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Summary. The article is devoted to the topic of mitochondrial diseases,
which are among the most common genetic metabolic disorders. A special
group consists of lysosomal storage diseases, one of the variants of which
is Fabry disease (CF). This is a progressive orphan hereditary metabolic
disease linked to the X chromosome in the GLA gene encoding the alpha
GalA enzyme, leading to its absence or insufficient activity, resulting in
an abnormal accumulation of hereditary metabolic disease /(and PKP-
glycophospholipids of two types: globotriaosylceramide (Gb3) to a
greater extent and its derivative globotriaosylsphingosine (Lizo-Gb3) in
lysosomes of cells of various body tissues (vascular endothelium, kidneys,
heart, CNS (central nervous system), peripheral nervous system, etc.),
as well as in serous body fluids [1,2]. The results of recent studies have
supplemented information on the epidemiology of Fabry disease and its
prevalence. However, this diagnosis is still not always established, which
leads to a late diagnosis of the disease and the absence of pathogenetic
therapy. Further research is needed to clarify the factors involved in the
early diagnosis of the disease in patients with Fabry’s disease.

Keywords: hereditary metabolic disease, lysosomal storage diseases,
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AnHomayus. (TaTbA NOCBALLEHA TeMe MUTOXOHAPUANbHDBIX 3a001€BaHNN, KOTO-
pble ABNAKTCA OAHUMMU U3 Hanbonee PacnpocTPaHEHHBIX FeHETUYECKNX Hapy-
LUEeHMit 06MeHa BelwecTs. 0cobyto rpynny coCTaBAAT NM30COMaNbHble 6oNe3HM
HaKOMNeHns, 0OfHUM W3 BapuUaHTOB KoToporo ABnAetcA 6one3Hb Pabpu (6O).
3710 nporpeccupyrowiee opdaHHoe HaCNeACTBEHHOE 3aboneBaHne 00MeHa Be-
LLecTB, cuenneHHoe ¢ X-xpomocomoii B GLA reHe, Kogupytowmii depmeHT a GalA,
MPUBOASALLEE K €ro OTCYTCTBUI WA HELOCTaTOUHON aKTUBHOCTY, MPUBOAALLEE
B NOCNEACTBUN K aHOMANbHOMY HaKOMAeHU0 Hacie[CTBEHHOe 3aboneBaHue
o6meHa BeLwecTs /(a PKP-rnnkopochonuningos AByx BUAOB: rnoboTpruaosuniie-
pamug (Gh3) B 6onbLueii Mepe 1 ero NPou3BOAHOMO rNO6OTPUA0MACHUHTO3NHA
(nu30-Gb3) B Nn30COMAX KNETOK Pa3NuuHbIX TKaHeli OpraHu3ma (3HAoTenuii
cocynoB, nouku, cepaue, LHC (ueHTpanbHaa HepBHas cuctema), nepudepmye-
(KA HepPBHAsA CUCTEMA 1 TA.), @ TAKXKE B CEPO3HbIX KUAKOCTAX opraHu3ma [1,2].
Pe3ynbTathl NoCEAHIX UCCIEA0BAHMI JONONHUAM MHOPMALIAL 06 INnAEMMO-
norum 6onesnu. Dabpu, ee pacnpocTpaHeHHocT. OHAKO A0 CuX Nop 3TOT Aua-
THO3 YCTaHABNMBAETCA He BCET/a, YT0 NPUBOAMT K NO3AHeN AnarHocTMKe 3a60-
NeBaHIA 1 OTCYTCTBUIO MaTOreHeTUYeCKoii Tepanui. Heobxoaumo aanbHeiilune
NCCNIEA0BAHMA ANA BbIACHEHUA GAKTOPOB, YUACTBYIOLLVMX B PaHHEI AnarHocTuKe
3aboneBaHNA y nauneHToB ¢ bonesHbto, Dabpu.

Kntouegble cosa: HacnefcTBeHHoe 3aboneBaHne 06MeHa BelLecTB, M30COM-

Hble 6oe3H1 HakoneHus, 6onesxb Gabpu, anugemnonorus, anba ranakTosu-
[1a3a A, depmeHTHaA 3aMeCTUTeNbHaA Tepanna.
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BonesHb Mabpu: onpeaeneHne, KAaccupuKaums,
3NNAEMUNOAOTISI

nocnefHee rofibl BO3pOC MHTEPEC K HOBbIM HO30/10-

rmyeckum dopmam HacnencTBEHHOW MOHOreHHON na-

TONOrNK, OTHOCALLEEecA K rpynne Sn30CoMHbIX 6ones-
Hel HakonneHuAa (JIBH), a mMeHHO BCe valle NpUxopuTcA
cnblwatb o 6one3Hy Oabpu, U3BECTHOM TakXKe Kak 6051e3Hb
AHpepcoHa-Qabpu. B To ke BpeMs 3TOT AnarHo3 ycTaHaBv-
BAeTCA He BCErga CBOEBPEMEHHO, YTO NMPUBOAMUT K MO3HEN
OVarHocTke 3aboneBaHMsAs U OTCYTCTBUIO MaToreHeTmye-
cKoli Tepanuu. MpuHYMasa BO BHUMaHMeE MELWMIACA 60Mb-
woi obbemM nHbopmMaLMm B HacToALLee BpeMs No npobrne-
Me BO 1 MHOXeCTBO ANCKYCCUOHHbIX BOMPOCOB, BO3HUKIIA
HeobXxoAMMOCTb MPOAHANM3MPOBaTh AaHHbIE NUTEPATYPDI.
MpoBeaeH cnctemaTyecknin MoUCK B 6ase faHHbIx PubMed
no cnegywowWwmm KioyesbiM cnoBam: «Fabry’sdisease»,
«Alpha-galactosidaseA», «lysosomalstoragedisease»,
«Globotriaosylceramide (GL-3)», «Fabrydisease», «<Anderson-
Fabrydisease», «guddysHaa aHrmokepatoma TynosuLa»
3anepuogc 1 ansBapa2015r.no 1 aHBapa 2025 r. Mo pe3synb-
TaTaM noucka 6bino NpoaHanusnpoBaHo 155 UCTOYHUKOB
nuTEpaTypbl: COrfacuTeNibHble AOKYMEHTbl, MeTaaHanu3bl,
0630pbl NUTEPATYPDI, CTaTbl, KIUHUYECKUE CllyYan. Taknm
obpasom, uenblo 0b630pa ABAAETCA aHaNU3 COBPEMEHHbIX
[aHHbIX, KacalLMXCcA MeXaHN3MOB Pa3BUTUA, KITMHUYECKIMX
NPOABEHN, ANATHOCTVKN 1 nedeHns bO, BbINONHEHHbIX
B MocnefHve rogpl.

