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Pesiome

Lenb. Onpegenntb TakTUKY 1 pa3paboTaTb anroputm BeAeHUs NauveHToB C HapyLleHu-
€M C/yxa, acCoUMMPOBaHHbIM C anbda-MaHHO31L030M.

Matepuanbl n metogbl. [lpoBefieH aHaNM3 KNMHUKO-ayAMONOrMUYecKon KapTuHbI cemu
naumeHToB ¢ anbda-mMaHHO31L030M B Bo3pacTe oT 3 fo 18 neT. Kaxkgomy nauueHTy 6biio
NpoBeAeHO OTOPMHOMAPVIHIONIONMYECKoe 1 ayfamonormyeckoe obcnefoBaHve. B oobem
cypponornyeckoro obcnenoBaHmsa ObiNM BKAKOYEHbI aKyCcTMYeCcKas MMNefaHCcoMeTpus,
TOHasNbHasA NOPOroBas ayaAnoMeTPUsA, PErncTpaLna 3agepxaHHON BbI3BaHHOW OTOAKyCTu-
yeckow amuccum, KCBIT, ASSR-TecT.

PesynbraThbl. B cTaTbe onncaHa KNMHUKO-ayAMonornyeckas KapTuHa cemu NaLMeHToB C
anbda-MaHHO31A030M Ha Pa3fINYHbIX dTarnax BeAeHUs nauueHTa crneymanncTamm B npo-
uecce depmeHTo3amecTuTenbHol Tepanmm (O3T). CornacHO NonyYeHHbIM HaMK AaHHbIM,
npu o6cefoBaHNM NAUMEHTOB C afibda-MaHHO3MA030M B NoAaBAoLLeM 60NbLINHCTBE
(85,7%) cnyuyaeB BCTpevyaeTCcA CEHCOHEeBpasibHasA MoTepsa C/lyxa, KOTopas MOXeT yxy[-
LWaTbCA PELMANBUPYIOLLMM SKCCYAATUBHBIM CPEAHUM OTMTOM, TPEOYIOLMM NOCTAaHOBKY
TUMMAHOCTOMUYECKIMX TPYOOK AJINTENIbHOTO HOLIEHUS.

BbiBoAbl. [103TOMyY CBOEBPEMEHHasA ANArHOCTUKa HapyLLEHWI Cilyxa NaLMeHToB ¢ anboa-
MaHHO31A030M MO3BOJIUT B PaHHME CPOKM HauaTb JleueHne 1 onpeaennTb HeobxoaMble
MeTOobl AanbHenwWen peabunutaLmm, Yto B CBOK ovepeab NOBbICUT KaueCTBO XKM3HU Na-
LMEeHTOB.

KnioueBble cnoBa: anbda-MaHHO3MA03, CEHCOHEeBPanbHasA TYroyXoCTb, CMELLIAHHasA Tyro-
YXOCTb, KAUeCTBO XU3HU, ClyxopeyeBas peabunutayms
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Abstract

Introduction. Alpha-mannosidosis is one of the many orphan diseases encountered
in the practice of an audiologist-otorhinolaryngologist. Among its first manifestations
in children, there is a progressive hearing loss due to sensorineurological diseases with
recurrent exudative late otitis media.

Purpose. To determine the tactics and develop the research algorithm in patients with
hearing impairment associated with alpha-mannosidosis.

Materials and methods. Clinical and audiological analysis seven patients with
alpha-mannosidosis aged from 3 to 18 years old. Each patient underwent an
otorhinolaryngological and audiological examination. The volume of the audiological
examination included acoustic impedancemetry, audiometry, registration of delayed
evoked otoacoustic emission, ABR.

Results. The article describes the clinical and audiological picture of seven patients with
alpha-mannosidosis for various manifestations of patient management during enzyme
replacement therapy (ERT). According to our data, during the exacerbation of patients
with alpha-mannosidosis, in the vast majority of cases (85.7%), sensorineural hearing loss
occurs, which can worsen with recurrent exudative late otitis, requiring the placement of
exacerbation tympanostomy tubes.

Conclusions. Therefore, timely diagnosis of cases of hearing in patients with alpha-
mannosidosis is likely to be early in the start of treatment and certain methods determine
the further development, which, in turn, will improve the quality of life of patients.
Keywords: alpha-mannosidosis, sensorineural hearing loss, mixed hearing loss, quality of
life, hearing and speech rehabilitation

B BBEJAEHWME
Anbda-maHHO31[03 — opdaHHOe 3aboneBaHUe M3 rPynmnbl IM30COMHbIX GonesHel
HakonneHus. 3aboneBaHne HacnegyeTcs no ayTOCOMHO-PeLeccMBHOMY TuMy, MyTaumu
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Habniopatotca B reHe MAN2B1, KogupytoLlem NM30COMHYI0 a-MaHHO3uaa3y. B pesynbtate
MyTauui B reHe MAN2B1 dyHKLMOHanbHaa akTUBHOCTb dpepmeHTa anbda-maHHO3MAA3bI
CHU>KEHa MM NOSTHOCTbIO OTCYTCTBYET [6-9].

