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B 0630pHOI1 CTaTbe OCBELLEHbI Pa3/INyHbIE ACNEKThI KIIMHUYECKOro peHoTnna 6one3Hun NMomne ¢ Nno3agHMM HaYanoM Kak MyJb-
TUCUCTEMHOrO HacneaCcTBeHHOro MetTabonnyeckoro 3abonesaHus. MprBeaeHbl 06WwmMe ceeageHns o 6onesHn NMomne, BKO-
4Yas MOMEKYNSIPHYIO TEHETUKY, 3NUAEMUOSIOTNIO, NPUHLMMBI AMArHOCTUKN U NaToreHeTudeckon tepanuun. MNMogyepkuBaercs
BaXHOCTb Hanbonee paHHel AnarHocTukn 3abosieBaHns, SBASIOLLEroCs eAUHCTBEHHOM KypabebHO HacneaCcTBEHHOM MUO-
auctpoduein. PaccmoTpeHbl BOnpock! aAnddepeHumanbHon agnarHocTukm 6one3Hm Nomne ¢ Nno3gHUM Havyanom U CXOAHbIX Mo
KIMHNYeckomy heHOTUNY HEPBHO-MbILLEYHbIX 3aboneBaHnin. MpeacTaBneHbl cBeaeHNs 0 GepmMeHTo3aMmecTUTeNlbHON Tepa-

nuu NnpenapaTom anroko3ugasa anbda (Manosanm).

KnioueBble cnoBa: 6051e3Hb [lomMne ¢ No3aHMM HavanoMm, KIMHUYeckasi CeMUoTrKa, MybTUCUCTEMHas naTonorus, audde-
peHumanbHas anarHocTvka, natoreHeTn4eckas repanvs, Manosanm.

O6wue ceepeHus o 6one3uu NMomne

BonesHb  lMomne  (BM)  (rukoreHos Il Twna,
OMIM #232300) — nporpeccupytoLLee HaCNeACTBEHHOE ayTO-
COMHO-peLieccrBHOE MeTabonuyeckoe opdaHHoe 3abonesa-
HVe, BXOAALLEE B rpynmny M30COMHbIX 60Ne3Hel HaKomIeHus.
3abonesaHne BO3HUKAET BCneacTeve aeduumta depmeHTa
Kucnon a-1,4-rnioko3naasbl, OTHOCALLLENCS K IM30COMasibHbIM
rmoponasamM 1 KaTanu3upyloLLlen BHYTPUKIIETOYHOE pacLuen-
JIEHWE IMKOreHa Ao MoKo3sbl. B pesynstaTe npoucxoauT He-
YKJIOHHOE aKKyMYA1POBaHNE HEU3MEHEHHOIO MMMKOreHa B Nn-
30COMax 1 LMToMnaasme KneTok-MuWeHen, NpenmyLLeCTBEHHO
B MOMEpPeYHononocaTbix 1 rmagkux Mbllilax, MMokapae, 4To
NPYBOZMUT K UX AUCTPODUM 1 rmbenn BCNeACTBME aKTMBaLMK
aytodarum [1-3]. B cBs3M ¢ Nog0OHbIM NPEenMYLLECTBEHHbLIM
pacnpefeneHnemM HakoMIEHU MUKOreHa pas3BMBaEeTCa Kiu-
Huyeckast kaptnHa Bl — nocTeneHHO HapacTatowas Mbilley-
Has cnaboCTb, NPVBOAALLAS K HAPYLUEHUIO X0ObObI U yTpaTe
NPVBLIYHOM GU3NYECKON aKTUBHOCTH, TMNOTPODUS U XMPOBOE
nepepoXaeHne MblLuL, C IPENMYLLLECTBEHHON 3aHTEPECOBAH-
HOCTbIO MbILLULL TYSI0BMLLA, TA30BOr0 Nosica 1 NPOKCUMasIbHbIX
OTLENOB HUXHUX KOHEYHOCTel (6enep), AblxaTebHbIX MbiLLL,
ofbllKa U Apyrne Npu3Haku ycyryonsioeinca abixaTeNbHoOMN
HEe4O0CTaTOYHOCTY, NPU3HAKM NopaxeHus Muokapaa. Hecmo-
TPS Ha NpeBannpoOBaHUE NATONOrMYECKUX U3MEHEHUIA B Mbl-
LLIEYHOIN TKaHW, N3ObITOYHbIE AENO3NThI IMMKOreHa 0BHapyXu-
BAIOT TAKXE B KNETKax APYruxX TKaHel (Hanpumep, B HeMpoHax),
noatomy Bl B HacTosLwEee BpeMs CHUMTAIOT MYJILTUCUCTEMHBIM
3a00NeBaAHNEM, OTINYAIOLLMMCS BbIPAXEHHBIM KIIMHUYECKMM
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nonuMmopdunaMom 1 aebioTupyoLmm B ntodom Bospacte [4].
WcTopus onucannsa u nsyseHns BN nogpobHo nsnoxeHa B nu-
Tepatype [5-7]. MpumeyatensHo, 4TO 31O 3aboneBaHne cTa-
/10 NepBO HO30/10rM4ECKONn HOPMON, BKIIOYEHHON B rpynny
NIM30COMHbIX BonesHein HakonneHus. feH 3aboneBaHns GAA,
KOOMPYIOLWMIA CUHTE3 Kkucnon o-1,4-rnoko3naasbl, Obin oT-
kpbiT B 1991 I, OH pacnonoxeH B nokyce 17925.3 n coctomT 13
20 2k30HOB [8, 9]. MoeHTndurkaums reHa coenana AOCTYNHOM
[OHK-anarHoCcTuKy, OCHOBAHHYIO Ha MPSIMOM CEKBEHMPOBA-
HuM Bcex 20 3k30HOB reHa GAA. B HacTosilee Bpemsi onnca-
HO 582 myTauun, OTBETCTBEHHbIE 3a pa3BuTMEe 3aboneBaHus,
MHOIMe N3 KOTOPbIX SIBASIOTCS YacTbiMU (MaXOPHbIMK) Ans
pasnuyHbIx nonynaumii [9]. PacnpocTpaHeHHocTs Bl B pas-
JINYHBIX MOMYNAUMSAX B 3HAYUTENBHOW CTeneHu konebnercs,
TOYHas ee OleHKa, Kak M OLeHKa Niloboro Apyroro peaxkoro
3aboneBaHusi, 3aTpyaHuTensHa [5, 6, 10]. OgHako onybnvko-
BaHHble pe3y/bTaTthl OueHky 3abonieBaeMocTn cpean adpo-
amepukarues (1: 14000), xutenet Hnoepnanoos (1 : 40000)
n xutenen tOxHoro Kutas v TaieaHs (B cpeaHem 1 : 50000)
CBUAETENLCTBYIOT O CYLLIECTBEHHOW 4AaCTOTE BCTPEYAEMOCTYU
BN 8 nonynaumm [1, 11, 12]. CornacHo AaHHbIM aMepUKaHCKMX
aBTOPOB, 3abonesaeMocTsb b1 B cpeaHem no CLUA cocTaBnset
1:40000 [13], n B HacTosALLEE BPEMS, NO-BUAMMOMY, 3TOT MO-
Ka3aTeNlb MOXET PaCLEHMBATLCA Kak CpeHee 3HaYeHre yac-
TOTbl 3a6onesaemocTyt Bl B Mupe. YunTbiBas KAMHUYECKUIA
nonmmopdnam 3aboneBaHnsi, HeLOCTATOYHYIO OCBEAOMJIEH-
HOCTb O HEM MPAKTUYECKUX HEBPOIOTOB M OYEBUAHYIO TUMO-
[IMArHoCTVKY, UCTUHHBIE Noka3aTtenu 3abonesaemocTt BN mo-
ryT ObiTb CYLLECTBEHHO HOIee BLICOKMMU.

B KNMHWYECKOW NpakTUKe NPUHATO BbIAENSTb ABA OCHOB-
HbIX peHoTvna Bl Ha ocHoBaHWMKM Bo3pacTta AebioTa 3abone-
BaHWSA — MHGAHTUNLHYIO (MniageHyeckyto) ¢opmy Bl (MBIT)
n BN ¢ nosgHum Havanom (BIMH). Mpu WUBM, kotopas cyu-
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TaeTcs knaccuyeckoi popmoit n onucarda M. MNMomne, 3abo-
nesaHune aebloTMpyeT Ha 1-M rogy mu3uu [14]. AKTMBHOCTb
kmucnow o-1,4-rmoko3naassl 0TCYTCTBYeT IMB0 CoxpaHseTcs
Ha ypoBHe <1% [10], BcnencTeume yero 3abonesaHue GbICTPO
NPOrpeccupyeT 1 NPUBOAUT K CMepPTH pebeHkKa Npu SBNEHNSX
reHepannM3oBaHHON MbllleyHo cnabocTn n anddy3HOR Mbl-
LeyHoi runotoHum (floppy baby — cuHapom Banoro pedeHka),
KapamMopecnmMpaTopHO HeJOCTaTOMHOCTM Ha GoHe napanuya
[ObIXaTeNbHbIX MbILWL, U TSXENOW KapAMOMMONaTUM, HEPEOKO
Takke oTmevaetcs rematomeranusi. Mpu BIMNMH octatoyHas
AKTMBHOCTb GEePMEHTA MOXET COXPaHATLCS Ha ypoBHe A0 30%
OT HUXHEW rpaHuLbl BO3PACTHOW HOPMBI, 4TO 0BYCNIOBNNBAET
6onee No3gHee Havano 3abonesaHus, BNAOTb 40 3PENOro BO3-
pacTta [10], 1 cyliecTBeHHO 6onee Markmin deHoTun. BosbHble
BIMMH 06bIYHO UCMBITLIBAIOT MbILIEYHYIO CNaboCcTb, Mpevnmy-
LLLECTBEHHO B MbILLLAX TYNOBULLA U NMPOKCMMAJIbHbIX OTAEN0B
HVDKHUX KOHEYHOCTEW, U CUMMTOMbI AbIXaTeNIbHON HeAOCTaTOu-
HOCTU, KOTOPAsi HEYKIIOHHO MPOrPeCCUPYET 1 HA PA3BEPHYTHIX
ctaamsx 3aboneBaHnst TpebyeT BEHTUAALMOHHOW NOAAEPXKN
[15]. YuuTbiBas nporpeccupymoLLyio npupoay 3abonesaHus,
OLEHKa nepuopda, npolleawero ¢ MomeHTa aebiorta BIMH,
BECbMA BaXHa B MJAHE XapakTepUCTUKM TEKYLLEro KJIMHW-
4eckoro craTtyca nauueHTa U kadecTtBa ero XusHu. OB6bl4HO
YPOBEHb CbIBOPOTOYHOW KpeaTnuHdochokmHasbl (KPK), koTo-
pas fBnSeTcs GOXMMNYECKUM MapkepoM 60NbLLMHCTBA MUO-
anctpoduin, Becbma yMepeHHo nosblwaetcs npu BIMMH (zo
5-7 pa3 oT BepxHei rpaHuLLbl HOPMbI) TGO ocTaeTcs B Npeae-
flax HopMasbHbIX PeEPEHCHBIX 3HAYEHNI [2].

