. Walshe mpepioxus BbIe/nATh B TeYeHUN
3a60/1eBaHs jBE OCHOBHBIX CTa/VI: BUCLIEpaNbHYIO (IIpe-
HEBPOJIOTMYECKYI0) ¥ HEBPOIOTMYECKYI0, OTpaXKaroline
aTarnsl ero passutys. Obe cTafguy OTIMIAIOTCS HeoObIyail-
HBIM pasHooOpasueM KIMHUKY. B febroTte 3aboneBanms,
KaK IPaBU/IO0, BOSHUKAIOT IPU3HAKYM TOPKEHMs TIe4eHN,
HO BCTPEYAITCS C/Iy4Yay U C APYToii, IPenMyIliecTBeH-
HO HEBPOJIOTMYECKOI, CUMIITOMAaTNKOI. Tak, cormacHo
uccnegoBanuam G.J. Gollan u J.G. Gollan, Ha gono me-
YeHOYHOJ MaHudecTanuyu 6one3nn npuxogurcs 42 %,
HEBPOJIOTMYECKON ¥ IICUXOIIATONOTM4IeCKOM — 34 %, reMo-
UTUYeCKOI — 12 %, moueynoit — 1% [30]. 3a mocnenuue
TOJbI B OTEYECTBEHHON MEVMI[MHCKOI IIe9aTyi OXXMBUICS
MHTEPeC K ONMMCAHMIO BUCL[EPATbHOTO 3Talla IaTOMIOINI
[10, 13-16, 18].

Benyiwmmy KIMHIYECKMMY HEBPOIOTMYECKMMU IIPO-
SIBJIEHMSIMY OKa3bIBAIOTCSI IIPOrPECCUPYIOLINe SKCTPa-
HUpaMyUfHble, MHTEIEKTyalbHO-3MOL[IOHA/IbHbIE Ha-
pyuenusi, 6ynb6apHbIl CMHAPOM U MapOKCU3MajIbHBbIe
COCTOSTHISI SIIVJIENITMYECKOTO XapaKTepa C OCTeNeHHBIM
(dbopMupoBaHMEeM TOSKOPKOBOI IeMEHIINN Y aKUHETUKO-
PUTHIHOTO CHHApPOMA. B Ka’XZIOM KOHKpPETHOM Cry4ae
BO3HMKAeT MHAVMBUAYAIbHBIN XapaKTep UX COYETaHNS U
puTMa mporpeccuposanus [10].

B Poccuu Hanbonee pacipocTpaHeHa KaaccuduKanms
7111, npennoxennas B 1960 r. H.B. KonoBanosbim [9].
CormnacHo ganHoit knaccudukauny, [TI]] mogpaspensiercs
Ha 5 popm:

1. Bprownas dopma HabMIOKAETCA KaK CAMOCTOSITENb-
Hasl, TaK U B KOMITJIEKCE C [PYTVIMU B TaK Ha3bIBaeMOI1 Ipe-
HEBPOIOrn4ecKoit cragum 6onesun [14, 15]. 3aboneBanne
pas3BMBaeTCs B BO3pacTe OT 5 70 17 €T 11 XapaKTepusyeTcs
HECKO/IbKMMI BapMaHTaMy MopakeHns redeHu. Hepenko
3TOT HPOL{ECC IPMHMMAET OCTPOE TAIONMPYIOIee TedeH e
U 3aBepLIAeTCs JIETANBHO;

2. Apummozunepxunemuyeckas (panuss) popma mauu-
(decTupyeT npenMyIeCTBEHHO B Bo3pacTe OT 7 o 15 JieT.
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OHa xapakTepusyeTcs apUTMIYHBIMY TUIIEPKUHE3aMMI,
Jale TOPCUOHHO-AVICTOHNYECKOTO XapakTepa. [umepku-
He3bl OXBATbIBAIOT Pas3/IMYHbIe MBbIIIEYHbIe IPYNIbI (KO-
HEYHOCTel, TY/IOBUIIQ, 2 TAK)XE MBIIIIIBI, OTBETCTBEHHBIE
3a apTUKY/LALVIO ¥ [I0OTaHMe) U IIPUBOJAT K M3MEHEHUIO
03Bl TejIa, MO3ULIMY KOHEYHOCTeN, Au3apTpun u fucda-
ruu. Hepenko oHM CONPOBOXAIOTCSA PEe3KUMM OOTSAMIA.
BeicTpo HapacTaeT MpllleYHass PUTHHOCTD, GOPMUPY-
I0TCS @aHKWIO3BI CYCTaBOB. [IpucoeuHAI0TCA CHIDKEHNUE
VHTE/UIEKTa, ICUXMYIeCKUe HapYIIeHNs Y BUCLIepaIbHbIe
paccrporicTBa. bes neyenns neTanbHbIN MCXOL HACTYIIAET
uyepes 2-3 roga.