YactoTa BcTpevaemocT — npumepHOo 1/500 000 knuBopoxaeHHbIx geTel [17]. B HacTo-
Alllee BpeMs, COrnacHo faHHbIM ABTOHOMHOW HeKOMMepuecKon opraHu3aumm «Bcecto-
POHHee OKa3aHue CoaencTBMA Nmuam ¢ anbda-maHHosugosom «O4MH HA MUJTTMOH»,
B Poccum BbifABneHo 19 naymeHToB ¢ anbda-mMmaHHO31[030M. CeMb U3 HMX NPOLUN KOM-
nnekcHoe ayfuonornyeckoe obcnefoBaHve 1 HabnoaaTcA B HaYYHO-KIMHUYECKOM OT-
[ene ayauonorum ciyxonpoTtesnpoBaHna 1 cnyxopeyeBoi peabunutauma Orby HMULO
®MBA Poccun.

KnuHuko-aygnonornyeckue npossneHms anbéda-maHHO3MAo03a pa3HoobpasHbl. Co-
rMacHo pAfy aBTOPOB, TYFOYXOCTb Y MaLMEHTOB C anbdpa-MaHHO3MZ030M MOXeT ObiTb
npeAcTaBneHa Kak KOHAYKTUBHOW, TakK U CMeLlaHHOW U CeHCOHeBpasibHoW dopmamu €
pa3nMyYHON YacToTon BCTpeyaeMocTn [9]. KNnnHMYeCKyio KapTuHY AOMOMHAT 1 Apyrue
CUMMTOMbI, KOTOpble ANA YA0O6CTBa KIVHULNCTOB MOXHO Pa3fennTb YCJIOBHO Ha [iBe OC-
HOBHbIe rpynnmbl:

1) oTopuHonapuHronormyeckas — runepTpodua NMMQOrnoToUHOro Konbla, peungmsbl
afeHounzoB, peuuansupyoLme HGeKLn B aHaMHe3e, 0COOEHHO BEPXHUX fAbIXaTesb-
HbIX NyTeW, N KOCTHble AedopmaLiy yepena, NPUBOAALLME K HAapYLUEHWNIO BEHTUAALN-
OHHOW GYHKLMKN CyxOBOW TPYObI, peLnanBUpyoLL i SKCCyAaTUBHBIA CPefHUI OTUT;

2) obuwan — ymcTBEHHasA OTCTanoCTb, 3afleprkka PasBUTMA peun, NoCcTeneHHo pa3BuBato-
Leecsa orpybneHne yepT N1La, MaKpOKpaHWsA, LUMPOKUIA BbICTYNaloLWmin no6, nnockoe
3anasluee nepeHocbe, WMPOKasa CNMHKA HOCa, MaKPOri0oCCUsA, LUMPOKMNE MPOMEXKYTKM
mexgay 3ybamu, runeptpodus geceH, nopaxxeHve onopHO-ABUraTeNbHOrO annaparta,
Bbi3blBalollee ABUraTeNbHble HapyLUeHWUsA, 3afepxKa NCUXOpPeyeBoro M MOTOPHOro
pa3suTna [6-9, 12].

Mporpeccrpytownin xapaktep 60ne3HN CHUXKaeT KauecTBO »KU3HM NaLeHTa C paHHe-
ro BO3pacTa 1 NPUBOANT K HAaCTYNNEHWIO NHBANMAHOCTY, Bbi3blBasA 3HAUNTENbHYIO Harpys-
Ky KaK AnA nauneHToB, Tak 1 AnA UX poacTBeHHUKOB [6, 9, 10, 12].

MmeeTca Tpu BapuaHTa TeuyeHus anbda-MaHHO3MA03a — NIerkoe, CpefiHel TAXKeCTU U1
TAXenoe.