Bone3sHb ®abpu — pefKoe NporpeccupyoLLee Hacnea-
CTBEHHOe 3aboneBaHVe oOMeHa BellecTB, OMNOCpPefoBaH-
Hoe MmyTauuen reHa GLA cuenneHHoro ¢ X-xpomMocomon,
Koampyowunii bepmeHT a GalA, B pesynbrate Habnogaetcs
OTCYTCTBME WJIN HEJOCTAaTOYHOCTb €r0 aKTUBHOCTb, KOTOpas
NPVBOAWT B MOCNEACTBUM K aHOMAaSIbHOMY HAKOMIEHUIO
rnukochuHronunupos /(a PKP-rnukodpochonmnuaos asyx
BUAOB: rnoboTtpuaosmnuepamng (Gb3) B 6onbluen mepe
1N €ero npou3BOAHOro rMoboTPNaAo3NNCOUHIro3nHa (nn3o-
Gb3) B nn3ocomax KNeTok pasnmyHbiX TKaHE opraHM3Ma
(3HpoTenun cocypos, nouykn, cepgue, LHC (ueHTpanbHas
HepBHaA cucteMa), nepudepuyeckas HepBHas cucTemMa
M T.4.), @ TaKXKe B CEPO3HbIX XUAKOCTAX opraHusma [1,2].

[laHHble V3MeHeHUA NPUBOAAT K MYNbTUCUCTEMHOMY
npossneHuto 3aboneBaHus, BeKyllee 3a coboi nporpec-
cupylollee nopaxeHue OpraHoOB M Kak CNefcTBUE CHUXKe-
HUEe KauyecTBa M MPOAOIKUTENbHOCTM »KM3HWU. [Mpn OTCyT-
CTBUM HaANIeXxallero nevyeHns neTanbHbI UCXO HacTynaeT
OT CepAeYHO-COCYANCTbIX, LlepebpoBacKyNAPHbIX OCIIOX-
HEHWI 1 MOYEeUYHOW HeJOCTaTOUHOCTM MOXET HaboaaTbCs
B Bo3pacTe 40-50 ner.

M3 KpaTKol ncTopuyeckor crnpasKy Briepsble Npr3HaKm
6one3Hn Gabpu Obinm onucaxbl B 1898 rogy ABymA fepmMa-
ToSIoramu: LOKTOPOM Yunbsamom AHaepcoHoM (1842—1900)
B BenunkobputaHun u pgoktopom MoraHHom [xoH ®abpwu
(1860—1930) B lepmanun. (Beck M. Fabry disease: clinical
manifestations, diagnosis, and therapy; 2007 (2nd edition)).

Puc. 1. okTop MoranH ®abpu (cnesa) 1 fokTop Yunbam AHgepcoH (cnpasa)
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OHK He3aBMCMMO Jpyr OT gpyra onybnukosanu ctatby,
B KOTOPbIX OMMCaNV NaLMEHTOB C KOXKHbIMU U3MEHEHUAMUA,
W3BECTHbIMU MOA Ha3blBaHVWEM aHTMOKepaTOMbl, KOTOpble
celyac CumTaloTCA YacTbiM Mpu3Hakom 6GonesHn Mabpu.
B 1947 r. AW.M. Pompenetal. 06Hapyunnu aHoManbHble Ba-
KyOJv B KNeTKaxX KPOBEHOCHbIX COCYZI0B 1 6bl10 npesnoso-
»KeHue, uTo 3TO 3aboneBaHVe CBA3AHHO C UX HAKOMJIEHNEM.
B 1950 r. 61110 ycTaHOBMIEHa »KMPOBasA NPUPOAA AaHHbIX Ha-
konneHun. B 1953 r. Hornbostel & ScribagnarHo3 b® snep-
Bble NMOATBEPKAEH MO pe3ynbTatam broncum Koxu. B 1962—
1965 rogax nccnegosatenu Opitz c coasTopamm 1 Wiseet. al.
YCTAaHOBW/IN HaC/IeCTBEHHDIN, CEMENHbIN XapaKTep 3abo-
neBaHua, a B 1967 r. R.O. Bradyetal. oTKpbinu nepBuYHbIN
OUOXMUYECKNT AieeKT — HE[OCTATOUYHOCTb LIePaMUaTpu-
rekcosupaasbl (a-ranakrosmaasbl A — a-FAJ1 A) [3]. Mo3gHee,
B 1989 r., yganocb cekBeHupoBaTb reH a-fAJl1 A, uto gano
BO3MOXHOCTb CMHTE3UPOBATb 3TOT GePMEHT in vitro 1 uc-
nonb3oBaTb ero Ana nposeaeHna GepmeHTO3amecTUTESNb-
How Tepanum (O3T) y 6onbHbIX BO [1]

Knaccugpukayus 6one3Hu @abpu. BeigensatoT gse dopmbl
3aboneBaHusA: C Knaccuyeckm GeHOTUMNOM 1 He Knaccuye-
CKUM $EHOTUMOM (TaKKe U3BECTHbIN KaK C MO34HUM Hava-
NOM), HbIMW CNTOBaMK, aTUMNYHBIA BapUaHT.