3. Iposxcamenvro-puzudnas opma OTINIACTCSA OT APUT-
MOTHMIIEPKIHETUYECKON O0/ee TO3XHMM HavdanoM (15-25
net) u 6ornee foOpokadecTBeHHBIM TedeHueM. OHa BCTpe-
4JaeTcs vale Apyrux. [yIs faHHOTO BapuaHTa XapakTep-
HO OJfHOBPEMEHHOE Pa3BUTHE PUTUAHOCTU U TPO>KaAHUA.
YacTo orMmevaeTcs aycdarus u susaprpusd. CoOTHOLIEHME
PUTUIHOCTY M IPOXKAaHUA BapbupyeT. B ogHuX cmydanx
npeobnagaeT CMHAPOM IAPKMHCOHM3MA C Pa3BUTHEM B
IIEPBYI0 OYepenb PUTUAHOCTY IIPU MeHee BBIPa)KeHHOM
ApO>XaHWUY, B [PYIUX — IIPU HEPE3KO BBIPAXKEHHOIN PU-
TMAHOCTYU NIpeBaNpyeT TUIIMIHOE ApOXKaHNe, KOTOpoe
yCUNUBAETCS B CPeRHEePU3NOTOTNIECKOM [TOIOKEHII
criubaHms Ipy yAEpP>KMBAaHUM PYK Ha BeCy, a TaKXKe IpH
I[e/IeHAaIIPAaB/IeHHBIX JBIDKEHUAX. BBIpaskeHHOCTD TICUXU-
YeCKMX HAapYIIEHUI U BUCIIePAJIbHBIX IIPOSIBICHNIT TAKXKe
Bapbupyert. bes nedeHns saboneBaHme IpOrpeccupyer B
TedeHMe 5-6 JIeT ¥ 3aKaHIUBACTCS JIETA/IbHO.

4. iposcamenvras dopma (coorBercTBymomas popme
Becrdana) ormmuaerca Hanbonee foOpoOKadeCcTBEHHBIM
(10-15 ymet) TeueHreM u HosIee MO3HUM HaYaIOM (B Cpel-
HeM B BogpacTe 20-25 JIeT, HO M3BeCTHBI C/Iy4al U ieb1oTa
3aboneBanus B 40 u gaxke B 50 yer). OCHOBHBIM K/IMHU-
YeCKVM TIPOSIBJIEHNEM SBJISETCS fpoXKaHye. MpIIeuHbIil
TOHYC He U3MeHeH 1 cHiKeH. [To Mepe mporpeccuposa-
HusA 60JIE3HM APOXKAHIME PE3KO YCUINBAETCS, CTAHOBUTCS
KPYIHOAMIUIUTYFHBIM C Pe3KO BBIPaKEHHBIM MHTEHIIVIOH-
HBIM KOMITOHEHTOM. [1pu1 1106011 TIOTIbITKE AKTVBHOT'O [IBU-
>KeHMsI OHO HapacTaeT, JOCTUTas CTEIIeHU JIBUTaTeNbHON
6ypu, 1 IpeBpalaeTcs B reHepaan3oBaHHoe. VIHTe/IeKT
IIUTENbHOE BpeMs coxpaHeH. OfHaKo II0 Mepe Iporpec-
crpoBaHusi 60/IE3HN HAPSIAY C IOBBILIEHEM MbIIIEYHOTO
TOHYCa BO3HMKAIOT MISMEHEHVISI IICUXVIKY, OT/INYAI0IMeCs
pasButreM ahHeKTUBHBIX pacCTPOCTB. BucuepanbHbie
IIPOSIB/ICHNSI BBIPaXKEHBI MEHee 3HAYNTENIbHO.

5. Ixcmpanupamudno-kopxoeas opma He SIBIACTCI
camocTosiTennbHON. OHa MOXXET PasBUTHCS C TeUeHUEM
BpeMEHM WIN IOJ BO3[ECTB/EM BHEIIHUX (PaKTOPOB
(HampyuMep, YepeIHO-MO3T0BOII TPaBMBI) U3 MI060IL OC-
HOBHOJI HeBpoytorndeckoit popmel I71]]. XapakTepusyercs
IpYCOeAVHEeHYIeM K IMEIOLIVIMCA TUIMYHBIM HapyIIeHVAM
OCTPO PasBUBAIOLIIXCS MMPAMUIHBIX [TAPe30B U AMJIE -
TUYECKVX IIPUIIAJKOB, Yallle 0YaroBoro xapakrepa. buicT-
PO IIpOrpeccUpyIOT IICUXMYecKye Hapymenns [12].

OcraHaBnuBasch NOAPOOHee Ha KIMHNYECKUX IPO-
SIBJIEHUSIX OTHENbHBIX CUMITOMOKOMIIIEKCOB B [1e610-
te TJIJI, clefyeT OTMETUTD, YTO OOBIYHO [O PasBUTUS