Cneumannctam, CTankuBawoLWMMcA C naumveHTammn AeTCKoro Bo3pacTta ¢ anbda-maH-
HO31030M, HEOOXOAMMO MOMHUTL, UTO CHUXKEHUE ciiyxa Y pebeHKa npuBoauT AOMOI-
HUTENbHO K HapyLWeHNIo Pa3BUTMA peun 1 nHtennekta [9-11]. BaxxHocTb yyactua Bpa-
Ya — CypAonora-oTopuHONAPUHronora B NOCTaHOBKE 3TOMO reHeTUYecKoro 3aboneBaHua
HEeCOMHEHHa, TaK Kak HapyLleHue ciyxa B coueTaHun ¢ nHon JTIOP-natonorven y getem c
anbda-MaHHO3MA030M BCTpeyaeTca 10 97% cnyyaes [12, 14-16]. YacTo nayueHT ¢ anbda-
MaHHO3MJ030M elle He UMeET MHbIX KNUHUYECKIX NPOABIEHN 1 HabnofaeTca NCKoUm-
TeIbHO Y Bpaya — CypAonora-OTOp1UHONAPUHIoNora i OTOPUHONAPUHIoNora.

MpuropuTeTHan 3agaya cneLmancToB B OTHOLIEHWW MPOrHO3a peyeBoro U NCUXo03Mo-
LMOHaNbHOro pa3BuUTHA pebeHKa — CBOEBPEeMeHHas AnarHoCTMKa 1 onpeaeneHre MeTo-
[0B abunutayuun/peabunutayumm.

B LIE/Ib NCCNEJOBAHUA
OnpenenuTb TaKTKKY 1 pa3paboTaTb anropuTM BeAEHUs NALUEHTOB C HapYyLUEHNEM
C/yxa, accoLMmMpOBaHHbIM € anbda-MaHHO31L030M.
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B MATEPWAJIbl U METO/bI

B nccnepgoBaHy NpuHANKM yyacTne 7 NaumMeHTOB C HapyLlleHreM Ciyxa, accounmnpo-
BaHHbIM C anbda-MaHHO31030M, B Bo3pacTe oT 3 go 18 net. Kaxkgomy pecnoHaeHTy 6b1510
NpoBeAeHO OTOPUHOMNAPUHIONOIMYECKOe 1 ayanoniornyeckoe obcnenosaHme. B otopu-
HOMTAPUHroNIornyeckoe obcniefoBaHve 6biNo BKIIOUYEHO: OTOBUAEOIHAOCKONMSA, PUHOBU-
LEe03HOOCKONUA C BU3yanu3aluunein HocornoTky, dbapuHrockonus. B o6bem cypponoruyve-
CKoro obcnefoBaHUA BKIOUEHbI aKyCcTUYecKaa MMmrnegaHCoOMeTpus, TOHanbHasA noporo-
BaA ayaVOMeTpUA, perncTpaumna 3afgepKaHHOW BbI3BAHHOW OTOAKyCTUYECKOW 3MUCCUW,
perncrpauma cylyxoBbliX BbiI3BaHHbIX MOTEHLMANoB pa3nuyHbix knaccos (KCBI, ASSR-TecT).

B PE3YJIbTATbI 1 OBCYXOEHNE

Y nauuneHToB C anbda-mMaHHO31L030M 3a00NeBaHNA yXa, HOCa 1 Fopfa BCTpeyaoTcs
B 6onee 90% cnyvyaes 1 NPOABMAIOTCA Ha PaHHel cTagum 3aboneBaHus. Takum obpasom,
BPayY-OTOPUHONIAPUHIONON HE TONbKO BHOCUT 3HauMTeNbHbIN BKag B ONTOCPOYHOE Be-
LEeHVe 3TUX NaLUMeHTOB, HO TakXe MOXKET CbIrpaTb BaXKHYIO pOJib B CBOEBPEMEHHON Ana-
FHOCTMKe 3TOro pepnkoro 3abonesaHus [10, 11]. «3010TbIM CTaHZAPTOM» 06C/Ief0BaHMA
LNA BCeX MauneHTOB ABNAETCA BUOEOIHAOCKOMMA: OCMOTP MOSIOCTU HOCA, HOCOMNOTKH,
oTOCKOMMA.

PaccmoTpum paHHble OTOPUHOMAPUHIONOrMYyeckoro ocMoTpa naumeHta M., 16 ner.
Mpn ocmoTpe NONOCT! HOCa C MOMOLbIO BMAEO3HAOCKONA (prc. 1) onpegenaeTca uc-
KpVBfieHNe MeperopofKkyM Hoca 3a cyeT AeBuaLMM XPALWEBOW YacTu BeBO/BMpPaBO
n/vinn Hannuma rpebHs B KOCTHO-XpALeBoM oTaene. Cnusnctas 060/10uKa NoONOCTM HOCa
po3oBas/rmnepemMmpoBaHa, oTeyHa. HuxHue, cpeiHMe HOCOBble PAKOBUHbI YBENUYEHDI,
pearvpyloT Ha AeKoHrecTaHTbl. O6LMe, CpefiHNe HOCOBbIE XOAbl 3aNOfHEHbI CAN3UCTbIM
oTAenAeMbIM.

