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MuToxoHppuanbHble 3aboneBaHMa CUMTAOTCA OLHUMU npoucxoput B GLA reHe, kogupytowieM depmeHT aGalA, kak

13 Hanbonee pacnpocTpaHEHHbIX FTEHETUYECKUX HapyLLe-
HUM obMeHa BewecTB. Ocobyto rpynny cocTaBASAOT NU30-
coMarsbHble bone3Hn HakonieHus, ogHoM M3 GopM AaHHoON
rpynnbl aensetcs 6onesHs Pabpu (BP). 3o nporpeccu-
pytoLLee oppaHHOe HacnefcTBeHHoe 3aboneBaHne obMeHa
BELLeCTB, CLemneHHoe ¢ X-XpoMOCOMOW, MyTaLusl KOTOPO#

cnepctBue HabopaeTca yMeHblUeHWe akKTUBHOCTU UK
OTCYTCTBUE AaHHOr0 GepMeHTa, YTO MPUBOAUT K aHOMaslb-
HOMY HakomnjeHu raMKopochoNnNULOB U HapyLLeHWo
obMeHa BelllecTB.

Llenb 0b630pHOM CTaTbM — pacCMOTPeHME COBPEMEHHbIX
NIMTepaTypHbIX NPEACcTaBieHNA o natoreHese, pakTopax,

* ABTOp, OTBETCTBEHHbIN 3a nepenucky / Corresponding author. Ten./Tel: +7 (928) 011-0271. E-mail: asia.janibekova@mail.ru



0630pHble cTaTbyn

58 [O>xxaHnnbekosa A.P., Y3pneHoB M.B., [xxaHnbekosa J1.P. v ap.
HekoTopble kKnnHuyeckue nposienexuns npu bonesHu Oabpu, acnekTsl AUATHOCTUKM U NEeYEHUS

DOI: 10.24412/2311-1623-2026-50-57-65

UrparLwmnx BaXKHyto posib B naToreHese 3abonesanus, an-
ropuTMax AMarHocTukun n neyeHus bO.

MaTtepuanbl u MeToabl. B 0630pHol cTaTbe bbinv ncnonb-
30BaHbl paboTbl poccuiickux U 3apybexkHbix aBTOpPOB,
onybavMKoBaHHbIX Ha UHTEPHET-NNATPOPMax U B Ne4aTHOM
Bupae 3a nocnegHue 10 net.

PesynbTaTbl. B 0630pHOM cTaTbe paccMaTpuBaloTCsa CO-
BPEMEHHble InTepaTypHble NpeAcTaBAeHUsS O KIIMHWYe-
CKMX NMPosiBNEHUAX, pakTopax, UrpaloLLnx BaXKHyl posib
B AuMarHoctuke 3aboneBaHWsi, COBPEMEHHbIX acnekTax
LVarHoCTUKM U NpuHLmMnax nevyeHuns b®. MocnepHue mc-
CnepoBaHMsa [OMOHUAN Takxke MHdopMaumnio ob anuae-
mMuonorun BO.

3akntoyeHue. [lnarHoctuka n nevyeHne b® sHaunTensHo
3BOJIIOLMOHNPOBANN B NOC/IefHME MOAbl 3@ CYeT CoBep-
LIEeHCTBOBAHUS anropMTMoB oTbopa naLMeHToB, Nporpecca
B 1abopaTopHON M MHCTPYMEHTaNbHOM AMarHocTUKe naTo-
JIOTVM, MOBbIWEHNS LOCTYNHOCTU AAHHbIX METOAOB AJ1S
CBOEBPEMEHHOr0 BbIBIEHNSA BAaHHbIX KIIMHUYECKNX Chy-
yaes. OaHako, A0 CMX MOP He AOCTUTHYTO UCYepMnbiBatoLLe-
ro NOHMMaHWS 3TUOMOTWMW, MaTOreHe3a U COOTBETCTBEHHO
KJIMHWYECKUX NPOsiBNIeHNN 3aboneBaHus, YTO NPUBOAUT
K NO3[AHEeW AnarHocTvke 3aboneBaHns U OTCYTCTBUIO CBOE-

BPEMEHHOI NAaTOreHETMYECKON Tepanum, No3ToMy Heobxo-
LVMbI flanbHelle uccnefoBaHUs ofis BolgCHEHUS dak-
TOPOB, yYacCTBYIOLUX B paHHEW AnMarHocTMke 3aboneBaHus
y nauuneHToB c b®.

KnioueBble cnoBa: HacsieacTBeHHoe 3abosieBaHne obme-
Ha BeLLecTB, IM30COMHble bonesHu HakonaeHus, bonesHb
®abpwu, anupemmonorus, a. ranaktosngasa A, depmeHTHas
3aMecTuTeNbHas Tepanus.
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Mitochondrial diseases are considered among the most
common genetic metabolic disorders. A special group

consists of lysosomal storage diseases, one form of
which is Fabry disease (FD). This is a progressive orphan
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hereditary metabolic disorder linked to the X chromo-
some, with a mutation occurring in the GLA gene encod-
ing the enzyme a-galactosidase A, resulting in decreased
or absent activity of this enzyme, leading to abnormal
accumulation of glycophospholipids and metabolic dis-
turbance.

Objective of this review article is to examine current liter-
ature on the pathogenesis, factors playing an important
role in the disease pathogenesis, diagnostic algorithms
and treatment of FD.

Materials and methods. This review article used works
by Russian and foreign authors published on internet
platforms and in print over the past 10 years.

Results. The review article discusses current literature
on clinical manifestations, factors important in disease
diagnosis, modern aspects of diagnosis and principles of
FD treatment. Recent studies have also added informa-
tion on the epidemiology of FD.