HEeBPOJIOTMYECKO CUMITOMATUKI IIOPAXKAETCS TIeUeHb.
HakonneHue Meiy B Hell MOXKET BBI3BaTh KaK OCTpOe, TaK 1
XpOHMYECKOe ee Bocranenye (remarut). CrerneHpb mopaxe-
HISI IIeYeHM MOXKeT ObITh Pas/IMYHOl — OT yMEPEHHOT'O I10-
BBIIIEHNS CHIBOPOTOYHBIX aMMHOTpaHCcdepas 10 TSHKEOoi
MeYeHOYHOI HETOCTATOYHOCTH. Y OOBIUIMHCTBA 60TBHBIX
I'JI]T Ha paHHMX 9TANaX 3TA IATOIOTHA IIPOSIBIISIET Ce05 KaK
OCTPBIJ BUTbCOHOBCKIII TenaTUT. B leTCTBe OH Hepenko
MIPOTEKAET ITOfi MACKOIT MH(EKIOHHOTO TeIaTUTa, YaCTO
CIIOHTaHHO ITEPEXOAUT B TATEHTHYIO CTAZIO 6€3 BhIpasKeH-
HBIX KIMHUYECKUX MPOsBJIEHNI, IporpeccupyeT BIIOTh
o GopMUpPOBaHNUA HOAYIAPHOTO IOCTHEKPOTUIECKOTO
arpoduueckoro upposa rneveHn. Takoe CKppIToe (JTaTeHT-
HOe€) TeueHye BIJIbCOHOBCKOTO LMPPO3a CBS3BIBAIOT C TEM,
YTO B IIEYEHM HApANY C O4araMyu HeKposa IapasjiebHO
¢dbopmupytorcs oyarn pereHepanyuy. CUMITOMBI Hapylie-
HUsE QYHKIMY TTedeH ) Ype3BbIYaiiHO BapuaberbHbl U VMe-
10T TEHIEHINIO K IporpeccupoBannio. OHM IPOABTIAIOT
ce0s1 B BIJie TOBBIIIEHHON YTOM/IsIEMOCTY, HEOMOTaHNMA,
IIOTEPY allIEeTUTA BIVIOTh [I0 AaHOPEKCUM, CHVUKEHMA MACChI
Tej1a, apTPOIIATHIT, 607Iell B IpaBOM Hofpebepbe, pasBUTH
JKENITYXU, TOSIBJIEHNA TEMHOI MOYM, FeITaTOMETaINN U JP.
Hepenko pasBuBaeTcsa Takoe TAXKENOE NOPaKEHME IIEYEHN
Kak 1yppo3. OH ANUTETPHO MOXKeT MPOTEKAaTh OeCcCuMII-
TOMHO, 3aTeM IIPOABJIAETCA CIVIEHOMETA/INEN, IIOPTaIbHOM
rumnepreHsueit 1 acuutoM. OJHaKo MHOTAA B HETCKOM I
IIOJPOCTKOBOM BO3PacTe BUIbCOHOBCKMII TEIIATUT MOXKET
npuobpeTath MOMHMEHOCHOE ((YIbMUHAHTHOE) TEUEHIIE C
OBICTPBIM JIETa/IBHBIM UCXOROM [5, 16, 18]. B psife cnydaes
OH OKa3bIBaeTcs NepBbIM nposAseHyeM [J1]] (ocobeHHo ¥
nozipocTkoB). Torna, pa3ByuBasAch, Kak IpaBuUiIo, Ha GoHe
paHHee He IMaTHOCTYPOBAaHHOTO LIMPPO3a MeYeHN, OH Xa-
PpaKTepu3yeTcA NOsABJIEHNEM NIPOTPECCUPYIOLIEN KENTYX,
aclLINTa, IeY€HOYHO ¥ TIOYEYHOM HEJOCTAaTOYHOCTH. [lake
IIPY CBOEBPEMEHHOJ ITOCTAHOBKE JYaTHO3a U VHTE€HCUB-
HOJI Tepanmu IpOrHo3 Ipu QyIbMUHAHTHOM TellaTuTe
y 6ompubix ¢ [TI]] kpaitne HebmarompusareH. [Tatomorus
npuobpeTaeT CTPEMUTENBHO IPOrPeCCUPYIOLee TedeH e
1 0OBIYHO 3aBepIIAeTCs TeTaNbHbIM UCX0m0oM. EfuHcTBeH-
HO 9} (eKTHUBHBIM CIIOCOOOM JTedeHNs TAKUX OOMIBHBIX
CTaHOBUTCS TPAHCIUIAHTALVS Iedenn [2, 24].

JHorpa 3aboneBaHye MOXKeT Be6IOTUPOBATD JIENKO-
neHueit u tpombonuTonenneii. OHM COMPOBOXKAAIOTCA
KPOBOTEYEHMAMU U3 [eCeH, IOBTOPHBIMM HOCOBBIMU
KPOBOTEUEHMAMMU, NOSAB/IEHNEM CIelM(PUIeCKUX «COCY-
IMCTBIX 3Be3[0UeK» Ha KOxXKe TPYAU U KUBOTA UM CBOe-
00pasHbIX MONOCOK B 067acTy Oemep (6enblx ¢ mepuonu-
YeCKoJi CMEHOI OKPacKy Ha KpacHO-CHHIOLIHYIO) [32]. 310
006YCTIOBTIEHO MaCCHBHBIM BBIOPOCOM 13 paspyLIAOIINXCS
KJIETOK IIe4Y€HM MeJiy1, KOTOPbIJ IPUBOJUT K IIOBBIILIEHNIO
ee KOHIIeHTpalyU B KPOBY, TIOBPEXXAEHNIO MeMOpaH 3puT-
PpOLITOB, TEMOJN3Y [16, 19]. Temonm3 MoXKeT IpeALIeCTBO-
BaTb APYTUM KIVMHWYECKUM NPOSABIEHUAM 3a00/IeBaHms,
npuobperatb XpOHUUECKOE TeueHMe, CIOCOOCTBOBATh
(coBMecTHO ¢ HapylIeHreM QYHKIMM [Te4eH!) Pa3BUTHUIO
JKeTTYHO-KaMeHHOI! 60/Ie3HN.