B nepsom cnyyae npusHaku u cumntomMbl BO moryT Ha-
6n0aaThCsl C PaHHEro AeTCTBa U HOCAT MOSIMOPraHHbIN Xa-
pakTep. K Taknm npusHakam OTHOCATCA HeBponaTnyeckas
605b, BEPTULMIAPHAA POroBUL, XKeNTyAOUYHO-KMLWEeYHble
CYMMTOMBbI, TMNOTMAPO3 1 aHrMoKepaToma. K oTCpoUeHHbIM
NposBfeHNAM 6051e3HN OTHOCATCSA XPOHUYECKON 6onesHu
nouek (XbI1) c noyeyHo HEAOCTAaTOYHOCTbIO, TUNEPTPOPU-
yeckan KapAvoMMonaTuA, HapyLleHna pUTMa 1 NPoBOAN-
MOCTU, TYrOyxocTb (OpaguaKky3usi Uiy runoakysusl), Hapy-
LIEHVe MO3roBOro KpoBoobpalleHua. B gaHHOM BapuaHTe
XapaKTepHO OTCYTCTBUE WU 3HAUMMOE CHIUKEHUe (MeHee
3 9% OT oXKMaaemoro 3HauveHus) ot a GalA.

Bo BTopom cnyyae npusHakm n cumntombl O popmmpy-
loTCA B 6onee nosgHeM Bo3pacTe, 3To bonee nerkuii BapuaHTt
TeueHusa 3aboneBaHna. OQHOMOMEHTHOE MopaXKeHne Bcex
Bbllle YKa3aHHbIX OPraHoOB MuLLUEeHel MOXeT ObITb He3Ha-
YMTeNIbHbIM U OTCYTCTBOBATb BOBCE, HO NMPU 3TOM Habsto-
JaeTca npenMyLLecTBEHHOE NopaXkeHne OfHOro opraHa u,
Kak npasuno, Taxenoe. lNpn HeknaccMyeckom BapuaHTe
BO valle nget nopaxeHune rofOBHOrO Mo3ra, cepaua unu
nouek. B gaHHOM BapuaHTe xapakTepHO He 3HauuTenbHoe
CHUXeHue ypoBHA a GalA. OfHako e nopaxeHue ceppua
ABNAETCA OOHOW U3 CaMbIX PACnpPOCTPaHEHHbIX KNMHNYe-
CKUX NPOSAIBAEHUN Y NaLMEHTOB C 06oumn BapraHTamu bO.

KakoBa e 3MuaemMmonorus faHHoro 3abonesaHus?
be3ycnoBHO, BO OTHOCUTCA K PeaKrM MPOrpeccupyowmm
3aboneBaHuAM. MokasaTeny CTaTUCTVKM O PAcnpPOCTpaHeH-
HOCTU AaHHOro 3abosieBaHVsA BapbypyeT B LWNPOKUX Mpe-
[enax, 1 HanpsaMmytlo 3aBUCAT OT ¢eHoTMNa 3aboneBaHuA.

Cepus: EcmecmeeHHble u mexHu4yeckue Hayku N2 10 okmabpe 2025 2.

M3BecTHO, UTO Y MaLUMEHTOB C Knaccuyeckum GpeHoTurnom
ot 1 Ha 117 000 go 1 Ha 476 000 cpean HaceneHnA B LIESIOM.
[5,15] Mpwu 3Tom HabnogaeTca npeobnagaHne pacnpocTpa-
HEHHOCTW Y My>uuH: 1 Ha 40 000 1 1 Ha 60 000. C yuetom
$EeHOTUNOB C MO3AHMM HauyanoMm, OYeBUAHO, NpeAanosara-
eTca 6onee BblCOKaA ¢aKTUyecKaa pPacrnpoCTpPaHEHHOCTb
JaHHOWM natonorun. Tak No JaHHbIM €BPOMNenckoro MHOro-
LLeHTPOBOIro  MCCNefOBaHNA, MNPOBEAEHHOrO DJIMOTOM
1 coas. 3 1386 nauneHToB c TKM y 0,5 % Obinu BbiABEHDI
naToreHHble MyTaLuun ranakrosungasbl. B gpyrom nccnepgo-
BaHuu, nposegeHHom Eng C.M., Germain D.P. n coasT. ya-
CTOTa MaTOreHHbIX MyTaLuumn BO BpemMa CKpUHMUIa cocTaBuna
1 %. lHTepecHble gaHHble NOJTyYeHbl MO pe3yfbTaTam CKpU-
HUHTOBbIX NccnegoBaHui B itanuun, 3to o 1 Ha 8800 HOBO-
poxaeHHbix. B TaBaHe B xofe aHanorm4yHoro nccrnepoBsa-
HUA Nony4eHbl pe3ynbratbl 3T0 1 Ha 1600 HOBOPOXKAEHHbIX
ManbumKoB. [3, 15]

YcTaHOB/IEHO, YTO CpefjHUI BO3PacT MOCTaHOBKWN Aua-
FHO3a y MYXUMH W XeHLWWH coctasnaet 24 n 31 rof coot-
BETCTBEHHO. B TO Xe BpemA He AMarHOCTMPOBAHHbLIN MU
He JleYeHHbIi TUMUYHBIA BapuaHT BO MoxeT cokpaTuTb
NPOAOMKNTENIbHOCTb »KM3HM A0 15 NeT y MyX4nH U [o
20 neT y KeHLH.

NHTepecHble AaHHble TakXe MoayyeHbl Npu aHanmse
pacnpocTpaHeHHOCTU B ¢ paHHUM VHCYNBTOM Yy MYXUMH
M XeHwuH 4,2 % n 2,15 % coOoTBETCTBEHHO, Y NauMeHTOB
¢ KM HeacHoro npouncxoxgeHnna 0,9 % n 3,9 %, ay naumen-
TOB C TEPMUHANbHOWM NOYEYHOWN HegocTaTouyHOCTbio 0,33 %
10,10 % [11,13,14].

KogupoBaHue 3aboneBaHnsA Uy coctosHUs no Mexay-
HAapOAHOW CTATUCTMYECKON Knaccupukaumm 6GonesHen
1 Npo6sieM, CBA3aHHbIX CO 300POBbEM.

B kateropuun MKb — E 75.2 — [Ipyrue chuHronunumaosbol
(6onesHb Mabpw).

