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O6ocHoBaHHue. A/lbda-MaHHO3MA03 — peliKoe Hacse[cTBEHHOe 3ab0/1eBaHUe U3 rpyrrbl IM30COMHbIX 60/1€3HEN HaKo-
M1IeHUS, 4J151 KOTOPOIro XapaKTepPeH LUMPOKMI CIIEKTP KIMHUYECKUX MPOSIBJIEHMI, BKIIIOYas HapyLLueHue cJlyxa, 4acTo sIBJIsIo-
Ljeecs 04HUM M3 NepBbiX CUMITOMOB. CMeLLaHHbIA XapaKTep TYroyxoCTH, a TaKxKe MoJMMOPEPHOCTb KITIMHUYECKOM KapTUHbI
006y C/10BINBAIOT TPYAHOCTU ANArHOCTUKK. Llesibio JaHHOM paboThl ABASETCA aHalu3 KIIMHUYECKUX CllyYaeB 4151 [MOBbILLEHUS
HaCTOPOXEHHOCTH Bpayel B OTHOLIEHUU allbpa-MaHHO3MA03a. OnucaHue KJIMHNUYEeCKUX ciy4daeB. [IpeacTaBieHbl 4Ba
KJIMHUYECKUX Crly4as allbga-MaHHO31[03a 2-ro Tuna y Aetei. B nepBom ciydae y 4eBOYKMU 3 1eT 5 MecC Ha QOHEe 3a4EPKKU
MCUXOMOTOPHOI0 PasBUTUSI U XapaKTePHOro ¢eHotuna 6biaa AMarHoCTUpoBaHa [ABYCTOPOHHSAS CMeluaHHas TyroyxocTb
IV cteneHn. MexamcumnimHapHbIA MoAxXo4 U HaCTOPOXKEHHOCTb CypAoJiora no3BoJinin CBOEBPEMEHHO MPOBECTH BMO-
XUMUYECKYIO U TeHETUYECKYIO ANarHOCTUKY (BbISiIBJIEH FOMO3UIOTHbIN MaToreHHbin BapuaHT ¢.2248C>T B reHe MAN2B1)
M Ha4yaTb pepMeHTo3aMecTUTesIbHylo Tepanuio B Bo3dpacte 3 seT 10 mec. Bo BTopom ciyyae y AByX POAHbIX cecTep,
POXAEHHbIX B pe3y/ibTaTe 6/IM3KOPOACTBEHHOIO 6paKa, AMarHoCTUKa 6blila OTCPOYEHHOM: HapyLUEeHUE CayXa U 3aepiKKa
peyeBoro pa3BUTUS BbiSIBIEHbI MMO34HO, C/1YXOMpPOTeE3UPOBaHNE NPOBEAEHO C 3a4EPXKKOM, OTMeYasacb HU3Kas Komria-
E€HTHOCTb. [eHETUYECKM MNOATBEPKAEHbI KpynHbie aeneunn B reHe MAN2B1. [No3aHee Hayasao 1e4eHus U BO3pacT nepBuY-
HOro CJlyxonpoTe3npoBaHus 06yC10BU/IN OTCYTCTBUE IHAYUMOM MOI0KUTENILHON AUHAMUKM B CIIYXOPEYEBOM Pa3BUTUN.
3aknioyernue. [lpuBeseHHbIE CllyYan JEMOHCTPUPYIOT KPUTUHECKYIO BaXXHOCTb PaHHEN AnarHOCTUKN aslba-MaHHO3MA0-
3a. «<HeobbscHMMas» cMellaHHas Min CeHCOHeBpasibHas TyroyxocTb, 0COGEHHO B COYETaHUU C 3a4EPIKKOM ICUXOMOTOPHO-
ro pas3BuTHS, AUCMOPOUIECKMMU YepTaMM JIULia U PeLIMANBUPYIOLMMU COEAHUMMU OTUTaMU, TPEBYET UCKOYEHNS JIN30COM-
HbIX 60/1€3HeN HaKorieHusi. CBOeBpeMEHHOE MEXANCUUIIMHapHOe o06c/ieoBaHue, BK/OYas onpeaeneHme akTMBHOCTU
JIN30COMHBIX HEPMEHTOB, M03BOISET BEPUDULMPOBATL ANArHO3 U HadaTb MaTOreHEeTUYECKYIO Teparnuio, YTo y/ydliaet
rnporHo3 3abo/1eBaHms.
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OBOCHOBAHME

HacnefctBeHHble 601e3HM 06MeHa BeELLECTB, B YacT-
HOCTW IM30COMHble 60/IE3HW HAKOMAEHUSA, MOryT Mpwu-
BOAMTb K CHWXXeHWto cnyxa. K aTon rpynne 3aboneBaHum
OTHOCHKTCS anbda-MaHHO3MA03. CHUMKEHHUE ClyXxa — OAWH
M3 nepBbiXx CUMNTOMOB anbda-maHHO3MA03a U OTMeYaeT-
Csl y)XKe B paHHeM Bo3pacTe [1].

Anbda-MaHHO3M403, paHee M3BEeCTHbI Kak [ypnep-
noao6HbIN CUMHAPOM, Oblil BMEpPBblE ONUCAH LWBEACKUM
Bpayom [1. OkkepmaHom B 1967 r.; aTo 3aboneBaHune oby-
CNIOBMIEHO HapyweHuemM MeTabonvM3mMa OonurocaxapuaonB
BCMIEACTBME CHWXEHUS aKTMBHOCTM depmeHTa anboda-
MaHHO3MAa3bl M HacnegyeTcs No ayTOCOMHO-peLLeccHB-
HoMy TuUny [2].

3aboneBaHne OTHOCUTCS K rpynne opdaHHbIX, C 4YacTo-
TOM BCTpeyaeMocTu B obuer nonynsuun ot 1 Ha 500
TbiC. 0 1 Ha 1 MAH [1, 2]. HecMOTps Ha HU3KYIO pacnpo-

CTpaHeHHOCTb, anbda-MaHHO3MA03 AOJIKEH MNpPUBEKaTb
BHMMaAHWE KAUHWLMCTOB B CBHI3M C OTCYTCTBMEM MPOSIB-
NIEHUI NPU POXKAEHUM U LUMPOKMM CMEKTPOM KJIMHUYECKMX
CUMMNTOMOB, YTO HEPEAKO NPUBOAMT K MO3AHEN AUArHOCTUKe
W YXyALWEHMIO NPOrHo3a.