B nocnegHue rofdbl B KIMHUYECKYID MPaKTUKY LUMPOKO
BHeOPEH HaleXHblli NnabopaTopHbIi AMArHOCTUYECKMIA TECT,
no3sonaoLmnii Bepuduumposatb cnyyan Bl 'y mnageHues un
B3POC/bIX, — UCCNEeO0BaHNE aKTUBHOCTU KUCNOW o-1,4-rmio-
KO31aasbl METOLOM CYXMX MATEH KPOBY C MOMOLLbIO TAHOEM-
HOWM Macc-CnekTPOMETPUM, 3TOT TECT DAKTUYECKN ABASETCS
“3010TbIM CTaHAAPTOM” CKpuHMHIA Ha Bl [16, 17]. Mpu atom
MONEKYNSIPHO-TreHeTUYeCKoe nccnegosaHne reHa GAA ¢ no-
MOLLbIO MPSIMOrO CEKBEHMPOBAHUS UCMOML3YETCS B KAa4eCTBE
JOMONHUTENbHOMO METOAA MPU  CIOXHOCTSAX WHTEpnpeTa-
UMM OaHHbIX 3H3UMOAMArHOCTUKM, a TaKkke MNpu npoBene-
HUM LOPOLOBOW (MpeHaTanbHOM W NpebIMMiaHTauyOHHON)
OHK-nnarHocTtukm [4, 6]. MeTon, Cyxmx NTEH KPOBM AOCTYMNEH,
JeweB B UCMOMb30BAaHUM U MUHUMANBHO MHBA3WBEH, KPOME
TOro, OH MO3BOJISET HE TONbKO BEPUPULMPOBATL AMArHo3 Ha
passepHyTon ctaguu BI1, HO 1 OCyLWeCTBAATL NPECUMNTOM-
HYI0 AMarHOCTMKY Y JL, U3 FPyMn pucka, B NepBylo o4epenb
no passutuio BIMMH, — y KAMHWYeCkn 300POBbLIX OPaTLEB U
cecTep NauneHToB, umetowmx 25% puck passuTtis 3abonesa-
HUS, UHAMBMAYYMOB C 2CUMNTOMHbLIM HEOOBSCHNMbIM CNabbiM
U yMepeHHbIM NoBbieHreM ypoBHs KK B kposu [18-20].
Mo paHHbIM Z. Lukacs et al., cenekTuBHbI CKPUHUHT METOLOM
CYXVX MATEH KPOBW Ha Hanuyme CHUXeHus GepMeHTHON ak-
TMBHOCTM Y 3076 GONbHBIX C KIMHUYECKON KapTUHOW Heand-
epeHLMPOBAHHbBIX KOHEYHOCTHO-MOSICHBIX MUOAUCTPODUIA C
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runepK®Kemueii No3BOAMA BbISBUTb CHUXEHWE aKTUBHOCTM
kucnoit o-1,4-rnoko3naassl y 7,6% o6cnenoBaHHbIX U, Takum
06pa3om, KoHcTaTnpoBaTtb Hanmumne y Hux BINMH [21]. Makcu-
MaJslbHO PaHHSIs M TOYHAsa AMarHoCcTuka 3ab0neBaHNs Kputuye-
CKM BaxHa, Tak kak Bl (kak WIBI, Tak n BINIMH) Ha cerogHaLw-
HUI AeHb SBNSETCS NPaKTUHEeCKN e AUHCTBEHHON KypabebHOM
HacneacTBeHHoV muoancTpoduelr. PaspaboTtaHa natoreHe-
Tnyeckas epmMeHTO3amecTuTenbHas Tepanus, CcrnocobHas
CYLLLECTBEHHO YNYYLUNTL KAYECTBO XU3HW NaLMEHTOB, CTabu-
NIN3MPOBATL KIMHWYECKOE COCTOSIHME, 3aMefnnTb NpOorpec-
cMpoBaHue 3a60eBaHNs 1 CYLLECTBEHHO YBENMYUTbL NPOSON-
XUTENbHOCTb XU3HU 60nbHbIX [10]. Ans neveHus Bl npume-
HAeTCS PEKOMOWHAHTHBIN aHanor k1ucnon o-1,4-rnoko3naassl
yesnoBeka — anrniokosnagasa anbda (Manosanm), CUHTE3Npye-
Masi C MCMONb30BAHVMEM KJETOYHOW JIMHUW, MOMYYEHHOW M3
AVYHWKOB KUTaMCKUX XOMSHKOB (NPOWM3BOAMTCS KOMMaHWemn
Genzyme, Bxopdawen B rpynny komnanmii Sanofi, CLLA). An-
raokosmaasa anbda BbinyckaeTcsa B AMOGUAN3MPOBAHHOM
Buae BO GnakoHax, BBOAUTCS BHYTPMBEHHO KanesibHO B 103€
20 mr/kr maccel Tena naumenTta 1 pas B 2 Hen. MNpenapart 06-
nagaet MUHUMYMOM NOBO0YHbIX 9P DEKTOB 1 XOPOLLIO NEPEHO-
CUTCS 6ONLLUMHCTBOM MALMEHTOB.

B TeyeHme MHOrmMx net knvHwuyeckmin denotun BIMH
paccMaTpuBanCs kak BapuUaHT KOHEYHOCTHO-MOSICHOW MWO-
OMCTPOOUN C CYLECTBEHHBIM BOBJIEYEHUEM [bIXATENbHbIX
Mbiwy,. OpHako B nocnegHue rofbl NOSIBUANCH CBEOEHUS O
3Ha4YnTENLHO 60Nee LUMPOKOM BOBAEYEHNM B NATONOrMYECKUIA
NpoLLEeCcC ApYrnx OpraHoB v cuctem [4]. YunTbiBas BaXHOCTb
CBOEBPEMEHHOI AMarHoCTVKM 3ab0neBaHns y B3pPOCbIX Nauy-
€HTOB B CBA3M C Hain4nem 3b@PEKTUBHON NaTOreHeTUYECKOon
Tepanuu, npeacTaBnseTcs HeobXoaVMMbIM MEPEOCMbICIEHNE
1 06006LWeHne kKnuHnyeckor cemuoTukn BITMH, co3paHune co-
BPEMEHHOO KIIMHWYECKOro NOPTPeTa 3TOro HAaCNEACTBEHHOIO
3aboneBaHus.

Knunuyeckaa cemuotuka bINMH

Mporpeccupyiowasa mmogucTpodus

CUMNTOMBI NOPaXEHNSI CKENETHBIX MbiLUL, — Hanbosnee xa-
pakTepHble knnHnyeckme nposisnexnuns BIMMH. MauneHTsl 06bIY-
HO MPeabSBSIOT Xanobbl Ha CNaboCTb MbILLLL MPOKCUMaIbHbIX
OTLENOB BEPXHUX N HUXHUX KOHEYHOCTEN, TYNOBULLA, HapyLUe-
HVe NOABWXHOCTM M yTpaTy crnocobHOCTH K BbICTPOMY nepe-
[BUXEHWIO, CHUXEHNE TONEPAHTHOCTU K GU3NYECKUM Harpys-
Kam, NMocTeneHHO NPOrpeccupyioLLyio 00LLYI0 YTOMASEMOCTb.
B 3aBMCMMOCTM OT XapakTepa 1 CTeneHy NopaxeHus MbiluL, y
VHOVBWAYYMOB BO3HUKAIOT TPYAHOCTU C NMOABEMOM MO NIECT-
HuLe, 6erom, npbikkamu, 3aHaTUSMU cnoptom [22, 23]. Mo
Mepe NporpeccrMpoBaHns 3aboneBannst 60bHbIM CTAHOBUT-
csl BCE CnoxHee NogHWmaTb pPykv Haf, rosioBOW, BbINPSMAATb
TYNOBULLE MOCNE Hak/IOHa BNepes, BCTaBaTb W3 MOSIOXEHWI
cuas, nexa Ha CrnvHe, cuas Ha KOpToYKax, NMoBOPaYMBaThCs B
noctenu. Mpu ocMOTpe Yy NauMeHTOB BbISBASETCS CHUXEHUE
CWJbl MPOKCUMANbHBIX OTAEN0B BEPXHMX U, 0COOEHHO, HUXKHUX
KOHe4YHoCTel, pasrnbatenei TynoBmLLa, U3MEHEHME NMOXOOKM.
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Mpu xoas6e 60NbHbIE NEPEABUTAIOTCS C BbINSHYMBAHNEM XMBO-
Ta BcneacTane chopMMpoBaBLLErOCS rMnepopao3a 06nacTm
MOSICHMLBI, C XapakTepHbIM NokaymBaHuemM 6egpamu (nepesa-
nunBatoLLasics, “ytmHaa” noxonka) [24]. CHuxaeTcs CKopoCTb
x0Ab0bl, BONMbHBIE NEPEXOANAT Ha YKOPOYEHHbIN Lwar, Hepen-
Ko paclmpsietcs 6asa ons obecneyeHnst yCToNYMBOCTY Npu
xoApbe. BO3HMKAET MOBLILIEHHBIA PUCK NafEHWA, cTpagaeTt
9HeproaddeKTUBHOCTb X0LbObI, 4TO CBA3AHO C OLICTPO HACTY-
natoLmm yTomneHmem [25].

Mpu nonbiTke NoAbEMAa M3 MONOXEHUS CUASA HA KOPTOY-
kax OonbHbIE aKTMBHO MCMONL3YIOT Npuem foBepca (nomora-
loT cebe pykamu, TaKk Ha3blBaeMoe “NecTHUYHOEe BCTaBaHWe”)
BCNEACTBME CHXEHUS UAN YTPATbI CUMbl MbILLL, CMIWHBI, Ta30-
BOro nosica v 6eaep [5, 26-28]. Mpu BCTaBaHMM 13 NONOXEHUS
nexa unm, HanpoTyB, YKNaablBaH!M B NOCTENb OO0MbHbIE C pas-
BEPHYTLIMU CTAAMSMU 3a601€BaHNS BbIHYXAEHbI NEpeMeLLaTh
HXXHUE KOHEYHOCTM pykamu. Ha paHHuX aTamax passutus
BIMIMH BbilweonucaHHble CUMATOMbI TPYAHO AnddepeHumpo-
BaTb B CUJy TOFO, YTO KIIMHUYECKW OHW XapakTepHbl Anst 60b-
LLIOrO KOMmM4ecTea Mmoamctpoduin apyroro reHesa. OgHako ¢
NOsIBIEHNEM TEXHONOTMN MArHWTHO-PE30HAHCHOW TOMOrpa-
dum (MPT) mbiw, npy BIMNMH 661 onpeneneHsl cneundu-
yeckme MPT-naTTepHbl BOBNEYEHUS B NATONOrMYECKUA NPO-
LIECC MbILLILL OKOJI0- M MOAN0NaTo4YHON obnacTu, pasrubatenei
NO3BOHOYHMKA 1 MblwL, 6eaep [29]. Psp aBTOPOB BbIAENSIOT
CBOE0OPa3Hyo PaHHIOK MbILLEYHYIO TpMaay, XapakTepHyto Ans
BIMNMH un BkmoyaloLLyo BOBNEYEHME MbILLL, TA30BOrO Nosica un
NMPOKCMMasbHbIX OTAENOB HUXHUX KOHEYHOCTEN, MycKynary-
pbl TYN0BULLA, B NEPBYIO OYEPEab MapacnuHabHbIX MbILLLL, 1
GPIOLLHOrO Npecca, a Takxke ApixaTenbHblix Mol [30, 31]. He-
06X0a1MMO NoA4epkHyYTb, 4To npu BIMMH cnabocTb B MbllwLAx
Ta30BOro Nosica U NPOKCUMANbHBIX OTAENOB HUKHUX KOHEYHO-
CTel aBnsieTcs 60/1ee BbIpaXEHHOW, YEM B MbILLLLAX MJIEYEBOr0
nosica U BEPXHMX KOoHe4HocTen [32]. Cpeaun MbliliL, Ta30BOro
nosica npeobnagaet nopaxeHve pasrubatenein bempa, npu-
BOZSILLMX 1 OTBOASALLYMX MbILLLL, B MEHbLLUEN CTENEHM CTPAOAIOT
MOSICHUYHBbIE MbILLI, OCyLlecTBNsowme crubaHue benpa.
Cpenn 6efpeHHbIX MblllL, B HanbOosbLUER CTENEHN BbipaXeHa
cnaboCTb 3aHUX U MenasbHbIX Py, B MEHbLUEH — nopaxe-
HWe yeTbipexrnaBol Mblwusl 6eapa. Mpu nporpeccrpoBaHnn
BMMH, Ha 6onee No3oHUX cTaguax 3aboneBaHnUs ONUMCaHHbIN
n36VpaTenbHbIA NaTTepH MOPaXeHWs Mbill, BCE B GOJbLUEi
CTEMNeHM yTPayMBaAETCA MO MEPEe BOBMEYEHUS UX B MATONO-
rMYECKMIA MPOLECC, B TO BPEMS KakK MbILULbI FOSIEHE 1 CToN
npakTudeckn He cTpapatoT [33, 34]. YkasaHHasa KIMHMYeCKas
0COOEHHOCTb MMeEeT BOJNbLIOE 3HAYeHWe Mpu NPOBEAEHUM
anddepeHumanbHOn OMarHoCTUKM U NOCTaHOBKE AuarHosa
BMMH. AHannad gaHHbix MPT MbiwL, 6enpa cBUOETeNbCTBYET
0 TOM, YTO Hanbonee paHHUE U BbIPAXEHHBIE NATONOrMYecKne
n3MeHeHuns (atpodus, xnposas MHOUALTPaLMS) 0BHAPYXM-
BAlOTCS B OO/NbLUON NPUBOASALLEN U MONYNEPENOHYATON MbiLL-
Lax, B AasbHenLem B NaTonorMyeckmin npoLecc BOBAEKAOTCA
[NVHHas rONOBKa ABYINAaBOM MbllLbl 6epa 1 NOTYCYXOXMIb-