Conclusion. Diagnosis and treatment of FD have evolved
significantly in recent years due to improved patient se-
lection algorithms, progress in laboratory and instru-
mental diagnostics of the pathology, and increased acces-

Cnuncok cokpalieHumn

ATAJ1 — anbda ranakrosmnpasa A

BO — 6one3Hb Pabpu

X — runepTpodusa neBoro xenynouka
KMIM  — runepTtpoduueckas kapamuomumonaTus

BeeneHue

B nocnepHee rogbl BO3poc MHTepeC K HOBbIM HO30J10M M-
yeckmM dopMaM HacnefcTBEHHON MOHOMEHHON NaTo-
JI0TUW, OTHOCSLLENCS K rpynne IM30COMHbIX bonesHen
Hakonienmns (JIBH), a uMeHHO Bce valle npuxoauTca
cnbiwaTh o 6onesHn Pabpu (BD), nssecTHom Takxke
kak 6osne3Hb AHgepcoHa-Pabpu.

BO® — penkoe nporpeccupylollee HacnenCcTBEH-
Hoe 3aboneBaHne obMeHa BelLecTB, ONOCPeOBaHHOe
MyTaumen reHa GLA, cuenneHHoro ¢ X-xpoMoCcoMow,
koompytowero ¢epmeHT o GalA, kak cnepcTeue
HabnogaeTcs OTCYTCTBME WAM HefocTaToyHas ero
aKTMBHOCTb, KOTOpas MPMBOAMT K aHOMasibHOMY Ha-
KonneHuo dochonmnmuos AByX BUAOB: rnoboTpmao-
3unuepammaa B bonblielt Mepe M ero NPOM3BOAHOIO
rnoboTpnao3nncdmuHrosnHa B JIM30COMax KIeToK
Pa3NMYHbIX TKaHen opraHusMa (3HAOTENUKU cocynos,
nmoykax, Ceppaue, LeHTpasbHOM HEepBHOW CUCTeMe,
nepudepnyeckon HepBHOM cucTeMe U ap.), a Takxe
B CEPO3HbIX XUAKOCTAX opraHusma [1].

[aHHble M3MeHeHMs MpPUBOAAT K MyNbTUCUCTEM-
HOMy nposiBieHWto 3aboneBaHuns, BeKyLleMy 3a Co-

sibility of these methods for timely identification of clin-
ical cases. However, a comprehensive understanding of
the etiology, pathogenesis and consequently the clinical
manifestations of the disease has still not been achieved,
leading to late diagnosis and lack of timely pathogenetic
therapy. Therefore, further research is needed to eluci-
date the factors involved in early diagnosis of the disease
in patients with FD.

Keywords: hereditary metabolic disorder, lysosomal
storage diseases, Fabry disease, epidemiology, a-galac-
tosidase A, enzyme replacement therapy.
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KKT  — Xenyno4yHO-KULLIEYHbI TpakT

JBH — NIM30COMHble BoNie3HM HakomneHus

XIMH — XPOHMYeckKas novyeyHas HeLOCTAaTOYHOCTb
XCH — XPpOHMYeckas cepfeyHas He[o0CTaTO4YHOCTb

6o nmporpeccupylollee NopaxeHWe OPraHoB M Kak
CNeAcTBUE CHUXKEHME KayecTBa M MPOAOIKMUTEbHO-
CTW >KU3HU. [1pn OTCYTCTBMM Hapnexallero jeyeHuns
neTanbHbIN UCXOL MOXeT HacTynuTb B Bo3pacTe 40-
50 net oT ceppeyHoO-cocyauCThbIX, LepebpoBackynsp-
HbIX OCJIOXXHEHWUIN 1 NOYEYHON He[A0CTaTO4YHOCTH.

B T0 >Ke Bpemsa 3TOT AMarHo3 yctaHaBAMBaETCs He
BCerga CBOEBPEMEHHO, YTO MPUBOAUT K MO3L4HEN gna-
rHocTuke 3aboneBaHMsa M OTCYTCTBUIO NaToreHeTUye-
ckon Tepanun. MpnHMUMasa Bo BHUMaHME UMELLNICS
Bonblo obbeM MHbOpMauUMK, B HacTosLlee BpeMs
no npobneme B® 1 MHOXECTBO AMCKYCCUOHHBIX BO-
MpoCoB, BO3HMKMIA HeobxoAMMOCTb MpoaHanu3npo-
BaTb AaHHble nnTepaTypsbl.

Llenb paboTbl — 0606L1TL COBpEMEHHbIE AaHHble
KacalLmMXCcs MexaHW3MoB BO3HWMKHOBeHWs 3abone-
BaHWA, KIWHWYECKUX MNPOSBAEHMNAX, AMarHocTU4e-
CKUX KPUTEPUSAX, 0CODEHHOCTAX TeYEeHUs U NeyeHus
BO, BbINONHEHHbIX 33 NOCNEAHME FOLbI.

Matepuanbl u Metoabl. B 0630pHoi cTaTbe 6binn
Mcnonb3oBaHbl paboTbl poCCUMCKUX U 3apybexxHbix
aBTOPOB, @ Takxe NpoBefeH CMCTEMATUYECKMIA NOMCK
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B 6ase gaHHbix PubMed, e-library Ha nHTepHeT-nnat-
dbopMax 1M B neyaTHOM BuAe MO CNefyloLmnM Kiye-
BbiM cnoBaM: «bonesHb ®abpu», «anbda-ranakro-
3upasa A», «nmsocoManbHas bonesHb HaKoMeHUs»,
«lnoboTpunasunuepamua», «bonesHb AHgepcoHa-
®abpu», «anpdysHas aHrmokepaToMa TyN0BULLA»
3a nepuog c 1 auBapsa 2015 r. no 1 auBapsa 2026 r. lNo
pesynbTataM noucka Obio NpoaHanM3nMpoBaHbl Co-
rnacuTesibHble [OKYMEHTbl, MeTaaHaNlu3bl, Hay4Hble
cTaTbW, KJMHUYecKWe ciyvyan. MaTepwuanbl, uccne-
LOBaHUS UMW CTaTbW, KOTOPbIE He COOTBETCTBOBAJIM
CTaHLapTaM KayecTsa, bbinn NCKIYeHbI.