Bone3Hb Mabpu: KAMHMYeCcKas! KapTUHa,
AVBrHOCTUKA U AeHeHne

BO mMHoronmka m UmeeT pa3HOOOPa3Hble MPOABIEHUS
Jake y UneHOB OHOW ceMbU. KnuHnyeckas KapTnHa Bapbu-
pyeT OT MOSHOrO OTCYTCTBUS CUMMATOMOB AN nerkon ¢op-
Mbl O TAKenon. CnekTp BO3MOXKHbIX anob BecbMa pasHo-
0ob6paszeH 1 3aBUCUT OT pAJa TakMX MPUYKH KaK, Hanpumep:
dopma 3aboneBaHWsA, TeHAEPHON MPUHAANEXHOCTY, BO3-
pacta MaHudecTaumm n T.4.

CepoeyHo-cocyoucmele nposesieHus. YCTaHOBJIEHO, YTO
noBpeXAeHne MMoKapa ABNAETCA NPOrHOCTUYEeCKN Hebna-
ronpuATHbIM 1 YacTbiM nposasneHnem bO. CornacHo paH-
HbIM CTaTUCTUKN Y 34 % MyXUMH 1 57 % KeHLWWH MMeHHO
noparkeHue cepfua CTOUT Ha NePBOM MecTe cpefu NPUYnNH
netanbHoro ncxoga. Mexanunsmbl nopaxeHuna CCC apnaetca
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KITHHHYECKHE
NPOABRITEHHA

DKI

SXOKAPAHOTIPADHA
H MPT C TATOJIMHHHEM
H TI-KAPTHPOBAHHEM

JIABOPATOPHBIE

Muxpoansfy MuHypus TAHHBIE

Puc. 2. KnuHnyeckme npoasrieHns 1 pe3ynbraTbl 1abopaTopPHbIX M MHCTPYMEHTANIbHBIX MCCNef0BaHWUiA, KOTOpble MOTryT
yKasbiBaTb Ha 6one3Hb ®abpu [4,5] Bonee TeMHbIM LIBETOM 0603HaueHbl 6osee xapakTepHble MPU3Haku 3aboneBaHus.
pCK® — pacyeTHas cKopocTb Kiyb6oukoBon dunstpaumm, XCH — xpoHnyeckas cepaeyHas HeJoCTaTOYHOCTb

CNeACTBMEM OT/IOXKEHUA MUKOCPUHIONMMAOB B Kapauo-
MUounTax, SHAOTENNANIbHbIX U MMagKOMbILWeYHbIX COCyaoB,
KneTKax 3HAOKapha 1 npoBogsAulen TKaHu, Grbpobnactax
KnanaHos [5, 11]. Bce 31o npuBogunT K popmrpoBaHuio MK,
AVAcToNNYeckon ANCOYHKUMU, UWEMUM MUOKApAa U BO3-
HVKHOBEHUIO HapyLUeHWI pUTMa 1 MpoBogMMOCTY. OfHaKo
B MaToreHe3e YYacTBYIOT TaKXe MeXaHM3Mbl BOCManeHus
MMUOKapAa 1 ayTOUMMYHHbIE peakLmm.

CornacHo AaHHbIM NCCNEfOBAHUN NPY CKPUHUHTE Ha BO
cpepu 6onee 5400 nayuweHnToB ¢ [T1XK n/vnu F’KMI HescHON
3TUOSIONMN YacTOTa NAaTOreHHbIX MyTaumn coctasuna 0,93 %
1 0,90 %. [13,14]. Opyrumn npoasneHnAMU faHHOro 3abo-
neBaHWA ABMAIOTCA HapylleHWA pUTMa U NPOBOAUMOCTN.
MNpossnenune NBC B BuAe nHdapKTa MMOKapha BCTpevaeTcs
y 2 % naumeHToB ¢ b, a B Buae cteHokapauny 13-20 % na-
LUMEHTOB 1 Yalle B coYeTaHUn ¢ runeptpodrieinn Mrokapaa
NeBOoro xenygouka. lNopakeHne KnanaHHOro annaparta npu
B® BCTpeyaeTcs YacTo, HO He NMEET 0COBOrO KIMHNYECKO-
ro 3HavyeHus. M Kak 6b110 yKa3aHHO Bblle, MPU HEKlaccu-
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yeckon Gpopme C MOHOCMMMTOMHbIM TEUEHVEM MOpPAXKEHNE
cepAaua ABNAETCA eAVHCTBEHHbIM npoaseHnem bO.

lopaxeHue noyek. BO3MOXHO, Kak M30/IMpOBaHHOE MNo-
paeHune NoyeKk Npu Heknaccnyeckom BapraHTte bO, Tak n B
COBOKYMHOCTM C APYrMU CUHAPOMaMM NPU KINacCU4eCKoM
ero BapuaHTe. Yallle Bcero nopaxeHvie noyek popmupyetcs
B NOAPOCTKOBOM Meprofe nauneHTa 1 maHndectupyer He-
bpuTMYECKM BapmaHTOM MOYEBOrO CUHAPOMa C nocneay-
IOLLVIM NMEPEXOAOM B HEPPOTUYECKUNI CUHAPOM, CHUKEHVEM
bYyHKUMM Noyek BMAOTb 10 TEPMUHANIbHOW XPOHUYECKON
NnoYyeyHoO HeJOCTaTOYHOCTM, KOTOpas CNTY»KUT OJHOMN 13 OC-
HOBHbIX MPUYNH NeTanbHOro ncxoga naumeHTos [17,18].

lacmposHmeponozuyeckue npossieHus. KnnHnuyecknmm
NPOABNEHUAMN BOBNEYEHMA B MATONOrMYeCKNn npouecc
KT, aBnstoTcsa Takue Mano cneunduyHble CUMMNTOMbI Kak
CHVXKEHMe anneTuTa, CHUXKEeHMEe MacCbl Tena, nepuognye-
CKMe cxBaTKkooOpasHble 605V B KUBOTE, B3[YTHE >KUBOTA,
HEeYyCTONYMBBIV CTY/, TOWHOTA, pBOTa. MaHudecTaums ra-