Ho mblwupl [33, 34]. Kpome Toro, HabnopaeTca 3ameTHOe
BOB/IEYEHNE MeLMaNbHON WMPOKOW MbILLbI 6eipa ¢ OTHOCK-
TENbHOW COXPaHHOCTBIO MOPTHSXHOW MbILLLbI, MPSIMOIA MblLL-
ubl 6eapa, TOHKON MbILLILbI U NaTepanbHON WMPOKOW MblLLbl
6enpa [33, 34].

Cpeay MbllL, TynoBula Havbonee paHo M B Gonblueit
CTEMEHW NaToONOrMYeckne W3MEHEHVs OOHApYXMBAIOTCS B
napacnuHanbHbIX MbIlLLAX ¥ pasrmbaTensx TynoBuLa, BEH-
TponaTepanbHbIX MblWLAX XMBOTA (MPSIMONA, MOMEPEYHON ©
KOCbIX) 1 MexpebepHbix Mblwuax [33, 34]. CnabocTb Takxke
OTMEYaeTCs B MbILLULAX OKOMO- M MOAJSIONATO4HOW 06nacTy,
0COBEHHO B HUXHEl TpaneuvweBuaHoW, pOMOOBUAHON U NOA-
NONaToyHOM MbliLax. Habnogaercs yMEPEHHOE NMOpaxeHWe
nepenHe 3y6yaToi, AenbTOBUAHON N HAAOCTHOMN MbilL. Mpu
00bEKTVBHOM OCMOTPE BbISIBASIETCS TMNOTPOPUS MblLL, Nie-
4YEBOro Mosica, CYMHAPOM KPbINOBUAHBLIX JIONAToK, atpodus
napacnmHanbHbIX MbILLL, ONPEAENSETCS BU3yalbHO U 0ObIYHO
CYLLECTBEHHO BbipaxeHa [24]. MNpu NpoBeAEHUN UrObYaTON
anekTpomumorpadum (AMI) oTMeHalnTCa MUOTOHMYECKUE pas-
psifbl, 0COOEHHO B MapacnuHaNbHbIX MbIWLAX, XOTS GuUaun-
KasbHO MUOTOHMYECKMA HeHoMeH He BoiseaseTcs [31]. Muo-
TOHMYeckMe paspaibl, Habnogaemsle Npu nposeaeHUn M,
SIBNSIOTCS BaXHOW 0cobeHHocTbio BINMH 1 cnocobHbl okasaTtb
CYLLECTBEHHYIO NMOAAEPXKY B MOCTaHOBKE AmarHosa [35]. Bce
ONCTaNbHbIE MbILLLBI BEPXHUX KOHEYHOCTEN BOBIEYEHbI B Ma-
TONOrMYECKUIA MPOLLECC MUHUMANBHO, 3@ UCKIIOYEHNEM TSXE-
NbIX, 3aNYLLEHHBIX CTaAMi 60Ne3HN. MblLULLb! LLIEW MOpaXatoTCcst
B Pa3/IM4YHOI CTENEHN — crmbaTenu Wwen obbIYHO 3aMHTEPECO-
BaHbl MEHbLLE, B TO XXe BPEMS CTENEHb BOBNIEYEHNS pa3rubaTe-
Nevi LWen MOXET CYLLLECTBEHHO BapbmpoBaTh [36].

Ona BINMH xapakTepHo nopaxeHne MMMUYECKMX MbILLL, 1
A3blka. JJOBONILHO 4acTO pa3BMBaOTCS CnabocTb U rMNoOTPO-
dus s3bIka, 0COBEHHO CTPAAAET YeNIOCTHO-A3bIYHAS MbllLa
[37]. CnabocTb s13blka MOXET ObITb PAHHUM CUMMITOMOM 3a60-
NIeBaHUS, ONPELENsIOLLMM pa3BuTMe ancdarum n ou3apTpum u
CYLLLECTBEHHO YBEIMYMBAIOLLIM PUCK aCNMPaLMKN MULLN U XU -
kocTtn [37, 38]. Bbina obHapyxeHa obpaTHas KoppensuyoHHas
CBSI3b MEXAY CUI0N MUMUYECKMX MBbILLL, 1 3bIKa 1 BbIPAXKEH-
HOCTbIO OM3apTpuM — MO MEepe HapacTaHus BbIPQXEHHOCTU
OM3apTpyM Cuna MUMMYECKUX MbILULL U S3blka YMEHbLIANach
[37]. Y HekoTOpbIx GOMbHLIX Pa3BMBAETCA OTYETINBAS Cla-
60CTb LEYHBIX M NMEePUOPabHBIX MbILLLL, CHXAETCS Croco0-
HOCTb HaAyBaTh LLIEKM, CBUCTETH [6].

OT4eTIMBOE BOBMEYEHME MbILLL, S3bIKa Y UHAVBMOYYMOB,
ctpagaowmx BIMMH, obHapyxeHo npw npoegeHun MPT
MbiL [29].

B passutum gucdarum npu BMMH Gonblwoe 3HaueHue
VMEET TaKkKe MOPaAXEHNE MbILLIL, II0TKU U BEPXHETO CHOUHKTE-
pa NULLEeBoaa, MHHEPBMPYEMBIX HepBamu Oynb0apHO rpynmbi
[39]. Mpepnonaraercs, YTO HapaCTaHKe KIMHUYECKOM TSXECTU
amcdarny nNpsMo KOPPenupyeT C YBESIMYEHWEM BOBEYEHWS
B MaToNOrM4eckunii npouecc GynsbapHoit MyckynaTypsl [35,
39]. OgHako, MO JaHHbIM MCCNenoBaTenem, CyLleCTBEHHOMO
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B/IMSIHWSI HA KAQYECTBO XM3HM M NPOrHO3 3aboneBaHus MUo-
anctpodus OynbbapHbIX MbILLL, HE OKa3blBaEeT, YTO CBA3AHO C
HanM4YMeM KIMHUYECKU Gonee 3HAYUMbIX CUMMTOMOB, TakMX
Kak cnaboCTb MbILLL, KOHEYHOCTEW 1 TyNOBULLA U, OCOOEHHO,
JblxaTenbHasi He40CTaTOYHOCTb.

MporpeccupytoLas aMcTpodus n atpodus MbiLLLL, NPUHK-
MaloLyx yyactne B GopMMpoBaHNM akTa ApixaHns (auadpar-
Ma, MexpebepHble MbiLLbl 1 OPIOLLHON Npecc), kak 1 npu UBIM,
ABNSETCS OAHNM 13 KNtoYeBbIX NpuaHakoB BIMH, pa3smBasice,
no gaHHbIM M.L. Hagemans et al., 6onee 4em y 80% 60sbHbIX
[28]. Mo mepe nporpeccupoBaHns 3a601eBaHNA B GONbLLIVH-
CTBE Clly4aeB MOCTENEHHO CHUXAETCS XM3HEHHas eMKOCTb
nerkux (XXEJ1), pa3BmBaloTCs NeroYHble CUMNTOMBI 1 pecnupa-
TOpHas (AblxaTenbHast) HEAOCTATOYHOCTb, SBASIOLLAACS HauW-
6onee yacTol npuymHoi cmept BonbHbIX. Kak npu MBI, Tak
n npu BIMH pa3suTre pecnupaTopHbIX OCIOXHEHUN MOXET
NpeALIeCTBOBAaTb BO3HUKHOBEHMIO MbILLIEYHOM CNabocTu pyk 1
HOr, B 3TOM nnaHe Bl aBnseTcs yHuKansHOM MmognctTpodbuer 8
CPaBHEHWU C APYIIMU HEPBHO-MbILLEYHLIMU 3a601EBAHMSMY C
3aMHTEPECOBAHHOCTbIO AbIXaTeNbHbIX MbILLILL, MPY KOTOPbIX Abl-
XaTesbHas HELOCTATOYHOCTb OObIYHO pPa3BMBaETCS Ha Gonee
pa3BePHYTbIX CTaAMSX, Ha POHE YXKEe MMEIOLLMXCS KIMHUYECKMX
NPOoSIBNEHNI MblleyHol cnaboctun [24, 40]. MmaBHo npuyn-
HOW pa3BuTuS pecnupatopHon ancdyHkumm npu BMTMH cuu-
TAeTCs BOBMEYEHME B NATONOrMYECKMA NpoLecc anadparmbl
[41]. OBWwenpUHATBLINA TECT, CBUAETENLCTBYIOLLMIA O cnabocTn
AnadparMbl Npy HEPBHO-MbILLEYHbIX 32001€BaHUAX U 3aKIIO-
YaloLLMINCs B NOCTYpPanbHOM CHUXEHUN dopcupoBaHHon XKEST
(DXEN) 6onee yem Ha 25% npu Nepexoae 13 BePTHKaNbHOIO
NONOXEHWS B MONOXEHME NeXa Ha CNHe, BeCbMa MHGOpMaTu-
BeH npu BIMNMH [42]. Heo6x0aMMO NoAYEPKHYTh, Y4TO CTEMNEHb
BbIPAXEHHOCTUN PECTIMPATOPHbIX HAPYLLEHWIA AANeko He Bceraa
KOPPENUPYET CO CTEMEHbIO MOPAXEHNS CKENETHBIX MbILLL,, MPU
9TOM [JbIXaTenbHble PACcCTPOCTBA MOMYT NMpPEeBanMpoBaTh B
KIMHNYECKOM KapTUHE M OblTb OCHOBHLIM NPOSIBNIEHNEM 3a-
6onesaHus [43]. KnuHnyeckas ceMnoTuka ablxaTesibHoM Hedo-
CTaTo4HOCTU Yy nnu, cTpapatowwwmx BMMH, Tpebyet oTaensHOro
[EeTanbHOro PaCCMOTPEHNS.

