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AHHOTaumus

B ctaTbe paccMaTpuBaloTCca naToreHes M KAMHuYeckme ocobeHHocTn boaesnn Mabpu. MNoavepkmpaeTcs, 4TO NpM 3TOM 3aboAe-
BaHMM HapsIAy C MOPaKeHWeM CepAeYHO-COCYAMCTON CUCTEMbI M MOYeK MMeeTcs NopaKeHue Kak nepudepmnyeckon, Tak 1 LeH-
TPaAbHOM HEPBHOM cucTembl. boAbloe 3HaveHne npu 6oresHn Dabpu yaeaseTcs LepebpoBaCKyAIPHLIM HapyLWEHUSM, HEPeAKO
NPUBOASIILMM K MHBAAMAHOCTU BOAbHBIX. [lepudepnyeckme HeBPOAOrMYECKMe pPacCTPONCTBa B OCHOBHOM ODYCAOBAEHbI Mopa-
KeHMemM MeAKMX BOAOKOH, a Takxke BereTaTMBHbIMW HapylweHnsaMn. [NpruBoAaTCS NpusHakM, MO3BOASIOLIME AMATHOCTUPOBATL 3TO
3aboAeBaHMe.

KatoyeBble croBa: 60Ae3Hb (Da6pl4, nartoreHes, HeBPOAOrn4eckmne HapylieHne, AMarHoCcTmka, AedeHne.

Fabry’s disease: Neurological disorders
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The paper considers the pathogenesis and clinical features of Fabry’s disease. It is stressed that along with cardiovascular system
damage and kidney injury, there are peripheral and central nervous system lesions in this disease. In Fabry’s disease, great atten-
tion is paid to cerebrovascular diseases that frequently give rise to disability. Peripheral neuropathy is mainly due to involvement

of minor fibers and autonomic disorders. Signs that allow this disease to be diagnosed are given.
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B® — 6ose3nb Dabpu
MPT — marHuTHO-pe3oHaHCHas ToMoTpadust

ITHC — nepudepudeckasi HepBHasi cucteMa
LHC — ueHTpaibHast HepBHas cUcTEMa

B 1898 r. nBa nepmatosiora — Johannes Fabry B 'epmanuu u Wil-
liam Anderson B Be1nkoOpuTaHUM — HE3aBUCHUMO IPYT OT Apyra OMu-
cajiu 3a00JIeBaHKEe, KOTOPOE MPOSIBISLIOCH A (Y3HOIM aHTMOKEepaTo-
Mol Bcero tenia [ 1, 2]. J. Fabry npuBes onvcaHue KOXHbBIX MI3BMEHEHU I
y 13-71eTHero Majnbyvka, KOTOpbIe NMEPBOHAYAIbHO pacClEHHUBAIUCH
Kak HOAmy/sipHas myprypa. [lanpHeiiliee HaOM0neHNE 32 MALUEHTOM
M0KAa3aJio, YTO B OCHOBE ATUX KOXHBIX U3MEHEHUII J1exKaT aHEBPU3MbI
MeJKHMX cocynoB. DT1o no3sosuuio J. Fabry knaccuduumponath 1aH-
Hoe 3abosneBaHuii Kak auddysHyo aHrmokepatoMmy. W. Anderson
TaKXXe IMarHOCTUPOBaJ aHTMoKepaToMmy y 39-neTtHero naiuenra. [1o-
CKOJIbKY y MalMeHTa MMesach Takxke anboymuHypus, W. Anderson
MPENOI0XUI CUCTEMHBIN XxapakTep 3a0oieBaHMsI, a HE U30JIMPOBa-
HMe opakeHUe KOXHBIX TOKPOBOB. DTO 3a00sieBaHUE paccMaTpuBa-
JIOCh KaK IepMaTOJIOTHYecKoe 10 cepeanHbl XX BeKa, Koraa ObL1o Mo-
Ka3aHO, YTO OHO OTHOCUTCSI K 0OJI€3HSIM HaKOIUIeHUs (TTaToJornye-
CKOE CKOTUICHIE BaKyoJIeil B CTEHKE COCY/IOB BO Bcex opraHax). B 60-e
TO/IbI MTPOIJIOTO BEKA BBISIBJICH HACIENCTBEHHBII XapakTep 3aboyeBa-
Husl (X-CLEMJICHHbIN PEeLleCCUBHbBINM TUI HACJIeIOBaHMSI) U TTOKa3aHO,
YTO B OCHOBE 3a00JIeBaHUSI JIEXKUT HAKOTUIEHUE IBYX TITMKOC(HUHTO-
JIMMUIOB — TIJ00OTpHaocuIlepaMuaa M TrajabuocuiiliepamMuaa.
B nanbHeiinieM npoaeMOHCTPUPOBAHO, YTO HAKOTLIEHHE TTTUKOCGhUH-
TOJIMITMIOB B JIM30COMaX, Jiexaliee B ocHoBe 6osie3Hb Padpu (BD),
cBsI3aHo ¢ nechuuToM hepmeHTa o-ragakTo3unassl A [2—5]. ['enetu-
yecKMit 1edeKT, CBI3aHHBIH C MaToJoTuel X-XpOMOCOMBbI, BBISIBJICH B
80-¢ romsr XX Beka [6, 7].

