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AHomanuu CJ1yX08020 Hepea npu HacneocmeeHHbIX cuuapomax
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AHomanum cnyxoBoro Hepsa (CH) ABnATCA 3HaUMMbIM NPENATCTBMEM Ha MyTW ClyxopeyeBol peabunutauny pebexka. lmnonnasua/
annasua CH moryT 6biTb NPUYMHON KaK N30JIMPOBaHHON TYroyXoCTu, Tak 1 BbIABNATbCA B COCTaBe HacNefCTBEHHbIX CUHLPOMOB.
Llenb: oueHUTb fonto HacneACTBEHHON 3TUONOrMK B rpynne aeten ¢ runo-/annasven CH. MNpoBeaeHo reHeTuyeckoe obcnefoBaHmne
N KOHCYNbTMpOBaHue 16 aeTel ¢ ABYCTOPOHHeN rno-/anna3meit CH, KOTopbiM BbiNONHeHa KoxneapHaa nmnnaHtauma (KA). Y 6 peten
yCTaHOBJIEHbI N30NMPOBaHHbIe GOPMbI ABYCTOPOHHEN rnno-/annasum CH, 10 geTell MetoT Npr3HaKM CMHAPOMOB, BKJTIOUYasA CUHAPOM
CHARGE y 4-x fieTeir, X-cLenneHHbIN CMHAPOM duKcaumm ctpemeyka — 1, cuHapom HyHaH — 1, n 4 pebeHka ¢ HegrnddepeHupyembimm
CUHApPOManbHbIMK Gopmamu. Mo pe3ynbTaTaM CEKBEHVPOBAHUA NOTHOMO 3K30Ma Yy 3-X fieTell BbIABMIEHbl MAaTOreHHble BapuaHTbl reHa
CHD7 v noptBepxpaeH cuHapom CHARGE, y ogHOro BbiIBNEH BapuaHT C HEU3BECTHbIM 3HauYeHreM B reHe EFTUD2 (HWXHeuenioCTHO-
NIMLEBOW JM30CTO3 C MUKpoLedanuen), y 4pyroro — naToreHHblli BapuaHT B reHe POU3F4, y TpeTbero — BapmaHT C HEM3BECTHbIM
3HayeHnem B reHe GNAOT, accouMmMpoOBaHHOM C PaCcCTPOMCTBOM HEPBHOMO Pa3BUTUA C HEMPOU3BOJIbHBbIMUY ABUXeHMAMKN. Bo Bcex
CJlyyasx OTMeYanocb COOTBETCTBME OOHAPYKEHHbIX BAPMAHTOB KIMHMYECKOW KapTuHe. Y OCTaNbHbIX NaLMeHToB, BKoYan 6 aeten
C U30NMPOBaHHOM r1no-/annasueit CH natoreHHbIX 1 BEPOATHO NaTOreHHbIX BapuaHTOB 06Hapy»KeHO He 6bino. [oka3aHa reHeTuyecKas
reTeporeHHOCTb Npu runonnasuv/annasmm CH. MNMonosuHa feter 06cnefoBaHHON rPynMbl UMena CUHAPOMasbHble GOPMbI TYFrOyXOCTU, UTO
No3BOMAET PaHO BbIABAATbL Takux AeTei. CornacHo Halmm pesynbraTam, NaumneHTbl, nocne KW nonyymnm sHaumTenbHoe NpenmyLecTso,
KOTOpOe MO3BOANIO0 MM Pa3BMBaTb 1 ONTUMASIbHO NCMOJSIb30BaTb HOBblE HaBbIKM COLMANIbHON KOMMYHUKaLN.

KnioueBble cnoBa: runonnasusa/annasuna ciyxoBoro HepBa, HeJoCTaTOYHOCTb CJIYXOBOTO HEPBa, KoxneapHasa nmnnaHtauma, CHARGE
cuHapom, reHbl CHD7, EFTUD2, POU3F4, GNAOT.
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Anomalies of the auditory nerve (AN) is a significant obstacle to the auditory and speech rehabilitation of the child. Hypoplasia/aplasia
of the AN can cause both isolated hearing loss and be detected as part of hereditary syndromes. Objective: to assess the proportion of
hereditary etiology in a group of children with hypo-/aplasia of the AN. Genetic counseling was carried out for 16 children with bilateral
hypo-/aplasia of the AN, who underwent cochlear implantation (Cl). Isolated forms of bilateral hypo-/aplasia of the AN were established
in 6 children, 10 children have signs of syndromes, including CHARGE syndrome in 4 children, X-linked stapes fixation syndrome - 1,
Noonan syndrome - 1, and 4 children with undifferentiated syndromic forms. Whole exome sequencing revealed pathogenic variants
of the CHD7 gene in 3 children and confirmed CHARGE syndrome, one child had variant of unknown significance in the EFTUD2 gene
(mandibular-facial dysostosis with microcephaly), another had a pathogenic variant in the POU3F4 gene, and the third had a variant
of unknown significance in the GNAOT gene (neurodevelopmental disorder with involuntary movements). No pathogenic or likely