PecnupaTtopHble paccTpoiicTBa

CuMNTOMBI MOpaxeHus ApixaTenbHblx nyTein npu BMMH
BK/IIOYAIOT OAbILLKY Npu GU3MYECKON Harpyske v B NOKOe,
yCTanocTb, COHMBOCTb B AHEBHOE BPEMS, FOSIOBHLIE 6ONM 1
CHUXEHME KayeCcTBa CHa, HapyLUeHWe AblXaHUs BO BPEMS CHa
(HAC), xoTopble SBAKIOTCA NpU3HaKaMu XPOHUYECKON Abixa-
TENbHON HeaOCTaToOMHOCTU Ha doHe cHukeHus XXEJT scnen-
CTBUE MOPAXEHWS ObIXaTesbHbIX MbILIL, B MEPBYIO OYepedb
anadparmbl, a Takke OCTPYIO AbIXaTeNbHYI0 HEAOCTATOYHOCTb
[24, 28, 41, 44]. HapyLueHve Nero4yHon BEHTUNSLUM NPUBOANT
K CHUXEHWI0 6apbepHOli U CeKPETOPHOW PYHKLIMIA CIM3NUCTOMN
00605104KN TPaxeoObPOHXMANbHOMO AepeBa, YTO CnocoOCTBYET
Pa3BUTUIO KALLNS 1 CYLLLECTBEHHO YBEIMYMBAET PUCK PA3BUTUS
pecnupaTopHbIX MHPEKLMIA, HepeaKo TPEOYIOLLMX NOBTOPHBIX
rocnutanusauuii. Mpy nposedeHny nccnenoBaHns GyHKLUMK
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BHELUHEro [blXaHus (CMMPOMETPUN) B MOSOXEHUSX CUAS W
nexay nauvenTos ¢ BINMH oTMevaeTcs cywecTBeHHOe OTKNO0-
HeHune OT pedepeHCHbIX HOPMATUBHBIX 3HAYEHUI LLenoro psaa
nokasatenet — XEJ1, ®XXEJ1, makcumanbHOro JaBfieHus rno-
TOKa BO3ayxa Ha BooOxe v Bblgoxe [41, 45]. MNonyyeHbl faHHbIe
0 HaNMNyMn CTaTUCTUHECKM 3HAYMMON KOPPENSILMOHHON CBSI-
3u mexay peaynstatamm MPT 1 KOMNbloTEPHOI TOMOrpadum
(KT) nerkux, gnadpparmbl 1 MbiLLL, NepeaHei GpoLLHON CTEH-
KV 1 napameTpamMun BHELWHEro ApixaHus y nauvenTos ¢ BIMMH
[46]. Npw BU3yanu3auum OTYETNIMBO onpedensnack arpodus
anadparmbl, IPSIMON 1 KOCbIX MbILLLL XMBOTA, TAKKE YaCTUYHO
MPUHUMAIOLLIMX YH4aCTME B aKT€ AbIXaHUs!, YTO KOPPENMPOBao C
nocTypasnbHbiM cHkeHneM OXEJT n cHUxXeHnem Makcumalib-
HOro AaBNEHNS MOTOKA BO3AyXa HA BAOXE.

MepcucTupyowas  pecnupaTtopHas  HeJoCTaTOYHOCTb
y 6onbHbIx BIMMH cnocobeteyeT passutuio cuHapoma HAC
[40, 47, 48]. HapyweHue obixaHus BO Bpems cHa npu BIMH
NOCTENEHHO MPOrpeccrpyeT A0 CTENEHN HOYHOW TMMNOBEHTU-
NIAUMK, NPOSIBASSICh PA3BUTUEM TMMEPKANHUM BO BPEMS CHA.
[MOBEPXHOCTHBIN, HEOCBEXAIOLLMA COH BbI3bIBAET MOSIBIEH/E
4YpPE3MEPHON OHEBHON COHNMBOCTU, FOIOBOKPYXEHUI, 4yBCTBA
ycTanocTu. Mpu MOHUTOPUHIE HOYHOMO CHA OTMEYatoTCs Npu-
3Haky 0O6CTPYKTMBHOIO anHo3 BO CHe, MMNomnHo3 B ¢a3se ObICT-
poro cHa, unn REM-dase (REM - rapid eye movement (6bICT-
pble ABUXEHNS nag)), C OTCYTCTBMEM WU HAIMYMEM HOYHOM
runoseHTUnsuMn [40]. Mpy nporpeccrMpoBaHnn ApiXaTeNbHbIX
HapyLIEHWN C PasBUTUEM HOYHOW TUMOBEHTUASALMW, runep-
KarnHum1, CH/XEHNEM HACbILLLEHNS KPOBY KUCIOPOAOM (caTypa-
LK), NOSIBNIEHWEM anHO3 BO CHE Y OONbLUMHCTBA NALMEHTOB C
BIMMH TpebyeTcs Mcnonb3oBaHMe HEMHBA3MBHOMN UCKYCCTBEH-
HoM BeHTUnsuMM nerkmx (HUBJ).

BoipaxxeHHocTb HAC KOppenupyeT co CTEMEHbIO HapyLUe-
HUIN GyHKUMKM apadparMbl U NEFOYHOWM BEHTUASLMM, @ TAKKE
[ObIXaTeNbHbIX HapyLleHWn (O4blllka B MOKoe u npu ¢usnye-
CKOI Harpyske) B oHeBHOe Bpems [40]. Mpennonaraetcs, 4To
nctouHmkom HAC npw BMNMH sBnseTcs B 0CHOBHOM ¢nabocTb
anadparmbl, @ He 06CTPYKLMS TPaxeobPOHXMANLHOIO IepeBa.
Mo mepe nporpeccrpoBaHnst 3a60eBaHNS MMMNOBEHTUNALMS
BO3HUKAET B IHEBHOE BPEMS, MPVBOAS B TEPMUHA/BHON CTa-
11 3a00N1EeBAHNS K PA3BUTUIO TMMOKCEMUN, NMPABOXENYA04KO-
BOW HEJOCTAaTOYHOCTU C PA3BUTMEM JIEFOYHOMO CEPALA, YTO 1
CNYXUT OCHOBHOW NPUYMHON cMepTu 6onbHbIX [22, 23]. Becno-
KOVHBIIA, MOBEPXHOCTHBIV COH, HOYHbIE NPOBYXAEHWS C OfbILLI-
KO, YTPEHHME roNI0BHbIE 60N N3-32 HOYHON TMNOBEHTUNSALMM
B0 Bpems REM-da3bl cHa 1 apyrue npusHakm HAC aenatoTcs
HafeXHbIMM CUMNTOMaMM Hanuumst guadparmanbHOn auc-
PyHKumn [15, 48, 49].

Kak oTMeuyeHO BbilLe, ABWrartesibHble pacCcTponCTBa npu
BIMNMH nnoxo koppenupyoT CO CTEMEHBIO BbIPAXEHHOCTU Apl-
XaTesbHbIX PACCTPONCTB, YTO MOXET NPUBOAUTL K BO3HUKHO-
BEHMIO XMN3Heyrpoxatowmx cutyaunin. bonbHole BIMH moryTt
BMOJIHE YAOBNETBOPUTENBHO NEpeaBuratbCs, HO NonagaloT
B KPUTWYECKYIO CUTYaLMIO MPW MOMbITKE NeYb Ha CrUHY 11Mbo
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npu cnyyarHOM NafeHun Ha cnuHy. B cnyyae pas3BepHyToMn
ctagum BINMH npu Hannymmn abixaTenbHOM HeJOCTaTOYHOCTM U
KIMHNYECKM BBIPQXEHHOM OPTOMHO3 (PEe3Koe yCuneHve npu-
3HAKOB AbIXaTesIbHON HEeJOCTaTOYHOCTM B MOJIOXEHUM Nauu-
€HTa 1exa Ha CMnvHe) Taknme MHUMOEHTbI YpeBaTbl pa3BUTMEM
OCTPOIN AblXaTesbHOW HegocTaTtodHoCTW. o aToM mpuynHe
KpaiiHe HeobXxoaMMO MPOBOAUTL MaLMEHTY CUPOMETPUIO B
NONOXEHUSX CUAS U NeXa U CPaBHMBATb NOKa3aTenu, 4To no-
3BOJISIET HA PaHHEN CTaauun OnNpenennTb AblXaTesbHYI0 Heno-
CTaTO4HOCTb U €€ BbIPAXEHHOCTb, NPaBUIbHO OLEHUTL BEPO-
ATHOCTb Pa3BUTUSA SBAEHNIA NOTEHLMANBHO (aTaNbHbIX Ablxa-
TeNbHbIX PACCTPOWCTB U CBOEBPEMEHHO HauaTb MPOBeAEHUE
HWBJ1. CBOEBPEMEHHOE M afeKBaTHOE Havano MpPoBeAeHWUS
HWBJ1, oCHOBaHHOW Ha COBPEMEHHbIX TEXHOMNOrnsX, Hanpu-
Mep MCMNOMb30BaHNE annapaToB ABYXYPOBHEBOW MOAOEPXKKM
(BiPAP-Tepanus (BiPAP — biphasic positive airway pressure
(mBYXda3Hoe NONOXWUTENbHOE JaBAEHVE B AbIXaTeNlbHbIX My-
T§X))), caHauma TpaxeobpoHXManbHOro AepeBa, NpUMeHeHue
COBPEMEHHbIX OTXapKMBAIOLWMX CPEACTB, JIeYeHne pecnupa-
TOPHbIX UHPEKLMIA KpaliHe HEOBX0AMMbI A1 NPeaynpexaeHnst
Pa3BUTUSA KPUTUYECKIMX XNSHEYTPOXAIOLMX CUTYaLMIA U yny4-
LLIEHNSI KA4YECTBA XN3HW NALNEHTOB.