Cepus: EcmecmeeHHbie u mexHu4veckue Hayku N° 10 okmabpb 2025 2.
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CTPO3HTEpPONOrMyeckmx npoasneHnin bO Habnopaetca
yalle B JETCKOM 1 toHOLWeCcKkoM Bo3pacTte [11,15].

lMopaxxeHue HepsHoUl cucmembl. BO3MOXHbI NOpa)keHUsA
nepndepnyeckon N LeHTPaNbHON HEPBHON cuctemsl. Mo-
NMHEeBPONaTUV NPOABNAETCA, Kak pe3ynbTaT NoBpeaeHne
neprdeprnyeckon HepPBHOWM CUCTEMbI Y OTHOCATCS K CPaBHU-
TeJIbHO YaCTbIM KNMHUYECKM cuHApomam npu bO. Bctpeya-
eTca y naumeHToB B 60-80 % crnyyaeB B BUAE XPOHUYECKOM
BblpaXeHHO, NOPO M3HYpAILEe HeBponaTnieckum 60-
NEeBbIM CIHAPOMOM B KOHEUYHOCTAX, akponapacTe3namu, an-
noavHuwen, runepnatuei. Mo xapaktepy gnutensHoro 6one-
BOro CUHAPOMA Pa3nuyaloT CiefytoLine BapuaHTbl: Kryyas,
cTpensawoLwwasn, NpoH3atLlas. B natoreHese HeBponaTuu Bbl-
OenAlT ABa MexaHu3Mma: LeHTpanbHbIv, nepndepmnyeckmin
1 BereTaTVBHbIV. B nepBoM ciyyae 3a cueT Kanbundrkaumm
Tanamyca npu bO. B ocTanbHbIX ciyyasax 3a cyeT Hakonse-
HKA rmoboTpuao3uLepamraa B akCoHax HepPBOB, raHIMNAX
3aHUX KOPELLKOB 1 B COCYAax HepPBOB (NaT. vasanervorum),
BereTaTMBHbIX HEPBHbIX BOJIOKHAX U Kak ClieAcTBME CTPYK-
TYpHble MOBPEXAEHNA TOHKMX HEPBHbIX BOJIOKOH. Takke
Mo NpuYMHe CKOMNIeHnA rnoboTprao3nILepPamMmga, Ho yxe
B MOTOBbIX »eJle3ax 1 B CTeHKaXx, KPOBOCHAOXaloLWKX NX CO-
CcynoB B GOMbLUMHCTBE C/lyYyaeB BCTpevaeTcs rmrnoruapos
WV @aHTAPO3.

B Buze 60ne3Hn MasnbIx COCyOB (apTepuon 1 apTepuii)
HabniofalTcA MopaXeHre LieHTPaNbHOW HEPBHOW cucTe-
Mbl, OHO NMPOABAAETCA TAKUMU COCYANCTbIMU KaTacTpodamu
Kak TUA, vwemMnyecknin nanm remopparnyecknini MHCynbT
B Bo3pacTe oT 20 fo 50 neT. Mo3roBoi MHCYIbT MOXET ObITb
oaHon 13 GopM MOHOCMMIMTOMHOIO BapuaHTa aTUMUYHOM
dopma BO. PacnpocTpaHeHHOCTb MHCYNbTa NPY 3TOM OKO-
N0 69% 1 4,3% y My>XUNH N KEHLUNH COOTBETCTBEHHO.
MNMocnepcTBriemM XpOHMYECKOW MWeMMM MO3ra ABNAeTCA Co-
CyQucTan fgemMeHuus, BKIYaloLwasa CHYKeHE NaMATU, KOH-
LeHTpaLunm BHUMaHNA M noBegeHYecKme HapyweHna [11,18].

[MopaxeHue numpamuueckol cucmemel. B HekoTopbIxX
CIlyyasx MOXeT HabnogaTbca numbenemMa, (matonornyeckoe
HakonneHue 6oratoli 6efIKoM XULKOCTY B UHTEPCTULMATb-
HOM NPOCTPAHCTBE, KOTOPOE NPONCXOANT U3-3a HapyLLEHWUA
TpaHCMopTa IMMdbI 1 CONPOBOXKAAETCA YBENMYEHEM 06b-
éMa nopakéHHoro opraHa). Jliumdbenema moxet 6bITb cnep-
CTBUEM BPOXKAEHHOIO UM MPUOOPETEHHOrO HApYLUEHNWA
TpaHcrnopTa Numdbl No nUMdaTUYECKMM COCyAiaM 3a cuyeT
OT/IOXKEHUA TMNKOSIMMAOB B CTEHKAX NMMbATUYECKUX CO-
cypos. [10,11]. B HayuHOW nuTepaType onucaHbl Ciiyyau
OCNIOXHeHMA numdeieMbl C pa3BUTUEM TPODUUECKNX HapY-
WEHUI 1 KaK CNeAcTBME U3bA3BNIEHNE KOXKHbBIX MOKPOBOB.

OmopuHonapuHzosiozuyeckue nposeneHus. [lposBne-
HUAMM, BOBNEYEHMA B NATONOIMMYECKMIA NPOLEeCcC OpraHoB
crlyxa U BeCTUOYNAPHOro annapata sBAAITCA WyM U/vnm
3BOH B yLax (0fHO- nnun ABYXCTOPOHHWI), HEMPOCEHCOPHasA
TYrOyXOCTb, FONIOBOKPY>KEHME.
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KoxHele npossieHus. AHTMOKepaTOMbl ABAAKTCA NPOAB-
NneHneM nopakeHns Koxn y naumeHTos b®. 370 yeTKo OKaH-
TOBaHHbIe Nanysbl KpacHOro, TeMHO-KpacHoro, 60paoBoro,
JINNIOBOTO WM CUHe-YyepHOro uBeTa B pa3mepe 0,2-1,0 cm.
NPerMyLLeCcTBEHHO PaCMoNOXeHbl Ha CMMMETPUYHbIX
yyacTKax B NMaxoBow obnacTu, Ha aroguuax, 6egpax, B 06-
nacT nynka, Ha nagoHAx. Ha HavyanbHOM 3Tane aHrmoke-
paToMbl MOABAATCA B JeTCKOM BO3pacTe Goniee CBeT/ble,
NNocKme, ferye NOAA[AAIOTCA CKATUIO, HO C BO3PACTOM YBeNn-
UMBAETCA MX KONIMYECTBO, pa3mepbl Y OHY CTaHOBATCA TeM-
Hee, TBepxe, 6onee BO3BbIWEHbI HAZ MOBEPXHOCTHIO KOXM.
OnuncaHbl ciyyaun pasBUTUA aHIMO3KTa3nM B CIM3UCTON pTa
N KOHbIOKTUBE. KOXHble NposAB/ieHNA He OTHOCATCA K 061-
3aTeNIbHbIM KIMHWYECKMM NPU3HaKaM.