Cuuraetcst, uto b®D siBisieTcst BTOPbIM MO pacpoCTpaHEHHOCTH
3a0osieBaHueM (1iocsie 6osie3Hu Tolie), CBA3aHHBIM C JIM30COMAalb-
HbIM HakoruieHueM [8]. 3aboseBaHue BCTpeyaeTcs peako — 1 ciyvait
Ha 40 000 HaceseHHUsI, OHAKO HE MCKJIIOUEHO, YTO 3Ta Ludpa 6071b-
11e, Tak KakK, o-BUIMMOMY, OHA HE YYUTHIBAET aTUITUIHbIC BAPUAHTHI
[2, 9]. B nutepatype mpuBonsitcs u apyrue uucdpel — 1 ciydaii Ha
10 000—100 000 pomnos [8, 10]. B ocHOBHOM 00JICIOT MPEACTABUTEIN
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€BPOIEOUIHOI pachl, xoTsi BD MOXKeT BCTpeyaThesi U y MpecTaBUTe-
Jieil Apyrux pac. B oramume ot apyrux GosesHeit HakoruteHuss bd
ocTaeTcsi 6eCCUMITOMHON B T€YEHHE MEPBBIX JIET XKU3HU OOJIBHOTO,
MepBbIe CUMITTOMBI TTOSIBJISIIOTCS B Bo3pacTe oT 3 1o 10 sieT, y neBouek
CYLLIECTBEHHO IMO3Xe, YeM Y MabuyuKoB [10].

[MarueHT ¢ 3TMM 3a00JIeBaHUEM MOXKET 00PaTUTHCS K CIIEIMaTM-
CTaM pa3HOro MPoduIsi, YTO CBSI3aHO C MYJIbTUOPTAHHOCTBIO MOpaXKe-
Hus [2, 10, 11]. BD Bo3HUKAET B GOJIBIINHCTBE CYYAeB Y FEMUBUIOT-
HBIX MY>XUMH (y T€TePO3UTOTHBIX XKEHIIMH TaKXe BO3MOXHBI MUHU-
MaJlbHbIe TPOSIBICHUST TOTO 3a00IeBaHUsI, UTO ObIBAET KpaiiHe pel-
KO), IPUYEM CUMITOMATUKA Pa3BUBAETCsl, KaK MPaBUIO, B MOAPOCT-
KOBOM BO3pacTe — 001 B KOHEUHOCTSIX, aHTMOKEePaTOMbI, TUTIOTH-
NIp0O3, TIOMYTHEHHME XpyCTajlMKa M DPOTOBUIIBI, U3MEHEHMUsI COCYIOB
[JIa3HOTO THA U KOHBIOHKTUBBI (puMepHO y 30% GosbHbIx) [8, 11,
12]. TTocKOABbKY JUMUIBI HAKATUTMBAOTCS B COCYAUCTOM CUCTEME, TSI
9TUX OOJIBHBIX TAKXKe XapaKTepHbI MPOTPECCUPYIOLINE PacCcTpoiicTBa
CepACYHO-COCYUCTOM CUCTEMBI U MOYEK, a TAKXKE HEBPOJOTHYECKUE
paccTpoiCcTBa, KOTOPbIE MPOSIBISAIOTCS Ha 2—4-i1 neKane Xu3Hu |2,
11, 12]. B mocnenHee BpeMst BBIASISIOT (Hapsiiy ¢ KapaAUOJIOTMYECKUM
1 [TOYEYHBIM) aTUITNYHBII BapuaHT b® — 11epeGpoBacKyIIpHbIIL, KO-
TOPBIIi HAUMHAETCss BO B3pocyioM Bospacte [5]. [MoBpexneHus pas-
JIMYHBIX TKaHe#l MpU 9TOM 3a00JeBaHUM CBSI3BIBAIOT C 3MU30JaMU
CHMXEHHOI nepdysun [13].

AHTMOKEpaToOMbl TPEACTABISIOT COOOM HECKOJIbKO COCYIOB,
CBEPXY MOKPBITHIX KOXEl, TeMHO-KPAaCHOTO UM CUHIOIIHOTO 1IBETa,
NUAMETPOM J10 2 MM, B TaX0OBOii 001acTH, Ha STOAMLIAX, B TIPOKCHU-
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MaJIbHBIX OT/EJIaX HOT U B Iyno4yHoi oosactu [8, 12]. [TogBuBLImMCch B
MOAPOCTKOBOM BO3pacTe, C TroJaMu KepaTOMbl CTaHOBSTCS BCe
OOMBIIMMU TIO pa3MepaM, YBEJTMIMBACTCS MX YMCIO. AHTUOIKTa3UU
MOTYT TaKKe OTMEUAThCs Ha CIU3UCTOI 000I0UKE pTa U KOHBIOHKTHUBE.