Mpn ocMOTpe HOCOrNOTKM 3TOrO »Ke MaureHTa C MOMOLLbI0 BUAEO3HA0CKOoMNa (puc. 2)
onpenenAlTcA afeHoVAHbIe BereTauumu, 3akpblBatoLLye NPOCBET X0aH YaCTUUYHO UK NOJI-
HOCTbI0, YacTo NponabuvpytoLre B 3agHKe OTAeSNbl NOIOCTM HOCa, OTMeYaeTcs 0bunbHoe
cnusnctoe otgenaemoe. CnegyeT OTMETUTb, YTO afileHOM bl BCTPEYAloTCA Y NaLMeHTOB C
anbda-MaHHO3MA030M B Pa3/IMUYHbIX BO3PACTHbIX FPYMMax B PaBHOWN CTEMEHW BblparkeH-
HOCTW.

Puc. 1. BupeosHpgockonus nosocTv Hoca nauyumeHTta M., 16 ner
Fig. 1. Video endoscopy of the nasal cavity of patient M., 16 years old
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Puc. 2. BugeosHpockonua HOCOrnoTKM nauneHta M., 16 ner
Fig. 2. Videoendoscopy of the nasopharynx of patient M., 16 years old

OtockonuA npaBoro yxa naumeHta M. 16 netT, C MOMOLWbIO BUAEO3HAOCKOMA
(puc. 3) — Hapy>KHbI CTYXOBOW NMPOXOA WWNPOKNIA, CBOBOAHDBIN, 6apabaHHaA nepenoHkKa
cepas, onpefenaAlTca PyKoOATKA MOJIOTOUKA, MepefHAA 1 3afHAA CKNagKuy, NynokK, CBeTo-
BOW KOHYC.

Kak npaBuno, npy 3KCCyaaTMBHOM CpefHeM oTuTe GapabaHHas MepenoHKa MOXEeT
ObITb BTAHYTa, MyTHas, 3a 6apabaHHOW NepenoHKol BU3yann3npyeTcsa SKCCyaaT, TakKe Ha
6apabaHHOI NepenoHKe MOTYT OnpefensaTbCs pyoLoBble u3MeHeHusA. OgHM 13 METOLOB
NeYEeHUs1 SKCCYAATUBHOIO CPELHEro OTWTa ABSETCA WYHTUPOBaHUe 6apabaHHON Moso-
CTW, TOrAa NPU OCMOTPE B 3aiHEHVXXHEM KBafipaHTe GapabaHHOI NepenoHKn OyaeT Bu-
3yanm3npoBaTbCA TMNaHocToMuyeckasa Tpybka. OTockonmyeckasi KapTyHa JIEBOTO yxa
nauvenTa W., 5 net, npeacraBneHa Ha puc. 4.

Y Apyrux Wwectn nauneHToB nameHeHui npu ocmotpe JIOP-opraHoB He 6bl10 BbIAB-
NEHO: MOMIOCTb HOCA Y HOCOTIIOTKN OblIM 6€3 0CO6eHHOCTEl, OToCcKoNMYeckas KapTuHa
TaKkXe npeacTaBfieHa BapuaHTOM HOPMbI.

CnenyeT OTMETUTb, YTO OCHOBHbBIMW METOAaMU AMArHOCTMKM Y NMaLMeHToB C anbda-
MaHHO3MA030M ABASIOTCA OOBEKTMBHbIE METObl CCNIEOBAHNSA, TaKME KaK aKyCTnyecKas

Puc. 3. OTockonuyeckas KapTuHa npaBoro yxa naymneHrta M., 16 ner
Fig. 3. Otoscopic picture of the right ear of patient M., 16 years old
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Puc. 4. OTockonnyeckas KapTyHa N1eBoro yxa nayueHnTa ., 5 net, c npnsHakamm 3KCcCyaaTUBHOro
cpefHero oTuTa. B 3agHeHmKHeM KBafpaHTe 6apa6aHHOI NepenoHKN yCTaHOBNEHa
TUMNaHOCTOMMNYECKas Tpy6Ka