Ogpmansmonozuyeckue npossgseHus. NopaxeHne Xpy-
CTanuKa u porosuLbl BCTpeuaetcs B 6onee yem 50 % y nauu-
eHTOoB C BO. TUNNYHBIM CUMNTOMOM ABAAETCA MOMYTHEHME
poroBuubl B Bufe 3aBUTKOB (70 %—90 % 6onbHbIX). Penko
BCTpeYaeTCcA NOMyTHEHNe XpyCTannka B BUAE pagnanibHOM
3aiHen CcybKancynApHOW KaTapaKTbl, T.H. «KaTapakTbl Qa-
O6pu» U ABYCTOPOHHEN nepefHel KancynsapHOW 1 nogkan-
CYNAPHOW KaTapaKTbl HO OTHOCATCA K MaTOrHOMOHWUYHbIM
npu3sHakam [7,8].

BHewHue npossJieHus. |_|pl/| FreMN3UTOTHbIX MY>XYMHaX
4yacTo Ha6J'IPO£|,aIOTCFI BHelWHNne Npu3Hakn cxofHble C npu-
3HakKaMu aKkpomerannym — BbiCTynawowne Ha,[l,6pOBHbIe [yrn
N NobHble 6yrpb| BbICTynalowaa HUXHAA 4YenoCTb yBen-
YeHHble I'y6b| 1 3anaBlad nepeHocnua.

OcobeHHOCMU KJTUHUYeCKoU KapmuHbl 8 0mMCcKOM U noo-
pOCMKOBOM 803pacme.

Mo 6onblen yact cumntombl BO BcTpevatoTca B noa-
POCTKOBOM U IOHOLLECKOM BO3pacTe 1 Toxe BpemMa Beprdu-
Kauua gmarHosa by gete 3aTpygHUTENbHA B CUITY He CneLl-
NPUYHOCTN CUHOPOMOB 3abonieBaHMA. TaK, Hanpumep,
racTposHTeponiornyeckmne NposBeHnsa 3abonesaHna MoryT
CNYXWTb JINLLIb KOCBEHHbIM MapKEPOM B CUJTy CBOEI Mason
cneynduuHoOCTU. AHIIOKEePATOMbI B AETCKOM BO3pacTe yallie
efIHUYHble U MOTYT HabnogaTbCA B HETUMMYHOWN NOKanu-
3aUMM Ha FPYAHON KNneTKe, CIM3UCTbIX NMONOCTU PTa, YLax.

Takxe Mano cneunduryHbl NPOABNEHWA MOPaKeHNA
cepAeYHO-COCYANCTON CUCTEMbl B BUAE MEPUOJNYECKOTO
He 3HAUMTENbHOrO0 CHWKEHUA W/WUAW MOBbILEHUA YPOBHSA
AJl, 6ecCMMNTOMHbIE U MATOCUMITOMHbIE GOPMbI apunT-
MW MO TUMY BereTaTUBHbIX HapyLleHWn. 3aTpyAHUTENbHA
CBOEBpPEeMEHHadA AMarHoCTUKa nopakeHusa nouek npu b,
TaK 3TO COCTOAHME MOXeT MPOABNATLCA NWLLb TPaH3UTOP-
Hol MuKoanbbymuHypuen. [11,15]. K 6onee pegkum mano-
cneunduyHbIM nposAsneHnam b® B ykaszaHHOM Bo3pacTte
MOXHO OTHECTW [IOCCUT, rPaHyNeMaTo3HbIN XeNnuT, ocTe-
OMeHus, OCTEONMOPO3, MMMOTUPED3, YTONLLEHNE KOHLIEBbIX
danaHr, aHemMms, HapyLLeHre AbIXxaHuA 1 TA.
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AnarHoctuka 3aboneBaHNs

B noctaHoBke guarHo3za bO® vmeloT 3HaueHMe AaHHble
aHaMHe3a U KJIMHUKO-TAabopaToOpHbIX (MONEKYNsAPHO-reHe-
TUYecKne N bUoxmmMmmyeckue) MeTofoB nccnegoBaHua. na
BepudMKaumm Knaccmyeckoro BapuaHta bO® umeet 3Haue-
HME COBOKYMHOCTb MOpPa)KeHUA Pa3fiNYHbIX OpraHoB, npu
3ToM BepudrKaLma aTUMUYHbBIX BapUaHTOB BO3MOXKHa Npu
CKPVHWHIe rpynn pucka. BaXKHO 0TMeTUTb, UTO Y BCEX MaLu-
€HTOB C MHCYNbTOM B MOJIOAOM BO3pacTe v runeptpodurei
MUOKap/a N1eBOro Xenyfoyka HeACHOW 3TUONOrnmn Heobxo-
ONMO NpeanonoxnTsb bU.

JlabopamopHsvie duazHocmuy4eckue ucc1ie008aHuUs

1. ®epMeHTHbIN TecT: onpefeneHne aktTusHocT ATAJ]
B MATHAX KPOBW, BbICYLIEHHbIX Ha GUIBTPOBaNbHOM
6ymare unu B feikouuUTax KpOBM BCEM MaLMeHTam
MY>KCKOTO U MEHCKOro nosa, OfiHaKo y TpeTu nauu-
eHTOK ¢ bO pgaHHbIN NokasaTenb MOXKET OKa3aTbCA
B Mpefenax Hopmbl.