102 MeoduyuHckas 2zeHemuka [Medical genetics] 2025; 24(5)



ISSN 2073-7998 MeouyuHckasa 2zeHemuka 2025. Tom 24. Homep 5

Medical genetics 2025.Vol. 24. Issue 5

https://doi.org/10.25557/2073-7998.2025.05.102-105

pathogenic variants were detected in 6 children with isolated hypo-/aplasia of the AN. In all cases, the detected variants were consistent
with the clinical picture. No pathogenic or likely pathogenic variants were detected in the remaining patients, including 6 children with
isolated hypo-/aplasia of AN. Genetic heterogeneity in hypoplasia/aplasia of AN is shown. Half of the children in the examined group
had syndromic forms of hearing loss, which allows early detection of such children. According to our results, patients with Cl received
a significant advantage that allowed them to develop and optimally use new social communication skills.
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BBegeHume

Homauu ciyxoBoro Hepsa (CH), o0ycioBiaeHHbIE
arutazueil unu runormiazueit CH npu coxpaHHoMm
€LIENITOPHOM amnrmnapare yJIUTKU, TPEACTaABISIOT
0COOY10 TPyMITy COCTOSTHUM, UMEIOLINX CJI0XHOCTHU B OT-
HOILLIEHU Y PAHHETO BBISIBJICHUS U TPOTHO3a peadbWIUTALlUU
[1,2]. JaHHBIE COCTOSIHUS TIO TAHHBIM PAa3HbIX ABTOPOB BbI-
SIBJISIIOTCSI METOAOM MarHUTHO-PE30HAHCHOU ToMorpaduu
MocToMo3xeukoBoro yria (MPT MMY) B 5-34% ciy4a-
€B B TpyIIe AeTell ¢ ABYCTOPOHHUMU HApYLIEHUSIMU CITY-
Xa B 3aBUCUMOCTU OT XapaKTePUCTUKU OOCIIeTOBAHHOM
rpynnbl. AHoManuu CH gBASIOTCS 3HAYMMBIM TPENsIT-
CTBMEM Ha MYTHU CIIyXOPEUEBOU peabuauTaluu pedeHKa,
nockojbKy coctosiHue CH nmMeet 60sbp110€ 3HAYEHUE 1T
KaHIMIaToOB Ha KoxJsieapHyto uMiuiantauuto (KM). Panee
aHoMmanuu CH cuutanuch cepbe3HbIM MPOTUBOMOKA3AHU -
eM 11 KW u3-3a HeompeneaeHHbIX pe3yibTaToOB peadu-
JIUTAllMU, OCOOEHHO B CIIyYasiX HATMYUS COMYTCTBYIOIIECH
naTtosioruu [3-35].

T'uno-/amnasus CH MoryT ObITh TPUYMHON KaK M30-
JIMPOBAHHOU TYrOYXOCTU, TaK U BBISIBISITHCS B COCTaBE Ha-
CJIeICTBEHHBIX CHHIPOMOB. TeM He MeHee, TEHETUYECKUe
npuyuHbI aHoManuii pazsutust CH ocratoTcs Majiou3ydeH-
HbiMU [6,7]. AHoManuu VIII mapbl YepernHbIX HEPBOB Ya-
cto Habmonatorces y nereii c CHARGE-cunnpomowm, nipu
kotopoMm peuieHue o KU craHOBUTCS JOCTATOYHO CIOX-
HBIM U3-32 HAJIMYUST aHOMAJIbHOI aHATOMUMU U TTOBBITIIEH-
HOU BEPOSITHOCTU BO3HUKHOBEHUS OCJTOXHEHUIA.