JlnzocomanbHasa anbda-maHHo3ngasa (LAMAN) oTHO-
cutca K cemenctsy GH38 n aBnseTcs 3K30rMKo3mMaason,
y4acTByeT B nocfiegoBateibHOM pacluenneHum anbda-mMaH-
HO3MAHbIX CBA3eW BO Bpems gerpagaumm N-cBA3aHHbIX
0NUrocaxapuioB C BbICOKMM COAEPKAHMEM MaHHO3bI.
JeduumnT aKTUBHOCTU 3TOro GepMeHTa NPMBOAUT K BIOKK-
poOBKe Aerpajaumnm rmuKonpoTEMHOB M HAKOMIEHMUIO B IM30-
coMax 60oraTblx MaHHO30M onnrocaxapuaoB. B pesynbrate
IN30COMbI YBENNYMBAIOTCHA B pa3mepe u obpasytoT 60/b-
lMe BaKyonu, Hapywas KNeTo4Hylo YHKLMIO M MpUBO-
08 K CUCTEMHbIM HapyweHuam [5]. Anbda-MaHHO3MA03
(OMIM #248500) o6ycnosfieH naTtoreHHbIMW BapuaHTa-



Mu B reHe MAN2B1 (OMIM *609458), pacnofioKeHHOM
Ha 19-1 xpomocome (19p13.13), 4To NPMUBOAUT K AeDULMUTY
NM30comManbHOM anbda-maHHO3MAa3bl. B HacToswee Bpems
M3BECTHbl 155 naTtoreHHbIXx BapMaHTOB, CBSI3aHHbIX C pas-
BUTMEM anbda-MaHHO3MA03a: BCTAaBKM, Aeneuunn, dynimka-
LMK, HOHCEHC-MyTauun, MyTauun canToB cnaanCuHra, Muc-
CeHC-MyTauuu. BOMbLMHCTBO M3 HUX ABASIOTCH YacTbIMK;
OHaKO TPU BapuaHTa BCTPeYaloTCs € NOBbILWEHHON YacTo-
TOoM — €.2248C>T (p.R750W), ¢.1830+1G>C n ¢.2426T>C
(p.L8O9P), cocTtaBnasa npuénunantensHo 27, 5 n 3% annenen
anbda-MaHHO3M/103a COOTBETCTBEHHO [5, 6].

3aboneBaHne XxapaKkTepusyeTcs MYNbTUCUCTEMHbLIM
nopaKeHMeM, XPOHUYECKMM MPOrpeccUpyownum TevyeHnem
W MPU OTCYTCTBUM SIEHEHNS MOXKET MPUBOANTL K MHBaANUAn-
3auun U CMEPTH.

Ons anbda-MaHHO3MA03a XapaKTePEH WMPOKUIA CNEKTP
KJIMHUYECKMX NPOSBAEHUN. Y NaLMEHTOB MOryT OTMeYaTbCs
naTonorMa LEeHTpasbHOM HEPBHOW U MMMYHHOW CUCTEM,
aHOManuu OMOPHO-ABMUraTeNIbHOr0 annaparta, HapyweHue
ABuratenbHblX GYHKUMIW, NMOBeLEHYECKME U MCUXMYECKUE
paccTponCcTBa, NATOIOrUs OPraHoB ciiyxa v 3peHus [7, 9].

BblaensoT Tpu KAMHUYECKUX TUNna 3aboneBaHus:

e T1un 1 (nerkasa ¢opma) — Hayvano nocne 10 neT, 6€3 cKe-

NETHbIX aHOMaumn, MeLNeHHOe NPOrpeccMpoBaHne;

e TUN 2 (cpeaHeTskenan popma) — Havano ao 10 ner, ¢ aHo-

ManusMK CKeneTa, MeaneHHo Nporpeccupylollee Te4eHue;
e Tun 3 (TshKkenaa dopma) — MaHudbecTauus B paHHEM

rpyaHOM BO3pacTe, C BblpaxeHHbIMU CKEeNEeTHbIMKU U3Me-

HEHWsAMK, ObICTPOE NPOrpeccuMpoBaHue C neTanbHbIM

MCXOAOM BBMAY MOPaXKeHWst LUeHTpanbHOW HepBHOM

CUCTEMbBI UM MUONATUMN.

BONbWHWHCTBO NaLMEHTOB OTHOCATCA KO 2-My K/MHWUYe-
CKOMY TuMy. Y HOBOPOXAEHHbIX KAMHUYECKME MNPUIHAaKK,
KaK npaBu1o, OTCYTCTBYIOT. B Te4eHne nepBoro gecatnneTms
KWU3HW BO3HUKAIOT HapylleHUs cnyxa, 3ajeprka ncuxomo-

TOPHOrO Pa3BUTUS, YMCTBEHHAsA OTCTaNOCTb, PELMANBUPYIO-
wme MHbEeKLMKU, 0CO6EHHO MHPEKLIMM BEPXHUX AblXaTeNbHbIX
nyten, peunanBupylolwMe cpeaHue otutbl [7, 8]. TaKxke
onpepensietrcsa N'ypnep-nogo6HbIM GEeHOTUN: KpynHas rososa
M KOpOTKas lWes C COOTBETCTBYIOLMMKU YepTaMu nuua —
BbICTyNaloWwmm n60Mm, OKpyribiMv 6GPOBSIMU, YNIOLWEHHOM
nepeHocULen, MaKpornoccuen, LWMPOKO paccTaBleHHbIMU
3y6aMu 1 NporHatuamom [2].

Mpun anbda-maHHO3MA03€E, KaK NpaBuno, BCTpevaeTcs
CMeLlaHHbIM xapaKTep Tyroyxoctu. KOHAYKTUBHbIA KOMMO-
HEHT 06YyCNnoBAEH WMMYHOLEPULMUTOM, MPOBOLMUPYIOWUM
3aTAKHOM XapaKTep BOCManeHUs B CPeAHEM yXxe, 0COOEeH-
HOCTSIMM CTPOEHMS CTPYKTYP CPeAHero yxa nmbo nospexae-
HUEM 3TUX CTPYKTYP BCAEACTBUE XPOHUYECKOTO UK peLunan-
BUPYIOLLErO BOCNaneHuns B cpeaHeM yxe. CeHcoHeBpabHbIn
KOMMOHEHT MOXET 6bITb 06YC/NIOBMIEH NMOBPEKAEHUEM YINUT-
KOBbIX CTPYKTYP NaToON0rM4ECKMMMU ONIMrocaxapuaamu, KoTo-
pble HaKanaMBalTCs B TKaHAX M3-3a geduunta depmeH-
Ta. OgHaKO TOYHbIM MaToreHe3 MNOBPEXAEHMS CNYyXOBOro
peuentopa npu anbda-MaHHO3ML03€e A0 KOHLA HEU3BECTEH
[5, 9, 10]. lo NposiBNEHUSA KIMHMYECKON KAPTUHbI anbda-
MaHHO3M03a y AeTel MOXET HavyaTb pa3BMBaTbCS YCTHas
peyb, HO C BO3paCcTOM HabnogaeTcs ee perpecc. 3tmonorus
peyeBbIX HapyweHUn MynbTUdaKTopHas, OHM 06YCOBNAEHbI
He TONbKO (M He CTONbKO) NOTEPEN CNyxa, HO U MOBPEXAEHM-
€M MO3rOBbIX CTPYKTYP.