Fig. 4. Otoscopic picture of the left ear of patient l., 5 years old, with signs of exudative otitis media.
A tympanostomy tube was placed in the posterior inferior quadrant of the tympanic membrane

nmnefaHCOMeTpusA, oToakycTnyeckasa smmccna (OAS), KOPOTKONATEHTHbIE CITYXOBbIE Bbl-
3BaHHble noteHumanbl (KCBIM) - Bo3aywHoe 1 KOoCcTHoe nposefdeHue, ASSR-TecT, Takxe
No BO3MOXHOCTW NPOBOAMTCA TOHanbHaA noporosasa ayanomeTtpua (TMA) nnn nrposas
ayanoMeTpusa COBMECTHO C CypAorneaarorom.
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Puc. 5. Mpumep otcytcTBUA peructpauyum OAD y naymenTa K., 3 roga, c anbpa-maHHO3Mg030M
Fig. 5. An example of the absence of registration of otoacoustic emission in patient K., 3 years old with
alpha-mannosidosis
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B nTepaTypHbIX JaHHbIX paHee ObifIo OTMEYEHO, UTO NOTEPA CIYXa MOXET NPOABUTHCA
y>e BO BPeMsA HEOHATaNIbHOTO ayAMOIOMMUYECKOTro CKPUHUHIa nyTem pernctpaumm OA3,
COOTBETCTBEHHO, 3TV Pe3ynbTaThl JOMXKHbI NOOYAUTL Bpaya UCKaTb CUMMTOMbI, KOTOpble
MOTYT iaTb AOMOJIHUTENbHBIE fMarHOCTUYECKIMe nogcKasku [1-3, 51.

Y naymeHToB ¢ anbpa-MaHHO3MA030M, HAXOAALMXCA Mo HawuM HabntoaeHnem, OAD
TaKXe He Oblna 3aperncTprpoBaHa (puc. 5) Bo BCex cydasx ¢ AByX CTOPOH npu obcnego-
BaHuM B OI'6Y HMNLO ®MBA Poccum.

Cnepyiowwmm 3Tanom AVAarHOCTUKM ABNAETCA NPOBeAeHre aKyCTUYeckon umnegaH-
comeTpun. AKycTUYECKasa WMMNEfAaHCOMETPUS MO3BOMAET OMpefenunTb LEeNOCTHOCTb
N cTeneHb NOABMXHOCTY 6apabaHHON NepPenoHKM 1 Lenu CNIyXOBbIX KOCTOYEK, GYHK-
LUMOHANbHOE COCTOAHKE CIYXOBOW TPYObl 1, UTO OYEHb BaXXHO Mpu 06CefoBaHMM
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Puc. 6. AKycTnyeckaa numnepaHcometpus naymenTa [l., 17 ner. TumnaHomeTpusa - Tun As, akycTnyeckmne
pedneKkcbl perucTpupylotca cnpasa ipsi Ha 500 'y, contra Ha 500-1000 Iy, cneBa ipsi Ha 500-1000 Iy,
contra Ha 500 'y npu ctumyne 100 pb

Fig. 6. Acoustic impedancemetry of patient D., 17 years old. Tympanometry - type As, acoustic reflexes
are recorded on the right ipsi at 500 Hz, contra at 500-1000 Hz, on the left ipsi at 500-1000 Hz, contra at
500 Hz with a stimulus of 100 dB
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nayneHToB C afibda-MaHHO3ML030M, HaMumne NaToNIOrnMYeckoro otaensemoro B 6apa-
6aHHOW nonoctn [1-3, 6].

AkycTuueckas nMmnegaHcometpus Obina nposeaeHa 6 13 7 NauneHTam, Tak Kak y 1 13
HUX Ha MOMEHT MCCeloBaHNA NPOBOAMIOCH NleYeHre 3KCCYAaTMBHOIO CpefHero oTnTa
nyTeMm WyHTUPOBaHWA 6apabaHHON nonocTu. Ha TMnaHorpamme y nauveHTOB [aHHOMN
rpynnol yawe pernctpupyetca tun A (n=5 (41,7%)) (puc. 6), HO TakxKe xapaKkTepHa peru-
ctpauma Tmna C (n=7 (58,3%)) (puc. 7) npu ancoyHKUMM CyxoBOM TpyObl, KOTopas valle
obycnosneHa runeptpoduel ageHonaoB. Pernctpauma akyctnyeckoro pednekca 3asu-
CUT OT NOZATINBOCTM 3BYKOMPOBOAALLEN CUCTEMbI NMOJ, BO3ENCTBMEM 3BYKa, a Tak»Ke BOC-
nanuTenbHbIX Y MOCTBOCMANMTENbHbBIX U3MEHEHWI CTPYKTYP CPeHEero yxa.