HexoTopsle aBTOpbl paccMaTpuBaIOT HEBPOJIOTMYECKUE Hapy-
IIeHWST — BOBJICUCHUE MEJIKMX BOJIOKOH TieprudepruecKoil comaTude-
CKOW ¥ BET€TaTUBHOU HEPBHOI CUCTEMBI — KaK TePBbIC TTPOSIBIICHUSI
3a0oneBaHus [5, 8]. Haubosee BbIpaKeHHBIM HEBPOJIOTMYECKUM
CHUMIITOMOM, XapaKTepHbIM JiJis1 BD, SBISI0TCS 601 B KOHETHOCTSIX,
KOTOPBIE MOTYT HOCUTh KaK SMM30IUYECKUIA, TAK U XPOHUYECKUIA Xa-
pakTep. [TalmeHTH OOBIYHO ONMUCHIBAIOT UX KaK XTy4re OO B IMajlb-
1ax pyk uiam Hor [4, 12]. TIpumepHo y */, GOBHBIX 6OEBO CMHAPOM
110 BU3YaJIbHOW aHAJIOTOBOM IlIKajle B CPeAHEM NOCTUraeT 4 OanioB
[5]. CripoBotpoBath amu301 60 («kpu3bl Padpr») MOTYT IMOIU-
OHaJTbHBIE TIEPEXUBAHMUSI, Ype3MepHast hu3nueckasi Harpy3Ka, rmoib-
eM Temriepatypsl [8]. TTopor BocTpusiTUSl TAKTUJIBHBIX CTUMYJIOB U
00JIM OT IaBJIEHUS CHUXKAIOTCS, a TOPOT BOCIIPUSTUS XOJIOA0BOM CTU-
MyJIsiLMM nosbiiaercs [S]. Hepeaxko 6oy coueTarores ¢ maTonorueit
JKeJTyTOYHO-KUIIIEYHOTO TpakTa. Ha KayecTBe KM3HU BCE 3T MPOSIB-
JICHUSI CKa3bIBalOTCSl BechbMa 3HauYMTeNIbHO [5]. B psime ciydaeB BO3-
MOHO OIIYIIIEHUE JIETKOTO TOKAIBIBAHMSI B KOHEUHOCTSIX (aKpoTa-
pecte3nu), KOTOpOe SIMU30ANYECKU CMEHSETCS XTY4UMU OOJISIMU.
[TpucTymbl 601 MPOIOIKAIOTCS HA MPOTSIKEHUU HECKOIBKUX THEH 1
COINPOBOXIAIOTCS JINXOPAAKON U MOBBILIEHUEM CKOPOCTU OCEJaHUS
S3pUTPOLUTOB. MIHOTAA BO3ZHUKAIOT CJIIOXKHOCTU OUddepeHunanbHoi
JIMaTHOCTMKM aKporapecTe3uii ¢ 6oJsiMu cyctaBHoro reHesa [14]. Ha-
JIMYKE IUTTENTHHO CYIECTBYIONIEero 6ojieBoro cuHapoma mpu b® mo-
JKET CIMTOCOOCTBOBATH PA3BUTHIO aTKOTOJIM3Ma WJIM HAPKOMAHUM, TaK-
K€ BO3MOXHBI cyniuasl [4]. OmHaKo ¢ BO3pacTOM MHTEHCUBHOCTH
MOIOOHBIX OoJeit cHuXkaeTcs [8].

[lpu BoBeYEeHUM B TMATOJOTMYECKUI TTPOIIECC BETeTATUBHOM
HEPBHOU CHCTEMBI Y OOJIbHBIX BOSHUKAIOT XPOHUUECKAsT Tuapest, 3a-
TTOPHI ¥ TOITHOTA. [Tpr 0CMOTpe MOTYT BBISIBIISIThCS TIepUdepruecKre
OTEKH, BIIPOUEM, UX TIPUIMHON MOXET OBITh MOpaXeHUe JIMO0 cepi-
11a, 1160 mouex [4]. B psize ciryuyaeB BO3BMOXKHO BOBHUKHOBEHHE OPTO-
craTuyeckoi runoreH3uu [8]. UTo KacaeTcs runoruaposa, To MecT-
HOe BBeleHME (DepMEeHTa Q-TATaKTO3WAa3bl A TIPUBOIUT K YIIydIIle-
HUIO0 (GYHKIIMKM TOTOBBIX Xene3 [S]. Takum oOGpa3oM, THIOTUAPO3,
CKOpee BCero, CIYXUT OMHUM U3 TIposiBiieHrit b, cBsI3aHHBIM ¢ TI0-
paXeHMEM TOTOBBIX XeJe3, a He BTOPUYHBIM (peHOMEHOM, 00YCIOB-
JICHHBIM BEeTreTaTUBHOM MoJMHeBponaTueii |3, 8].