KocTtHasa natonorusa n optoneauyeckue aedpopmauum

Y 6onbHbIx BIMMH HabnofaloTcs pasnuyHble KNMHUYECKME
NPOSIBNIEHNS BOBMEYEHUS B MATONOMMYECKMIA NPOLECC KOCT-
HO-CYCTaBHOW COCTaBMSIOLLEN OMOPHO-ABMIraTeNIbHOro an-
napara — 0CTe0nopo3 C MOBbILLEHHON 4aCcTOTON MepenoMoB,
CKONMO3 1 apyrne gedopmaummn no3BOHOYHMKA (KMdo3 1 no-
SICHWYHBIA NOPL03), Pa3BMBAOLLMECS BCNeACTBME CnabocTu
napacnuHabHbIX MbILLL, CUHAPOM PUTMAHOIO NMO3BOHOYHMKA
(CPIM). Hanbonee BblpaxeHHbI OCTEONOPO3 Pa3BMBAETCS Y
6OMbHBIX, MOMb3YIOLWMXCSA KPECNOM-KONSICKOW 1 3aBUCSILLMX
o1 ucnonb3osanunsa HUBJ [50, 51]. CHuxeHne MuHepanbHoOM
nnoTHocTu kocter (MIK), ocTeoneHns n octeonopos Habsto-
JAl0TCA U Y XOASYMX MALMEHTOB, YTO YKA3bIBAET Ha BAXHYO
NaTOreHeTNYeCKyo POJib MbILLEYHOM CnabocTun B MX pa3BUTUM.
CHuxeHne MIMK mMoxeT 6biTb CBS3aHO ¢ 6onee HKU3KOW Mexa-
HMYECKOW Harpyskol Ha KOCTW, BbI3BAHHOW OCNabneHHbIMU
MblLaMK, 1 ¢ noTepeit maccol Tena [50]. Xotsa octeonexus
He NPUBOAUT HEMOCPEACTBEHHO K NEpesiomam KOCTEN, 0OfHaKo
OHa YBENMYMBAET PUCK TPABMATUYECKMX NMEPENIOMOB Yy naum-
€HTOB C HaPYLUEHUAMY ABUrATENbHbLIX QYHKLMIA 1 YaCTbIMK Na-
OeHVsMU, 4TO BecbMa xapaktepHo ansa BrMH. AcumnTomHble
nepesioMbl NO3BOHKOB Y 605bHbIX BINMH 06bi4HO CBSI3bIBAIOT
¢ atpodueit napacnvHanbHbIX MbILL, HO A5 YCTAHOBAEHUS
WCTUHHBIX NMPUYKH 3TOrO SIBNEHNS TPEBYIOTCS AanbHenLmne uc-
cnenoBaHus [52]. MimetoTcst cooOLLEHMS O HannymMm y 60MbHbIX
BIMMH rpbikeBbIX BbINAYMBAHUA AMCKOB NOSICHUYHO-KPECTLO-
BOrO OTAENa NO3BOHOYHMKA NO AaHHbIM KT Ha GpoHe BbIpaxeH-
HOM aTpodun 1 XMPOBOIr0 MEPEPOXAEHNS NnapacrnmHabHbIX
MbiL, [53].

Ckonno3sbl (aHoMasbHble GOKOBbIE MCKPUBIIEHUSI MO3BO-
Ho4YHMKa) oBHapyxmBatoTca kak npw MBI, tak u npu BMMH,

yaule npu paHHem aebiote 3aboneBaHUs U MMEKOLWENCs 3a-
BMCMMOCTM OT UCMOAb30BaHMs kpecna-konsacku [54]. Mo pe-
3ynbTatam aHanm3a 06LLMPHOI 6a3bl JaHHbLIX NaLMeHToB ¢ BIT,
ckonmo3a npucytcTeoBan y 33% Bcex O0MbHbIX, Yalle y aeTewn
(57,0%) n nogpocTtkos (52,9%), 4eM y B3pochbix (24,8%) [55].
Ckonuno3a ycyrybnsieT HapylleHUe NIErO4HON BEHTUNSLMK 1
YBENMYMBAET NOTPEOHOCTb NaLLMEHTOB B PECTIMPATOPHON NOf-
nepxke. YeuneHue rpygHoro kndosa tTakxe BeCbma XapakTrep-
Ho ansa BI1, B TOM Yncne npv no3gHux aedtotax 3aboneBaHus.
BcTpeyaeTcs Takke NOSACHWYHBIN KNdO3, KOTOPbIA MOXET CO-
NPOBOXAATbCSA HAKIOHOM 3afHel 4acTu Tasa. Ype3mMepHbIn
NOPZ03 yalle Bcero HabnofaeTcs B NOSICHUYHOW obnacTtu v
COMPOBOX/AAETCS HAKIIOHOM Ta3a Brepes. YcuneHue nosiCHnY-
HOro nopao3a, No-BUAMMOMY, CBA3aHO C runoTpodueit napa-
CNVHANbHbIX MbILLLL U MOSICHUYHBIX MblLWL-CcrubaTteneii 6eapa.
YcuneHHble knd0o3bl M N0PAO03bI B LIENOM XapakTePHbI A1 MHO-
rMX MUOAUCTPODUIA, aCCOLUMMPOBAHHBIX CO CNaboCTbiO TYy/O-
BULLA W aTPODUAMYM MbILLLL FPYAHONM 1 Ta3oBol obnactu. Mpu
BIMNMH ycuneHHbIn kndo3 Ha 0AHOM YPOBHE MOXET COYETATLCS
C runepnopao3oM Ha apyromM ypoBHe. Y 6onbHbix BITH npw
HanM4MK CKONMO3a, Kak Mpasuno, Takke HabnaaTCs runep-
kndo3 1 runepnoppo3. OTaenbHoN hopMoli OpToneanyeckon
natonoruy y 6onbHbIx BINMH sensetcs CPI, npeacrasnsio-
WMt coboi NPOrpeccupytoLee orpaHnyeHe crubaHns Len
1 TYNOBUILLA, YTO NPUBOAUT K 6€360/1€BbIM MOCTYPANbHBIM Ha-
pyweHusm [36]. Y naumeHToB ¢ CPIN 06bl4HO MMEKT MECTO -
NepaKCTEH3US B LLIENHOM OTAENE MO3BOHOYHUKA U HAKIOH TyJ10-
BULLA Briepeq 3a cueT crubanHus benep. B HekoTopbix paboTax
CPTI1 paccmatpurBaeTCs Kak OAMH U3 XapakTepHbIX CUMMNTOMOB
BINMH, 4To CnepyeT yunThiBaThL NPY NPOBEAEHWN AnddepeHLmn-
anbHOI AMarHoCTuKM pasnnyHbix BapuaHToB CPIM [22, 56, 571].

CeppeyHo-cocyaucTas naTonorus

BoBneyeHne cepeyHor MbllLpbl B NaTONIOrMYeCcKnii npo-
uecc npu Bl 66110 0NMcaHO paHee TONbKO NPU MNaAeHYeCcKnx
cnyyasix 3aboneBaHnsl, OHAKO B HACTOSALLEE BPEMSI Hanuune
KapaunanbHOV NaTonorum, BKITIOYatoLWEn Takme NposiBNEeHUs, Kak
runepTpodua M1okapaa U HapyLLEHNS CEPAEYHOrO pUTMA (YKO-
poueHve nHTepaana PR, HapylweHus penonspu3aumm 1 abep-
paHTHbIE MPOSIBJEHUS XENYA04YKOBOW MPOBOAMMOCTH), yCTa-
HOBNIEHO 1 Yy BosbHbIX BIMIMH, X0Ts y HUX OHa ABNSIeTCS MeHee
pacnpoCcTpaHeHHOM 1 Tskenoi. MNopaxenune cepaua npu bIMNMH
MeHee BblpaxeHHoe, Yem npu UBI, Bcnencteue 6onee BbICO-
KOTO YPOBHSI aKTUBHOCTW OCTATOYHOW KUCIION O-F0KO31aasbl
npv BINIMH, a Takxe n3-3a pasnuynii B CTPOEHUN 1 MeTabonma-
Me CepAeYHON MbILLLbI Y MAaAEeHLEB 1 nnL, 6onee cTapLiero
Bo3pacTa [58]. Y B3pocnbix NauyeHToB onvcaHa Herpybas amc-
@YHKLUMA NEeBOro xenyaoyka cepaua Ha ¢GoHe ero rmnepTpo-
Gum [59]. ABTOpbI HE CMOIIM HANPSIMYIO CBSI3ATb BbISIBIEHHLIE
HapyLueHus ¢ BINMH, Tak kak B rpynne Gbiam NauneHTbl cTaplue-
ro BO3pacra, CTpagasLune apTeprasbHOM runeptoHvei. B oT-
Ninyne OT TSXENOW KapamanbHow natonoruu npu MBI, Takon
Kak BblpaxeHHas runeptpodus xenynoykos, D. Forsha et al.
coobLwmny 06 orpaHNY4eHHOM MopaxeHun cepaua y 87 naum-
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eHToB ¢ BIMIMH [60]. MaTonornyeckne N3MeHeH1s BKIOYanu B
cebst rmnepTpoduio NeBOro Xenyaouka, YKOpoyeHue UHTep-
Bana PR Ha anektpokapaunorpamme (9KI) n cHuxeHne dpak-
LMK BbIbpoca Ha axokapamorpamme (3xoKr). D.A. Morris et al.
OTMETUAM, 4TO Y naumeHToB ¢ BIMH nmenn MecTo cxofHble ¢
TaKOBbIMW Y 3[0POBbLIX CYOLEKTOB CTPYKTYPHbIE M DYHKLIMO-
HaslbHble 0COBEHHOCTY MMOKapAA; He BbIIO MOMYYeHO AaHHbIX,
KOTOpbIe CBUAETENLCTBOBaNM Obl 0 pa3snTum y 60bHbIX BITMH
KNnanaHHbIX VM3MEHeHU cepaua, naTosornMyeckux K3meHe-
Huin Ha SKI™ unun kapamockneposa [61]. OgHako, HECMOTPS Ha
NMEIOLMECS faHHbIE O MUHMMAbHOW BOBIEYEHHOCTM CEepaLa
B narosiormyeckuii npouecc npwv BIMH, onncaHsl peakve cny-
yaun KapamomuonaTum y Takmx 6onbHbIx [62-64]. Takum obpa-
30M, He0BX0AMMO KOHCTATMPOBATb, YTO KAPAVOMUONATUS U Tn-
nepTpodus Mruokapaa sBASTCS BO3MOXHbIM HEOOAUraTHbLIM
KnvHnyeckum cumntomom BITMH. VimeeTcs Takke pag onuca-
HWI Pa3NNYHbIX HAPYLLIEHWI PUTMA, BCTPEYAIOLLMXCS Y HONbHBIX
BIMIMH. B yacTtHOCTK, ONMcaHbl TakMe apuTMmKU, Kak CyrnpaBeH-
TpukynspHaa Taxukapaus (CBT), cuHapom Bonbda-MapkuH-
coHa-YaiiTta (cuHapom WPW), cuHapom cnabocTv CUHYCOBOro
y3na, Xenygoykoeas akctpacuctonmsa knacca IVb no B. Lown
[22, 30, 41, 59, 60, 65, 66]. BcTpeuatoTcs cooOLLEeHMS O pa3Bu-
T cuHagpoma WPW kak npuv VBN, Tak v npu BMMH, 370 cBA3bI-
BalOT C paspyLueHnemM brubpo3sHbIx KOSeL, Xenya04koB cepaua
3anoSHEHHLIMU [IMKOrEHOM KapAUOMMUOLIMTAMK, YTO NPUBOAUT
K UX NPEeXAEeBPEMEHHON 3NeKTPUYECcKor akTueaummn [67-69].
B nutepatype Taikke coobuyaetcs o pa3sutum CBT y Heckosb-
KX NaumeHToB, cTpagasLumnx BIMH v nmeswmnx cuiagpom WPW.
OHM ncnbiTbiBany nepuoaudeckue npuctynsl CBT, Tpebosas-
e rocnutanusaumm [60].