mal MMNaHorpamma 226 My MNpaeas! | [me TumnaHorpamma 226 U Nesoem!
3 3 3 3
2 2 2 2
HE H
] ! ] t
1 ! i 1
1 Lo 1 1 = 1
] 1 ] 1
AR Ak
AN J_/_d_/-:-\ -
0 - — 0 0 0
-600 -300 300 palla -600 -300 300 gala
Clvem: 1,55 mn Naenenue: -62 nala Chrem: 128 mn Napnenue: -113 pafla
CoomeeTcrene: 0,51 ma FpagnenT: 151 palla CoomeeTcrene: 0,53 mn lMpanmes T 180 palla
Pedinexc Mpagan F:226 My P:-62 palla Pednere NMesoe F:226 MuP:-113 palla
0wt 0,00 0,00 . _3:'!,09 500 Mk 0,00 0,01 : ___Q 15
0,00 0,00 0,09 0.01 0,00 15
1KMLK e 1eluk ==
0,00 0,01 0,11 0,01 0,01 13
QKFI-LKWM«T-—--'-.-—--'— 2KruK mm—.m—
kMK 0,00 0,00 0,00 4xluk 0,00 0,04 0,03
— — e ——— p—" e e T —

86 NC &0 @D 100 & Nc & €D 100
Pedwexc Mpasan F:226 TuP:-62 pnalla Pednexc NMesoe F:226 TuP:-113 palla
S0ruc 0,00 0,00 0,00 500Ny C 0,01 0,01 0,00

S S S— .
1kMLC 0,00 0,00 0,06 1eiel 0,00 0,01 0,09
VRN e P -
2xfisC 0,00 0,02 0 12 2xful 0,00 0,01 0,10
e B i et — e =,
4xMut 0,00 0,05 0,08 4xMut 0,00 0,01 0,03
|, W g, S - =55, e
B NC @ ) 100 & Nnc @0 €D 1w

Puc. 7. AKycTnyeckaa nmnepaHcometpusa naymerta M., 16 net. TumnaHomeTtpumsa — cnpasa Tun A, cnesa
Tun C, aKycTnyeckue pednekcbl perncrpupylorca cnpasa ipsi Ha 500-2000 My, contra Ha 500-4000 Iy,
cneBa ipsi Ha 500-4000 Iy, contra Ha 500-2000 My npun ctumyne 100 o6

Fig. 7. Acoustic impedancemetry of patient M., 16 years old. Tympanometry - type A on the right, type
C on the left, acoustic reflexes are recorded on the right ipsi at 500-2000 Hz, contra at 500-4000 Hz, on
the left ipsi at 500-4000 Hz, contra at 500-2000 Hz with a stimulus of 100 dB
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Cnepytownii meTof, 06beKTUBHOW AnarHoCcTUKKM cnyxa — KCBI [1-4]. ABnAetca oba-
3aTeNbHbIM, Tak KaK He BCe MaumeHTbl ¢ anbda-MaHHO3MA030M MOTYT JOCTOBEPHO Bbl-
nonHuTb TMA B cnny Bo3pacTta unuv 3afepKmn NcMxopeyeBoro pa3suTnaA. [JaHHbI metog
ABNAETCA OCHOBHbIM MeTO[OM, NOATBEPXKAAIOLWMNM HapyLIeHe CyXOBOWM ¢YHKLMUKN, OH
no3BosiAeT onpefenmTb MOPOry ciyxa No BO3A4YLHOMY (pUC. 8) 1 KOCTHOMY NPOBEAEHMIO
(pwnc.9).MonyuyeHHble pesynbTaThl: 1 naumeHT (14,3%) — noporu cnyxa CooTBeTCTBY!HOT |l cTe-
neHn CeHCOHEeBPanbHOM TYroyxoctu, 5 naumeHToB (71,4%) — noporu cryxa COOTBETCTBYIOT
Ill cteneHn ceHcoHeBpanbHOM TyroyxocTu, 1 naumeHT (14,3%) (Ha MOMEHT nccnegoBaHuA
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Puc. 8. Pesynbrat pernctpauun KCBIM naunenTa K., 3 roga (Chirp-LS Bo3aywHoe 3BykonposeaeHue)
Fig. 8. The result of registration of ABR of patient K., 3 years old (Chirp-LS air sound conduction)
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Puc. 9. Pesynbrat peructpauun KCBIM nauuenTa K., 3 roga (Chirp-LS ¢ KocTHbIM TenedpoHom)
Fig. 9. The result of the registration of ABR of patient K., 3 years old (Chirp-LS with bone phone)
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OpurvHasbHble UCCIef0BaHNA
Original Researches .

oTMeYvanca peumanB SKCCYAaTVBHOMO OTUTa U MPOBOAWIOCH NeYeHne — WYHTUPOBaHne
BIM) — noporu cnyxa cootsetcTBYHOT lIl 11 IV cTeneHn cMelaHHOM TYroyxocTu.