Cuwnraetcs, 4To MpuMepHO 1—2,4% WHCYIBTOB Y JIUL MOJIOAOTO
Bo3pacTa obycyosieHsl BD [5, 11, 15], a cpenu il B BO3pacTe MOJIO-
xe 55 net — 4% [15]. [1o HeKOTOPBIM TaHHBIM, WHCYJIBTHI WIW TPaH-
sutopHble umeMmnieckue ataku (THA) ormeuatotcs moutn y 30%
nanueHToB ¢ b® [8]. CumnTomaTrka, CBsS3aHHAsI C OCTPBIMU IIepe-
OpoBackynsgpHbiMU HapyumieHussMu (TUA, WHCYnbT), NposiBisieTcst
reMuIape3aMu, TeMHUTHUIIeCTe3ueil, TOMIOBOKPYXEHUEM, IBOCHUEM,
MEXBbsIIEPHOU 0(TaTbMOITIETHEl, HUCTArMOM, TU3apTPUEd, aTaKCH-
eif, MHECTUIECKMMHU PacCTPONCTBAMU, a TAKXKe TOJIOBHOM O6oJibio [15].
B psine ciygaeB BOZMOKHO pa3BUTHE TPYOBIX MHECTHUECKUX HAPYIIIe-
HUI U TICUXUYECKUX paccTpoiicTB [5, 15]. Cocynbl BepTeOpaibHO-0a-
3UJIAPHOI CHCTEMBI TOPAXAIOTCA TPUMEPHO B 2/, clydaeB. OCHOBHbIE
U3MEHEHUS LepeOpaTbHbIX COCYIOB 3aKJIIOYAIOTCS B 9KTa3UU KPYII-
HBIX COCYIOB M OKKJTIO3UM KaK KPYITHBIX, TaK U MEJIKMX COCYIOB [4, 9,
15]. doBonbHO XapakTepHbIM Uist B npru3HaKoM sIBJIsIeTCs] yBeIde-
HUE B IMaMETPe OCHOBHOI apTepuu, Mo3BoJsiioliuM 1uddepeHunpo-
BaTh 3Ty KATETOPUIO OOJbHBIX OT JIMLI KOHTPOJIBHOM TpyIIbI [S], aHa-
JIOTUYHBIC U3MEHEHMsI, HO PeXe, MOTYT BBISBISITbCS B KapOTHIHOM
cucreme [15]. Kpome T0oro, OKKITIO3UPYIOTCS HEOOIbIINE TEHETPUPY-
folue apTepun. Bo3HUKAIOT OJIMX03KTa3UU LepeOpaTbHbIX COCYIOB,
0COOEHHO B BepTeOpasibHO-0a3WISIPHON CUCTEME, YTO COMPOBOXKAA-
etcst mHcynbTamMu 1 TUA [11, 16]. DxTa3us 1iepeGpaibHbIX COCYIOB
MOXET OBITh HACTOJIKO BBIPAKEHHOI, YTO TIPUBOIUT K CHABICHUIO
JKEJIyJOYKOB TFOJIOBHOTO MO3ra C pa3BUTHEM Tuapouedaium u KoMm-
MPEeCCUOHHOMY TTOPaXEHUIO KpaHUaIbHBIX HEPBOB [8, 17]. [emoppa-
rudeckue MHCYIbThl pu b® Bo3HMKaoT KpaiiHe peako [15]. K re-
MOpparmyeckoMy MHCYJIbTY MOTYT pacIiojlaraTh BBIPaKEHHOE TTOBBI-
LIEHNE apTepUaIbHOTO AaBJICHUS MOYEYHOIo reHesa M ciaadbocTb co-
CYIUCTOI CTEHKHU, OOYCIIOBIIEHHASI OTJIOKEHUEM JIMTTUIOB [8].

[MpeanonoxuTs 310 3a00JIeBaHKE MOKHO Y MOJIOJBIX MY>KUUH C
WHCYJIBTOM, Y KOTOPBIX MIMEIOTCSI XapaKTepHbIe KOXKHbIC U3MEHEHUS B
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COYETAaHUMU C MOPaXEHUEM TMoYeK U cepaua. B HacTosiee Bpems mo-
KazaHo, 4To HHCynbThl U TUA, cBsizannble ¢ BD, MoryT BO3HUKATH U
y xeHuuH [11]. CpenHuii Bo3pacT, B KOTOPOM pa3BUBAIOTCS MHCYJIb-
Thbl, Y MyX4uH 39 5eT, y )xeHunH — 45,7 roza [5]. Puck pa3Butus uH-
cyabTa y My>kurH ¢ B® B Bo3pacte 25—44 ser B 12 pa3 BbIlle, YeM B
nonyJsiuuu [11]. Cpenu hakTopoB pucka 1epedpoBacKyIsipHbIX pac-
ctpoiictB ipu B®D cTOUT yMOMSIHYTh apTepUATbHYIO TUTIEPTOHUIO U
caxapHblii nuader. OnHako y OOJBIIMHCTBA OOJIbHBIX TEPBbIA MH-
CYJIbT BOBHUKAET €l111e€ B OTCYTCTBME MMOYEYHBIX U KapAUaJIbHbIX HApY-
MEeHWI, 00yCIOBICHHBIX 3TUM 3abosieBaHueM, a y 50% MyX4uH U
38,3% XeHIIMH MHCYJIBT BIIEpBBIC BO3HUKaeT, Koraa b® ele He nua-
rHoctupoBaHa [5]. Takum oOpa3oM, Mpu BO3ZHUKHOBEHUU WHCYJIbTA
HESICHOTO TeHe3a y JIMLL MOJIOZIOr0 BO3pacTa Cpeau MPpOoYuX MPUUYMH
CJIeyeT paccMaTpuBaTh BO3MOXHOCTh Hamuuust b® [11]. Inst atoro
3a00JIeBaHUs XapaKTePHO KaK MOPaXXeHUe apTepUil, TaK U MOBBIILIEH-
HbII pUCK BOSBHUKHOBEHUSI BEHO3HBIX TPOMOO030B [4]. OTMEueHO CHU-
JKEHUE U LEHTPAJIbHOTO, U nepudepuryeckoro kpopotoka [4]. OnHako
MaToreHe3 1epedpoBaCKY/ISIPHBIX HApYLIEHUI Mpu 3TOM 3aboseBa-
HUM OCTaeTcs IpeaMeToM nuckyccuii [4, 11, 18]. BeposiTHO, B ero oc-
HOBE JIEXUT OTJIOXEHUE JIMITUIOB B SHAOTEINU U B T1aKO-MBbILLIEY-
HOIt 0bosouke cocynoB [11, 15], 4To MPUBOAUT K LiepeOpaTbHOM TH-
norepdy3uun, MPOTPOMOOTUYECKOMY COCTOSIHUIO U OKUCTUTEIbHOMY
cTpeccy cTpeccy [5].

Eme omHuM HeBposjormyeckuMm ocioxHeHueM bd sBrseTcst
snwerncus [8]. [IpuunHoOit BOSHUKHOBEHUS TIPUCTYIIOB CIIyXKaT 1ie-
pedpoBacKyJIsSIpHbIE HAPYLLIEHUS, a TAKXKE OTJIOXKEHUE JIUITUIOB B HEii-
poHax [8].