Y HeKOTOpPbIX 6ONbHBIX HAPYWIAITCA QYHKIUY K-
TOBM/IHOV Y MAPAIIUTOBUHON >KeJle3, YTO MPOABJIAETCA



lMepenosble cTatbu

CUMIITOMAaMU TUIIOTVPeo3a ¥ HapylIeHNs 0OMeHa Kajlb-
.

Y papa nanuenTos ¢ IJI]] BOsHMKaeT mopaykeHue Io-
YeYHBIX KaHaJIblleB (13-3a OTIOKEHUA MU B VX IIPOK-
CHMAJIbHBIX OTZENAX). DTO MOXKET IPOSIBIATD Ce0sl aMMm-
HOAUMJypUeN, ITIIOKO3yPUel, TOBBIIIEHHOM SKCKpeLyen
MOYEBOIT KUC/TOTBL ¥ KaJIbLiNsA, CHIDKeHMEeM (GuIbTpanum
U TIOYE€YHOTO KPOBOTOKA. [IMCTa/IbHbI PEHANbHBINA TY-
Oy/LApHBII allUf03 IpefpacIonaraeT K 06pa3oBaHNIo
KaMHel1, clocoOcTByoImmX Mukporemarypuu [13]. IToa-
TOMY HopaxkeHye modek 1pyu [JI]] 06bIYHO IPOABIACTCS
Hepe3KO BBIPa>KEHHOI IIPOTENHYpUeil TyOyIApHOTO Xa-
pakTepa, pesxe — uenoHeGpUTOM, IIIOMEPYTOHePPUTOM,
«COJIEBBIM» IIMCTUTOM Y MOYEKaMEHHOJ 00/Ie3HBIO.

Haxonnenne Mefu B cycTaBax NPUBOJUT K OCTEO-
aprputam. HabmogaeTcss IMpPOKWIT CIEKTp MOpaXKeHWI
OIIOPHO-JBUTATENbHOTO allapara: OCTEONOPO3, PaxuT,
0CTeOMaIALMA, CIOHTAaHHBIE IIEPETOMbI, OCTEOXOH/PO3.
lemuHepanusanus KocTeit 00yC/lIoBIeHa TUIIOKA/IbIN-
emueil u runogocdareMneil, KOTOpble pa3BUBAITCA
BCJIENICTBUE IIOTepb KanbLus 1 ¢pochopa yepes MOYKI, a
TaKOKe JYICTOHWYECKVIMU KOHTPAaKTypaMu U MMMOOUIN-
3arueit. [TopaxkeHye KOCTHOI TKaHM MOXKET OBITh TakKe
CIefCTBYEM HapylleHus QYHKIUY IedeHu. VIHorma nmpu
OMoICHM 0TMeYaeTCs MIOBBIIICHHOE COlep>KaHye Meiu B
XpAIIEBO TKaHMU.

Y HEeKOTOPBIX OONIBHBIX PETUCTPUPYIOTCA SHTOKPUH-
Hble I TOPMOHA/IbHbIE HApYIIEHNUA: OTCTaBaHMe B POCTe
MM HeoOBIYaliHO BBICOKMIT POCT, OTCTaBaHMe B MOJIO-
BOM PasBUTHUY, TEHUKOMACTHA y FOHOLIEN, aMeHOpes MIn
IMCMeHopes Y JeBYlIeK, OKMpeHNe U NMosiBeHne stria
gravidarum, akpoMeranus u fpyrue Hapyuenus. OHu
HEpEeIKO BBICTYNMAKIT B 0OpaMICHNM HeIPOfepMUTa, Ce-
6open u np. [2, 4, 22, 24, 30].

YacTo 6071e3Hb HeOI0THPYET HEPe3KUM CHYDKEHVEM MH-
Te//IEKTa, SMOLVIOHATIbHBIMY HapyHIEHUAMM, yXyALIeHeM
yCIeBaeMOCTH B LIKOJIe, U3MEHEHMAMM MOBEJeHN UIU
NCUXUYECKUMU TIPOABIEHUAMY, KOTOPble OTAMYAIOTCA
60/IbIIVM NOMUMOPGU3MOM M KIMHWYECKM He MMEIOT
KaKUX-1ubo crenuduyeckux INpU3HAKOB, U 3a00eBa-
HIUeE JITUTETbHO MOXET OCTaBaThbCA HEePacIO3HAHHBIM.
[TaTonmorus Konme6IeTCst OT He3HAUUTEIbHON pas3apaxu-
TeJIBHOCTY, AUCGOPUIL ¥ AUCHUMUIL KO BBIPA>KEHHBIX
IedeKTOB IICUXUKY — abCeccil, KOMITY/IbCUIL, AeTIPeccuii,
UCTepUYIeCKMX CHHIPOMOB, IICUX030B I AeMeHLuH [2, 4,
5, 24]. ITosToMy /MLIa MOTIOTOTO BO3PAcTa, y KOTOPHIX B
KaKoJ-1160 KOMOMHAIIMY BCTPEYAIOTCS IepeUMC/IeHHbIe
IICUXOIIATOIOTMYEeCKYIe TIPOSIB/ICHNS], 0COOCHHO Py Ha/u-
MU TEIIATUTA B aHAMHe3e VIU 60/IbHOTO B ceMbe (POfHbIe
OpaTbs U CECTPbI), COCTAB/ISIOT IEPBYIO TPYILITY PUCKA IS
OMOXVIMIYECKOTO U MOMIEKY/ISIPHO-TeHEeTIYeCKOro 00ce-
IOBaHMA C LIe/IbI0 IOATBEPKAeHNA Y Vcknrodenn IJ1]]
B IIPEHEBPOIOTMYECKOI CTAf UM,

