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Pesiome

BBepeHue. Hanbornee yacTo reHeTUYECKON MPUYMHON TAXKENOW 1 ryboKon ay TOCOMHO-
peueccMBHOM HECMHOPOMAsbHOW NOTepPU Clyxa ABAAETCA MyTaLuA B reHe, KogupyloLwem
TPaHCMeMOpPaHHbIN 6eNOK KOHHEKCWH 26 (GJB2). B 601blUMHCTBE ClyYyaeB poauTenu pe-
6eHKa ABMAIOTCA HOCUTENAMM OQHOV MyTaLUM U UMEIOT HOPMaJbHbI CTyX.

Llennb. [MpoBecTn conoctaBneHrne ayguonornyecknx AaHHbIX C KIMHUYECKOW 1 MONeKy-
NAPHO-TEHETNYECKON KapTUHOWN Cemell, UMeoLLX AeTel C HeCMHAPOMAabHOWM CEHCOHeB-
panbHOWM TYroyXoCTbiO.

Marepuanbl n metopbl. B cTaTtbe npedcTaBneHbl faHHble KNMHUYECKOTO 1 MONeKynsap-
HO-TeHeTNYEeCKOro 00CNefoBaHNA CEMEN, NMELUX AeTell ¢ HECMHAPOMANIbHON CeH-
COHEBPAJIbHOWN TYroyxocTblo. B KnMHMYeCKOoM HabnogeHun 1 06CefoBaHNM MPUHANN
yuyactue 13 cemen (43 yenoBeka: 18 geteln n 25 B3pocnbix). Bcem nauveHTam nposoau-
NOCb MOJEKYISIPHO-TEHETUYECKOE 06CnefoBaHme — MLIP B pearibHOM BpeMeHN, a Takxe
ayauonoruyeckoe obcniejoBaHue.

Pe3synbrathbl. [10 faHHbIM ayAMoNiorMyeckoro obcnefioBaHnsA y poauTenein naumneHToB
(25 yenoBekK) CHMXKEHUA Cllyxa He OTMeYaslocb, OAHAKO MO pe3ynbTaTam MeanKo-Mose-
KynApHOro TectupoBaHua 19 yenosek nmenn mytaumn reHa GJB2 B retepo3nrotHom co-
cToAaHun. CornacHo pesynbTataMm MenKO-MOJNIEKYNAPHOro TeCTupoBaHuA aeter (18 yeno-
BEK) y 60bLUMHCTBA (8 13 18 uenoBek) bbina BbisiBNeHa MyTauus 35delG B romo3nrotHom
COCTOAHUN. KNMHMKO-reHeTUYecKas KapTUHa NpeacTaBieHa ciegyowym obpasom. Mo
daHHbiM KCBI onpepenanacb ABYCTOPOHHAA CEHCOHeBpasbHasA Tyroyxoctb IV cteneHn
n rnyxota. Y 3 geTeil, KOTOpble ABNSATCA POAHbIMM CeCTpamu, Obina BbiBEHA MyTaLusa
358_360delGAG B roMo3UroTHOM cocTosiHU. o pe3ynbTaTaM ayanonornieckoro obce-
JOBaHVA Yy OaHHbIX MNALWEHTOB BbiABMEeHa ABYCTOPOHHAA CEHCOHeBpasibHaA TYyroyxocTb
pa3Holi cteneHun — ot Il cteneHn go rnyxotbl. Hamu 661 06CnefoBaHbl ABA MaUMEHTa,
Yy KOTOPbIX BbIAABAIEHbI MyTaUMN B KOMMayHA-reTepO3UroTHOM COCTOAHUM. Y OOHOro pe-
6eHka ¢ reHoTnom 35delG/358_360delGAG gurarHoctupoBaHa Jierkas noteps cyiyxa B
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npegenax | creneHy, y pebeHka ¢ reHotunom 35delG/313_326del 14 onpepensnacs Il cte-
MeHb CHUXKEHUSA ciyxa.