PasBepnytast kapruna b® BcTpeuaeTcst y My>KUYUH M BKITIOYAET
AHTMOKEpaTOMbI, 0oJieBYIO Mepudepruyeckyto MOJMHEBPONATUIO U
IUCTPO(UIO POrOBHULIBI C 1e0I0TOM B IETCKOM Bo3pacte. Hepenko B
CEMEHOM aHaMHe3€e Y My>KUMH OTMeuaeTcsd yKa3aHue Ha 3To 3a00J1e-
BaHue [2]. OgHako Hepenko B® npuHUMaeT aTUNTUYHOE TeUeHUE, B
YacTHOCTH, 00YCJIOBJIEHHOE BO3pacToM nedtora [9].

HakoruieHne rmMkochUHTONUMUIOB B MOYEYHBIX KIyOOuKax U
KaHaJblax MPUBOAUT K MPOTEMHYPUU U TMOCTENIEHHO HapacTaroueit
MOYEeYHOI HE0CTaTOYHOCTU. B aHa/iM3e Mour 4yacTo 0OHapyXUBAIOT-
€S CJICTIKY JIMMTUAHBIX LIAPUKOB, HEPEIKO B BUIE «MaJIbTUIHCKOTO Kpe-
cta». [IpossisieTcs aTo Ha 2—4-M necsatuieTun xu3Hu [8]. [Tporpec-
CUpPOBaHUE MOYEYHOI HETOCTATOYHOCTH COTTPOBOXKIAETCS HapacTao-
el a3oTeMueil, HapyluieHUeM 3JIeKTPOJIMTHOrO OajlaHca; eciu He
MPOBOJIUTCS XPOHUYECKUI TeMOAMAIN3 WIM Tiepecaika MOoYkKu, TO
JIeTaJIbHbIN UCXON HactymnaeT B 3—5-it nekane xus3Hu [§]. [Tomumo
MOYEYHOI HEAOCTATOUHOCTU MPUUYMHOM JIETAIbHOTO UCXOAa FeMU3U-
TOTHBIX 10 3TOMY 3a00JIEBAHUIO MY>KYMH MOXKET ObITh MO0 MHGbAPKT
muokapaa (MM), 1u6o uHcyneT [2].

Y reMU3UroTHBIX MY>KUMH TaKXkKe MPOUCXOAUT HAKOTUIEHUE IJU -
KOC(HUHTOJUIMUIOB B MMOKap/e, KJIallaHHOM arrmapare, KOpOHapHbIX
cocynax, MpuyeM BO3MOXKHO Pa3BUTHE KapJUOMHUOMATUM O€3 MHbIX
nposieieHnii B® [8]. Kak pe3ynbraT BO3HUKAIOT HEIOCTATOYHOCTh
MUTPAJIBHOTO KJIallaHa M apUTMUM, YTO MOXKHO TUArHOCTUPOBAThH C
TMOMOUIBIO 3X0- WX 3JeKTpokapauorpaduu. Ha no3nHux srarnax 3a-
0oJIeBaHUS TIOBPEXIEHUE SHIOTENNSI KOPOHAPHBIX apTepUil TTPUBO-
IIAT K Pa3BUTUIO UIlLIeMUU MUOKapaa u UM [2].

PaHee cunTanock, 4TO y reTepO3UTOTHBIX XKEHIIUH MPOSBICHUS
3a00JIeBaHUSI MUHUMAaJIbHBI [2, 9], 0HaKO B JaJlbHEILIEM MTOKa3aHoO,
YTO B CJIyyae JeakTHUBALMU OAHOU X-XPOMOCOMBI KIIMHUYECKUE TPO-
SIBJIEHUSI MOTYT OBITb BecbMa pa3HooOpasHbiMu [4, 5, 8, 10, 11].
YV 70—80% w3 HUX MOXET OTMEUaThCsl TOMYTHEHHE POTOBUIIBI, OTHA-
KO KaTapaKkTa BO3HUKAET pe/iko. XapakTepHble st bD aHrmokeparo-
MBI BHISBJIAIOTCA He Gonee yeM y '/, GONbHBIX 3TOi Kateropuu [2].
MoryT oTMeuaTbcs npexoasiue 6oau 1 napecte3uu. Liepedposacky-
JISpHbIE, KapIUAIbHBIE U MIOYEYHbIE HAPYILIEHUS] BOSHUKAIOT MPUMEp-
Ho B 20% cny4aeB, B cpenHeM — K 46 ronam [5, 11]. Takum oGpasom,
CYIIECTBYET MOATpyIINa keHInH ¢ bd, 3a6oseBaHre y KOTOPBIX TIPO-
TEKAET CTOJIb XK€ TSKEJ0, KaK Uy My>X4uH [§8, 11], onHako BUTaIbHBIE
GbyHKUIMM cTpaaaoT npuMepHo Ha 10 et mo3xe, yem y MykuuH [10].