MauneHTaM € afre3auMBHbIM OTUTOM, PaspbIBOM LEenu
C/NIyXOBbIX KOCTOYEK, XO/IecTeaTOMOW, CTOMKOW TybapHOM
ANCOYHKLMEN JOMKHO CBOEBPEMEHHO NPOBOANUTLCS XMUPYP-
rMyecKoe BmellaTenbCTBO Ha CPedHEM yXe ANS KOppeKumm
KOHAYKTMBHOIO KOMMOHEHTa TYroyxocTv W npefoTBpalle-
HUS BTOPUYHOIO MOBPENKAEHUS BHYTPEHHero yxa. OaHako
COMyTCTBYOWUA UMMYHOAEDULIUT BO MHOMMUX C/y4asix orpa-
HUYMBaeT aPGDEKTUBHOCTb TaKMX BMellaTeNnbCTB 3a CyeT
BbICOKOIo puUcKa peuunausa [11].
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Hearing Impairment in Alpha-Mannosidosis: Case Series

Background. Alpha-mannosidosis is a rare hereditary disorder belonging to the group of lysosomal storage diseases, characterized
by a wide spectrum of clinical manifestations, including hearing impairment, which is often one of the first symptoms. The mixed
nature of hearing loss, along with the polymorphism of the clinical presentation, contributes to diagnostic difficulties. The aim of
this study is to analyze case series to raise awareness among physicians about alpha-mannosidosis. Case series: Two case reports
of type 2 alpha-mannosidosis in children are presented. In the first case report, a 3-year-5-month-old girl with psychomotor
developmental delay and a specific phenotype was diagnosed with bilateral severe hearing loss. An interdisciplinary approach and
the vigilance of an audiologist allowed for timely biochemical and genetic diagnostics (a homozygous pathogenic variant ¢.2248C>T
in the MAN2B1 gene was identified) and the initiation of enzyme replacement therapy at the age of 3 years 10 months. In the
second case report, diagnosis was delayed in two sisters born from a consanguineous marriage: hearing impairment and speech
development delay were identified late, hearing aids were provided with a delay, and low compliance was noted. Large deletions in
the MAN2B1 gene were genetically confirmed. The late initiation of treatment and the age of primary hearing aid fitting resulted in
a lack of significant positive dynamics in auditory-verbal development. Conclusion. The presented case series highlight the critical
importance of early diagnosis of alpha-mannosidosis. “Unexplained” mixed or sensorineural hearing loss, especially when combined
with psychomotor developmental delay, dysmorphic facial features, and recurrent otitis media, requires the exclusion of lysosomal
storage disorders. Timely interdisciplinary examination, including assessment of lysosomal enzyme activity, enables diagnosis
verification and initiation of pathogenetic therapy, thereby improving the disease prognosis.
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H CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

B HacTosllee Bpemsi 3TMOTPOMHOro nedvyeHus anbda-
MaHHO3MAO03a He cyuectByeT. lpumeHseTcs depmeHTo-
3amecTuTenbHaa Tepanusa (P3T), KoTopasa mnoKasana
MHoroob6elatolme pesynbtaTel B NiaHe 3ameaieHns npo-
rpeccupoBaHna CUMNTOMOB. TaKXe B HEKOTOPbIX Cay4yasx
NPOBOAMUTCH TpaHCMNAaHTaLMs KOCTHOrMO Mo3ra, Kotopas
yayylaeT CUMNTOMbI Y YaCTW NaLMEHTOB, HO MOXKET Bbl3BaTb
cepbesHble OCI0XKHEHUS, pa3pabaTbiBaoTCA BO3MOXHOCTH
reHHow Tepanuu [3].

Llenb uccnepoBaHuns

Llesblo cTaTb ABNAETCH AEMOHCTPAUMA ABYX KIAUHM-
YEeCKUX chyyaeB anbda-MaHHO3MO03a, OTIMYAIOLWMXCH
MO CPOKaM JMarHOCTUKM, KIMHUYECKON KapTUHE U MPOrHO3Y,
/191 BbIPaBOTKM HAaCTOPOXKEHHOCTU Y NeanaTpoB, Cypaoso-
roB, OTOPUHONAPUHIOIOTOB U APYTMX CNELUANTUCTOB B OTHO-
WEHWM 3TOM NaToNOrUH.

KJAUHUYECKUIA NPUMEP 1

O nauueHTe

HeBoyka T., 2021 r.p., OT TPETbMX POAOB B CEMbE 3/10P0-
BbIX poauTenen. bepemeHHOCTb NpoTeKkana Ha GpoHe MHOro-
BOAMS, OTEKOB, BAapMKO3HOM 60ne3Hn. Poabl Ha 40-i Hep,
mMacca Tena npu poxaeHun — 3950 r, poct — 55 cm,
oueHKa no wkane APGAR — 8/9 6annoB. AyaMonorniecKkum
CKPUHUHT: oToaKycTuyeckas amuccusa (OAJ) 3aperncTpmpo-
BaHa Cc 06enx CTOPOH.

C poxaeHua aeBo4vka Habnoganacb HEBPOJSIOFOM C KJK-
HUYECKUMU CUMNTOMaAMKU TEMMNOBOMN 3aJEPHKKMU MOTOPHOro
Pas3BUTUSA: AEPXKMUT ronoBy ¢ 6 mec, cManT ¢ 9 mec, camo-
cToaTeNnbHas xoab6a ¢ 18 mec. B 1 roa gMarHoctTMpoBaHbl
CUHAPOM MbILLIEYHON AMCTOHMK, MaKkpoLuedanusa. Ha nepsom
roay *M3HW aKTUMBHO rynuna, otmedancs nenet. C 1,5 net
Habntoaanca perpecc B pe4yeBOM pa3BuTUU. C 2-neTHero
BO3pacTa cTana 4alle 60/1eTb, NepeHocuna cpeaHme oTuThbI.
B 3 ropa 3 mec BbisiBNeHa 3ajepKka GopMUPOBaHUS IKC-
npeccuBHOM peyn. HacneacTtBEHHOCTb MO CAyXy He OTAro-
ueHa.