3aknioueHune. Pe3ynbTaThl NPOBeEeHHOro UCCeA0BaHUA NMO3BOMAIOT HAM PeKOMeHO-
BaTb BCEM MaLMeHTaM C MOAO03PEHMEM Ha HECUHAPOMANIbHY CEHCOHEBPAJIbHYIO TYro-
YXOCTb U UfieHaM UX CeMell BKNIOUUTb B aNiropuTM 06CnefoBaHus NpoBefeHre MoneKy-
NAPHO-TEHETUYECKON ANArHOCTUKUN ANA onpefenieHna fanbHellen TakTUKA BEAEHWA 1
MporHo3a TeyeHusa 3aboneBaHuA. Pe3ynbTaTbl reHETMUYECKOrO aHanM3a Takke MOryT 1C-
Monb30BaTbCA A1 MOATOTOBKU K NPEVMMIAHTaLMOHHOW ANarHOCTUKE U MIaHNPOBaHMIO
poxaeHus cnegytolero (cnblwatlero) pebeHka.

KnioueBble cnoBa: HapyLleHUe CiyXa, CeHCOHEBPaJibHas TYroyxocTb, FyXoTa, Hacnea-
CTBEHHas TYroyxoCTb, BPOXAEHHasA TYroyXoCTb, KOHHEKCVH 26

Daikhes N."2, Machalov A."2 <, Bazanova M.", Vladimirova T.3, Kuznetsov A."?,
Sapozhnikov Ya.', Balakina A.', Terekhina L.!

! National Medical Research Center for Otorhinolaryngology of the Federal Medico-
Biological Agency of Russia, Moscow, Russia

2 Pirogov Russian National Research Medical University, Moscow, Russia

3 Samara State Medical University, Samara, Russia

Children with Congenital Hearing Loss in Hearing
Families

Conflict of interest: nothing to declare.

Authors’ contribution: research concept and design, editing — Daikhes N., Machalov A. Bazanova M., Kuznetsov A.,
Sapozhnikov Ya. Balakina A., Terekhina L.; research concept and design, material collection, processing, text writing —
Machalov A, Bazanova M., Balakina A., Vladimirova T.

Submitted: 09.08.2022

Accepted: 12.09.2022
Contacts: anton-machalov@mail.ru

Abstract

Introduction. The most common genetic cause of severe and profound autosomal
recessive non-syndromic hearing loss is a mutation in the gene encoding the
transmembrane protein connexin 26 (GJB2).

Purpose. To compare audiological data with the clinical and molecular genetic picture of
families with children with non-syndromic sensorineural hearing loss.

Materials and methods. In most cases, the child's parents are carriers of one mutation
and have normal hearing. The article presents data from a clinical and molecular genetic
examination of families with children with non-syndromic sensorineural hearing loss.
13 families (43 people: 18 children and 25 adults) took part in the clinical observation and
examination. All patients underwent a molecular genetic examination - real-time PCR
and audiological examination.

Results. According to the audiological examination, the parents of the patients
(25 people) did not have hearing loss, however, according to the results of medical and
molecular testing, 19 people had mutations in the GJB2 gene in the heterozygous state.
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According to the results of medical-molecular testing of children (18 people), the majority
(8 out of 18 people) had a 35delG mutation in the homozygous state. The clinical and
genetic picture is presented as follows. According to the ABR, bilateral sensorineural
stiffness of the IV degree and deafness were determined. In 3 children who are siblings,
the 358_360delGAG mutation was detected in the homozygous state. According to
the results of an audiological examination, these patients had bilateral sensorineural
hearing loss of varying degrees: from degree Il to deafness. We examined two patients
who had mutations in the compound-heterozygous state. One child with the genotype
35delG/358_360delGAG was diagnosed with mild hearing loss within the 1st degree, a
child with the genotype 35delG/313_326del14 was diagnosed with the 3rd degree of
hearing loss.

Conclusion. The results of the study allow us to recommend that all patients with
suspected non-syndromic sensorineural hearing loss and their family members include
molecular genetic diagnostics in the examination algorithm to determine further tactics
of management and prognosis of the course of the disease, as well as the results of genetic
analysis can be used to prepare for preimplantation diagnostics and the subsequent birth
of a hearing child.

Keywords: hearing impairment, sensorineural hearing loss, deafness, registry, hereditary
hearing loss, connexin 26

B BBEJAEHWE

PacnpocTtpaHeHHOCTb HapyleHui cnyxa B Poccninckon Oepepaumm n BO BCEM MUpe
HeyKJoHHO pacTeT [1, 5, 7-9, 14, 22]. Ocobyto HaCTOPOXEHHOCTb BbI3bIBAET YBENNYEHUE
UYNCNIEHHOCTN JeTen C HapylweHuamu cnyxa [1, 5, 19]. TyroyxocTb B 4eTCKOM BO3pacTe ABNA-
€TCA He TONbKO MeAVNLMHCKON, HO 1 Mefarornyeckom, CoumnanbHOM, SKOHOMUYECKOM Npo-
6nemon [2, 3, 5, 15]. K popMupoBaHuio TyroyxocTv NpuBoAAT MHOTe npudmnHbl [10, 14, 20].