OCHOBHBIE CUCTEMBI, HAKOIUIEHUE TIIMKOC(HUHTOIUIUAOB B KO-
TOPBIX MAKCUMAJIBHO BBIPAXKEHO,— CEPIEYHO-COCYAUCTas CUCTEMA U
MOYKM, OJHAKO MaTOJIOrMYECKUIl TTPoLIecC 3aTparuBaeT u Apyrue cu-
CTEMbI M OPraHbl — KOXHbIE MTOKPOBbI (TEJI€aHTMO9KTa3U U, aHTUOKE-
paToMbl, aTpodusi UM 3HAUUTEIbHOE YMEHBLIEHNE TTOTOBBIX U Callb-
HBIX XeJse3), Ia3a (HakoIleHWe MIMKOC(HUHTOJUIUIOB B IIa3HbIX
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cocynax, paay>kHoi 000JI0YKe, COeAMHUTEIbHOI TKAaHU XpYyCTaIMKa 1
poroBuuibl) [2, 11, 14]. Crpamaer Takxkxe nepudepudeckass HepBHas
cucreMa (ITHC) u uentpanbHas HepBHas cucrtema (LLHC). Kak yxe
OTMEUaJIoCh BhIIIE, B HACTOSILIEE BPEMS BBIIEJSIOT Jaxe LepedpoBa-
CKYJISIDHBINM BapuaHT 3a0o0JieBaHus [S] — MO aHAJOTUU ¢ «Kapauaib-
HBIM» M «ITOYeuHbIM» Bapuantamu b® [10]. HakoruieHue ramko-
Cc(UHTOMUIUIOB B OCHOBHOM OTMEUAeTCsl B HEMpOHaX, BXOISIIMX B
COCTaB BEreTaTUBHON HEPBHOM CUCTEMBI, a TAKXe B 0a3aJbHbIX IaH-
X (amurgana, tanamyc, runnokamn u ap.). B ITHC HakornneHue
TMPOUCXOIUT B KJIETKaX OOKOBBIX POrOB CITMHHOTO MO3Ta; TPOUCXOIUT
norepsi c1a0OMUEIUHUZUPOBAHHBIX (A-0) U HEMUETU3UPOBAHHBIX
(C) HepBHBIX BosIOKOH [5]. TlocnenHee nmoaTBepXKaaeTcst TMCTONOTU-
yeCcKUM uccienoBaHueM a. suralis [5]. Tlo naHHBIM OUOTICUY KOXMU,
OTMEUAETCs YMEHbILIEHUE COMATUYECKUX SMUAECPMAIBbHBIX U JEP-
MaJIbHBIX BET€TaTUBHBIX BOJIOKOH, OCOOEHHO B HOTaX, MPUYEM pas3jin-
YUl B 3aBUCUMOCTU OT CUMIITOMATUKHU Y TETEPO3UTOT HE OTMEUEHO
[5]. Ha ocHOBaHMU 5TOr0 MOXHO MPEAIOJOXUTh, UTO Y TETEPO3UTOT-
HbIX 110 B® XEHIWH XOTS U OTCYTCTBYIOT CUMIITOMBI, BO3MOXHA CO-
Maruyeckass MU BereTaTMBHAs TMOJMHEBPONATUS TOHKUX BOJIOKOH, a
Hammune b® Hamo paccmarpuBaTh MpU TpoBeneHUY MU depeHIm-
JIbHOU IMarHOCTUKU MPU TOJUHEBPONIATUU MEJIKMX BOJIOKOH Hesic-
HoTO reHesa [5].

Crienyer 3aMeTUTh, YTO TUCTAJIbHASI HEBPOMIATUSI MEJKUX BOJIO-
KOH CB$13aHa B OOJIBILIMHCTBE CIy4aeB C U30JIMPOBAHHBIM JuadeTnye-
CKUM TIOpaKeHHEM IUCTATbHBIX HEPBOB. [lallMEHTHI TPENbSIBISIOT
3KaJoObl Ha OIIMYIIEHUE XOKEHUS U OOJM B MUCTATBHBIX OTHEIaX KO-
HEYHOCTEeH, a B aHaMHe3e UMeeTCs yKa3aHue Ha caxapHblil [uader.
Cy11eCTBEHHOM CUMITOMATUKU MIPU HEBPOJIOTMUYECKOM OCMOTpE He
BBISIBJISIETCS 32 UCKITIOUEHUEM CHUXXEHUS Mopora BOCIpUATUS 0oje-
BBIX U TEMIIEPATyPHBIX CTUMYJIOB.

ITpu B® umeercs onpeneeHHast TPOITHOCTh B HAKOTUICHUH JIN -
MUIOB B pa3HbIX TKaHIX. Tak, riao0oTpuaocuiiiepaMu/l yalle Haka-
rmmBaercss B V M V1 ¢losgx KOpbl OOJBIIMX MOJYLIAPUIl TOJIOBHOTO
MoO3ra, B HelipOHax YepHOro BeIeCTBa, B substantia gelatinosa, nBura-
TEJIbHBIX HEMpPOHAaxX U psile APYruX oOpa3oBaHUi TOJOBHOTO MO3ra.
KinHuyeckoe 3HaUeHHUE 3TUX UBMEHEHU I 00YCIOBINBAET HEOOXOI -
MOCTb aIbHEHIIMX u3yyeHuii [ 11], BeIcka3blBaeTCs MPenronoxeHue,
YTO MONOOHBIC U3MEHEHMSI CBSI3aHbBI C PA3BUTHEM YMEPEHHBIX KOTHU-
TUBHBIX pPacCTpoOUcTB [15].