Y nauperToB ¢ BMMH o6HapyxeHa Takxe natonorns ma-
rMCTpasibHbIX apTepuii GoNbLIOro Kpyra KpoBoobpalleHus, B
4aCTHOCTM aopTanbHble aHoManuu. OnucaHa aunataumoHHas
aopTonaTusi, 3aTparnearoLas rnasHeIM 06pa3oM BOCXOASLLMIA
rPYAHOV OTAEN a0pPThl, Y 5 XeHwWwwH ¢ BIMH. Y ogHon nauneHT-
KN UMen MEeCTO ABYCTBOPYATLIN aopTanbHbIA KnanaH ¢ guc-
cekumein aopTbl, y apyrov 6onbHoN, ¢ aebiotom BIMMH B pet-
CTBE, — MHOXECTBEHHbIE aopTanbHble aHeBpuamsbl [70]. EcTb
Takke coobLieHns 0 MOPdONOrMYECcKNX N3MEHEHNSIX CTEHOK
aopTbl Npu BIMH — nx ynnoTHEHUN 1 NOPAXEHUN TNAAKOMbI-
LLEYHOro CJosl, 3TO OOBLSACHSETCS HaKOMEHWEM TNIMKOreHa B
rNagKvx MbllILAX COCYAUCTBIX CTEHOK, YTO NPUBOAUT K Pa3Bu-
TUIO PUTMAHOCTM CTEHOK a0PThbl, PACLUMPEHWIO FPYAHO a0pThbl
1 BO3HMKHOBEHMIO aHeBpu3m [30].

LiepebpoBackyngapHbie paccTpoiicTBa

B nocnenHve roapl B kKQ4€CTBE OAHOIO U3 MATONOMMYECKMX
nposineHnii BINMH paccmaTtprBaloT MHTPaKpaHuabHble ap-
TepuasnbHble aHEBPMU3MbI, PA3BMBAIOLLMECS BCIEACTBME HAKO-
NNEHWS FMKOreHa B Maakmx MblLLAX CTEHOK COCYA0B MO3r0-
BbIX apTEpUin (MO aHanorMm ¢ NaToNornen CTEHOK aopThbl), 4TO
npuBoauT K GOPMUPOBAHNIO OMNATALMOHHBIX apTepuonaTui
[71-73]. LepebpanbHble aHrvonaTiu, npOSIBASIOWLMECS B
BUE AONMX03KTa3Min OCHOBHOWV apTepun, aHEBPU3M 1 MUKPO-
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remMopparui, aHeBp“3MaTM4eckoro Tpom603a, MoryT CyLLEeCT-
BEHHO MOAMbUUMPOBaTh KIMHMYECKYIO kapTuHy BIMH. Pac-
NMPOCTPaHEHHOCTb LepebpasbHbIX aHEBPU3M cpeamn 60JbHbIX
BMMH Heckonbko Bhille, 4eM B 00LLE Nonynsaumm (NPUMepHO
2,7%), HO OHa MOXET CYLLECTBEHHO HeaooLeHMBaTbLCA [72,
74, 75]. [onnxoakTasus OCHOBHOM apTepym 1 aunataumoHHas
apTepuonaTtusi COHHol apTepun npucyTcTeyoT y 0,06% Hace-
NleHVst B 0OLLEN MOMYAsSLMW, OQHAKO BbiSiBNEHb! Y 2/3 G0MbHbIX
BIMMH, ob6cnenoBaHHbIX C MOMOLLbIO MarHUTHO-PE30HAHCHOW
aHruorpadun [76, 77]. LlepebpanbHble apTepuonaTin ao cux
nop onucasl MeHee 4em y 10 naupeHToB ¢ BMMH, BO MHOrom
3TO CBSA3aHO C TEM, YTO OMMCHLIBAIOTCS MNPENMYLLECTBEHHO TSI-
Xenble KMHUYECKME Ciyqan. XapakTepPHO, YTO aHEBPU3MbI MPU
BIMMH pasBmBaloTCA B OCHOBHOM B apTepusix BepTedpanbHo-
0asnnApHO CUCTEMBbI, BEPOSITHO, BClIeACTBNE 0COOEHHOCTEN
CTPOEHUS COCYANCTON CTEHKMN 3TVX apTepuii, umeloLmx 6onee
TOHKME 3nacTuyeckve MemOpaHbl, 4TO AenaeT ux Hambonee
YA3BUMbIMY 151 GOPMMPOBAHUS aHEBPU3MATUYECKMX paCLUn-
peHwuit [73, 78].

HeBponoruyeckue paccrpoicrtesa

B nutepatype nmeloTcs COOBLLEHNS O HAKOMIEHUM TINKO-
reHa B IM30COMax HEMPOHOB LIEHTPaNbHON 1 nepudepunyeckon
HEPBHOW CUCTEMbI — B HEPOHaX KOpbl FOSI0BHOO MO3ra, aapax
CTBOJIa MO3ra, KJieTkax nepefHnX poroB CAMHHOro Moara [4,
79]. OCcoBEHHOCTbIO HEMPOreHHbIX NaToNOrMYecKUX N3MeHe-
HuI npu BINIMH siBnsieTca passuTne HEBPONATUM TOHKMX BOSO-
KOH 1 HeipoceHcopHow Tyroyxoctu [80]. HeBponatuns TOHKMX
BOJIOKOH 3aTparmBaeT MUEIMHU3VPOBAHHBIE U HEMUENNHN3U-
POBaHHbIE COMATUYECKME CEHCOPHBIE N BEreTaTUBHbIE HEPBI,
4TO BbI3bIBAET Y OOMbHbIX Pa3BUTUE HONE3HEHHbIX NAPECTE3NI
B KOHEYHOCTSIX, OPTOCTa3a, XenyA04HO-KULIEYHOW ANChYHK-
LMK, CyXoCTW rnaa, cekcyanbHoW amchyHkumm. HesponaTus
TOHKMX BONIOKOH Npu BINIMH pa3srBaeTcs BCNeacTBME OTNOXe-
HWS IAYKOreHa B NIN30COMax LLBAHHOBCKMX KNeToK nepudepu-
4ECKMX HEPBOB M AOKYMEHTANIbHO NMOATBEPXAEHA C MOMOLLBIO
6uoncum koxm y 2 6onbHbix BIMH [80]. Y ogHoro 60nbHOro
Habniopanocb HabyxaHue anuaepMabHbIX HEPBHbBIX BOJIOKOH,
4TO COOTBETCTBOBANO aKCOHANbHOWM AereHepauum, y opyroro
6G0NBLHOr0 UMENO MECTO CYLLEECTBEHHOE CHIDKEHME MIIOTHOCTYU
aNnaepManbHbIX HEPBHbLIX BOSIOKOH W BbIMAAEHNE WHTPA3Nu-
[epManbHbIX HEPBHbIX BONIOKOH B AMCTANbHON HYacTW WUKPbI.
HelipoceHcopHast TyroyxoCTb Hepenko MNPUCYTCTBYET npwu
BINIMH, ee passuTne CBA3LIBAIOT C KOXJ1IEAPHON ANCHYHKUMENR,
COMYTCTBYIOLLEN [ANMTENBHO MpoTekalolemy 3aboneBaHuio
[81]. Ewe ogHMM MexaHM3MOM, CMOCOOCTBYIOLMM CHUXE-
Huto cnyxa npwv BIMNIMH, sBnseTcs nsbrpartenbHoe HapylleHne
GYHKUMM CTPEMEHHOM Mbllwubl (M. stapedius), koTopas npea-
cTaBnsieT coboi CKeneTHyl Mbiwly B 6GapabaHHoin nono-
CTV CPEAHETO yXa U Takxe U3BbITOYHO AEMOHUPYET MNKOreH
[82]. PacnpocTpaHeHHOCTb HEMPOCEHCOPHON TYroyXoCT Npu
BINIMH cpaBH1Ma C TakoBOW B NOMYNSLLMN B LLESIOM, HO HECKOb-
KO NpeBbILIAET MOCNEAHION C y4eTOM Bo3pacTa 1 nona [82].



AKTY3aAbHble BONpOCbl HEBPOAOIUA

Bonb u yctanocTtb (yTomneHue)

MaumnenTbl ¢ BMMH yacTo UcCnbIThIBAIOT MbllLeYHble 60K,
MbILLIEYHbIE CMa3Mbl 1M 60U B CNIMHE (BOpconaTn), B NEPBYIO
oyepepb B MOSICHAYHOM OTAENe MO3BOHOYHMKA (JlloMbBanrin)
[22, 23]. Bonb 1 ycTanocTb He CBA3aHbI C MPOAOMKUTENBHO-
CTblo 3a60neBaHns 1 MOryT ObiTb HaYaIbHLIMW MPOSIBAEHNAMM
BIM, 3T cmMnNTOMbI TPYAHO OOBEKTUBHO OLEHUTL BCEACTBUE
UX Hecneunpuyeckoro n cybbekTBHOrO xapaktepa [23]. Ouy-
LieHme 6onm y naumeHToB ¢ BMMH accoummnpyeTcs co CHuXe-
HMEM Ka4yecTBa XMU3HW, MEHbLUMM y4acTMEM B OOLLECTBEHHON
XU3HU, C pa3BuTeM genpeccum n Tpesorn [83]. Bonm nokanu-
3YlOTCS1 B OCHOBHOM B CMMHE, Mieyax, MPOKCUMabHbIX OTAeNax
Hor (6enpax) n srogmuax, Npyv 3ToM OHW 6ecnokoaT 60NbHbIX
BMMH B 2 pasa valle, 4em nuL, He CTpadalowmx 3Tum 3ab0o-
nesaHnem [83]. MpuuvHamu pa3suTus GONEBOro cuHApoMa
CnyxaT HapyLlleHVsi NOAAEPXaHNS No3bl (MOCTypasbHbIE pac-
CTPOICTBA) BCNEACTBUE CNabOCTN MbILLL, TYNIOBULLA, B MEPBYIO
oyepenb NapacnuHasbHbIX MbILLL, pa3apaxeHne 60neBbIX pe-
LieNTOPOB MPOAYKTamy HapyLleHHOro mMetabonuama CKenet-
HbIX MbILLILL, @ TAKXe yTOMeHUe. B KaXaoM KOHKPETHOM Cryyae
TpebyeTCcs MHAVBMAYANbHAS OLEHKA A1 BbIABNEHUS NMOTEHLUM-
aNbHbIX NPUYMH BONEBOr0 CMHAPOMA U B3aMOLECTBUS pas-
NINYHBIX HAKTOPOB, CMOCOOHBIX Er0 BbI3BATh, YTO UMEET BaXHOE
3HaueHve s pa3paboTk NEPCOHaNM3NPOBAHHOMO Tepanes-
TUYECKOro NOAX0AA, KOTOPbIA MO3BONUT 06NErYnTh COCTOSIHNE
60NbHOrO, YNYYLLUTL KQYECTBO Ero XMU3HW.

XpoHunyeckas ycTanocTb MOXET 0Ka3blBaThb rybokoe Hera-
TUBHOE B/IMSIHNE Ha Ka4eCTBO XM3HW 60bHbIX BIMH. Y nauu-
€HTOB C 3TVM 3a00neBaHVEM BbIAENAIOT BA OCHOBHbIX Bapy-
aHTa yCTaNoCTW: NOCTOSIHHAsH YMCTBEHHas U/unu Gpusmyeckas
yCTanocTb, UAN UCTOLLEHWE, N TPYAHOCTU B VHULMMPOBAHUM
VAN NOAAEPKKE NPOU3BONLHON AeaTensHOCTM [84]. YeTanoctb
SBNSIETCH PE3yNbTaTOM MbILLEYHON CnaboCcTu, XapakTepHOMn
nns BINMH, npn aToM 0ocoboe 3HaveHne nmeeT cnabocTb apl-
XaTesbHbIX MbLULL, COMPOBOXAAIOLLAACA TMMOKCEMUEN U Ha-
PYLUIEHMSIMM CHa, 4TO OOYCNOBNMBAET MOSIBNEHVE YyBCTBA
KpaiHei ycTtanoctu B IHeBHoe Bpems. s 6opbbbl ¢ ycTano-
cTbto npu BIMNMH Heobxo0aMMO ONTUMKU3NPOBATL OHEBHYIO aK-
TUBHOCTb NauUWeHTa, NCMONb3ys BECb COBPEMEHHbIN apceHan
BOCCTAHOBUTENbHbIX, PEAOVIMTALMOHHBIX MEPONPUSTUIA (bu-
3uyeckas Tepanus, aprotepanvs U T.4.).