PesynbTaTthbl
3nupemMuonorus. o pacnpoctpaHeHHocTn B® 3aHu-
MaeT BTopoe MecTo cpean JIBH nocne 6onesnu lNowe.
lMokazaTenu pacnpocTpaHeHHOCTM faHHoro 3abone-
BaHWS BapbUPYIOT B LUMPOKMUX NPefenax U Hanpsmyto
3aBunCAT oT peHoTuNa 3aboneBaHus. Tak, 3apybexHbie
aBTOpbI yKa3blBaloOT cliedyloLine nokasaTenun y nauym-
EHTOB C KnaccmyeckmM ¢eHoTunom B npepenax ot 1
Ha 117 000 pno 1 Ha 476 000 cpepu HaceneHus B Lies oM
[2]. Mpwu sToM, HabnopaeTca npeobnaganue pacnpo-
cTpaHeHHoCTM y My>xumH: 1 Ha 40 000 1 1 Ha 60 000 [3].
C yyeToM peHOTUMNOB C NO3AHNM HayanoM 04YEBULHO
npeanonaraetcs bonee Bbicokas ¢pakTnyeckas pac-
MPOCTPaHEHHOCTb faHHOM naTonoruun. Tak, no AaH-
HbIM €BPOMEeNCKOro MHOTOLLEHTPOBOMO UCC/Ief0BaHUS,
npoBegeHHOro InnnoToM 1 coasT. U3 1386 naymeHToB
¢ runepTpoduyeckoit kapanomuonatmein (FTKMM)y 0,5%
ObI1 BbISIBIEHBI MATOrEHHbIE MyTaLMW ranakTo3ngassbl.
Mo paHHbIM lMeTpyxuHon A.A. n coaBT. Ha 2024 rop,
B Poccuu 3apernctpuposaHo 230 KnnHMYecknx cay-
yaes c bO [4]. B gpyroM uccneposaHmu, npoBeaeHHOM
Eng C.M., Germain D.P. 1 coaBT. 4acToTa naToreHHbIx
MyTaLuu Bo BpeMs ckpuHura coctasuna 1% [5]. Kpome
TOro, UHTEPECHbIe JaHHble NONyYeHbl MO pe3y/bTaTtaM
CKPUHWHIOBBIX MccnefoBaHnin B Mitanum, Tak yactota
MmyTauun reHa GLA pocturna 1 cnyyas Ha 8800 Ho-
BOopoxaeHHbIx [6]. B TallBaHe B X0fie aHaNOrMYHOro
nccneposaHus bbin BoiseneH 1 cnydan Ha 1600 HoBo-
POXAEHHbIX Mafb4MKOB. YCTAHOBNEHO, YTO CPefHUN
BO3pacT MOCTAHOBKMW [MArH03a y MY>XXHYMH U >KEHLWMH
cocTtaBnseT 24 1 31 rof, cooTBeTCTBEHHO. B T0 Xe Bpems
He AMarHOCTMPOBAHHbIN AN He NeYeHbl TUMUYHbIN
BapunaHT BO MoxeT cokpaTUTb NPOAOAXKUTENBHOCTb
Xn3HM 0o 15 neTy My>xunH n go 20 nety >xexuwmH [7].
Mo paHHbIM NuTepaTypbl bblna npoaHann3nposa-
Ha yacTtoTa B® npu pasnuuHbix 3aboneBaHuax. Tak,
y B0MbHbIX C paHHUM MO3roBbIM WHCYNbTOM B 4,2%
Yy My>X4uH 1 2, 15% y XeHWnH cnydasax, y nauneHToB
¢ KM HesacHoro npoucxoxgaenus B 0,9% n 3,9%
Cyyasix, a y My>XXHYUH U KEHLLUUH C TEPMUHALHOW MNo-

yeyHom HepocTaTouyHocTbio 0,33% 1 0,10 % BbIABNEHA
B [8].

Knaccudpukauuma 6onesHu. Boipensior nse dop-
Mbl 3abonieBaHuWs: KJlaccuyeckasi, UHbIMW CJIOBaMM
TMNM4yHaa dopMa U Heknaccuveckas dopma, Takxke
n3BecTHas kak popmMa 3aboneBaHusa ¢ NO3[HUM Haya-
nowm [4, 8].

B nepBoM cnyyae, y nauMeHTOB C KJlacCUYECKUM
beHoTUMNOM, NpU3HaKKN U cuMmnToMbl BO MoryT Habnto-
[ATbCs C paHHero AeTCTBa WM HOCAT MOJIMOPraHHbIN
xapakTep. K TakuMm npusHakaM OTHOCAT: HeBponaTu-
yeckyto 60Nb, BEPTULMUANSPHYIO POrOBULY, XKENYL0Y-
HO-KMLLEYHble CUMMTOMBI, TMNOrNAPO3 U aHrMoKepa-
ToMy. K 0TCpoYeHHbIM NposiBNeHUsM 6one3Hn oTHO-
CAT: XpoHUYeckyto 6onesHb novek (XBIM) ¢ noyeyHoi
HepocTaTtouHocTblo, KM, HapyweHunsa puTMa cepaua
¥ MPOBOAMMOCTM, TYroyxocTb (Bpaguakysuio uam ru-
rnoakysuio), HapyLIeH1A MO3roBOro KpoBoobpalleHus.
B naHHOM BapuaHTe xapakTepHO OTCYTCTBME UIW 3Ha-
4nMoe cHuxeHue (MeHee 3% OT OXMAAEMOro 3Hayve-
Hua) ot aGalA.