JuarHoctrka B® cioxHa — B cpeiHEM MPOXOAUT 0KoJ10 10 jtet
C MOMEHTA MOSIBIEHUS] CUMIITOMOB JI0 TOCTAHOBKU MPaBUIBHOTO M-
arHo3sa [8]. [TammeHTsl 6e3yCrenIHo JieyaTcs Mo MOBOLY «CUHAPOMa
XPOHUYECKO YCTATOCTU» , «XPOHUIECKO OOTN» WA «PEBMATOIOTH -
YeCcKOro 3a00JIeBaHMSI», «ITAPOKCU3MAIBHOTO TOJIOBOKPYKEHUS» |8,
17, 19]. Cpenu penkux HeBpoJOTHUECKUX TposiBieHuii b ciemyet
YIOMSIHYTh BOBHUKHOBEHUE UIMTEIBHOTO 3MKU30[a aMHE3UH, HAIlo-
MUHAIOIIETO TPAH3UTOPHYIO INI00aIbHYI0 aMHe3uIo [ 13] 1 mapKuHco-
HusMma [20]. [Iist AMarHOCTUKY UCIIOIb3yeTCsl Olpe/iesieHrue YpOBHSI
Q-TJIAKTO3UIA3bI A, OH CHUXKEH Y TeMU3UTOTHBIX MY>KUMNH 1 HEPEITKO
Y TeTepO3UTOTHBIX XKeHIWH [2]. B cuiy penkoctr BD ato uccnenosa-
HUE MPOBOISAT B OCHOBHOM TOJIBKO B CEMbSIX, B KOTOPBIX Y POACTBEH-
HUKOB Y€ TMarHOCTMPOBAaHO 3TO 3abosieBaHue. Kpome toro, ornpe-
NIEJISIIOT YPOBEHb U XapakTep IIMKOJUMUIOB B Moue. JI0BOJIbHO Xa-
PaKTEepPHbI U3MEHEHUS POTOBHULIbI, YTO TAKXKE MCIOJB3YIOT C LIEJbIO
narHoctuku [21].

ITockonbKy 3a00j1€BaHUE HOCUT X-CLEIJIEHHbIN PelleCCUBHBIN
TUT HACJIEAOBAaHUS, TETEPO3UTOTHBIE MYXXUMHBI M€PENaTh €0 CBOUM
CBIHOBBSIM HE MOTYT, OJJHAKO BCE UX AOYEPU SIBISIIOTCS HOCUTEJIbHU-
1IaMU MaTOJOTUYECKOTO TeHa. [ eTepo3UroTHble MaTepu NMepeaaroT 3TO
3a00JIeBaHIE CBIHOBBSM C BepoSITHOCTBIO 50%; B 50% ciiyyaeB HOCH-
TeJIbHULIAMHU TTATOJIOTMYECKOTO TeHa CTAHOBITCS UX IOUEPHU.

IMpoBons nuddepeHaNbHbI AMaTHO3, CIEAYEeT IOMHUTD, YTO
AHTMOKEPATOMbI MOTYT OBITh M TIPU psiie KOXHBIX 3a00JIeBaHUIA,
BKJIIOYAs MOCJIEICTBUS TPABM HUKHUX KOHEYHOCTEM, U psifie Haclea-
CTBEHHbIX 3a00/1eBaHuil (GM  -raHrino3nnos, nepuuur HeipammuHu-
nassl U ap.). He sBasieTcss peakocThio olMOoYHast TUarHoCTUKA pac-
cestHHOTO cKiiepo3sa [4, 10, 11, 14]. Cpeau sITpOreHHBIX COCTOSIHUIA,
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KOTOpPbIE MOTYT IMPUBOAUTDH K MATOJIOTMU POTOBULIbI, CIEAYET YITOMSI-
HYTb aMUOJIOPOH, a K CXOJHOMY MOPaXXEHUIO MOYEeK — OTpaBIeHUE
KBapLeM.

Haubonee addexTuBHbI criocob nuarHoctukn bd — ompee-
JIEHMe aKTUBHOCTU (hbepMEeHTa O-TajlakTu3anasbl A B IJla3Me KPOBH,
CJIE3HOM XKMIKOCTH, JIEUKOUUTAX, KyJIbType (UOpoOIACTOB WU
TpaHcHOpMUPOBaHHBIX TUMdoOIacToB [1, 2]. Y G0JIBHBIX TeMU3UTOT-
HBIX MYXXYMH OOBIYHO 3TOT (PEPMEHT HE BBISBISETCS. Y reTepoO3UroT-
HBIX XEHILUH aKTUBHOCTb (hePMEHTA MOXET ObITb JIMILIb CJIETKa CHU-
JKeHa VI HaXOAUThCS Ha HUKHE# rpaHuiie HopMbl [8]. B Takux ciy-
yasix TpedyeTcsl T’eHeTuIecKoe TecTupoBaHue [8].

B GuonTare KIMHUYECKU HEM3MEHEHHOI KOXU BbISIBIISIETCS MH-
TPaJIN30COMAIbHOE OTJIOXKEHUE IMuaa. B aHann3e Moun otmMevaeTcst
SKCKpPEeLMs NIMKOJIUMUIOB. bosiee TouHy0 nHGOPMaLIMIO MOXHO M0~
JIyYUTh NPU U3yYeHUU OMomTaTa noyeyHoi tkanu [22, 23]. [1pu mar-
HUTHO-pe3oHaHCcHO# Tomorpaduu (MPT) rosoBHoro mMosra Busya-
JIM3UPYIOTCS MPOTPECCUPYIOLIME OYark U3MEHEHHOT'O CUTHaJIa, HOCS -
LIMe BTOPUYHBIN XapakTep M CBSI3aHHbIE, BO3MOXHO, C «TUXUMU»
uHpapkraMu. OHU JOKAIM30BaHbI MPEUMYILIECTBEHHO B O€JIOM Be-
LIECTBE MOJYLIIapUil TOJIOBHOTO MO3ra U OTMEUAIOTCS yKe C PaHHEro
Bo3pacta [11]. Kak npaBuiio, OHU He NMPOSIBISIOTCS KIMHUYeCKH [8].
[TonoGHBIe U3MEHEHMsI GeIOTo BeIecTBa BU3yaATU3UpYIOTes Y 52%
0OJIbHBIX B Bo3pacte 32 jieT 1 BceX 00bHBIX cTapuie 55 yeT [11]. Cun-
TAeTCs, YTO B UX OCHOBE JIEXKAT IJIM03, IEMUETMHU3ALMS U HAKOTILIe-
HUE MHTEpCTULMANbHON kuakoctu [11]. Brpoyem, maHHas Touka
3peHUsT He sBIIgeTCs obLIenpuHsaAToi. B pside ciydae (okosno 20%
0OJIbHBIX) BbIsIBIIsIETCSl ycuiieHue curHaia B T1-pexume MPT B co-
YETAaHUU C MOBBILIEHUEM CUTHAJIA HA KOMITbIOTEPHBIX TOMOTpaMMax B
3a[IHMX OTHEJaxX Tajamyca, 4YTO MOXET CBUIETEIbCTBOBATh O HAKOILIE-
HUU KaJblUs B 3TOW 30HE, CBI3aHHOM C TUCTPODUUECKUMU U3MEHE-
HUsIMU cocynoB [8, 11, 16]. M3menenust pedynbratoB MPT y xxeHImH
BCE XK€ HOCSIT MEHee BbIpaXeHHbI xapakTep [11].