Cunraetca, utoy 1,33 Ha 1000 HOBOPOXAEHHbIX BbIABNAETCA ABYCTOPOHHAA BPOXAEH-
Hasa TyroyxocTb [19]. Ha cerogHAWwHMI feHb 34 MUANNOHA AeTein CTpadaloT MHBaNUan3u-
pyowummn HapyleHnamm cnyxa [1]. Y 82% peTen HapyLueHUA cnyxa BO3HMKAIOT B Jopeye-
BOW Mepurog v B Nepuog ctaHoBneHns peun [5, 12, 23]. Bbicokasa pacnpocTpaHeHHOCTb
N KJIVHUYECKMEe NOCSIeACTBUA BPOXKAEHHOIO HapyLIEeHUs Cllyxa CTaiv BaXKHbIMK Npobre-
Mamy O6LLEeCTBEHHOIO 34PaBOOXPAHEHUA, B Pa3peLLEHN KOTOPbIX PaHHEMY BbIABIEHUIO
HapyLIeHU 1 cnocobam nx NPodUNAKTNKN OTBOAWTCA CYLLECTBEHHasA POosib.

OpHVM 13 NepBbIX BOMPOCOB MpY NOCTAaHOBKE AMarHo3a ABNAETCA OTFPaHNYeHmne Ha-
C/IeCTBEHHbIX HAPYLIEHWU Cllyxa OT NprobpeTeHHbIX. OCHOBHOW NMPUYMNHOWN TYroyXoCTur
(okono 50% cnyuyaeB) ABNAIOTCA reHeTMYecKme HapyweHua [16, 18, 21, 22, 23]. K HacToa-
LLiemMy BPeMeHV M3BECTHO, UTO CHIXKEHME CJlyXa MOFYyT Bbi3blBaTb MyTaLumun 6onee yem B
120 reHax [8, 22]. Hanbonee yacToi reHeTUYECKOW NPUYMHON TAXKENON 1 ryOoKo ayTo-
COMHO-peLLeCcCUBHON HECMHAPOMANbHON NOTEPU CryXa ABAAETCA MyTaLuA B reHe, Kogu-
pytoLLem TpaHCMeMOPaHHbI 6eIoK KOHHeKCKH 26 (GJB2) [8, 11, 22, 23]. MyTauuu B 3TomM
reHe coctasnAloT <50% cnyyaeB ayTOCOMHO-PeLeCcCMBHON HECUHAPOMAJIbHOW noTepun
cnyxa cpepu 6enoro HaceneHusa Esponbl n CLUA [23]. B Poccuiickoi Oepepauuu B rpynne
feTel C BPOXKAEHHON HeCUHAPOManbHONM TYroyxocTbio MyTaumm reHa GJB2 sbisasnatoTca
B 70% cnyuvaes [7, 8].
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PacnpocTpaHeHHOCTb OTAeNbHbIX MyTaLui 6onee BbiCOKa B OnpeaeneHHbIX nonyns-
uuax. Tak, HocuTenbcTBo MyTauum c.35delG WrpoKo pacnpocTpaHeHo B MONYNALNAX €B-
ponenckoro nponcxoxgeHus, mytauma c.235delC yacto BcTpevaeTca B pAfe a3maTcKmx
cTpaH, c.167delT — y eBpelickoro HaceneHua awkeHasu [16, 18, 21, 23]. /13-3a BbicOKoM
YyacToTbl MyTaumin GJB2 aHann3 myTaumin 3TOro reHa WMPOKO AOCTYMEH B KauecTBe Ana-
rHoCTuYyeckoro TecTa [8, 16, 23].

OTAroLweHHbIN cemelHbI aHaMHe3 ABNAETCA OOHUM 13 BaXHbIX GakTOpPOB prcKa Ty-
rOyXoCTW, KOTOPOMY Bpay — CypAOnor-oTOPMHONAPUHIONOor yaenaeT 60nbliloe 3HaueHne
B AMarHocTuke cnyxa. OgHako pe3ynbTaTbl aHanmn3a, NoslyyeHHble Konneramm n3 ABCTpa-
NV, NOKAa3blBatOT, YTO PAaCcnpPOCTPaHEHHOCTb paKkTopa pucka coctaBnaet 1,09% cpeau ne-
Tel C BPOXAEHHOW 1 MOCNepOAO0BOM TYroyxocTbto [17].