Bo BTOpoM BapuaHTe, MNpU3HaKM W CUMNTOMbI
B® dopmupylotca B bonee mosmHeMm Bo3pacTe, 3TO
Bonee nerkuin BapuaHT TeyeHus 3aboneBaHuUs.
OpHOMOMEHTHOE MopaXkeHWe BCeX Bbille yKa3aHHbIX
OpraHoB-MULLEHEA MOXET ObITb He3HauYUTesbHbIM
WK OTCYTCTBOBATb BOBCE, HO NpW 3TOM HabniopaeTcs
MpenMyLLeCTBEHHOE MOpPaXXeHWe OJHOMO opraHa W,
Kak npasuso, Taxenoe. [pu HeknaccMyeckom Bapu-
aHte B® vawe wnpet nopaxeHwe rofoBHOro Mo3ra,
cepaua unu noyek. B paHHoM BapuaHTe xapak-
TEPHO He 3HauyuTenbHOe CHUXeHue ypoBHA aGalA.
OpHako >e nopaxkeHue ceppua siBNSeTCH OLHON U3
CaMblX PacrnpoCTPaHeHHbIX KIMHUYECKUX nposiBie-
HWW y NauneHToB ¢ obonmum BapnaHTamu 6O.

KnuHuyeckue nposdBsieHnUd Npu 6onesHu
®abpu
B® «MHoronunka» n uMeeT pazHoobpasHble NposiBIeHUS
[aXe Y YIeHOB OJHON CeMbM, TO €CTb KIMHMYECKas Kap-
TWHa BapbMpyeT 0T NOJIHOMO OTCYTCTBMS CUMMTOMOB UKW
nerkom opmbl go Tsxenon (puc. 1). Cnektp Bo3mMox-
HbIX >xanob BecbMa pa3HoobpaseH 1 3aBUCUT OT pada
Takux NPUYMH, Kak HanpuMmep, popmMa 3aboneBaHus,
WHAMBWAYanbHbIX ocobeHHoCTeN TeyeHns 3aboneBaHus,
reHAepHOM NPUHALNEXHOCTU U Ap.

3aboneBaHne HOCUT nporpeccupyloLWmMi xapak-
Tep, W, Kak npaswuio, 6e3 cneuynduryeckoro neveHns
neTanbHbI UCXOA, HacTymaeT Ha 4-5 pecaTunetum
XXM3HWU OT MOYEYHOW HEeJOCTAaTOYHOCTU UM CepheYHOo-
cocyamncTbix ocnoxHennn [9].

CeppeydHo-cocyauctele nposiBAeHns. YCTaHOBJEHO,
4TO NOBpPEX[EeHNe MUOKapLa SBASETCH NPOrHOCTUYe-
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Puc. 1. KnuHnuyeckune nposiBieHns n pesynbraThl 1abopaTopHbIX U MHCTPYMEHTaNbHbIX MCCNeA0BaHWIA, KOTopble MoryT ykassisaTb Ha BO [10].
Bonee TeMHbIM LBeTOM 0603HaueHbI Honee xapakTepHble Npu3Haku 3abonesaHuns.

CKM HebnaronpusiTHbIM U YacTbiM nposiBneHneMm BO
[11]. CornacHo gaHHbIM CTaTUCTUKMK, Y 34 % MY>KUUH
1 57 % >XXeHLMH MMEHHO NopaXKkeHne cepaLa CTOUT Ha
nepeoM MecTe CPeau MpWUMH neTanbHoro ucxopa [8,
11]. MexaHu3Mbl MopaXKeHUs CepheyHO-CoCYAUCTON
CUCTEMbI SIBASIOTCA CHELCTBUEM OTIOKEHUS FJINKO-
chuHronMnNupoB B KapavoMMOUWTaX, SHAOTeNuanb-
HbIX W FMagKOMbILLIEYHbIX COCYAOB, KNETKax aHA0Kap-
Ja n npoBofsilen TkaHu, ¢mnbpobnactax knanaHoB.
Bce 3710 npuBogut Kk dopMupoBaHuto runeptpodum
nesoro xenynouka (IJK], anactonnueckoit AnchyHK-
UMK, NLIEeMUM MUOKApLA U BO3HUKHOBEHMWIO HapyLue-
HWI pUTMa cepaua n nposogumocTy [8, 12].
CornacHo faHHbIM UCCNEfoBaHUNA, NpU CKPUHUH-
re Ha B® cpean bonee 5400 naumenToB c 1K u/
unn T'KMI HesicHo aTMonorMmM YacToTa NaToOreHHbIX
myTauun coctaeuna 0,93% m 0,90%. [13]. Opyrumu
NposiBeHNAMI AaHHoro 3aboneBaHnsa ABASIOTCS Ha-
PyLUEHWS pUTMa ¥ NpoBoAMMOCTU. [1posBneHne ulle-
Muyeckon bonesHwm ceppua B BuAe WHbapkTa MUO-
kapma BcTpevaetcs y 2% nauueHtoB ¢ B®, a B Buge
cteHokapauu y 13-20% navumeHTOB U yallle B coveTa-
Hum ¢ MK [8, 13]. MopaxeHue knanaHHoro annapara
npu B® Takxe HabnofaeTcs 4acTo, HO He MMeeT 0Co-

Boro knMHMYeckoro 3HayeHus. M, kak bbino ykaszaHHo
Bblllle, MpU Heknaccuyeckon GopMe ¢ MOHOCUMMTOM-
HbIM Te4YeHMEeM MopaXKkeHWe ceppua SBNASETCS efuH-
CTBEHHbIM nposiBneHnem bO.