OdranbMonoruyeckue HapyLieHus

Y 60nbHbIX Bl onucaH uenblil pag rMasHbIX CUMMTOMOB,
BKJIIOYasi kocornasue, NTo3 n odranemonnerunio [85]. Kocorna-
3ue (cTpabram), KOTopoe MelaeT GUMHOKYISPHOMY 3PEHUIO,
NMOCKOJIbKY OHO MPenaTCTBYeT Gukcauuy 060ux rnas B 04HON
TouKe, Yalie Habnoganock y nHaneuayymos ¢ MBI n BMMH,
B TO Xe Bpems NTo3 yalle BcTpeyancs npu BINMH. Mo gaHHbIM
UTEpaTypbl, NTO3 HEPEAKO OTMEYAETCs y B3POCbIX MaLMeH-
TOB C M@XOPHOI cnnancuHrosoin mytaumen (IVS1 -13T>G)
[86], n nHoroa oH NpeacTaBnseT cobO XapaKTEPHYIO KIMHU-
yeckylo ocobeHHocTb BIMH. MoBbileHHas YyacToTa BO3HUK-
HOBEHMS NMTO3a MO CPaBHEHMIO CO CTPAbU3MOM MOXET ObITb

CBsi3aHa CO CTPYKTYPHBLIMU U QYHKLMOHAbHBIMU Pasinynamum
MeXay MbllULern, NOAHMMAIOLLEN BEPXHEE BEKO, U SKCTPAOKY-
NISIPHBIMY M1a304BUraTesibHbIMU MbILILAMN.

OdTanbmonnerus onucaHa npu LeoM psiae HePBHO-Mbl-
LEeYHbIX 3ab0neBaHuiA, BK/IOYAs MUACTEHNIO Y MUTOXOHAPU-
anbHble aHUedanoMmonaTn, HabnaaeTCa OHa Takxe ¥ npu
BINMH [87].

XKenypo4yHo-KuLieYHble
1 MOYenosioBbie PacCTponcTBa

Mauventol ¢ BMNMH moryT npeabsBnsTb 6Gosbluoe KO-
JINYECTBO Xanob CO CTOPOHbI XeNYA0YHO-KMLLIEYHOrO TpakTa,
Takmx kak 60/b 1 AMCKOMPOPT B 06N1aCTU XMBOTA, XPOHUYE-
ckas amapes, HefepxaHue kana nubo 3anopbl, B3AyTUE XU-
BOTA Nocse npuema nuiy, GbICTPOE HaChILLEHUE, HapyLLEHNe
rNoTaHus, CHUXeHMe Maccol Tena [4]. B nutepatype onvcaHbl
2 cecTpbl ¢ BepudurumpoaHHoit BMMH, kKoTopble UCMbITLIBANM
60511, HanoMuHaloLLLMe GrUBPOMUANTUI0, CBA3aHHYIO C CUHAPO-
MOM pa3apaxeHHOro kuieyHuka. Ha doHe npoBoammon gep-
MEHTO3aMeLLAIOLLEN Tepanun KULWeYHble CUMNTOMbI HUBENU-
poBanunch, oaHako 601eBol cMHAPOM coxpaHsincs [88]. Takke
y naumeHToB ¢ aebrotom BIMMH B 4ETCTBE MOXET BbISBAATLCA
aCYMNTOMHas rematoMeranus, KoTopasi, OAHaKo, He UMeeT
60NbLIOro KNMHUYECKOrO 3HAYEHMS.

Y 6onbHbIx BMNIMH onncaHbl KNMHUYECKME NPU3HAKK BOBE-
YeHUs B NaToNOrM4eckuii MPoLLECC OPraHoB MOYEOTAENEHMS,
Takke CBA3aHHbIE C AEMOHNPOBAHNEM [IMKOrEHA B MMaAKOMbI-
LUEYHBIX KeTKax MOYEBOro ny3blpsi 1 MOYEBbLIBOASILLMX NyTEN.
KnuHuyeckm BbipaxkeHHOE HeiepxaHue Mo4r Imbo yyalleHHoe
MoueuncnyckaHne obHapyxusaeTcsi 06bI4HO Y NaUmeHTOB ¢ 60-
flee BblPaXEHHLIMU MbILLIEYHBIMU TMIOTPOPUAMM N MbILLEHHOMN
cnabocTblo, MeHbLuet XXEN [89]. YualieHve cTyna, avapes v
HeZepxaHve Moumn y 60onbHbIX BITIH BCTpeyaloTes 3HaunTeNb-
HO yaule (55, 56 n 33% cny4aeB COOTBETCTBEHHO), YeM B 00-
LLLelt nonynsumm, CONOCTaBMMON Mo Bo3pacTy u nony (20, 18 n
7% cnyyaeB cooTBeTcTBeHHO) [90, 91]. PaccTpolicTBam dyHK-
LA XeNnyaouHO-KMLLEYHOrO TPAKTa U MOYENONOBOW CUCTEMBI
y 60nbHbIX BIMIMH Hepenko He yaenseTcs A0SXHOrO BHAMaHWS,
XOT$S1 OHW 3HAUYNTEJIbHO CHUKAIOT KQ4eCTBO XU3HU.

Mcuxuatpuyeckne paccTpoicTea

BonbHble BINTMH Hepeako cTpagaloT ap@eKTUBHLIMU pac-
CTpPOVCTBaMM, OOYCNOBNEHHLIMU PA3ANYHBIMI - MYCKOBLIMM
dakTopamu, B YNCO KOTOPbIX BXOAAT OCO3HAHNE HEBO3MOX-
HOCTV 130aBUTbCS OT TSXKENIOr0 XPOHWYECKOro UHBAIMAN3N-
pytoLLero 3aboneBaHusl, CHUXEHWNE COLMANbHON akTUBHOCTM,
Hannyme GUHAHCOBbLIX NPOBAEM BCNEACTBMUE CHUXEHUS NGO
yTpaTbl NPOPECCUOHANBHON aKTUBHOCTU, XPOHMYEeCcKas ycra-
JIOCTb, OFPaHMYMBalOLLAs MPUBLIYHBIE PUNYECKME HArpy3KM,
Takme Kak xoapba, 6er, nogbemM no NecTHULE, 3aHATUS Crop-
TOM U T.4. [83]. MHOrME nccnenoBaTeny 0TMeYatoT CBSA3b MeX-
[y XPOHMYECKON YCTanoCTbio U Aenpeccuert npu HEBPOOrn-
YECKUX N HEPBHO-MbILLIEYHbIX 3a60n1eBaHUSX, B TOM Y1Ce npu
b [84].
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AKTYaAbHble BONpOCklI HEBPOAOI A

MynbTucuctemuoctb BIMMH

n pudppepeHumanbHas

AnarHoctuka 3aboneBaHus

MpencrasnexHblin Bellle KnnHuyeckuii noptpet BIMMH no-
3BOJISIET OLLEHUTb C/IOXHOCTU, C KOTOPLIMU CTANKMBAIOTCS MPO-
dunbHbIE CNEuManncTbl (HEBPOMOrW, FEHETVKW, TepanesThl,
Bpayn obLiein npakTuku 1 ap.) npu amvardoctuke By noa-
POCTKOB 1 B3pocibix. MynstucuctemHocTs BITMH aBnaetca
BCEOOLEMIIOLLEN 1 3aTPArMBaeT CKENETHO-MbILLEYHYID CUC-
TEMY, OpraHbl [bIXaHWUsi U KPOBOOOPALLEHUS, XENYA0YHO-KN-
LUEYHbIA TPaKT 1 MOYEMNOJIOBYIO CUCTEMY, NPUBOAUT K Pa3Bu-
TUIO HEBPOJIOTMYECKMX U 0DTaNbMONOrNYECKNX PACCTPONCTB,
U3MEHSIET MCUXUYECKUiA cTaTyc GonbHbIx [4, 92]. YuuTbiBas
npeBannpPoBaHne CKENETHO-MbILLEYHbIX HAPYLLEHWI B CNeKTpe
KNMHMYeckmnx cumntomoB BIMH, HeobxoamMmMo npoBeaeHue
avddepeHumanbHon OMarHOCTUKM C PasinydHbIMU Hacen-
CTBEHHbIMV 1 BOCNANMUTENbHBIMU 3a00NEBAHNSIMI, XapakTe-
PU3YIOLLMMICS CXOAHBIMU paccTporicTBamn (Tabnuua). Beem
naumMeHTaM C HeyCTaHOBNEHHOW NPUYMHOM MMOMNATUYECKOro
cuHapoma ¢ runepKdKemumeld n cnabocTbio MPOKCUMaIbHbIX
MBbILLIEYHBIX FPYMN HEOOXOAMMO NPOBOAUTL ANArHOCTUKY C UC-
NoNb30BaHMEM METOA CYXUX NATEH KPOBMU.

Mpu nposepenun gmarHoctTuku BIMH UeHHBIM MHCTPY-
MeHTOM aBnseTcs MPT Mblwy, NO3BOASOWAS YCTAHOBUTb
cneundunyeckunin gns BINMH naTTepH nopaxeHus MbILL, C npe-
VUMYLLECTBEHHOM aTpoduer 1 XMpoBor MHGUILTpaLmen napa-
CMNMHaNbHbIX MbILLLL, MYCKynaTypbl TA30BOro nosica u 6enep c
COXPaHHOCTbIO MbILL, roneHen. bonee toro, MPT no3sonset
06HaPYXUTb XMPOBOE NEPEPOXAEHNE YKa3aHHBIX FPYMM MbILLIL
[0 KIMHWYECKOW MaHubecTaumy MbllleyHoin cnaboctun [4].
Psn, aBTOPOB akLEHTMPYIOT BHUMaHKe Ha HE06X0LMMOCTU NPO-
BeaeHust MPT Bcero Tena, kak B ka4ecTse AnMarHOCTMYeCKOro
rnovcka nepsov IMHUK, Tak U AJ1I9 MOHUTOPWHIa NPOrpPeccupo-

BaHus 3abonesaHusa [29, 33, 93]. R.Y. Carlier et al. oTmeuator,
yto MPT BCero Tena no naTTepHy nopaxeHns MbiLL, MO3B0OJIA-
eT pasdrpaHnynTs BIMH n gpyrne muognctpodumn, B NEPBYIO
o4yepenb KOHEYHOCTHO-MOSICHBIE MyonaTum [29].

Bbilwe Gblna 0TMeYEHa Takke ANArHOCTUYeckast LLlEHHOCTb
uronb4atorn IOMI, MO3BOASAIOWEN BbISBUTb MUOTOHUYECKMN
naTTePH B MOPaXEHHbIX NapacnuHanbHbIX Mbllluax npv BIMH.