B 6onblwnHcTBE CnyyaeB poauTenu pebeHKa ABMAIOTCA HOCUTENAMU OLHON MyTaLuu
N UMeIoT HOpMasbHbIN cnyx. 70% feTel C BPOXKAEHHOW TYroyxOCTbio UMEIOT CJIbILLALLMX
poauTenei, n B 67% CnyyaeB NX CEMbU HE UMEIOT POACTBEHHVKOB C HapyLUeHWeM Ciyxa
[8, 17]. Hannune pebeHKa c noTepeit c/lyxa OKa3blBaeT AaBfieHre Ha CEMbIO CO CJIblLaLLn-
MU POAUTENAMMN U MOXKET ObITb MOCTOAHHbBIM UCTOYHMKOM MOTEHLMaNbHOro ctpecca [20].

OpHako BHe 3aBUCMOCTM OT 3TUONOrMYecKoro daktopa pa3BUTUA TYroyxoCTu Bpay —
CYpPAONOr-oTOPMHOMAPUHIOMNOr UCMOMb3yeT OfNHAKOBble MeTOAbl ANArHOCTUKN COCTOA-
HWUA CNIYXOBOTO aHanm3aTopa: TOHaNbHY0 NMOPOroBYIO ayANOMETPUIO, aKyCTUYECKYHO M-
nefaHCOMETPUIO, PErmcTpaLmio Pa3fINYHbIX KNacCoOB OTOAKYCTUYECKOW SMUCCUN, CITYXO-
BbIX Bbl3BaHHbIX MOTEHLMANOB.

B LEJTb NCCNNEQOBAHNA

MpoBecTn conocTaBneHne ayanonornyecknx AaHHbIX C KMMHUYECKON 1 MONeKynsap-
HO-TEHETMYECKON KapTUHOW ceMelr, MMerLnX AeTell C HECUHAPOMANIbHOM CEHCOHEB-
panbHOW TYroyXxocTblo.

B MATEPWAJIbl U METObI

Bce mauueHTbl B JaHHOM KIIMHUYECKOM UCCiefoBaHumM O6biny 06cnenoBaHbl B COOT-
BETCTBUUN C KNNHNYECKUMM peKOMEHZAUMAMN 1 NPOTOKOMaMM ANArHOCTMKN NauneHToB
C HapyLleHmamMmM cnyxa [2, 3, 6, 13]. Bce naumeHTbl B KNIMHMYECKOM HabnogeHum 6biin 06-
cnefoBaHbl U B fanbHenweM peabunmutnpoBaHbl C MPUMEHEHNEM TEXHUYECKNX CPEeACTB
peabunuTaumm (CnyxoBow annapart, KoxneapHbii UMnnaHT) [6, 14].

Hamu 6bino obcnepgoBaHo 13 cemein (43 uenoBeka), U3 HUX 18 geTel (B Bo3pacTte oT
1 po 8 net) 1 25 B3pocnbix (poauTenn B Bo3pacTte oOT 24 neT go 41 roga). Ayamuonorunye-
cKkoe obcnenoBaHme 6bi10 BbinonHeHo B OIBY HMULIO ®MBA Poccum, oHO BKAOYano B
ceba: onA B3POC/bIX — PerncTpaLmio 3ajepaHHON-BbI3BaHHOI OTOaKyCTUUYECKOWN SMUC-
cum (TEOAE), TOHanbHyl0 MOPOroByl0 ayAUOMETPUIO M aKyCTUYECKYl0 MUMMNeaaHcome-
TpWIo; ANA AeTen — perncTpaunio 3agep>kaHHON-BbI3BAHHOW OTOAKYCTUYECKON IMUCCUN
(TEOAE), akyCTMUeCKyto nMnefaHCOMETPUIO, PerncTpaLmio KOPOTKONATEHTHbIX CIIyXOBbIX
BbI3BaHHbIX MOTEHLINANOB C MPYMEHeHMEeM AnarHocTnyeckmx curHanos Chirp-LS n Click n
pervncTpauumio CTauoHapHbIX CyxoBbix noteHumanos. B OIrbY «<HMWUATTI um. B.W. Kyna-
koBa» MuH3gpaBa Poccum Bcem naumeHTam NPOBOAUSIOCH MOSIEKYNAPHO-TeHeTUYecKoe
ob6cnepoaHue —INLP B peanbHoM BpeMeHu. BoigeneHne HK npoBoannoch 13 BEHO3HOM
KPOBM NaLMeHTOB.
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B PE3YJ1bTATbI