lMopaxeHune novek. Bo3aMoOXHO, Kak U30/IMpoOBaHHOe
nopaxeHue Moyek MpPU HEKIAaCCMYECKOM BapuaHTe
BO, Tak 1 B COBOKYMHOCTW C APYrMMU CUHLPOMaMM
MpW KNaccuyeckoM ero BapuaHTe. Yalie Bcero nopa-
XeHue noyek bopMmpyeTcs B MOLPOCTKOBOM Mepuope
naumeHTa u MmaHndecTupyet HebpUTUYECKMM BapmaH-
TOM MOYEBOro CMHAPOMA C MOChefyoWMM Nepexomom
B HedpOTUYECKUA CUHAPOM, CHWMXKeHMEM YHKLUN
noyek BNioTb 40 TEPMUHANBHON XPOHUYECKOW MoYey-
Hol HepocTaTodHocTu (XMH), KoTopas ciyXuT ofHoM
M3 OCHOBHbIX MPUYMH JSleTaNlbHOro Mcxofa nauueH-
ToB [14].

[lposiBneHns Cco CTOPOHbI  XenyLo4YHO-KULLIEYHOIO
Tpakta [KKT). KnuHuyeckmmu nposiBneHnsamMu Boene-
yeHnsa B natonorudeckun npouecc XKT qasnqioTca
Takme Mano cneumdpuyHble CUMMTOMBbI Kak: CHUXe-
HWe annetuTa, CHWXXEHWe Maccbl Tena, nepuogm-
yeckne cxBaTkoobpasHble Bonu B XMBOTE, B3Ay-
TVe XWMBOTa, HEYCTOMYMBLIA CTyN, TOLIHOTA, PBOTA.
MaHundecTaumaracTposHTEPONIOrMYECKNX  MposiBie-
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HU B® HabnogaeTca yalle B [,eTCKOM U IOHOLLIECKOM
Bo3pacrTe [8, 15].

[MopaxeHne HepBHoV cucTeMbl. Bo3MmoxHbl nopa-
XeHns nepudepuyeckor M LEHTpaNibHOW HepBHON
cucteMbl. [lonnHeBponaTUM MNpoOSBASIOTCH, Kak pe-
3ynbTaT MoBpeXaeHus nepudepnyeckon HepBHOM
CUCTEeMbl M OTHOCATCA K CPaBHWUTENbHO YaCTbIM Ku-
HMYyeckum cuHapomam npu BO. BcTpeyaeTtcs y nauu-
eHToB B 60-80% cnyyaeB B BMULE XPOHUYECKU Bbipa-
XKEHHOro, MOPON W3HYPSAIOLWEr0 HEeBPOMNaTUYECKOro
BoneBoro cuHApoMa B KOHEYHOCTSX, MPOSIBNAETCH
akponapacTe3usiMu, annoauvHwuen, runepnatunen. o
XapakTepy AauTenbHoro 6oneBoro cuMHApoMa pas-
NMYaloT cliedyloliMe BapuaHTbl: XXryyas, CTpensio-
was, npoHsatowas. B natoreHese HeBponaTuu Bbl-
LensoT [Ba MexaHM3Ma HeBponaTuyeckon 6onu:
LeHTpanbHbIN, nepudepuyecknin. B nepsom chny-
4yae NPoOMCXOAUT noBpexzaeHne Tanamyca npu b® 3a
cyeT kanbumdukaumn. B cnyvae c opmupoBaHueM
nepudepunyeckon HeBponatuyeckon 6onu npowuc-
XOAMT HakonneHue rnoboTpnaosnniuepammuiaa B akco-
HaXx HepBOB, FAHMNAX 3afHUX KOPELLKOB M B COCYAax
HepBoB. [TopaxeHune LeHTpasibHOM HEPBHOMN CUCTEMBI
NposBNAETCS TakMMK COCYLUCTbIMM KaTacTpodamu
KaK TpaH3MTOpHas MlieMmyeckas artaka, uemuye-
CKWUI WM remMopparmyeckmMii UHCYNbT B BO3pacTe OT
20 po 50 net. Mo3roBoM UHCYNLT MOXET BbITb OfHOWM
3 $opM MOHOCMMNTOMHOrO BapuWaHTa aTUMMYHON
¢dopmMbl B®. PacnpocTpaHeHHOCTb WHCyNbTa Mpu
3TOM 0K0/10 6,9% 1 4,3% y My>XYMH N XKEHLMH COOT-
BeTCTBeHHO. [locneacTBMEM XPOHMYECKOW MLIEMUK
MO3ra fBASeTCs COCyAMCTas AeMeHLMs, BKtoYatoLwas
CHWXXEHWEe MaMaTW, KOHLEeHTPaL MM BHUMAHWS 1 NoBe-
AeHuyeckme HapylieHns [8, 16].

HapyweHnne norootgenenns. HakonneHue rnobo-
TpuaosunuepamMuaa B MOTOBbLIX Xefie3ax, B COCYAax,
BereTaTVBHbIX HEPBHbIX BOJIOKHAX MPMBOAUT K rMmMo-
FMAPO3Y WA aHTMAPO3Y B bonbLUMHCTBE Cllyyaes.

lMopaxeHune numpatudeckos cuctemMsl. B HekoTopbix
cnyuasx MoxeT Habnofatbcs nuMdenema (natonoru-
yeckoe HakonaeHne boraTon 6eNKOM XULKOCTU B UH-
TEpPCTULMANbHOM NPOCTPAHCTBE, KOTOPOE MPOUCXOANT
“3-3a HapyLleHUs TpaHcnopTa AMMdbl 1 COMpPOBOXAa-
etca ysBenuuyeHveM o6bEMa MopaxEéHHoro oprawal.
Ninmbenema MoxeT 6biTb cnefcTBUEM BPOXAEHHOMO
MAM NpnobpeTEHHOro HapyLweHUs TpaHcnopTa AMM®sbI
no nuMdaTMyeckMM cocyiaM 3a CHET OTNOXKEHUS Tu-
KONMMNMAOB B CTeHKax NuMdaTnueckux cocynos [8, 17].
B HayyHon nuTepaType onucaHbl cay4yan 0COXKHEHUS
numbeneMbl C pasBUTUEM TPoPUUECKUX HapYLUEHUH,
W Kak CneacTBue, N3bA3BIEHNEM KOXKHbIX MOKPOBOB.