Tak Kak HapylleHus 0OMeHa MefU OTMEYAIOTCS ¢ MO-
MeHTa POXJeHNA, TO KIMHUYECKIE CUMITOMBI MOTYT
IpOABIATH Ce0s Ha CaMBbIX paHHUX dTAIlaX pasBUTHS
pebenka. OfHAaKO HE3PenoCTh TKAHEIl U CUCTeM He II03-
BosieT g depeHIpoBaTh MATOTOIMIO IO KIMHIYECKUM

IIPM3HAKAM B IIepBble TOfIbl KM3HMY, a pa3INIHble My TalluK
reda ATP7B onpenensior pasHoobpasue KIMHUKY B [ajlb-
HejimeM. CUMIITOMBI, CBUJIETE/TbCTBYIOIINE O TIOPAXKEHUN
HEPBHOJI CHCTEMBI, MOTYT BBISIB/ISITbCS OOBIYHO YoKe K 3-6
romaM, HO UX AMArHOCTMKA 3alla3fbpiBaeT Ha 5-6 nmet. Ha
stame 10-20 et popmsr ITI]] ¢ mpeobnafaHueM HEeBpPO-
JIOTMYECKMX NIPOABJIEHUI BBIABIAIOTCA yXKe B 69-70 %
cny4aes. Pexxe (B 14,9 % cimy4yaeB) B 3TOM BO3pacTe BCTpe-
YaIOTCS HAO/IOfEeHNS C IIeYeHOUHBIMY TPOSIBIIEHUAMM W/IH
M3OMUPOBAHHBIMU AedeKkTaMy ICUxuKy (2,4 %). VI muib
B 5,3 % c/y4aeB Ha 3TOM BO3PACcTHOM JTaIle 3ab0/IeBaHIe
IIpOTeKaeT aCUMIITOMHO [34, 36].

lMaTomopdonornieckme N3MeHeHus

ITpu I'JI]T MakcuManbHble M3MEHEHM OTMEYAIOTCA B TIe-
YEeHU ¥ TOJIOBHOM MosTe. IIpyu nopakeHun BHYTPEHHMUX
OpPraHOB B paHHeI! cTafiuy 3a00/IeBaHV JUaTHOCTUPYIOTCS
TeIaTUT VIV TeIIaTO3 C PE3KMM YBEIMYEHMEM COfleP>KaHUs
menu. [ns passepryToit craguu [JI]] xapaktepHo popmu-
PpOBaHMe HOAYIAPHOTrO, Yallle KpYIHOY3/I0BOr0, IMPpO3a
IIeYeHN C yMEHbIIEHNEM ee pasMepa. IIpn cBeToBOI MUK-
POCKOIIMM BBIABIATCA YYaCTKM TKaHM C HOpMaabHOI
CTPYKTYpOIi, KOTOpbIE YepelyI0TCsA C 09araMy HeKpo3sa
U TIOCTHEKPOTUYECKOTO CK/I€p03a M OCTPOBKAMM peTe-
Hepauyu. IIpy IyHKIIMOHHOI OMOIICUY BCe KOMITOHEHTBI
BUIbCOHOBCKOTO LIMPPpO3a IedeHu He BUAHbL. O ero Ha-
VYUK CYAAT IO HapyIIEHUI0O HOPMAIbHOI CTPYKTYPBbI
HeYeHM, XaOTUYHOII OJI0YHOI CTPYKType, KpaeBoMy (puob-
po3y unu odaraMm pereHepauuu. IIpencrasniensl pasmmy-
Hble TUIBI AUCTPOGUM MIEYeHOUHBIX KJIETOK — JXMPOBasd,
yI7IeBo#Has, OenKoBasi. XapaKTepHOIl YepToil sAB/IACTCA
BaKYOJIbHOE II€PEePOXK/IeHNE T€NATOLUTOB BIUIOTH JIO T10-
SBJIEHNUSA «OaJUIOHHBIX» KJICTOK C «IIYCTBIMU» SApaMM U
[EeHNCTOol 1uTomasmoit. Ha cyOkieTouHOM ypoBHE OT-
MedJaeTcsl, I/IABHBIM 00pa3oM, IIaTOIOIVs MUTOXOH/IPUIL.
XapakTepHBbI U3MeHeHV s POpMbI, MeMOPaH, 9/IeKTPOHHOI
IVIOTHOCTY MaTPUKCa, OPMEHTALIMM U KONUYECTBA KPUCT,
Hanuyue BKIoYeHui. C IOMOLIbI0 ITMCTOXMMUYIECKOTO
METOJja BBIABJAETCA MOBBIIIEHNE COJIEP)KAHNUA MEIU B
nedeHu. B fanekosamenmmx cTagusax qUPpPoO3 NedYeHn
OCTIOKHAETCA CIIJIEHOMETaNnel ¥ pacllMpeHueM BeH Mu-
IIeBOJIa, ABJISIOLIVXCSA IPUYIMHON TPOMOOLNTOIEHUN U
CTIOHTAHHBIX KPOBOTEYEHUIL.