[nAa onpepeneHusa Noporos ciyxa Ha Yyactotax 6bin nposeaeH ASSR-Tect (puc. 10)
(perncrpauma ctauroHapHbIX CTYXOBbIX MOTEHLMANO0B Ha MOCTOAHHO MOLYIMPOBaHHbIE
TOHbI) [1-4]. [1ByMm naumeHTam 13 cemu, KoTopble He BbinonHann TINA n3-3a Bo3pacTa
N 3aiepPXKN NCrxopeyeBoro pas3suTua. B jaHHOM nccnefoBaHmy TeCTOBbIMUM YacToTa-
MU ABNATCA GUKCUPOBAHHbIE TOHaNbHblE CTUMYJbl B YaCTOTHOM Anana3oHe ot 500 fo

Estimated Audiogram
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Puc. 10. Pesynbrat npoBegeHuna ASSR-tecta naumnenTa K., 3 roga. Moporun cnyxa cootBeTcTByIl0T

Il creneHun TyroyxocTtu

Fig. 10. The result of the ASSR test of patient K., 3 years old. Hearing thresholds correspond to Il degree
of hearing loss
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Puc. 11. Pesynbrat TINA naumnenTa WU., 5 net. IBycTOpOHHAA cMellaHHas TyroyxocTb lll crenenn
Fig. 11. The result of tone threshold audiometry of patient I., 5 years old. Bilateral mixed hearing loss
1l degree
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Puc. 12. Pesynbrar TMNA nayuenTa J1., 16 net. [1ByCTOPOHHAA CeHCOHeBpanbHasA Tyroyxocthb Il crenexn
Fig. 12. The result of tone threshold audiometry of patient L., 16 years old. Bilateral sensorineural
hearing loss lll degree

CBopgHas Tabnuua Ha6noaaeMbiX NaLVEHTOB € a/ib¢pa-MaHHO3UA030M B HayYHO-K/IMHNYECKOM oTAene
ayavonornn, CyxonpoTtesnpoBaHus 1 ciyxopeuesoi peabunurauyumn ®rsy HMULIO ®MBA Poccun
Summary table of observed patients with alpha-mannosidosis in the Scientific and Clinical Department
of Audiology, Hearing Prosthetics and Hearing and Speech Rehabilitation of the FSBI NMRCO FMBA

Russia
Bospacrt
Bo3spactHa |HamomeHT |BapuaHTt
TyroyxocTtb,
Ne MOMEHT 06- | yCTaHOBKU | TeYeHuA 3T, ApeHoTto- | TumnaHo- .y
cnepoBaHMA | AMarHosa anbda-maH- | ga/Her | MmA crommna $opma !
cnyxa, ner anbga-maH- | HO3MpO03a -
HO3MpA03a
CoenneTsne- CeHcoHeBpanb-
1117 17 ngmn Het Het Het HaA TYroyxocTb
Il cteneHn
CoenneTske- CeHcoHeBpanb-
2 |16 7 nEn?lA Ha Het Het HaA TYroyxocTb
Il creneHn
CoenneTsie- CeHcoHeBpasb-
3 |16 7 ngm'q Ha Het Het HaA TYroyxocTb
Il creneHn
CoenneTske- CeHcoHeBpanb-
4 |15 3 HEM'Q Ha Het Het HaA TYroyxocTtb
Il creneHn
CoenneTsxe- CeHcoHeBpanb-
5 M 10 ngﬁn Ha Her Het HaA TYroyxoctb
Il crenenn
CoenneTsike- CmeluaHHasnA
6 |5 4 ngmn Oa Oa Oa TYroyxocTb
Ill cteneHn
CoenneTske- CeHcoHeBpasb-
7 |3 3 HSVIH Het Ha Het HaA TYroyxocTtb
Il crenenn
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OpuruHasbHble NccefoBaHus
Original Researches .

4000 ly. Y paHHbIX NaLMeHTOB No pe3ynbraTam o6cneoBaHMA Obinn NonyYeHbl Mopory,
cootBeTcTBytowme Il n lll cTeneHn cHUXXeHMA cnyxa cornacHo knaccmdukaumm BO3.