OropuHonapuHronornyeckme npossaeHuns. [lposs-
NEHVSAMWN BOBJIEYEHUS B NATONOrMYECKUM npouecc

OpraHoB ciyxa u BecTubynsapHoro anmnapaTta SBAAOT-
¢ WyM u/unm 380oH B ywax (0AHO- MAK 4BYXCTOPOH-
HWi1), HepoceHCOpHas TYroyxoCTb, rONOBOKPYXeHUe
(8, 18].

KoxHble nposineHuns. AHrvokepaToMbl SIBASIOTCH
NPOSIBNIEHNEM MOpPaXkeHUs KoXu y nauuneHtoB BO.
3TO YeTKO OKaHTOBaHHbIE Mamnysbl KPAcHOro, TEMHO-
KpacHoro, 60pfoBOro, NIMN0BOMO WM CUHE-YepHOro
ugeTa B pa3mepe 0,2-1,0 cM, npenMyLLeCcTBEHHO pac-
MOJIOXKEHHbIEHA CUMMETPUYHbIX y4YacTKax B MaxoBOW
obnactu, Ha saroguuax, begpax, B obnactu nynka,
Ha napoHsax. Ha HayanbHOM 3Tane aHrMokepaToMbl
nosiBNAIOTCA B AETCKOM Bo3pacTe bonee cBeTnble,
naockue, ferye NoLAaloTCH CKaTUIO, HO C BO3PacToM
yBeNMYMBaETCH UX KOJIMYECTBO, pa3Mepbl U OHKU CTa-
HOBATCA TeMHee, TBep>e, boslee BO3BbIWEHbI HaA Mo-
BEPXHOCTbIO KOXKW. OnmncaHbl ciyyan pa3BuTns aHImo-
3KTa3nM B CAM3WNCTON pTa U KOHbIOHKTMBE. KoXXHble
MPOSIBIEHNS HE OTHOCATCA K 063aTeNbHbIM KNUHNYe-
CKWMM MpU3HaKaM.

Ogranbmonornyeckue npossneHus. [opaxeHue xpy-
cTanuka u poroBuubl BcTpedaetca B bonee ueM 50%
y naumeHtoB ¢ B®. TUNMYHBLIM CUMNTOMOM SABASIETCS
NOMyTHeHWe porosBuubl B Buae 3aButkoB (70-90%
BonbHbix). MHorpa BCTpeuaeTcs noMyTHEHWe xpycTa-
NMKa B BuUAe paguvanbHow 3apHew cybkancynspHon
KaTapakTbl, Tak Ha3blBaeMoW «kaTapakTbl Pabpu»
W OBYCTOPOHHEW NepefHen KancynsgpHow 1 nogkancy-
NSIPHOW KaTapakTbl, OLHAaKO OHM HE OTHOCATCS K MaTo-
FHOMOHWYHbIM Npu3Hakam [19].

Brewnune npossnenns. BHellHWe Npn3Haku cXxofHble
C NpYM3HaKkaMW akpomeraauu — BbICTynatolwme Hapg-
BpoBHble Oyru v nobHble byrpbl BbICTyNaloWwas HUXKHAS
4enoCTb yBeNMYeHHble rybbl M 3anaBLuas nepeHocuua
yacTo HaboAATCA FTEMUIUTOTHBIX MYXYMH.

OcobeHHOCTN  KIMHUYECKOW KapTuHbl B AETCKOM
n nmoapoctkoBom Bo3pacte. [lo bonblwen yactn cuMm-
nTombl BO BcTpeyalTcsa B NOAPOCTKOBOM U tOHOLLE-
CKOM BO3pacTe, U B TO Xe BpeMs Bepudukaumsa ana-
rHo3a B® y peteit 3aTpyaHUTENbHA B CUAY Hecneuu-
duyHoCTM cnHapoMoB 3aboneBaHus. Tak, Hanpumep,
nposieneHuns co ctopoHbl XXKKT npu atoM 3aboneBaHunm
MOTYT CAY>XUTb JINLLIb KOCBEHHbIM MapKepoM B CUJY
cBoer Manoh cneunduyHocTU. AHrnokepaToMbl
B [EeTCKOM BO3pacTe yalle eAMHWYHble M MOryT Ha-
Bniopatbca B HETUMMYHON NOKanAM3aLMn Ha rpyaHOM
KneTKe, CIM3UCTbIX MONOCTH pTa, yLlax.

Takke Mano cneydryHbl NPOSABAEHNS MOPAXKEHNS
CepAeYHO-COCYAMUCTON CUCTEMbI B BUAE NEpUoAu-
YECKOro He 3HAYMTENbHOMo CHUXEHWUS U/Unn nosbl-
WEeHWS YPOBHSI apTepuasnbHOro AaBneHusi, beccum-
NTOMHble WAN ManoCUMMNTOMHble GOPMbl apUTMUI
no TUMy BereTaTUBHbIX HapyLleHUN. 3aTpyLHUTeNbHA
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CBOEBPEMEHHass [AMarHocTMka MnopaXkeHus noyek
npu BO, Tak 3To COCTOSiHME MOXeT MNPOABAATHCS
NULWb TPaH3UTOPHON MuKpoansbymunypuein [8, 201.
K bonee pegkvm manocneunduyHbIM NPOSIBIEHUAM
B® B ykazaHHOM BO3pacTe MOXHO OTHECTM: II0CCHUT,
rpaHyneMaTo3Hblil XENNNT, OCTEOMEHUIO, OCTEOMNOPO3,
rMNoTUPEeO03, YyToNLWeHMEe KOHLEeBbIX GanaHr, aHemuio,
HapyLleHWe AbIXaHWUs U T. 4.