ITpu mopa>keHUM MoYeK OTMEYAIOTCA M3MEHEHUA B
KIy0O04Kax ¥ OCOOCHHO B 3MUTEINN KaHA/IbLeB (3epHuC-
TO€ IIepepOKieHNe, BOSHUKHOBEHNE KIIETOK C «TOJIBIMI»
Appamu). MoryT HabIIO#aTbCsl IOKaIbHble TyOY/IsIpHbIe
HEKPO3bl C BHYTPUK/IETOYHBIM OTIOXKEHMEM MeJiy, TPOJIN-
(eparuBHBIe IPOLECCHI B KITYOOUKax 1 AUCTpodudeckue
U3MEHEHNs SMNUTeNns KaHanbles. CHIDKeHue GpuibTpa-
IIVIOHHOV (pYyHKIVM IOYEK COUETAETCSI C OTHOCUTENbHOI
COXPaHHOCTBIO PeabcopOLVIN M CeKpeLmiL.

ITopakeHne Mo3ra XxapakTepusyeTcsa MpOTrpeccupy-
IOIMMY M3MEHEHUAMU IOAKOPKOBBIX TAaHI/IMEB: Yeye-
BUI[eOOPasHBIX sAfep (IPeUMYILeCTBEHHO CKOPIYIIbI),
XBOCTATOIO sAApa, HAPY>KHOTO WIEHMKa OefHOrO Iapa,
3y0uaThIX sAfiep, KOPbl MOPKEUKa, IOAOYTOPHBIX 00paso-
BaHMIi, KOPBI OO/BIINX HOAyLIapuil. MaKpOCKOIIMYeCKN
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OTMedaeTcsl CMOPIIVBaHMe MO3TOBOTO BellleCTBa 1 06pa-
30BaHMe IONOCTell, MMKPOCKOIIMYECKY — CBOeOpasHbIe
U3MEHEHUA TJINY, TIONy4YUBIINE Ha3BaHMA UM AJIbLrelt-
mepa [ u II tuma. s rmvn [ Tiiima XapakTepHO yBenm4enmue
KJIeTKM 1 60blIoe sAfpo, boratoe xpomaryHoM. IIpn II
TUIIE USMEHEHMIT OTMEYAETCSA IOYTH IIOTHOE OTCYTCTBUE
LYITOIUIa3MBbI ¥ TMTaHTCKOE PO C O4eHb OeHBIM XpOMa-
THHOM («T0710€» ANpO). [IpyrM KOMIIOHEHTOM IIOPaXKeHNS
HEPBHOM CYICTEMBI AB/IAETCS AHTMOTOKCUYECKI, KOTOPBIN
MIPEICTAB/IEH aTOHMEN MEJIKMX COCYNOB U KallWIIAPOB
MO3Ta, CHOCOOCTBYIOLIE!l BOSHUKHOBEHNIO CTa3a, Mel-
KX KPOBOM3NUAHMI U NIEPUBACKYIAPHOTO OTEKa. ITU
HapylleHus NPUBOJAT K MIIEMUN Y AaHOKCUM HEPBHOM
TKaHM ¢ HOC/Iefyioell ee rubenpio u GopMUpOBaHEM
TaK Ha3bIBAEMOTO status spongiosus, XapaKTE€PHOTO I
TelaTONeHTUKY/LAPHOI lereHeparyn [17].

[JlaHHble 1abopaTopHbIX U GYHKLMOHABHBIX UCCEA0BAHMUIA

Porosuunoe xonbuo Kaiisepa-@rneiiepa sABnsercsa of-
HVM M3 BaXHEMIINX AMATHOCTUYeCKUX Kpurepues IJI]]
[8]. ITpu cBeT/IBIX I1a3aX OT/IOXKEHME XKENTO-Oyporo Mmur-
MEHTa 10 Kpalo Pajgy>KHOI 000/I0UYKY 0OHAPY)KXMBAETCs
BU3Ya/IbHO, IIPY TeMHBIX — BBIAB/IAETCSA OKYIUCTOM IIPU
HOMOIIY IIeIeBoit MamMibl. OfHAKO OTCYTCTBYE KOJIbIIA
Karisepa-®neitmepa He uckmodaer ITI]1.