HecMoTpst Ha TepBOHAYAIbHBIE OMACEHUS U MPEIo-
JIOKEHUS O BEPOSITHOM OTCYTCTBMM BO3MOXHOCTHU IMOJI-
HOLIEHHOW CJIyXOpeueBoii peabuanuTaluuu y aeTeil ¢ ru-
no-/amnnasueit CH, pe3ynbraThl MOCIeIHNX UCCIeN0Ba-
Huii moka3anu, yto KM mo3BosisieT He TOAbKO YIydllnuTh
CJTyXOBbI€ BO3MOXHOCTHU, HO TaKXe 3HAYUTEIbHO MOBbI-

IIaeT Ka4eCTBO JKMU3HM AeTeil aHomanusiMu pa3Butust CH,
CIMOCOOCTBYET MX MHTETpALlM B OKpYyKatoluii mup [1, 8].

Ilesb: OLICHUTH OO0 HACIEICTBEHHOM STUOJOTUM
B IpymIie neteii ¢ tumo-/amnasueii CH.

MeTtopb!

KoHcynbTanus reHetrka, ayaimojaornieckoe oocieno-
BaHue, MPT MMY, aHanu3s pe3yJibTaToB IMOJHOTO CeKBE-
HUPOBAHUS 9K30Ma.

Pesynbrathbl

ITpoBeneHo reHeTHYECKOE 0OCIeI0BaHNE U KOHCYJIb-
TUpOBaHME 16 meTeil ¢ IBYCTOPOHHEN rumo-/amiasueit
CH, xoropeiM nipoBeneHa KM. V 6 geteit ycTaHOBJIEHBI
M30JMPOBaHHbIE (POPMBI IBYCTOPOHHE! IUIIO-/aIljia3uu
CH, torna kak 10 gereit uMean KIMHUYECKUE TIPU3HAKU
cuHapomos, Bkitouast cuHapom CHARGE y 4-x nereit,
X-CHEIJIEHHbI CUHAPOM (pUKCcallMy CTpeMeuKa y OJHO-
ro pedbeHka, cuHapoMm HyHaH y onHoro. ¥ octanbHbIX 4-X
JIeteit umenn Mecto HeauddepeHIMPOBAHHbBIE CUHIPO-
MaJibHbIe (DOPMHBI.

ITo pe3yabTraTaM CEKBEHHMPOBAHUS MOJHOTO 3K30Ma
y 3-X IeTeii BISIBJICHBI ITaTOreHHbIe BapuaHThl TeHa CHD7
1 Ha OCHOBAHUU COOTBETCTBHUS C KIMHUYECKON KAPTUHOW
noateepxneH cuHapoM CHARGE (ta6ua. 1).

VY emé ogHoro pedbeHkKa ¢ KIMHUYECKMMU MpU3HaKa-
mu cunapoma CHARGE u muxporniedanueii BoIsIBIEH Ba-
PUAHT C HEU3BECTHLIM 3HaueHueM B reHe EFTUDZ2. Ha oc-
HOBaHMU KJIMHUYECKOUW KapTUHBI MOJTYYEHHbIC TaHHbIE
MO3BOJISIIOT MpeArojaraTh y pedbeHka Juario3 MaHaIuoy-
JlodalMagbHOTO IU30CT03a ¢ MUKpoledanueit Tumna ['mii-
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oM-AnbMeiina. Y pedbeHka ¢ X-ClUerieHHbIM CUHAPOMOM
(bukcanyy MOTHOXHOM TIACTUHKK CTPeMedKa, KOTOPBIit
MMeeT XapaKTepHbI KIIMHUYECKUIA TTpu3HaK «gusher» (B
repeBoje ¢ aHIl. «bOHTaH», U3IUIHUE JTUKBOpa GOHTA-
HOM) BBISIBJICH paHee He OIMMCaHHbII BEPOSITHO MaTOreH-
HbI BapuaHT reHa POU3F4, KOTOpbiii TPUBOIUT K CABUTY
paMKU CYMTBIBAHUS M HapyliaeT cuHTe3 Oeika. Eire y o-
HOTO pebeHKa BBISIBJICH BApMaHT HEU3BECTHOTO 3HAUEHMSI
BreHe GNAQO I, KOTOphIii aCCOLIMUPOBAH C PACCTPONCTBOM
HEPBHOTO Pa3BUTHUSI C HEIPOU3BOJIBHBIMU JIBYXKCHUSIMU,
YTO COOTBETCTBYET KIMHUYESCKUM ITPOSIBJICHUSM Y peOeH-
Ka. Y ocTaJIbHBIX feTeil ¢ HenudbdepeHITMpOBAaHHBIMM CHH-
JIPOMaJIbHBIMU (hopMaMU 1 6-TH AeTel C U30JMPOBAHHOM
runo-/amasueit CH nmaToreHHbIX, BEPOSITHO ITaTOT€HHBIX
M BApMAHTOB HEONPEIEJICHHOTIO 3HAYeHMSI He 0OHaPYXeHO.