MepBoe o6pallueHune K cypaonory B 3roaa 5 mec, *anobbl
poauTenen Ha To, 4To B TedyeHne 5 mec peGeHOK He CbILWNT,
nepecTtan oTKAMKaTbCs Ha 3BYKW. HabniogaeTcs v NpoxoauT
fle4yeHne y OTOpMHOMap1Hronora no noBoay ABYCTOPOHHEro
OCTPOro cpeaHero oTuTa, 060CTPEHUSA XPOHUYECKOrO aleHO-
nauTa, rmnepTpodum ageHomaoB 2—3-1 CTENEHMU.

dusuKanbHaa AUarHocTuka

BHewHe ob6palwaoT Ha cebsi BHUMaHWE KPYyMnHbIA 106
C BbICTynawwmnmm no6HbIMM Byrpamu, 3anagatoLias LWmpo-
Kas nepeHocuua, WMPOoKas CNUMHKa Hoca, KpynHble pa3me-
pbl FO/10Bbl OTHOCUTENBHO TyNoBuULa (puc. 1).

MaumneHTKa 6bina ocMOTpeHa Hesponorom. B HeBpono-
rM4ecKoM ctaTyce B Bo3pacTte 3 neT 9 Mec y pebeHKa oTme-
4aloTCs MaKpPOKpPaHus, rMnepocTo3 No METOMMYECKOMY LWBY,
MaKpOrnoccus, rMnOTOHUSA MnepuopanbHOM MYCKynaTypbl.
B peun — oTaenbHble neneTHble ¢norn. MblleyHbl TOHYC
AN DY3HO CHUMKEH. CyxOoxuibHble pedrieKCbl OXKUBEHDI,
NEerkuin aTakTMYeCKu CUHAPOM. B onopHo-gBUratenbHoMm
annapare o6pallatoT Ha ce65 BHUMaHWe CUHAPOM KOPOTKOM
wen, acuMMeTpuyHas aebopmauns rpygHoON KNeTKKW, Basb-
rYC HUXHWX KOHEYHOCTEN, OTMEeYaloTcs rmnepMobunbHOCTb
Ta306e4peHHbIX CYyCTaBOB, KOHTPaAKTYypPbl FOAEHOCTOMHbIX
CyCTaBOB, MOTOPHas AUCMNPaKCHS.

[AnarHocTuyeckue npoueaypbi

Mpu o6¢cnenoBaHun JIOP-opraHoB y pe6eHKa BbiiBNIEHbI
3aTpyAHEHME HOCOBOrO [AbIXxaHus, MPM3HaKW IKccyaaTus-
HOro OTUTa (PUC. 2), 4TO MOATBEPIKAEHO AYAMONIOTMYECKUM

Puc. 1. deHotmn naumeHTrun T., 2021 r.p.
Fig. 1. The phenotype of patient T., born in 2021

obcnegoBaHueM: BbidBaHHad OAD He 3apeructpupoBaHa
€ 06enx CTOPOH; TUMMaHorpaMmma Tuna «B» ¢ 06enx CTOPOH.
Mpu npoBefeHUn NOBEAEHYECKOW ayAMOMETPUN B CBOGOA-
HOM 3BYKOBOM M0JI€ YETKUX pPeaKLMi He NMONYYEHO, HA UMK
pebeHOK He OTKJ/IMKAEeTCs, Ha X/I0MKK peakuun Het. MNoporu
BU3yanbHOM [eTeKuun V MUKa KOPOTKOSIATEHTHbIX C/yXO-
BbIX BbI3BaHHbIX NoTeHLUKnanos (KCBI1) Ha LWMPOKONONOCHbIN
Chirp no Bo3gywHon nposogumocTtu: crnpaBa — 90 ab
HIMNC (OTHOCUTENLHO HOPMAasbHOrO Mopora ChAbILKUMOCTH),
cnesa — 80 ab HIC; No KOCTHOW NPOBOAMMOCTHU MOPOrU
6onee 40 b HIC cnpaBa u cnesa. NMpumeHanacb meToau-
Ka MoAudMKaLMM aKyCTUYECKOro CTUMYNa B COOTBETCTBUU
C WHAMBUAYANbHO M3MEPEHHLIMU 3HAYEHUAMU Pa3HULbI
MeXAay peanbHbiM yxoM u Kynnepom (Real-Ear-to-Coupler-
Difference; RECD) [12]. Moporu KCBI1 Ha moanduumnposaH-
Hblt RECD-Chirp no Bo3ayLwHOW NpoOBOAUMOCTU COCTaBWIU
80 ab HIC cnpaBa n 75 ab HIC cnesa, npu aTom Mopdo-
NI0rMa NUKa oTiM4yanach nyyllen Bu3yanusalumen no cpa.-
HeHuto co cTaHfapTHbiM Chirp-ctumynom (puc. 3). Mo aaH-
HbIM perucTpaumm CTauMOoHapHbIX CYyXOBbIX BblI3BaHHbLIX
noteHuunanos (ASSR) noporu coctaBunu: cnpasa 500 My —
60 ab allC, 1000y — 75 gb allC, 2000 Iy — 80 ab
3lC, 4000 'y, — 80 ab 3aMNC; cnesa 500 Iy — 60 ab 3llC,
1000 Iy — 90 ab 3MC, 2000 Iy — 90 ab 3MC, 4000 My, —
90 gb 3rlC.

Mo AaHHbIM MyNbTUCMMPANbHOM KOMMbLIOTEPHOM TOMO-
rpadvn BUCOYHbLIX KOCTEW crpaBa W cnesa GapabaHHas
NnoJIoCTb, @HTPYM TOTaNbHO 3anoJfIHEHbI NAaTONOTMYECKUM
COLEPKUMBIM KUAKOCTHOM UM MSATKOTKAHHOW NAIOTHOCTH,

Puc. 2. OTocKkonuyeckasa kapTvHa: A — neBoe yxo, b — npaBoe yxo
Fig. 2. Otoscopic clinical picture: A — left ear, B — right ear
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Puc. 3. Pe3synsTaTthl perucTpaLmm KopoTKONATEHTHbIX CIYXOBbIX BbI3BAHHbIX MOTEHLMANI0B
MpumevaHme. KpacHbli LIBET — NpaBoe yX0, CUHUIA LIBET — /IEBOE YXO.

Fig. 3. Results of registration of short-latency auditory evoked potentials

Note. The red color is the right ear, the blue color is the left ear.

KOTOPOE OKpYXKaeT TUMWYHO PaCMOSIOKEHHbIE ClyXOBble
KOCTOYKM, GIOKMPYET HULIM OKOH MpeaaBepust nabupuHTa
W YIUTKKU, TUMNAHaNbHOE YCTbe C/TYyXOBOMW TPYObl.