Mo paHHbIM ayfmonormyeckoro obcneoBaHnA y poaguTenei naumeHToB (25 yenosek)
CHUXKEHUA ClyXa He OTMeYasnochb, YTo Oblfo NOATBEPXKAEHO MPUMEHAEMbIMY MeTohaMu
[OVArHOCTUKM. 3ajlep>kaHHasn-Bbl3BaHHaA OTOaKyCTMUYeCKasa aMUCCUaA Hbina 3aperncTpupo-
BaHa C 1BYX CTOPOH, MpUMep pPerncTpaLmy oToakyCcTmyeckom SMUCCMM OJHOTO 13 yyacT-
HWKOB MCCeloBaHNA NpefcTaBnieH Ha puc. 1. Mo faHHbIM akyCTUYECKON NMnefaHcome-
TPUM, NATONOTMYECKMX OTKIIOHEHWIA CO CTOPOHbI CTPYKTYP CPedHEero 1 BHYTPEHHero yxa
He BblABNEHO (puc. 2). Noporu ciiyxa No AaHHbIM TOHaNbHOW NOPOroBOV ayanomeTpumn
COOTBETCTBOBA/IN HOPMATUBHbIM 3HaUEHUAM C ABYX CTOPOH COMIAacHO MeXAyHapoaHou
Knaccudukalmm Tyroyxoctm (puc. 3).

B Hawem KnvHUYecKoM HabnlopgeHUn NpUHAAW ydacTre 25 poputeneint petent ¢
BPOXXAEHHbIM HapyLIEeHMEM CllyXa MO CEHCOHeBpanbHOMY TUNY. Y WecTn pogutenein n3
13 cemeln B xofe nccnefoBaHNA He BblABNeHO MyTauumin B reHe GJB2. Mo pesynbratam
MeLVKO-MOJIEKYNIAPHOro TeCTpoBaHua 19 poanTtenen nmenn mytauum reHa GJB2 B re-
Tepo3urotHom coctosaHumn (35delG/N - 15 uvenosek, 358_360delGAG/N - 3 uenoBeka,
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Puc. 1. Pesynbrar npoBefieHNA perncrpaunm sagepKaHHoN-Bbi3BaHHON OTOAKYCTUYECKON SMNCcCnmn
y poauntens P., 26 net
Fig. 1. The result of registration of delayed-evoked otoacoustic emission from parent R., 26 years old
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Puc. 2. Pesynbrat npoBefieHNA aKyCcTUYeCKO nMnepaHcomeTpum y poautena C., 32 roga
Fig. 2. The result of acoustic impedance measurements in parent S., 32 years old
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Puc. 3. Pe3ynbTaT npoBefieHNA TOHaNIbHOI NOpOroBoii ayanomerpun poautens L., 31 rop
Fig. 3. The result of the tonal threshold audiometry of the parent Sh., 31 years old

313_326del14/N - 1 yenosek) (puc. 4). Kak BUAHO Ha puC. 4, B HalLEM KIIMHUYECKOM Ha-

6noaeHn Yalle Bcero BCTpeyanacb mytauma 35delG/N.

Y Bcex obcnefoBaHHbIX fieTell 3aaepaHHaA-Bbl3BaHHAA OTOAKYCTMYECKasa SMUCCUA
(TEOAE) He pernctpupoBanacb, YTo CBUAETENbCTBOBAIO 06 OTCYTCTBMM PErUCTPALUN OT-
BETa OT BOJIOCKOBbIX KJIETOK BHYTPEHHEro yxa (puc. 5) 1 xapakTepHo AnsA notepu cinyxa
pa3Hol cteneHn n Gopmbl.