IOmarHocTtuka 3aboneBaHus. B nocTtaHoBke Auna-
rHo3a B® uMeloT 3HaYeHUe faHHble aHaMHe3a U Ku-
HUKo-nabopaTopHbix  (MofeKkynsipHo-reHeTMYECKME
n BuoxmMmueckne) MeTopoB nccnefosarmns. i se-
pudunkaLmm knaccuyeckoro Bapuanta b® nmeet 3Ha-
YeHMe COBOKYMHOCTb MOPaXKeHWs pas3jIMYHbIX opra-
HOB, NpWU 3TOM BepudMKaLMA aTUNUYHbIX BapuaHTOB
BO3MOXHa NPV CKPUHUHIe rpynn pucka. BaxHo oTme-
TUTb, YTO Yy BCEX MALMEHTOB C MHCYNLTOM B MOJIOAOM
BospacTe u [JK HesicHOW 3Tuonorum Heobxogmmo
npegnonoxuts 6O.

JlabopaTopHble AMarHocTuyeckue
unccnepoBaHud

1) ®epMeHTHLIN TecT: onpeAeneHWe akTUBHOCTU
anbda ranakrosnaassl A (AFAJ1) B naTHaX KPOBU, Bbi-
CyLLeHHbIX Ha ¢unbTpoBanbHon bymMare nnu B newnko-
LMTax KPOBWU BCEM MaLMEHTaM MYXCKOIO U XXEeHCKOro
nona, ogHaKko y Tpetn naumeHTok ¢ BO pgaHHbIR noka-
3aTesb MOXET 0Ka3aTbCs B Npefenax HopMbl.

2) BubisBreHve MyTauMuM B reHe, KOAMPYIOLLMM
ATAJ] pns My>XHMH CO CHUXXEHHOW aKTUBHOCTbIO dep-
MeHTa M AJ19 XXEHLWMH C KIIMHNYECKMMMN NpU3HaKaMm
BO® c npuMeHeHWeM CeKBEHMPOBaHWSA BCeEX 3K30-
HOB M MPU3IK30HHbIX Y4aCTKOB MHTPOHOB no CeHrepy.
[aHHbil MeTop Takxke HeobXoAuM ANs BbISIBEHWS
ceMelntHon MyTaumm reHa GLA y poacTBeHHUKOB Npo-
BaHpa, ¢ uenblo NpeHaTanbHON U NPeUMIIaHTaLNOH-
HOM [MarHOCTUKK, @ TakxKe ANA BbIABIEHNA reTepo-
3UTOTHbIX HoCcKTenbHUL, BO.

3) KonuuecTteeHHoe onpeaenerune rnobotpmaosmii-
cPUHIro3nHa B NATHAX BbICYLLEHHOW KPOBM MKW Na3-
Me KPOBW NPOBOAUTCS BCEM MauLMeHTaM, Kak C Leibio
Broxummnyeckoro noaTeepxaeHuns guarHosa bO®, Tak
MW uenblo BMOXMMMYECKOro MOHWTOPUHIa Tepanuu
C y4YeTOM TOro, YTO JaHHbIN MeTabonuT He gocTuraet
HOPMabHblX 3HaYeHnn y naumeHTos ¢ OB.

4) TMposeneHne nabopaTopHbIX WCCIeLOBaHUN,
COrNacHO KJMHUYECKUM peKoMeHAauusiM, nosefe-
Hua nauunenTos ¢ XMH (He pexe 1 pasa B 6 Mecaues),
'KMIT npy Hanuumm KNMHUYECKUX MOSBAEHUN Nopa-
XXEHWWN MoYeK 1 cepaLa.

5) BceM nauuveHTaM C Uesbl0 BbiSIBNEHUS NaTo-
NOTUM MoYek pekoMeHayeTcs perynspHoe (He pexe
1 pasa B 6 MecsueB) onpefeseHune ypoBHs Benka

n anbbyMuHa B Moye W onpefeneHune CKOpoCcTU Kiy-
BoukoBon dunbTpaymm.

6) MposeneHune Buoncumn 1 naTonoro-aHaToMuye-
CKOr0 UCC/IefloBaHUSl TKaHel moyek U ceppua peko-
MeHIyeTCsl TOMbKO NWWb B CAOXHbIX AndpdepeHuUn-
anbHo-AMarHocTMyeckux cinydasx [8, 21].

MHCTPYMeHTaﬂbeIe AnarHocTtnyeckume
unccnegoBaHus
C uenbto BbiseneHus [J1K noka3aHo npoBefieHMe 3eK-
Tpokapguorpaduu, axokapgmuorpadum n gonnnep 3xoKr,
MPT. Takxe pekomeHpyeTcs nposefeHne MPT ronos-
HOro Mo3ra AJ15 BbIBIEHNS BO3MOXKHOMO MOPaXXeHNs
benoro BewecTsa rofloBHOro Mo3ra (nerkoapeos),
ceporo BellecTsa (kanbuudukaums 3agHero Tanamyca),
MLWeMMnYeCcKnx o4aros, BHyTPMMO3rOBbIX FreMaToM, COCy-
avcTble ManbdopMaunn. [JonoaHUTENbHO peKoOMeHa0-
BaHO NpPOBeAEHWE TOHANbHOW ayAMOMETPUM Kaxable 3
roga As1s 0bHapy>XeHUs CHUXKEHMS cyXa.