Hannume KoCTHOM natonorum n optoneamyecknx gedop-
mauuii npy BINMH o6ycnoenneaeT HeOGXOAMMOCTb UCMNOML30-
BaHWSA B AMArHOCTVKE PEHTIEHONOMMYECKNX METOAOB UCChe-
[0BaHWi, Tak xe kak 1 MPT no3BoHO4YHOro cTon6a. BO3MOXHO
BbISIB/IEHNE KOMMPECCUMOHHBLIX NEPENIOMOB MO3BOHKOB, MNpe-
MMYLLLECTBEHHO MOSICHUYHOrO OTAeNa MO3BOHOYHMKA, OCTEO-
noposa n octeoneHnn, aedopmaumini N03BOHOYHMKA (KNdO3,
NIOPA03, CKOANO3), FPbIKEBbIX BbINSUYMBAHNI MEXMO3BOHKOBbIX
[IMCKOB, OCOOEHHO B 06N1aCTSX C MaKCHUMasbHOW CTeneHbio
atpodun napacnuHanbHbIX Mbllwl, GOPMUPYIOLLKX B HOPME
MbILLIEYHBIA KOPCET. Y4nThIBAs PacnpoCTpaHeHHOCTb BepTed-
porexHon natonoruv npu BIMNMH, npu npoBeaeHnM cenexTuB-
HOrO CKPVHMHIa C MOMOLLbIO METOZA CYXMX NATEH KPOBU, OYe-
BUIHO, HEOOXOAMMO UMETh B BUAY NaLMEHTOB MOIOLOrO BO3-
pacta ¢ BepTebpOreHHom naTonorment HessCHOro reHesa, Tak
Kak Hepeako ofHVMMU U3 nepBbix nposeneHnii BIMMH GbiBatoT
Jopconatuu.

C y4yeToM BOBJ/IEYEHHOCTW B MNATONOMMYECKUIA MPOLECC
CepaeyHO-COCYANCTON CuUCTeMbl, BKIOYas LepebpoBacky-
NIAPHYIO CUCTEMY, A4S PAHHEN ANArHOCTUKM BO3MOXHOW Kap-
OMOMMONAaTWK, HAPYLIEHWA CEPOEYHOro pUTMa, aHEBPU3M U
apTepvonaTtuii MHTPakpaHuabHbLIX COCYA0B U aopThl LIeNeco-
06pa3HO 1Cnonb30BaTb BECh CMEKTP COBPEMEHHbLIX METOLOB
ncenenoBaHuii, B Tom yucne KT, 9xoKr, MPT-aHrnorpadutio,
YNBTPA3BYKOBYKO COHOrpaduio U AyniaekCHOEe CKaHMpOBaHue
MarucTpasnbHbiX apTepuii. HekoTopble aBTOPbl PEKOMEHY-

3aboneBaHusi, C KOTOPbIMM HEOO6X0AMMO NPOBOANTL AnddepeHLmansHyto anardoctuky BIMH [10]

Ho3onornyeckas popma

KOHEYHOCTHO-MOSACHbIE
MbILLEYHbIE ANCTPODUN

MeiweyHasa puctpodus
OiowernHa-bekkepa

Monumunosnt

[mukoreHos V tnna
(60ne3Hb Mak-Apzna)
ayTOCOMHO-PELLECCUBHBIN
[mukoreHos VI tuna
(6onesHb lepca)

MwnacteHuns

Kpartkas xapaktepuctuka

Hab6niogaetcs nporpeccupyioLLias MblllieqHas ciabocTb B MPOKCUMabHbIX OTAENaX PYK U HOT, MbILLILIAX
Tasa; mapacnvHabHble MbILLLbl U AblXaTebHas MycKynaTypa 0CTaloTCs CoXpaHHbIMU. HacneposaHme —
ayTOCOMHO-PELLECCUBHOE, PeXe ayTOCOMHO-AOMUHAHTHOE

lMporpeccypytoLas Npokc1ManbHas MbllleyHasi cnabocTb, pecnnpaTopHas HEA0CTAaTOYHOCTb,
ObICTPas UHBANMAM3ALMS C yTPATOV CMOCOOHOCTM K CAMOCTOSTENBHOMY NEPEeaBMKEHIO. YPoBEHb KDK
3HaYNTENbHO NPEBLILLIAET BO3PACTHYIO HOPMY. 3ab0neBaHve HacneayeTcs No X-CLuenaeHHoMY TUny,
MopaxaeT NoYTU UCKITIOYUTENBHO NNL, MYXCKOro nona

BocnanutensbHas Myonatus, XxapakTeprayeTcs NPOrpeccMpytoLLeli CUMMETPUYHON MbILLEYHO CNaboCTbio,
COYETAETCS C NOPaAXEHNEM KOXHbIX MOKPOBOB. OnpeaeneHHbIVi TepaneBTudecknii addekT okasbiBaloT
rIOKOKOPTUKOCTEPOULI Y LUTOCTATUKN

BbI3blBaeTCS AEPULMTOM MbILLIEYHOW FrKoreHPochopunassl. ConpoBoXaAaeTCs NOBLILEHNEM aKTUBHOCTH
K®K, naumeHToB 6eCrnoKosAT 60/1e3HEHHbIE MbllLEYHbIe CrasMbl. Ty Hacea0BaHNs —

BbI3blBaeTCA AebULMTOM NeYeHouHOM pocdopunasel. CoONpPOBOXAAETCA MbILLEYHON FMMNOTOHMEN,
renaTomeranvei, MblLLEYHON cnabocTblo, MOBbILLEHUEM aKTUBHOCTM KDK

AyTOMMMYHHOE HEPBHO-MbiLLEYHOe 3ab0neBaHNe, He SBISETCS HacneACTBEHHOM NaToNorMeil.
Habnopatotcs rnasonsuratesnbHble, Oyib0apHbIe PacCTPONCTBA, CAaboCTb XEeBaTENbHbIX Y MUMUYECKUX
MbILLILL, C1IA00CTb LUEV N KOHEYHOCTEN. XapakTepHO HapacTaHue CUMMTOMOB MOC/E Harpy3Ku.
MonoxuTensHas npo3eprHoBas Npoba, NOCTENEeHHOE CHUXEHVE amnnnTyabl M-BOSIH NPy NPOBEAEHN

JeKkpemMeHT-TecTa. [1on0XuTeNbHbIA TepaneBTnYeCKnii 3hdEKT NPy NCNONL30BAHNM AHTUXONNHICTEPA3HBIX
npenapartos 1 MIOKOKOPTUKOCTEPOULOB
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AKTY3aAbHble BONpOCbl HEBPOAOIUA

0T pyTMHHOE nposefexne KT- nan MPT-aHrmnorpadum Lepe-
6GpasnbHbIX COCYA0B Y Bcex naumeHTos ¢ BIMH [4].

MaumeHTbl ¢ Nogo3peHnemM Ha Hanuuue BIMMH nnbo ¢ pas-
BEPHYTON KIIMHUYecKon kapTuHoi BITMH HyxaatloTca B 0CMOT-
pe cneuvanucToB Pas3nMyHoOro Npoduas NOMMUMO HEBPOJIOra
n Tepanesta. Mpu BMMH odTansmonnervs n NTo3 MoryT ObiTh
NHULAMPYIOLLMMU CUMITOMaMK, B CBSA3M C YEM BCEM MaLMEH-
Tam nokasaH ocMoTp odpTanbmonora. [11s paHHero BbiSBNEHNS
naTonorMn XenyaoyHO-KMLLEYHOrO0 TPakTa M MOYEnOoJsioBON
CUCTEMbl HEOOXOAMMO Y4acTMe COOTBETCTBYIOLLMX Creuma-
JINCTOB, racTPOSHTEpOJiora 1 yponora, U NpoBefeHne npo-
GuUnbHbIX MccnefoBaHunia. Mpu HANNMYUM KITIMHUYECKN BbIPaXEH-
HbIX addEKTUBHBIX PACCTPOWCTB (TPEBOru, Aenpeccuun) no-
MOLLb KBanMOULMPOBAHHOMO NCUXMATPA MOXET CYLLECTBEHHO
YAYYLINTL OOLLEE COCTOSIHUE M KQYECTBO XU3HU BONIBbHOTO.

3aknoueHve

BonesHb MNomne aBnseTcs THXeNbIM, HEYKIOHHO NPOrpec-
CUPYIOLLWMM HacNeACTBEHHbIM 3a00eBaHNEM, MPUBOAALLMM
K CMepTM BGONbHbIX BCNEACTBME MPOrPECcCUpYIOLLei Abixa-
TesnbHOV HepocTaToyHocT. Popma 3abonesaHust ¢ NO3AHUM
HayanoMm oTnmyaetcs 6Gonee OGnNaronpusTHBIM TEYEHWEM B
CpaBHEHWN C UHDAHTUABHON KAMHWUYECKOW GOPMON, OAHAKO
npy OTCYTCTBUM NaTOreHeTNHecKoi Tepanun BoMbHbIE TakxXe
nornmbaroT BCNEACTBME Pas3BuTUa daTabHbIX PecnupaTop-
HbIX HapyLeHui. bonesHs Momne ¢ N03a4HUM HavYanom umeet
MYbTUCUCTEMHBIA DEHOTUM C 3aUHTEPECOBAHHOCTHIO 60Mb-
LUMHCTBA OPraHoB M TKaHeW. FCHOe NPeAcTaBNEHNE O KINHM-
yeckor cemuotuke BIMH paert ko4 K paHHen 1 ycnewHowm
AnarHocTrke 3aboneBaHuns. BneyatnsioLmm npopsIBOM Hava-
na XXI Beka ctana pa3paboTka NaToreHeTn4ecKkon GpepmMeHTo-
3amecTuTenbHol Tepanun BI, nossonsoLLen ctabunmampo-
BaTb KIMHMYECKOE TeyeHne 3aboneBaHunst, M3bexatb nporpec-
CMPOBAHUS ObIXaTeNbHbIX HAPYLLEHWA, YAYYLWIUTb ABUraTeNb-
HbI CTATyC 6OMbHbIX 1 KAYECTBO UX XU3HW U B KOHEYHOM CHETE
CYLLECTBEHHO NPOOJUTL XU3Hb UHAVBMAYYMOB, CTPALAIOLLMX
9TvM 3abonesaHveM. ins obecneyeHms MakcrmansHo 6naro-
NPUATHOrO OTBETA HA TEPANUIO KPUTUHECKW BAXHBIM SBASIETCS
perynsipHoe (6e3 nepepbIBOB), NOXM3HEHHOE NPUMEHEHMWE an-
rnoko3naassl anbda, NPUYEM NeyeHrne HeobXx0AMMO Ha4YMHATb
MakCUMasnbHO PaHo, KOrAa eLle He HaCTynuiIa HBaNMAM3aLms
6onbHoro. JanbHelwas nepcnekTrea neveHus bl 3aknoyaeT-
csl B pa3paboTke METOA0B rEHHON Tepanmu.
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Late-Onset Pompe Disease: Clinical Semiology and Differential Diagnosis

S.

H

A. Klyushnikov

This review highlights various aspects of late-onset Pompe disease clinical phenotype as a multisystemic hereditary metabolic disorder. It pro-
vides an overview of Pompe disease, including molecular genetics, epidemiology, principles of diagnosis and pathogenetic treatment. We em-
phasize the importance of early diagnosis of this disease, which is the only curable hereditary muscular dystrophy. Differential diagnosis issues
of late-onset Pompe disease and neuromuscular disorders with similar clinical phenotypes are considered. Data on enzyme replacement thera-

py with alglucosidase alpha (Myozyme) are presented.

Key words: late-onset Pompe disease, clinical semiology, multisystem pathology, differential diagnosis, pathogenetic treatment, Myozyme.
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