Peabunuranus ciayxa y neteil ¢ CMHIAPOMaJbHBIMU
dopmamu rumno-/amnazuu CH sBiseTcst cioxHoi 3a1a-
Yeil 1o MpUYKMHE COMYTCTBYIOIIMX ITpobieM. B Takux ciy-
vasix paHHsst KW 1ipu TSoKenoii CIlyXoBOi HETOCTaTOYHO-
CTU U [JIyXOT€ CTAHOBUTCSI KPUTUUECKU BaXKHOM 1J1s1 00e-
CIIEUYEeHUs aleKBaTHOM CBSI3U peOEeHKa ¢ OKPYXKAIOIIUM
MUPOM, UTO, B CBOIO ouepelb, CIIOCOOCTBYeT OoJiee Oa-
TOMPUSITHOMY TICUXOMOTOPHOMY Pa3BUTHIO.

CorjlacHO HalllMM pe3yJibTaTaM, MalueHThbl, UMEIO-
IIMe KOXJIEapHbIe UMIUIAHTHI, TOJYyYMJIA 3HAYUTEIbHOE
MPEMYIIEeCTBO, KOTOPOE ITO3BOJIMIIO UM Pa3BUBATh U OII-
TUMAaJIbHO MCIOJIb30BaTh HOBbIE HAaBBIKM COIIMAIbHOM
KOMMYHUKAIIMKU. DTOT MPOLECC OKa3all MOJOXHUTEIbHOE
BO3JIEIICTBHME Ha UX 00IlIee pa3BUTHE U MHTETPAIIUIO B 00-
mecTBo. Heo6Xxoammo moauepKHyTh, YTO MpY TUIAHUPOBA-
HUU BOBMOXHOTI'O OTIEPaTUBHOTO BMEIIATEIbCTBA, HAIIpaB-
JIEHHOTO Ha yJIy4IlIeHHEe CJIyXa, BaXKHO YYUTHIBATh BCE T10-
TeHIMaJbHbIe PUCKU. PonuTessiM cieayeT nmpeaocTaBUTh
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PEATMCTUYHBIC OXKMIAAHUA OTHOCUTEJIBbHO PE3YJILTATOB,
YTO IMOMOXKET UM JIy4lI€ IMMOHATb, KAKNE€ M3MEHEHUA MO-
TYT [IPOU3OMTU B XKU3HU UX pe6eHKa OCJIE€ UMITJIAaHTalluU.

06cyxpaeHne

Pe3yabTaThl MpOBEIEHHOTO UCCICIOBAHMS CBUICTETh-
CTBYIOT O CJTIOKHOCTH KJIMHNYECKOM A depeHIInaTbHOM
IUATHOCTUKY CUHIPOMOB, COIIPOBOXKIAIOIINXCS aHOMA-
mmsivu pa3sutust CH u BHyTpeHHero yxa. ['eHeTnueckoe
TECTUPOBAHME MOXKET 0Ka3aTh CYIIECTBEHHOE BIMSHUE Ha
pemrernue o npoBeneHnn KM, Ha mHGOpMUPOBAaHHOCTh
pomuTeseii 0 BO3MOXKHBIX MCX0IaX peadINTaIlui, KaK
M Ha paclIMpPeHNe 3HAHUI O TEHETUYECKOM IIPUPOAE MO-
TePH CIIyXa, BEI3BAHHO CTIOXKHBIMH COCTOSTHUSIMU, TAKH-
Mu Kak aHomanmu CH.

I1posenenne KT BUCOYHOI KOCTU BaXKHO B KaueCTBE
MUaTHOCTUYECKOTO MHCTPYMEHTA TSI OLICHKH MAIleHTOB
¢ mopo3penuem Ha cuHapoM CHARGE, a mopoku pa3Bu-
THSI BHYTPEHHETO yXa, TUIO-/aIlia3us MOJyKPYKHBIX Ka-
HaJIOB CJICAYeT CUMTATh [ICHHBIM TMAaTrHOCTUIECKUM KPH-
TepreM JaHHOTO CUHIPOMA.