Ha KoMMbloTEpPHbIX TOMOrpaMmax rOl0BHOrO Mo3ra —
OTCYTCTBME BW3yaNnu3auuu caruTTaabHOro LWBa 4Yepena,
BOCManuTe/bHble U3MEHEHUS B OKOJIOHOCOBbIX Ma3yxax
M COCLUEBMAHBLIX OTPOCTKAX BUCOYHbIX KOCTEM (Ha dOHEe ux
CKNIEePOTMYECKOIro TUMa CTPOEHUs). YNbTpa3ByKOBOE UCCIe-
noBaHve (Y3W) 6plowHOM NonocTu — yBennyeHue nepen-
He3aJHero pasmMepa MNeyvyeHW, YBENIMYEHWE CENE3EHKMU.
AxoKapaunorpadus NaTosiorMm He BbisiBuAa. Mo gaHHbIM 3/1EK-
TposHUedanorpaMmbl 3aNUNENTUHECKMX 3HAKOB HE BbiSiB/E-
HO. JlTaBopaTopHO NOATBEPKAEHA FTMNEPXOIECTEPUHEMMUS.

B cBSi3u C OTCYTCTBMEM CTOMKOW MONOXKUTENBHOWM
OVMHAaMWKKM OT KOHCEPBATMBHOM Tepamnuu W BblparKeHHbI-
MW HapylweHusmMu cnyxa pebeHKy ObiNno peKoMeHAOBaHOo
XMpypruyeckoe nevexue. Nog aHaoTpaxeanbHbIM HAPKO30M
3H/[IOCKOMUYECKUM NMYTEM BbIMOMHEHO YAaNeHWe TMOTOYHOM
MWHA@AMHbI. TpyOGHble BafikM OOblYHbIX Pa3MepOoB, YCTbA
CNyX0BbIX TPY6 Mocne ageHOTOMUM CBOGOAHO MPOXOAUMBbI.
[anee noa KOHTPONEM 3HAOCKOMa BbIMNOJHEHA TMMMAHO-
NYHKUMA C ABYX CTOPOH. ACMMPMPOBAaH rycToM npo3pay-
HbI 3KccypaT, BBeAeH pacTBOp AeKcameTal3oHa. [locne
TUMNAHOMYHKLUMKU MPU KOHTPOJIbHOM OCMOTPE C/YXOBbIX
Tpy6 — 3KccyaaT onpeaensercs B HOCOMNOTKe B 06nacTu
rIOTOYHOTO OTBEPCTUS C/IYXOBOW TpyObl. PeKomMeHaoBaHO
NPUMEHEHWE Ha3abHbIX [TIOKOKOPTUKOWIOB.

[loBTOpHOE ayauonorvyeckoe obcnegoBaHue npoBe-
neHo B 3 roga 8 mec MNocfie XMPYPruyeckoro eyeHus.
OTockonuyeckn G6apabaHHble NepenoHKKM MyTHble, BU3ya-
NIM3NPYETCH YPOBEHb XUAKOCTU. COXpaHAOTCS ABIEHUS IKC-
cyaaTMBHOro cpegHero otuta. OAQ He 3aperucTpupoBaHa
¢ 06eunx CTOPOH, TUMMaHorpaMmmMa Tuna «B» ¢ 06enx cTopoH.
Peb6eHoK oT3biBaeTcst Ha ums ¢ 1,5 meTpoB. AyaMorpamma
npeacTaB/fieHa Ha puc. 4.

B cBfi3n C HapyweHuaMu pedn pebeHKy npoBeaeHa
KOHCy/NbTalMs noroneaa, BbiiBAEHblI 3a[EprKKa PeyveBoro
pPasBUTUSs, TSXKEN0Ee HapylleHWEe peyn Mo anajanyeckomy
Tvny. AnsapTtpus.
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Puc. 4. Ayamorpamma naumneHTku T.

lMpumeyaHme. KpacHble NTMHUKM — nNpaBoe yX0, CUHUE NNHUN —
nesoe yxo; O, X — BO3AaylIHasa NpoBOANMOCTb, A — KOCTHas
NpPOBOAMMOCTb.

Fig. 4. Audiogram of patient T.
Note. Red lines — right ear, blue lines — left ear; O, X — air
conduction, A — bone conduction.

PEDIATRIC PHARMACOLOGY. 2026;23(1)

NEAUWATPUYECKAA ®PAPMAKONIOIUA / 2026 / TOM 23 / N2 1



E CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

MpeaBapuTenbHbIA AUArHo3
[BYCTOPOHHAS CMellaHHasa TyroyxocTb |V cTeneHu.
[BYCTOPOHHUI 3KCCYAATUBHbIN CPELHUI OTUT.

OuddepeHunanbHas guarHocTuKa

YuuTbiBasi aHaMHe3 3abofieBaHUsA, KIMHUMYECKYIO Kap-
TUHY, GEHOTUMMYECKNE OCOBEHHOCTH, AaHHblE ayAMONOru-
yecKoro obcnenoBaHust, B Bo3pacTte 3 nieT 8 mec pebeHKy
L1151 UCKITIOYEHMUS BO3MOXKHbIX JIM30COMHbIX 60/1€3HEN HAKO-
Nn/eHns NPOBEAEHO OMnpeAeneHne akTMBHOCTM depMeHTa
anbda-D-MaHHO3UAa3bl, BbISBJEHO CHUXXEHWE NoKa3aTens
no 1,7 HM/mn/4 npu Hopme 6,5-156,2 HM/mn/u.

lMpoBegeHo cekBeHuMpoBaHMe Mo CeHrepy 3K30Ha
18 reHa MAN2B1, BapuaHT ¢.2248C>T (p.Arg750Trp) o6Ha-
PY}XEH B FOMO3UIOTHOM COCTOSIHWUM.

Tak)Xe npoBeAeHbl CKPWHWHI-TECTbI Ha ApPyrve nu3o-
COMHble 60/1€3HM HAKOMIEHUS C OMpefesleHNEM aKTUB-
HOCTM JIM30COMHbIX (GEPMEHTOB METOAOM BbICOKOI(]-
(QEKTUBHOM UAKOCTHOM XpomaTtorpadum C TaHAEMHbIM
MacC-CNEKTPOMETPUYECKNM AETEKTUPOBAHUEM: MAYPOHAT-
cynbdartasa (MyKononmcaxapmaos, tmn ll), N-auetun-anbda-
D-rnioko3amuHungasa (MyKononucaxapmpos, Ttun |IB),
N-aueTun-ranakto3amMuH-6-cynbdaTtasa (MyKonoaMcaxapu-
no3, tvn IVA), apuncynbdartasa B (Mykononncaxapuaos, Tmn
V), 6eta-D-ranaktosnpasa (GM1-raHrnno3ngos, MyKomno-
nucaxapupos, tmn IVB), 6eta-D-rniokopoHmMgasa (MyKono-
nucaxapuaos, tvn VII), Tpunentnann nentugasa 1 (Hempo-
HaNbHbIN LLepOUAHbIA NMNOPYCLUMHO3, TUN 2) — aKTUBHOCTb
B npeaenax pePepeHCcHbIX 3HAa4YEHNN.