B nnaH obcnepoBaHns naumeHTa TakXke BXOAMUT
KOHcynbTauum kapavonora (He pexxe 1 pasa B 6 Mecsi-
ues) v okynucta (He pexe 1 pasa B 3 roga) [8].

an/IHU,I/IHbI neyvyeHusa

BblpenstoT natoreHeTMyeckoe, cMMNToMaTMyeckoe
n xmpypruyeckoe nedverue. K HeMy oTHOCAT dpepMeH-
TO3aMeCTUTeNIbHYI0 Tepanuio, WanepoHoTepanuto. Ha
CTaguun KIMHUYECKUX UCTMbITAaHWI pa3pabaTeiBatoTcs
Lpyrve MeTofbl IeYeHus), Takue Kak: cybcTpaTHas Tepa-
nusi, ppyrne depMeHTo3aMecTUTe bHbIE CPELCTBA,
reHHas Tepanus.

MaToreHeTnyeckas Tepanus. B pamkax natoreHetu-
YecKoW Tepanuu paccMmaTtpuBaeTcs depMeHTHas 3a-
MeCcTUTesbHas Tepanus, KoTopas NpeacTaBfieHa ABYy-
Msl mpenapaTaMu Ha poccuitckoM dapMaLeBTUYECKOM
PbIHKE Ha [aHHbIV MepuoL BpPeMeHMW: arancupasa-o
n arancupasa-f. 3ddeKTUBHOCTL Tepanuu oLEeHUBa-
nacb B bonee yeM 48 npocnekTMBHbIX UCCNE0BaHM-
X, B pe3ynbTaTe KOTOPbIX 0TMEYancs C NosioXuTesb-
Hbll 3pdekT Ha PoHe neyeHUs B BUAE YMEHbLUeHUe
Maccbl Muokapha, cHuxkeHue ypoBHa Cb3 B TkaHsix
noyek, YMeHbLUeHWe HeBponaTuyeckon bonu, ynyuy-
WeHWe cyxa M KayecTBa XM3HW. Takxke paccMaTpu-
BaeTCA MNpuMeHeHWe wanepoHa (Muranacrat), KoTo-
pbii B Poccuitickont PepepaLlmm Ha BaHHbI MOMEHT He
3apeructpupoBaH. K HoBbIM BapuaHTaM fiedyeHus cyb-
CTpaT-pemyLupytoLLeil Tepanumn 0THOCATCS yLepacTat
W BeHrnycTaT, KoTopble npoxonat 2-3 ¢a3bl uccrneno-
BaHus. B HacToswee BpeMs Takxke pa3spabaTbiBatoTcs
HOBble NernnmpoBaHHble popmbl a-lan-A (nerynuran-
cupasa-a) npenapaThl Ana redHoi Tepanuu [9, 22].
YcnewHocTb TepanuMu HanpsMyl 3aBUCKUT OT GopMbl
3aboseBaHuWs, CPOKOB Hayana Tepanuu, [o3bl npena-
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paToB, BO3MOXHOIO Pa3BUTUSA aHTUTEN K KOMMOHEH-
TaM npenapara 1 psiaa Apyrux ¢akTopos.

Cumntomatnyeckas Tepanusa. CuMnToMaTuueckas
Tepanua BK/OYaeT KynupoBaHue 60neBOro cUMHApPO-
Ma W fleyeHMe MynbTUCUCTEMOM NaTonoruu cornac-
HO [JEWCTBYIOLWMM KIMHUYECKUM pPeKOMeHLaLnsM.
CvMnToMaTnyeckas Tepanus MoxeT bbiTb Ha3HayeHa
no pewexunio BpadebHoi kommuccum [23]. Tak, Hanpu-
Mep, AN fieyeHns 6oneBoro CMHApPOMa pekoMeHayeT-
Cl MPUMEHEHMe aHaNbreTUKOB, a TakXKe yCTpaHeHue
WK orpaHnYeHve nposouupylowmnx GakTopoB, Takmx
KaK HanpuMmep, MHTEHCUBHbIX GU3NYECKUX HArpy30K,
KonebaHW TemnepaTypHoro pexuma (xonogHon w/
unu xapkoi norogbl) u T.4.Mpu Hanuuuu y nauu-
€HTOB OCNOXHEHWIN CO CTOPOHbl CEepAeYHO-COCYAM-
CTOM CWUCTEMbl PEKOMEHAYETCH Ha3Ha4yeHue aHTu-
arperaHToB, aHTUKOAryNAHTHOW, aHTUAPUTMUYECKON,
FMNOTEH3MBHON Tepanuu. Y NauMeHToB C pa3BUTUEM
OCJIOKHEHMIW CO CTOPOHbI >KEyA0YHO-KULLIEYHOrOo
TpakTa A0MNycKaeTcs NpUMeHeHne MHrMbuTopoB mpo-
TOHHOW MOMMbl UAKM Hy-rMCTaMMHOBBLIX PeLLenTopoB.
Mpyv Hanuuuu npoTeuMHypuyn M CUHAPOMA apTepwu-
aNbHOM TMMNepTEH3UWN PEKOMEHAYeTCS MOAKYEHME
C HeppPONPOTEKTUBHOW LEeNblo UHIMOUTOPOB aHruo-
TeH3unpeBpatowero pepMeHTa unan BaoKaTopoB aH-
rmoteHsuHa ll.

Xupypruyeckoe nedeHune. B cnyyae ¢opMumpoBaHua
TEPMUHANBHOW MOYEeYHOW He[oCTaTO4YHOCTM Heob-
X04MMa Tepanus reMOAManM3oM W/UNu TpaHcnnaH-
TauMsa MOYKM COMNacHO CTaHLapTaM U KIMHUYEeCKUM
pekoMeHJaUUsiM No BeAEHWIO JaHHOM NaToNormw.
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