Haunb6onee Ba>XHBIM AMAarHOCTUYECKUM KpUTepUeM
ABJISIETCS YMEHbIIEHNE YPOBHA MebCONEPKAILETo Liepy-
JIOIIa3MMHA B CBIBOPOTKe KpoBU [11, 21]. Y>xe Ha paHHUX
aTamax 3a00JIeBaHNUA ero KOHIIEHTpaLys CHIDKeHa. OTMme-
YaeTcs IOBBIIIEHNEe KOHIICHTpaly CBOOOTHON Meny B
KPOBMU U YBEITMYEHYIE CyTOYHON SKCKPELVIV MeJY C MOYOIL.
ITpy COMHUTENIBHBIX IIOKa3aTe/IAX HeOOXOAUMO UCCIeNO-
BaHMe O1ONTaTa IeYeH C OIpefie/IeHNeM KOHIIeHTpaLuy
menu [6]. ¥ rereposurotrHbix Hocuteneit rena ATP7B
KOHLIEHTpalus Mey B IIeYeH!U TOXe IIOBBIIIEHA, HO B
MEHDIIEN CTEIIEHI.

PesynbTarhl HelipOBM3yanM3alYOHHBIX MICCTIEN0BAHMN
(xoMIbIOTEpHAA U MATHUTHO-PEe30HAaHCHAsA TOMOrpaduis)
SIBJISIOTCS. JOIONHUTEIbHBIM KIMHUKO-AUaTHOCTUYEC-
kuM Kpurtepuem. s I'TI]T xapakTepHsl aTpodudeckue
M3MeHeHMs B 06/1acTy OOMbILINX HOMYIIAPUIA, MO3XKeUKa,
HOAKOPKOBBIX CTPYKTYP € pacliMpeHneM CyOapaxHOM-
JaJIbHBIX IIPOCTPAHCTB U XEMYJOYKOBOI cucTeMbl. [1pu
KOMIIBIOTEPHOII TOMOTpaduy BBIABIIAOTCSA O4ary MOHM-
XKEHHOI! IJIOTHOCTHY, a IIPU MarHUTHO-PE30HAHCHOI TO-
Morpa¢um — yCuIeH)e CUTHaJIA B 00/1aCTH JICHTUKY/IIPHBIX
szep, 6megHoOrO 1apa, 3puTenbpHOro 6yrpa [3, 23, 26, 32].

ITpu axorpaduueckoM UCCTIENOBaHNY IIEYCHY BBLABILA-
eTcs 049aroBo-auddysHas HeOFHOPOJHOCTb TKaHM. V3Me-
HSIOTCS pa3Mepbl IIeYeHM: OT ee yBeIMYeHNsA Ha 9Talle BU/Ib-
COHOBCKOTO TeIIaTUTa, O YMEHBIIIEHNS Ha Talle IPpo3a.
YacTto oTMedaeTcs yBemdeHne ceneseHku [6, 11, 33].

Kpurepyun nocraHoBKM Ayarsosa:

* COUETAaHHOE MMOpaXKeHMe MO3ra U BHYTPEHHUX OPTaHOB,
B [IEPBYIO O4Yepeab IeUYeHN;

* AQYTOCOMHO-PELIeCCUBHBIM TUI HACTIe[OBaHNA;

* 1e6I0T 3a00/1eBaHMs B TE€TCKOM, IIOLPOCTKOBOM I FOHO-
IIECKOM BO3pacTe;

o CIMIITOMBI, CBU/IETE/IbCTBYIONIVE O IMOPAYKEHUN IKC-
TpAIMPaMIJHOI CUCTEMBI: TPEMOpP, PUTUAHOCTD, [IATO-
JIorMYecKye Mo3bl, 60/Ie3HEHHbIE TOHMYECKUE CIa3MBl,
Au3apTpus, fucdarus, CHIDKEHUE MHTE/UIEKTa;

* 9KCTpaHeBpasIbHbIE CHMIITOMBIL: 60V B 00/IACTY ITEYeHI,
TeIaTOCIIEHOMeT /N, KPOBOTOUMBOCTD JieCeH, HOCO-
BbIe KPOBOTEUEHMsA, OO/ B KOCTAX U CYyCTaBax, paHHee
paspylieHue 3y60B;

o HapyLIeHNs MeTHO-0eIKOBOro 0OMeHa:

a) poroBuyHoe Komblo Karisepa-®reitiepa;

6) CHIDKeHMe KOHIIeHTpaLu Liepy/IoIIasMIHa B ChIBO-
POTKe KpoBM (HVDKHASA IPaHuIa HOpMbI — 20 Mr/m1
unu 1,3 MMonb/n);

B) TUITePIKCKpeLys Meay ¢ Mo4oii (6omee 80 Mr/cyTku
wm 1,25 MMOTIb/CyTKNM);

T) IOBBILIIEH)E KOHI[EHTpaluu CBOOOSHOI Menu B
CBIBOPOTKE;

Il) CHIDKeHMe KOHIIEHTPAIVIM CBA3aHHON Mefy B Chbl-
BOPOTKe KPOBY;

€) MOBBIIIeHNe KOHIIEHTPALM Mefyl B OMOITaTaxX Iie-
4yeHU (B HOpMe MeHee 50 MI/KT CyXOro Beca I MeHee
10 MI/KT CBIpOTO Beca);

o ITHK-guarnocTuka;

o BBICOKWIT TepaneBTUYeCKuil 3¢ eKT Ipy IpUMeHEeHNN
Me/[bBBIBOLAILMX [IPEMapaToB.