KnuHuyeckum guarHos

Taknm o6pa3om, B Bo3pacTte 3 1eT 9 Mec AeBOYKe ycTa-
HOB/IEH AMarHo3s: «<Anbda-MmaHHO3MA03, TMN 2». 10 AaHHbIM
HEBPOJ/IOTMYECKOrO OCMOTpPa BbISIBJIEHbI 3aAepKKa MNcu-
XOpeYeBOro pas3BMTUS, CMHAPOM MbILEYHON TUMOTOHUM,
aTaKTUYECKUI CUHAPOM, KPAaHWMOCMHOCTO3 caruMTTalbHOro
wea. Mpun opTanbMonorMieckom ob6cnegoBaHn OTMEYEHbI
rmunepmMmeTponusa o6omx rnas cnabon CTeneHn M KopKoBas
KaTapaKkTa o6oux rna3. KoHcynbTMpoBaHa opToneaoM —
AMarHoCTMPOBaHbl KOHTPAKTYypPbl FOIEHOCTOMHbLIX CycTa-
BOB, rMNepMo6uIbHOCTb Ta306eAPEHHbIX CYCTaBOB, acuUM-
METPUS FPYAHON KNETKU U CUHAPOM KOPOTKOW LWeN.

MeauuMHCKHUE BMeLlaTebcTBa

B Bospacte 3 net 9 mec pebeHKy BnepBble 6b110 NPOo-
BeAeHo 6rMHaypasibHoe CnyxonpoTe3npoBaHue. [loporu cnbi-
LWUMMOCTH B CNYXOBbIX annapartax coctansior 30—-40 ab MNC.
[leBoYKa cucTeMaTM4eCcKM MocellaeT 3aHATUS C cypaone-
narorom. C 3 net 10 mec HavyaTta ®3T npenapaTom Benma-
Ha3a anbda. B HacTosuwee BpeMsa pebeHOK HabnwaaeTcs
COBMECTHO FEHETUKOM, HEBPOJIOrOM, CYpAoaorom, odranb-
MOJIOrOM, OPTOMEAO0M, FacTPO3HTEPOIONOM.

AuHaMuKa 1 ucxoabl

Ha doHe NOCTOAHHOIro MCMONb30BaHUA CAYXOBbIX anna-
paToB W PEerynsipHbIX 3aHATWUI C Cyponeaarorom poauTenu
OTMeYaloT NosiB/eHMEe HOBbLIX NIENETHbIX ¢/IoB. Habnoaaetcs
Nporpecc B peaKkLMsX Ha pevyeBble U HepeyeBble 3BYKMH,
NMOHWMaHWe NPOCTbIX MPOCb6 Ha CAyX.

KJIMHUYECKUIA NPUMEP 2

O nauueHTax

[ABe poaHble cecTpbl, 2013 1 2016 r.p., TaAXWU4YKHK
Nno HaUMOHaNbHOCTU. BNM3KOPOACTBEHHbLIN 6paK (poante-
v — [OBOOPOAHble 6paT M cecTpa), B CeMbe ABYA3blHMe.
Y poantenen natepo AeTeN, ABE CTapluMe CecTpbl U cTap-
WM 6paT 300poBbI. [lepMHaTanbHbii aHamHe3 6e3 0Co-

6eHHoCcTen. AyANONIOTMYECKUIM CKPUHUHT HE NPOBOAMIICS.
Y o6enx aeBoYeK Habnwpanacb 3ajeprKa MOTOPHOro
pasBUTUSA: AepxKaT rofioBy ¢ 2 net, cuaat ¢ 3 neT, CToaT
¢ 5 net, caMocToATE NbHbIE Warkn — ¢ 67 net. O6e AeBovY-
KW Haxoaunucb nof HabnwgeHnem HeBpoaora ¢ guarHo-
30M: «HeBepndMUMPOBAHHBIN TEHETUYECKUN CUHAPOM,
3ajeprKKa NcUMxopeyeBoro U MOTOPHOrO pasBuUTUSA, cna-
CTUYecKas Aunaerus, atakTMYecKuin cuHapom». B cBA3u
C 3a€ePXKKON pevyeBoro pas3BuTUS AeTH Oblin HanpaBieHbl
K CYypAonory.

dusuKanbHaa AUarHocTuka

Mnagwas cectpa BnepBble OCMOTPEHa CypAOA0rom
B 2 roga 10 mec BBUAY anob Ha OTCYTCTBUE PeYn U 3BYKO-
nofpakaHun, peakumi Ha 3ByKu. CTaplias cecTpa Bnepsble
ocmoTpeHa B 5 neT 9 mec. deHOTUN cecTep NpeacTaBieH
Ha puc. 5.

[AnarHocTuyeckue npoueaypbl

Y MnagLwew cecTpbl OTOCKONMYECKas KapTuHa B HOpPME,
OA3 He peructpupyeTtcs, TUMNaHorpamma Tuna «A» ¢ obe-
MX CTOPOH. lNoBeAeHYEeCKylD ayaMOMETPUIO HEe BbIMOIHSA-
€T, CMOHTaHHble peaKkuun Ha ypoBHe 50 (HU3KO4aCTOTHbIE
3BYKM) — 70 (BblcOKO4YaAcTOTHble 3BYKW) Ab HIIC. MNMopor
BM3yaNbHON aeTekumn V nuka KCBI1 no Bo3ayWwHOW npo-
BOAMMOCTM Ha uwenyok — 45 ab HIC cnpaBa, 50 ab HMNC
cnesa. lpu noronegnyeckom o6cnefoBaHUU BbISBAEHO
TSXKeNoe HapylweHue peyv no Tuny ananuu. Mpu optoneau-
4YECKOM OCMOTPE OTMEYEHbl CKOIMO3, 3KBMHO-NNAHO-Baslb-
rycHas gedopmauus cton. HeBponorom AMarHoCTMPOBaHbI
3a/ieprKKa NCUXOMOTOPHOIO W MCUXOPEYEBOro pPasBUTHUS,
cnacTU4ecKui TeTpanapes, CKNepo3uMpoBaHue carutrasb-
HOro wBea, 6atpouedanus, yTonueHne n06HOM KOCTH; B ABU-
raTenbHOM cdepe — cnacTuyeckas AUNNErns UM aTakTu-
4YeCKMn cuHapom. Mo faHHbIM odTanbMonora, BblSBAEHbI
C/TIOXHbIN TMNEPMETPONUYECKMI aCTUIrMaTU3M U BPOXKAEH-
Has KaTapakTa o6owux rmas. Mpun Y3W oTmedyeHbl Npu3Ha-
KW renatocnieHoMeranuu, a TakKe NPU3HaKW rMNOTOHMK
NMOYEe4YHOM NIOXaHKWM cnpaBa, MWKPONWTbI B NE€BOM MOYKeE.
Y cTaplwem cecTpbl TaKKe BblBAEHbI 4BYCTOPOHHSAS XPOHU-
YyecKas ceHcoHeBpasibHas TyroyxocTb |l cteneHu, Taxenoe
HapyleHne peyu no Tuny ananuu. Heeponorom onpegeneHa
cnacTuyecKas gunaerus.