[To naHHBIM 37eKTpOMUOTrpadUU BHISIBISETCS TTOPAXEHUE MEJ-
KUX BOJIOKOH, CBUIETEJILCTBYIOLIEE 00 U3MEHEHUH IIOpOra BO30yxkae-
HUS Ha XOJIOOBBIE U TEIUIOBBIE PA3IPAXUTENH, OTHAKO CKOPOCTHU IO
JIBUTATEJbHBIM U CEHCOPHBIM BOJIOKHAM He U3MeHeHHI [5]. B tukBope
HaXOAST BBICOKMII YpPOBEHb Ijio0OTpuaocuilepamuaa. Pe3ynbraTsl
MOJIEKYJISIDHOM TMAarHOCTUKU, BKJIIOYAs MOJIMMEPA3HYIO LIETTHYIO pe-
aKI1MI0, HE TOJBbKO MTOMOTAlOT MOCTaBUTh MPAaBUJIbHBINM AMATHO3, HO U
OLIEHUTb PUCK MPOTrPecCCUPOBAHUS 3a00I€BaHUS.

KoxHble MposBIeHUs JieyaTcsl ¢ UCIOIb30BaHUEM Jasepa [2].
JInst cHsATUSL ©0JIEBOTO CUMIITOMA MCIOJb3YIOT TPULUMKINYECKUE aH-
TUIETIPECCAHTBI, MPOTUBOCYIOPOXHBIE CpeicTBa (KapOamasenuH
21p.) ¥ aHasbretuku [2, 8, 10]. IIpumeHsoT Takxe HeporpoTEeKTOPbI
[10]. TIpu HapacTaHUM NTOYEYHOI HEAOCTATOYHOCTU MPOU3BOISAT Te-
pecanky mnouek [2]. [TpuunHO# neTaJbHOTO MCX0Aa B OOJBIIMHCTBE
cJyyaes siBJIsieTcs rnarojorus novek [4]. Hanuuue uepedpoBackysip-
HbBIX HApYLLIEHUI SABJISeTCS HEONArONpPUSTHBIM B IJIaHE MPOTHO3a IS
KWU3HU Tipu3HakoMm [4]. be3 jeyeHUs] MPOJOJIKUTETbHOCTb XU3HU
My>X4MH Ha 20 JIeT MeHblIe, XKeHIIMH — Ha 10 JIeT 1o cpaBHEHUIO C
MOMNYJISLUMOHHBIMU JaHHbIMU [10]. 115t TpoduIakKTUKY MHCYJIBTOB U
OCTPOTO HapylLIEeHUsI MO3rOBOTO KPOBOOOPAILIEHUSI HA3HAYAIOT J1e3a-
IPEraHTbl U aHTUKOATYISHTHI [15], aHTHAPUTMUUYECKUE TMperaparhbl
[10]. C 2001 r. ucnionb3yercst 3aMecTUTeNbHasE hepMeHTHas Teparus,
MpU 3TOM MOAYEPKUBAETCS BaXXHOCTh CBOEBPEMEHHOMN TUArHOCTUKU
b®, xorna eiile He HACTYITJIA HEOOPATUMBbIE U3MEHEHUST BHYTPEHHUX
opraHos [1, 5, 8, 10, 11]. Ha ¢oHe 310l Tepanuu oTMedaeTcsi yMeHb-
IIeHUE BBIpaXXeHHOCTU O0JIeBOro cuHApoMma [ 1], omHako HopMaiu3a-
uuu [THC He npoucxonut [5]. Kpome TOoro, He BBISIBJIEHO MOJIOXU-
TeJIbHOE BAUsHUE 3aMecTuTeNbHO# Tepanuu Ha LITHC [5, 18]. OnHako
B HACTOs111e€ BPeMs MTPOBOASITCS aKTUBHbIE NCCIIEOBAHUS B 3TOI 00-
nactu [10].

Takum o6pasom, B® mpencrabiser coboii 3aboieBaHue, Xa-
pakTepu3ylolleecs MopaxKeHMeM MHOTUX OPraHOB U CUCTEM. 3HaHUE
0COOEHHOCTE! KIIMHUYECKOU KapTUHBI TOMOTaeT B CBOEBPEMEHHO
U MPAaBWIbHOM TUAarHOCTUKE U MOTEHLIMAIBHO CKa3bIBACTCS Ha MPO-
THO3€E.
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