Jleyenne

Haub6ornee pacripoctpaneHHbIM 1 3G PeKTUBHBIM IIperapa-
TOM 1 nedenus 6onpHbix IJ1]1 asnsgerca D-nennnuia-
MMH — TMOJIOBBIII IIperapaT, COfiepyKalyil CyIbpruapuIb-
Hble IPYIIIBL, 00pasyIolyie KOMIIEKCHI C MEIbI0 (KYIIPEHWTT,
apTaMuH, MeTalIKanTasa u ap.). Jleuenne D-neHuryn-
JTAMVMHOM SBJIAETCS ITATOT€HETUIeCKNM, MOAIePKUBAI0-
LiMe O3Bl Ipenapara HeoOXOAMMO IPUHUMATD B TeYeHMe
BCell XU3HM /11 CTabunm3anym 6aaaHca Mefy Ha YPOBHe,
61mm3KkoM k ¢pusmonorndeckomy. Kpome ximHmaeckoro
MOHVTOPMHTIA, OCYIIECTB/SIETCS TakKe OMOXMMUIECKII
KOHTPOJIb C OIpefie/ieHIeM CBOOOTHOI MefiV B ChIBOPOTKE
KPOBU U JVHAMMKM SKCKpenum Megu ¢ Mo4oii. ITo mepe
BbIBe[leHV1s1 M30BITKOB MefIV 13 OPraHM3Ma HOPMaIn3yeTcst
(YHKLUMOHMPOBaHMeE K/IETOK Pa3NMYHbIX OPTaHOB 11 TKAHel
(B IIepBYI0 OUepeNb IEYEHY U MO3Ta), 8 COCTOSIHYE OOIbHBIX
B 95% cmy4aeB ymy4dnraerca. Jlydiie Bcero pearmpyor Ha
JledeHue OOIbHBIE C IPOXKATEIbHON Y IPOXKATe/IbHO-PUTH]-
Holt popmamu 1],

AJIbTepHATUBHBIM METOMIOM SIBJISIETCS IPUMEHEHUe
[IpernaparoB IHKa (Cynbdar I1MHKa, arjeTar IiMHKa). [IuHk
o0/1afaeT MMHMMAIBHO TOKCUYHOCTDIO, CBSI3BIBASICh C Me-
TQ/UVIOTMOHVHOM KMILEYHIKA, OH CTIOCOOCTBYET SKCKpeLyi
MeIV C >KeTTIbI0 U BBIBEICHMIO €€ C KaJIoM (a He ¢ MOYOit, Kak
[PV JIeYEeHNM THOIOBBIMM TIpeIapaTamu).

bomnbioe snavenne Bo Bcex crapusax [JI]l nmeeT mue-
Ta, MA/AIas [TeYeHb: VCKII0YeHNe IPOJYKTOB, 60raThix
Menbio (11okoman, kode, 6060BbIe, opexu u fp.). [Iposo-
IOWUTCS TeYeHMe BUTaMITHAMMY IPYIIIILL B, aHTMOKCHIaHTaMM
(ackopbunoBas kuciaora, Butamut E, acceHuuane), mpu
CHMHJIpOMeE TeMOJIETIPeCCU — Iepe/MBaHue CBeXe3aMopo-
>KEHHOJ OFHOTPYIITHON IIA3Mbl, SpUTPOLNUTAPHON MIN



lMepenosble cTatbu

"

TPOMOOLIUTAPHON MacChl ¥ IPYTYe BUAbI CUMITOMATH-
4eckoli Teparvy. IIpu BucLepanbHBIX pOpMax, OC/IOKHEH-
HBIX TENaTO/MNEHAIbHBIM CUHIPOMOM, TUIIEPCITIEHN3MOM
C PE3KO BBIPAXKEHHOI BTOPUYHON TEMOJEIIPECCUEN B PASiE
CITy4aeB HOJIOKUTEIbHDIN 3P QEKT HaeT CIVICHSKTOMUA.
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Iocrynuna B pegaxumio 05.06.2011.

HEPATOLENTICULAR DISEASE
S.E. Gulyaeva, A.A. Ovchinnikova, A.V. Ovchinnikov, D.A. Kablukov
Vladivostok State Medical University (2 Ostryakova Av. Vladivostok
690950 Russian Federation)
Summary - The paper reviews the cited literature in an effort to
overcome insufficient information awareness of doctors, describes
up-to-date views on the molecular genetic defect of hepatolenticu-
lar degeneration, features of ATP7B-gene mutation, mutation in its
defect exons, estimates the polymor-phism of its clinical picture and
principles of early pathology diagnostics. The authors focus special
attention on the issues of neuroimaging, ultrasound investigation
and biopsy of liver, and laboratory indices. The study specifies mod-
ern standpoints on the disease mechanism and systematises clinical
manifestations.
Key words: hepatolenticular disease, clinical picture, diagnostics,
treatment.
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