B nensix paHHero BBISIBJICHUST BPOXKICHHBIX HapyIIIe-
HUI1 clIyxa ciemyeT oOpainaTh BHUMaHME Ha aHOMAJIUK
CJIyXOBOTO TIPOXO/a U YIITHBIX PAaKOBUH, HU3KOPACIIOJO-
JKeHHBIC YIITHBIC paKOBUHBI, HApyIICHNE perbeda yITHON
PaKOBMHBI (CBUCAOIINIT 3aBUTOK, HE BHIPAXKEH WIIM OTCYT-
CTBYET 3aBUTOK, HET HOXXEK ITPOTHUBO3aBUTKA, HET MOYKH),
TUTIOILIA3UIO BEPXHEU 1/ WIIN HIDKHEH 9eTI0CTH, CKYJIOBBIX
IyT (AHTUMOHTOJIOMIHBIN pa3pe3 I71a3), CeMTOBUIHBIN HOC,
opaxunedanust, Makpoledanus, MUKpoLeaans, aCuMMe-
Tpust TniIa. MHOXECTBEHHBIC BPOXKICHHBIC TIOPOKU Pa3BU-
THUSI: CEepIIIa, IJ1a3, paclIeIMHBI HeOa, MUTMEHTHBIC TISTHA,

Ta6nuua 1. MayuneHTbl ¢ cMHAPOMarbHO GOPMON rMmno-/anasny ClyxoBOro Hepaa.

Table 1. Patients with syndromal form of hypo-/aplasia of the auditory nerve.

len OGHapyXeHHBI BApUAHT Kpurepuu naroreHHOCTH
HYKJIEOTUIHOM MOC/IeI0BATEILHOCTI

Mauwment 1 CHD7 chr8-60816473AG>A ¢.2586delG: p.Lys862Asnfs*26 PVSI1, PM2
(NM_017780.4)

Manuent 2 CHD7 chr8:60822027C>T, ¢.2839C>T, p.Arg947* (NM_017780.4) PVS1 PS2 PM2, PP5

Manuent 3 CHD7 chr8:60862256C>T, ¢.7891C>T p.Arg2631*, NM_017780.4 PVS1 PM2, PS4 PP4

Mauuenr 4 EFTUD2 chr17:44854951A>C, ¢.2099T>G, p.lle700Arg, PM2, PP2, PP3
(NM_004247.4)

Mauuenr 5 POU3F4 chrX-83508664 TG>T, p.Alal 16Profs*26, (NM_000307.5) PVS1, PM2

Mauuent 6 GNAO1 chr16-56192288 C>A p.Alal8Glu (NM_020988.3) PM2, PM1, PP2
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AHOMAJTMM KOHEYHOCTEN MOTYT CITY:KUTh yKa3aTeJIsIMU Ha
HaJM4KMe CUHIPOMAIbHOMW MMaTOJOTMU OpraHa ciyxa, Io-
ATOMY JIETH C YePEITHO-JIMIEBBIMU AU3MOPGhUSIMU HYXK1a-
I0TCsI B 00CIEIOBAHUY CYpPIOJIOTa B MIEPBBI IO KU3HU He-
3aBUCHMO OT PE3y/IbTATOB ayANOJOTMUECKOT0 CKPUHUHTA.

3aknyeHne

IMokazaHa reHeTH4eCKasi FeTepOTEHHOCTD B TPYIITIE Je-
teit ¢ runo-/arnasueit CH. IMonoBuHa neteii oocnenoBaH-
HOI TPYIIITBI UMeJia CUHAPOMaJIbHbIE (hOPMBI TYTOYXOCTH,
YTO MTO3BOJISIET PAHO BBISIBIISATH TakKux aeteid. CorslacHO Ha-
UM pe3yJibTaTaM, anueHTsl mocie KW momyuninu 3Ha-
YUTEJIbHOE MPEUMYILECTBO, KOTOPOE MO3BOJUIO UM pa3-
BUBAaTh U ONTUMAaJIbHO UCTIOJIb30BaTh HOBBIE HABBIKU CO-
IUATbHOW KOMMYHUKAITUU.
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