TMNA anaeTca cyObeKTMBHbIM MeTOAOM AuarHocTuku [1-3], 6bina npoBegeHa 5 13
7 nauneHTOB, yyacTByloLWMUX B nccnegosaHuu. Mpu nposegeHun TIMA Obinv nonyyeHsl
cnepyowme aaHHble: y 4 n3 5 naymeHToB (80%) BbiABNEHa CEHCOHeBPasibHasA TYroyxocTb
Il ctenenn (puc. 12), y 1 naumeHTa (20%) — cMellaHHaA TyroyxocTb (puc. 11) 3a cueT Ha-
NNYMA SKCCYAATUBHOMO CPeiHero otuTa.

Mo pe3synbratam NpPoBefeHHOrO ayAnoNorMyeckoro obcnefoBaHNA MOAyYeHbl Crle-
ayowme pesynbtatbl: 1 U3 7 naumeHToB (14,3%) nmeeT CEHCOHeBpPasibHYIO TYrOyxoCTb
Il creneHw, 5 (71,4%) — ceHcoHeBpanbHyto TyroyxocTb lll ctenenu, 1 (14,3%) — cmeLwaHHyto
TyroyxocTb lll ctenenun (cm. Tabnuuy). Hamn He 6bina BbifiBNeHa KOHAYKTUBHasA ¢opma Ty-
rOyXoCT/ y NaLMeHToB C ajibdpa-MaHHO3VA030M.

Bce nauveHTbl C anbdpa-MaHHO3UA030M U CHUPKEHUEM CITyXa HYXAAloTCA B CJTyXOMpPo-
Te3npoBaHuW. Bce naumeHTbl ObinyM MPOTE3NpPOBaHbl B Hay4YHO-KIMHUYECKOM OTAene
ayAMonornu, CyxonpoTe3npoBaHmWA 1 CTyxopeyeBoi peabnnutaumm ¢ UCNosib3oBaHeM
BepuduKaumm B aHanmsatope Affinity ¢ yueTom 0co6eHHOCTEN U XapaKTePUCTUK CIyXO-
BbIX arnmnapaToB, aHATOMNYECKNX OCOOEHHOCTEN Hapy»KHOTO CIIyXOBOrO NPOX0oAa ¥ Hapy-
LIeHUA Cyxa NaumneHToB.

B BbIBO/bl

1. CornacHo nonyyYyeHHbIM HaMW flaHHbIM, TPy 06CNefoBaHUN NALMEHTOB CEHCOHEBPab-
Hasa dopma TyroyxocTu BcTpeyaetca B 85,7% cnyyaes, cMellaHHaa dopma — B 14,3%,
KOHZYKTUBHOW GOPMbI TYrOyXOCTU He OblN10 BbIAABNEHO.

2. B obbem cypgonornyeckoro o6cnefoBaHmsa naLmeHToB C anbda-MaHHO3MA030M Crie-
AyeT BK/ouaTb CriegytoLne ayamonornyeckmne TecTbl: permcTpaLmio 0ToakyCcTMyeckom
SMUCCUN PA3ANYHBIX KNAaCcCOB, aKyCTUYECKYI0 MMNefaHCOMETPUIO, TOHANIbHYI0 NOPO-
roByl0 ayANOMETPUIO, PErnCTPaLMIO Pa3fINYHbIX K1acCOB CITYXOBbIX Bbl3BaHHbIX MO-
TeHumanos (KCBI ¢ ronoBHbIMK 1 KOCTHbIMK TenedoHamu, ASSR-TecT).

3. B anroputm OTOPMHONMAPWHIONOrMYeckoro obcneoBaHma NaumMeHToB ¢ anbda-MaH-
HO31J030M HEOOXOAUMO BKOUYaTb OTOBUAEOIHAOCKOMNUIO, PUHOBUAEOIHAOCKOMNMIO
C BM3yanu3aumnen HocornoTku, GbaprHrockonuio.

4. Bce naumeHTbl € anbda-MaHHO3MA030M U CHUXKEHUEM CJTyXa HY>KAAI0TCA B CIyXOMpo-
Te3npoBaHuK ¢ BeprdurKaL e HaCTPOeK CIIyXOBbIX annapaTos.

5. CBoeBpemeHHaa ANarHoCT1Ka HapyLLIeHWI Cinyxa NauneHToB ¢ anbda-mMaHHO3UL030M
MO3BOMUT He TONbKO 3aMnofo3puTb JaHHOe 3aboneBaHue, HO 1 B paHHWE CPOKM Ha-
yaTb SleyeHre 1 onpeaenuTb HeobxoarMble MeTOAbI AaNibHeLIen peabunmTaumm, 4To
B CBOIO ouepefb NOBbICUT YPOBEHb Pa3BUTUA 1 KaueCTBa »KN3HW NaLMeHTOB.
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