2. BbisBneHve myTauum B reHe, kogupytowmm ATAJ
O1A MY>XUMH CO CHUXKEHHOW aKTUBHOCTbIO depMeH-
Ta N ANA XKEHLWMH C KNMHUYeCKMM npusHakamu bO
C NPUMEHeHMeM CeKBEHUPOBAHMA BCEX 3SK30HOB
N MPUIK3OHHbBIX Y4acTKOB WMHTPOHOB no CeHrepy.
JaHHbIN MeTop Takxe HeobxoaWM AnA BbiABNEHUA
cemenHomn myTaumm reHa GLA y pogCcTBEHHUKOB Npo-
6aHfa, C Uenbio NpeHaTanbHON U NpeuMMnIaHTaLm-
OHHOW AMArHOCTMKM, a TaKkKe ANA BblABNEHUA reTe-
PO3UrOTHbIX HOoCUTeNbHUL BO.

3. KonunuyecTBeHHoe onpegeneHne rnoboTpraosunsc-
buHrosmHa (Mn30-Gb3) B NATHaX BbICYLLEHHOWN KPO-
B/ WU MNfasMe KPOBM NMPOBOAMTCA BCEM MaUMeH-
TaMm, Kak C Lenblo OMOXMMMYECKOro NoATBEPKAEHNA
AvarHo3a b®, Tak u Lenblo GOXMMUYECKOTO MOHU-
TOPUHra Tepanuu C y4eToM TOTrO, UTO AaHHbIV MeTa-
60nUT He JOCTUraeT HOPMasbHbIX 3HaYeHWI y nauw-
eHToB ¢ Ob.

4. TpoBegeHve nabopaTopHbIX WCCNeAoBaHUN Co-
rMacHO KJIVMHUYECKM peKOMeHAALMAM Mo BefeHuA
naumeHToB ¢ XIMH (He pexe 1 pa3a B 6 mecALeB), ru-
neptpoduuveckorn KMI npu Hanuumm KAMHNUYECKMX
noABIEHNN NOPaXKeHUN NoYeK 1 cepaua.

5. Bce nauueHTam C Lenbio BblIABNEHMA NaToONornn no-
yek pekomeHpyeTca perynapHoe (He pexe 1 pasa
B 6 MecALeB) onpeaeneHre ypoBHA 6enka u anboy-
MWHa B Moye v onpegeneHue CKO.

6. lMpoBefeHre GroncMmM 1 NaToNOroaHaTOMMYECKOro
nccnefoBaHMA TKaHeN noyek 1 cepiua pekomeHay-
€TCA TOSIbKO NULb B CIIOXHbIX AnddepeHumnanbHo-
AMarHocTuyeckux cnyyasx. [6,10,11].

WHcmpymenmaneHele duazHocmudeckue ucciedo8aHus

C uenblo BbiABNEHUA rMNePTPOGUN MUOKapaa NeBOro
XKenypgouka nokasaHo nposefeHune JKI, OxoKl (1 gonnnep
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9x0oKT), MPT. Takke pekomeHpyeTca nposegeHue MPT ro-
NOBHOrO MO3ra Af1A BblABIEHNA BO3MOXKHOIO MOpPakeHuA
6enoro BellecTBa rofIOBHOrO Mo3ra (nerikoapeos), ceporo
BellecTBa (Kanbundrkauma 3agHero Tanamyca), nemmye-
CKMX 04aroB, BHYTPUMO3rOBbIX FeMaTOM, COCYAMCTblE Masib-
dopmaumn. ononHUTENbHO PEKOMEHLOBAHO NpoBefeHne
TOHANIbHOW ayANOMETPUM Kaxkable 3 roaa Anst 06HapyXeHus
CHUXKeHUA cnyxa.

B nnaH o6cnefoBaHMA NaLMeHTa Tak»Ke BXOAUT KOHCY/b-
Tauumm Kapanonora (He pexe 1 pa3a B 6 mecAueB) 1 OKynu-
cTa (He pexe 1 paszaB 3 roga) [11,14].

JleweHue, sknodarowee MeouKameHmMOo3Hy U Hemeou-
KameHMO3Hylo mepanuio. BblgensitoT naToreHeTUYeckoe,
CUMMATOMATUYECKOe 1 XUpYpruyeckoe neveHue. 31o dep-
MEHTO3aMeCTuTeNbHasA Tepanus, LWarepoHHas Tepanus.
Ha ctagum KNVHWYECKMX WCMbITaHUA HAxXO@sTCA ppyrue
METOAbl NIeUeHs, Takne Kak cybcTpaTHaa Tepanus, apyrve
depmeHTO3aMeCTUTeNbHbIE CPeACTBa, FeHHasA Tepanus.

I. lamozeHemuy4eckasa mepanus. B pamkax natoreHeTu-
Yyeckol Tepanun paccmaTprBaeTca GepMeHTHasa 3amecTu-
TeNbHaA Tepanus, KoTopasa NpeAcTaBfieHa AByMsA npenapa-
Tamu Ha PoCCUincKkom hbapMaL|eBTUUECKOM PbIHKE Ha laHHbII
neprof BPeMeHU: arancupasa-a u arancvpasa-f. ddodek-
TUBHOCTb Tepanuu oueHnBanacb B 6onee yem 48 npocnek-
TUBHbIX NCCNIeAOBaHNAX, B pe3ynbTaTe KOTOPbIX OTMevasca
C NMONOXKUTENbHBIN 3OPeKT Ha POoHe NTeYeHuns B BUAE YMEHb-
LeHne Maccbl MUoKapaa, CHUxeHre ypoBHACh3 B TKaHsAX
MoyeK, yMeHbLUeHNe HEBPOMATUYECKON 60K, ynydlleHne
cnyxa M KauyecTBa XM3HW. TakKe paccmaTpurBaeTcs npu-
MeHeHMe LWanepoHa (MuranacraT), KOTopblin B Poccuiickoi
Depepauny Ha [HdaHHbI MOMEHT He 3apermcTprpoBaH.
K HOBbIM BapuraHTam nieueHuna cybcTpaT-peayuupyoLLen Te-
panuy OTHOCATCA NyuepacTaT W BEHIycTaT, KOTopble Npo-
xopaaT 2-3 da3zbl uccnegoBaHus. B HacTosLlee BpeMs Takxke
pa3pabaTbiBalOTCA HOBbIE MErMANPOBaHHble Gopmbl a-Tan-A
(neryHurancnpgasa — a) npenapatbl AnA FeHHON Tepanuu
n Tepanum MPHK [9,11]. YcnewHocCTb Tepanun Hanpamyo
3aBUCUT OT pOopMbl 3ab0ONEBAHNA, CPDOKOB Havasa Tepanuu,
[l03bl NpenapaToB, BO3MOXKHOMO Pa3BUTUA aHTUTEN K KOM-
MOHeHTaM npenapara 1 paga apyrux GakTopos.