MpeaBapuTenbHbI ayAUOIOrM4€CKUNA AUArHO3

(y o6eunx cecrtep)

[BYCTOPOHHASA XPOHWYECKAs CeHCOHeBpasbHasa Tyro-
yxocTb Il cTenexu.

AnddepeHynanbHas guarHocTuka

[JeBoYyKkam NpoBOAWSICS ANIUTENbHbIN AMAarHOCTUYECKUI
NMOUCK. YUYMTbIBas CXOXKYIO CUMNTOMATUKY Yy 06eunx cecTtep
B ceMbe C G6/IM3KOPOACTBEHHbLIM OGpaKoM, WUCK/YaInUCb
reHeTMyecKkne 3abosieBaH1s, B TOM YUCNE U IMBOCOMHbIE
60/1e3HN HaKonneHus. B cBA3KM C xapaKTepHOW KauMHWUYe-
CKOW KapTMHOM nNpoBeaeH 3ab6op Cyxux NaTeH Ansa onpene-
JIeHUss aKTUBHOCTK pepmeHTOoB. 1o pe3ynsTaTtam o6cneno-
BaHWS y 06eunx cectep onpeaeneHo CHUXeHWe akTUBHOCTH
depmeHTa anbda-maHHo3MAa3bl. leHeTu4yeckoe wuccne-
[IOBaHWe BbISBWIO KPYMHYIO [efleuuto, 3aTparnBatollyto
3K30Hbl 17 1 18 reHa MAN2B1. AHanoruyHbl naToreH-
HbI BapWaHT B reTepo3nroTHOM COCTOSIHUWM Oblal 06HapY-
JEeH y 060uX poauTenen AeBOYEK NMPW CEKBEHUPOBAHWM
no CeHrepy.

KnuHu4yeckuii guarHos
Anbda-maHHO3MA03, TUN 2.



Puc. 5. deHotun nauyneHTok 2016 r.p. (cnesa) u 2013 r.p. (cnpaBa)
Fig. 5. The phenotype of patients born in 2016 (left) and 2013 (right)

MeauuMHCKMe BMellaTenbcTBa

[JeTiM peKoMeHOOBaHbl CNyxonpoTe3npoBaHue, pery-
NpHble 3aHATUS C cypaoneaarorom W noronegom, neye-
HWe y HeBposora, HabnoAeHUe reHeTuka, AMcnaHcepHoe
HabnogeHne y cypgonora 2 pasa B rog. PekomeHgauuu
BbIMOJIHEHbI HE BbINN.

®3T npenapatom BenMaHasa anbda NpoBoANUTCS cTap-
wemy pebeHky ¢ 11 net, mnagwemy — ¢ 8 net. [leBOYKMU
perynsapHo HabngalTcs MynbTUAUCLUMIIMHAPHON KOMaH-
0OV ANS OUEHKN AUHAMUKKN Tepanuu.

OAuHamMuKa 1 ucxopabl

Mnagwasa cecTpa nocellaet KOPPEKLMOHHbIM AETCKUM
cafl, MPOU3HOCUT HECKOMbLKO cnoB. C 6 neT npucoeanHuics
[BYCTOPOHHWIN 3KCCYAATUBHbIN CPEdHWUA OTUT C peunanBuU-
PYIOWMM TEYEHUEM U YXYALWIEHMEM Cclyxa 3a CYeT KOHAYK-
TUBHOIO KOMIMOHEHTa (ayanorpammbl Ha puc. 6). BoigBneHa

runepTpodus HEeOGHbIX M TNOTOYHOM MWHAANUH. CnyxoBble
annapaTbl Hayana Ucnonb30BaTh Wb € 7,5 NET, B HUX pea-
rMpyeT Ha TUXMe 3BYKKU C 4 M, UCNONb3YET UX HEPETYNISPHO.
CyllecTBEHHON AMHAMUKKW PeYeBOro pasBWTUS He Habsto-
pnaetca. B gBuraTtenbHoi coepe oTMevaloTcsi CHUMXKeHWe
MbILIEYHOrO TOHYCa, YMEHbLIEHNEe CMAacTUYHOCTU U aTaKTu-
YeCKMX HapyweHnn. TecT 6-MUHYTHOM x0Ab6bl — 285 M (40
Havana Tepanun — 200 m). Mo pe3ynbtatam Y3U opraHos
GPIOLWHOM MOMIOCTM COXPaHsieTcs renaTocnieHomeranus,
XOTSl MU MEHbLUEN CTEMNEHMU BblParKEHHOCTH.

CTaplasi cecTpa: cinyxonpotesupoBaHue B 7,5 nerT,
annapaTtbl HOCUT HEMOCTOSAHHO, B PeYu NOSBUINCHL OTAESb-
Hble cnoBa. C 7 neT 7 Mmec HabnoaaeTcs ABYCTOPOHHUIM IKC-
Cy[aTWBHbIA CPefHUI OTUT C YNOPHbLIM PeunanBUPYIOLLUM
TEeYeHMEeM, 4TO NPUBENO K YXYALIEHUIO ciyxa (ayauorpammbl
Ha pwuc. 7). B 9 neT BbiNoNHEHbI aAEHOTOMMUS, LIYHTUPOBAHWE
GapabaHHO NoNOCTM cnpaBa M cnesa. BocnaneHue B cpea-
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Puc. 6. Ayanorpammbl nauneHTk 2016 r.p. B pa3inyHble BO3pacTHbIE NepUOAbl
lpumeyaHue. KpacHble TMHUM — NpaBoe yXo, CUHUE NTNHUK — fieBoe yxo; O, X — BO3aylHaa NpoBOAUMOCTb, A — KOCTHas NpoBOAUMOCTb.