Il. Cuunmomamudyeckaa mepanus. B cBA3n ¢ oTCyTCTBU-
€M [iaHHbIX MO PaHAOMU3UPOBAHHBIM KOHTPONPYEMbIM
NCCNefoBaHUAM €CTb CCbUIKM Wb HA MHEHue JKCrep-
TOB M OMbIT IEYEHUA Pa3HbIX FPYMn NauueHToB 13 Pa3HblX
CTpaH. Taknm 06pa3om, cuMnToMaTYecKas Tepanust MoXXeT
6bITb Ha3HaueHa Mo pelueHnto BpavebHol kommccum [11].
Tak gna neyeHna 60neBOro CMHAPOMa pPekoMeHIyeTcA 13-
6eraTb TpUrrepHble GakTopbl, HANPUMEP, UHTEHCUBHbIE (U~
3UYeckme Harpysku, KonebaHusa TemnepaTypHoOro pexmnma
(xonopHana n/unu xapkas noroga), SMOLMOHaNbHBbIN CTPecc,
noBblleHe TemnepaTypbl Tena. Mpy HanMymMM y nauneHToB
dubpunnaAuMKM Npeacepanii pekoMeHayeTcAa HasHaueHue
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aHTUKOArynsaHTHON Tepanuu ¢ NpumMeHeHnem BapdapuHa.
Y nauueHTOB C AWCMENCUYECKUM CUHAPOMOM [OMyCKaeT-
€A MPUMEHeHVEe UHIMOUTOPOB NPOTOHHON MOMMbl UK Hy-
rMMCTaMMHOBBIX peLenTopoB. Mpu HanuuMm NPOTENHYPUM
N CMHOPOMA apTepuanbHON MMNEPTEH3NN PEKOMEHAYeTCA
MOAKIIOYEHNE C HEPPONPOTEKTUBHOW LIENbIO MHIMOUTOPOB
AMNO® nnn 6nokaTopoBs aHrnoTeH3uHa ll.

lll. Xupypeuueckoe nedyerue. B cnyvae popmumpoBaHus
TEPMVHANbHOM MOYEeYHOW HefOoCTaTOYHOCTU Heobxoau-
Ma Tepanusa reMmoamnannsom U/unu TpaHcriaHTauua noykm
COrNacHO CTaHAAPTaM U KIMHUYECKMM pPeKOMeHAAUMAM
no BeAeHMo AaHHOWM NaToNormu.

Mpu peructpauymm y naumeHToB ¢ bO aTpro-BeHTPUKY-
NAPHON 6NoKafbl B COOTBETCTBMM C AEWCTBYIOWMMU KU-
HUYECKUMU CTaHAAPTaMU N PeKOMEeHZAUMAMU MMMIaHTa-
UuMA BOAMTENA PUTMA, @ NPU HalIMYMK KIU3HE -YrpOoXKatoLLmx
apuUTMM — UMMAHTaUMsA KapavnoBepTtepa-gepubpunns-
TOopa cooTBeTCTBEHHO [11]. [pn HaNUUMM KOXHbIX NposABIe-
HUK NO COrNacoBaHMIO C NaLMEHTOM peKOMeHayeTcA yaane-
HMe aHrMoKepaToM C MOMOLLbIO QPrOHOBOrO Nasepa.

3aKAlo4HeHue

Pe3ynbTaTbhl MpOaHanM3MpPOBAHHbIX WCTOUYHWMKOB JINTeE-
paTypbl: COrNacUTeNIbHbIX JOKYMEHTOB, MeTaaHan13bl, 0630-
pbl MTepaTypbl, CTaTbl, KIMHUYECKME Cilyyan YKas3blBalOT
Ha TO, UTO 3a NocneaHue rofbl bnarogapsa 6onee rnybokomy
M3YYEeHUIO JAaHHOWM MaTOSIOrMM 3HAUYUTENIbHO YCOBEPLUEH-
CTBOBA/INCb NMOAXOAbI K AVATHOCTUKE 1 JIEUEHMIO GONE3HU
®abpun. OgHaKko ocTaloTcst NpobnemMbl MO3AHEN AMArHOCTU-
Ku B® n, Kak cnefgcTeue, No3gHA MHULMaUus cneundurye-
CKOW Tepanuu, YTo BAUSIET HA MPOFHO3 M KauyeCcTBO XM3HU
nauveHToB. [lanbHelilwee yrnybneHHOe N3yyeHre CIIOXKHbIX
BOMPOCOB MaTodusmonorny 3aboneBaHns MO3BONUT YCO-
BEPLUEHCTBOBATb M YNyUlUMTb 3Tanbl ANArHOCTUKKN 1 fleye-
HWA JAHHOW MaTONOrMU N COOTBETCTBEHHO OMTUMU3MPO-
BaTb MHAUBMAYANbHbIV NOAXOS BeleHNsA JaHHbIX KaTeropum
MaLUVEeHTOB B peasibHOW KNIMHMNYECKO MPaKTUKe.

KoHgnukm uHmepecos. ABTOpbI 3aABNAT 06 OTCYT-
CTBUM NOTEHLMANIBHOTO KOHGNIMKTa MHTEPECOoB, TpebytoLle-
ro packpbITA B JAHHOW CcTaTbe.
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