Fig. 6. Audiograms of a patient born in 2016 in various age periods

Note. Red lines — right ear, blue lines — left ear; O, X — air conduction, A — bone conduction.
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H CLINICAL CASE

KJIMHUYECKWUM CNYYAN

125 250 500 Tk 2k 4k Bk

B "“\A\
” 2]
o \ )
N \

O

7 net 7 mec (3CO)

125 250 300 1k 2k Ak 8k

10 net 5 mec

Puc. 7. Ayamorpammbl naymeHTkn 2013 r.p. B pa3inMyHble BO3pacTHble nepuoabl
lMpumevaHue. KpacHble NMHUKM — NpPaBOe yX0, CUHME NUHUKM — neBoe yxo; O, X — Bo3ayLlwHas NpoOBOAUMMOCTb, A — KOCTHas MPOBOAMMOCTb.

Fig. 7. Audiograms of a patient born in 2013 in various age periods

Note. Red lines — right ear, blue lines — left ear; O, X — air conduction, A — bone conduction.

HEM yxe TpaHcPOpMMUPOBaNOCb B XPOHUYECKUWA THOWHbLIN
CpefHUM OTUT. JJMHAMUKKM pas3BUTUS peyn HeT, oby4vaeTcs
Ha gomy. B aBuratenbHon cdepe CHM3MNACh CNACTUYHOCTb
B HOrax, YMEHbLUMNACH aTaKTMYECKMN KOMMOHEHT, XOAuUT
yBEPEHHO, HayymMnacb 6eraTb. TecT-6 MUHYTHOW XOAbObl —
350 ™M (po Havana Tepanun — 225 m). Mo pedynstatam Y3U
opraHoB OpIOWHOM MOMOCTU COXpaHsdeTcs renaTocnaeHo-
Meranus, Ho pasmepbl NeYEeHU U CeNe3eHKU YMEHbLUUUC.

OBCYXAEHHUE

MpuBeaeHHbIE KAMHUYECKME chydau npeacTaBasior
MHTEPEC M CNOXHOCTb B CBSA3M C PEAKOCTbIO M Noanmopod-
HOCTbIO KIMHWYECKOW KapTWHblI OCHOBHOro 3aboneBaHus,
coyeTaHWEM CEHCOHEBPANbHOM TYroyxoCcTu C peuuanBu-
pylOLWMUM BOCMNaseHWeM B CpedHEM yXe C HeaoCTaTOYHbIM
3bPEKTOM OT KOHCEPBATUBHOIO M XUPYPTUYECKOr0 NeYEHUS.

lMoCKOoNbKy TYyroyxocTb npu anbda-MaHHO3ML03€e MaHu-
decTupyeT 3a npegenamu neprmoaa HOBOPOXKAEHHOCTH, OHa
He BbISIBASETCSH HEeOHaTalbHbIM ayAUON0rM4ECKUM CKPUHMH-
roM, 4YTO B/ieYeT 3a COO0M PUCKK ee NO3LHEN ANArHOCTUKM,
0CO6EeHHO Ha ¢doHe obuier 3adeprKU MNCUXOMOTOPHOro
pas3BuTHS.

B nepBoM cniyqyae BHUMATENbHOCTb POAUTENEN, HACTOPO-
YKEHHOCTb neaunatpa U HeBPOaOra NO3BOAUAN OTHOCUTESb-
HO paHO HanpaBWTb pebGeHKa K CypAaosiory, BbIiBUTb TYro-
YXOCTb M HayaTb peabunutaLnoHHble MeponpusaTus. B cBoto
oyepenb, HaCTOPOXKEHHOCTb CypAosora npu BbISBEHUU
HexapaKTepPHOW ayaAMONOrM4ecKom KapTUHbl (3aTSKHOM
CMEeLLaHHOM TYroyxocTu) B covyeTaHuun ¢ lypnep-nogo6HbIM
deHoTMNOM NO3BOSMNA OMNEPaATUMBHO HampaBWUTb MaTepu-
an Ha onpegeneHve akTMBHOCTU depmeHTa. Takum obpa-
30M, MEXAMCUMNAMHAPHbBIA Noaxon npuBen K BepuduKa-
LMK OCHOBHOIO AMarHosa M CBoeBpeMeHHOMY Havany P3T.
BnaronpusaTHoe coyeTaHne aTuX GaKTOpOB NO3BOASET OCTO-
POXHO Mpeanofiaratb BO3MOXKHOCTb NPeLOTBPaLLEHNS BTO-
PUYHbBIX HapyLWeEHWUM U NONOXKUTENBbHYIO AMHAMUKY pPa3BUTHA
pebeHKa B 6yaywem.

Bo BTOpOM crny4yae MMenn MecTo AJWUTENbHbIM AMarHo-
CTMYECKMM MOUCK OCHOBHOrO 3abofieBaHus, NO34HAS Aua-
FHOCTMKa HapylleHus cnyxa, No3aHee Cnyxonpote3mpoBaHue
C HeaoCTaToOYHbIM 3QDEKTOM, HU3KaA KOMMIAEHTHOCTb POAK-

Tenen (B TOM YMCsie U3-3a A3bIKOBOro 6apbepa), YTo yxyalwaeT
NPOrHO3 NCUXMYECKOr0 U CNYXOPEeYeBOro pa3BuTus AeTeN.

3AK/IIOYEHHUE

Bpadvam-cypgonoram, OTOPUHON@PUHIONOraM, HeBpOJo-
ram W neguatpam cnefyet COXpaHATb HaCTOPOXEHHOCTb
B OTHOLIEHWM IMBOCOMHbBIX GONE3HEN HAKOMNEHWUA U Hacnea-
CTBEHHOM CMHAPOMaNbHON NaToNOrMK NPU HaNMYUKU «<HEOOBSAC-
HMMOWM» CMEeLIaHHOM TYroyXOCTH, PELMANBUPYIOWUX U AANTENb-
HO NPOTEKAIOLMX IKCCYAATUBHbBIX CPEAHMX OTUTAX (B TOM YMche
NPy afeKBaTHOM KOHCEPBATMBHOM W XMPYPrMYECKOM feye-
HWK), a TaKKe 0cobeHHoCcTen deHoTUna, CTUrM AM3amoépuore-
He3a 1 CoMnyTCTBYIOLLEN NCUXOHEBPONOrMYECKOM NaTONOM M.

WHOOPMUPOBAHHOE COIJIACHUE

OT poautenen nauMeHTOB MONY4EHO MUCbMEHHOE
MHPOPMMpPOBaAHHOE JOGPOBO/IbLHOE cornacue Ha nybnuKa-
LMo pe3ynbraToB 06CnefoBaHusa U fevyeHus, nybamkaumio
nx n3obpaxkeHun (gata nognucanus: 15.06.2024 — KNuHU-
yeckui cnyyam 2; 18.05.2025 — KNAMHUYECKUIM cnyyan 1).

Kaxabl npeacTaBneHHbI B cTaTbe rpadmnyeckuii 06b-
EeKT ABNSeTCH aBTOPCKMM M He 3auMMCTBOBaH W3 APYrux
MCTOYHMKOB.
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