16

14

15

Puc. 4. Peaynb'ra'r MeANKO-MONEeKY/IAPHOro TeCTupoBaHnA poauTenel NaLueHToOB C BPOXAEHHbIM

HapylieHuem cnyxa

Fig. 4. The result of medical and molecular testing of parents of patients with congenital hearing

impairment
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Puc. 5. Pesynbrat npoBeeHNA perncrpannn sagepKaHHoli-BbI3BaHHOW OTOaKyCTNYECKO SMunccnm
y pe6eHka C., 3 roga
Fig. 5. The result of registration of delayed-evoked otoacoustic emission in child S., 3 years old

Cpenn fetenn y 6onblunHcTBa (8 13 18 uenosek) 6bina BbiABNeHa MyTauusa 35delG B
romo3urotHom coctoaHuu (35delG/35delG). Ayauonornueckas KapTvHa 3Tux fieTel npea-
CTaBfieHa cregyolmnm obpaszom: no aaHHbIM KCBI ¢ npvmeHeHreM ArarHOCTUYEeCKOro
curnHana Click (pwuc. 6) n Chirp-LS (puc. 7) onpegenanacb fByCTOPOHHASA CEHCOHEBPasibHas
Tyroyxoctb |V cteneHn v rmyxoTa, cpegHee 3HayeHune coctaBuno 95 ab (n = 16 ywen). Mo
pe3ynbratam ASSR-TecTa cpefiHee 3HaueHMe y nauneHToB ¢ MyTauuvein 35delG B romo3u-
rOTHOM COCTOAHMUN cocTaBuno 87,42 ab (n = 16 ywen).

Y 3 petell, KOTopble ABAATCA POAHbIMU cecTpamu, Obina BbliBNeHa MyTauus
358_360delGAG B romosurotHom coctosHUM (358_360delGAG/358_360delGAG). o
pe3ynbraTaMm ayanosiornyeckoro ob6cnefoBaHuA y AaHHbIX MaUMEHTOB BbliBNEHA [BY-
CTOPOHHAA CEHCOHeBpasibHaA TYroyxoCTb pa3Hol cTeneHun — ot |l cteneHn [o rnyxoTbl;
cpenHee 3HauyeHue no gaHHbim KCBI (Chirp-LS, Click) coctaBuno 72,5 gb (n = 6 ywein).
[Be cecTpbl ABNANMChL 6nm3Helamu. Y naunentkn @., 8 net, npu permctpaumm KCBMV nuk
onpegenanca npu ctumyne cnpasa 70 n cnesa 80 ab; no pesynbratam ASSR-TecTa (puc. 8)
cpepHee 3HayeHue cooTeeTcTBOBaNO |l cTeneHn n coctasuno 66,25 b ¢ AByx CTOPOH.
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Puc. 6. Pe3ynbraT perucrpauynmn KOpoTKoaTEHTHbIX CJIYXOBbIX BbI3BaHHbIX NOTEHLMaNOB

C npumeHeHnem anarHoctuyeckoro curHana Click y nauvnenra M., 4 ropga

Fig. 6. The result of registration of short-latency auditory evoked potentials using the Click diagnostic
signal in patient M., 4 years old
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Puc. 7. Pe3ynbraT perncrpauum KOpoTKoNaTeHTHbIX CJ1yXOBbIX BbI3BaHHbIX NOTEHLaN0B

C NnpuMeHeHnem auarHocTnyeckoro curiana Chirp-LS y naumnenra @., 2 roga

Fig. 7. The result of registration of short-latency auditory evoked potentials using the Chirp-LS
diagnostic signal in patient F., 2 years old
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Y nauyuveHTKu 3., 8 net, npu pernctpaumn KCBIMV nuk onpegenanca npu ctumyne cnpasa
80 n cnea 90 gb, noporu cnyxa no pesynbratam pacyeTHon aygunomeTpum (ASSR-TecTta)
(pwnc. 9); cpenHee 3HaueHne cocTaBuno cnpasa 95 ab, cnesBa noporu cnyxa He onpepne-
NIMANCb NPU MakcmanbHom ctumyne 100 ab. Y mnagwen cectpbl K., 2 roga, ycTaHoBne-
Ha Il cteneHb ceHcoHeBpanbHoW Tyroyxoctn. Ha KCBI1 cnpasa V nuk Bu3yanmsnposasnca
npu ctumyne 55 ab, cnesa npu ctumyne 60 gb. MNo gaHHbIM ASSR-TecTa (puc. 10) cpenHee
3HayeHue No OCHOBHbIM YacToTam (500, 1000, 2000, 4000 Iu) cnpaBa cocTaBuno 42,5 ob,

A= Femurar ASSR

PacuyeTHan ayguorpamma
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L
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Puc. 8. Pesynbrat pernctpauumn ASSR-tecra y nauventa @., 8 ner
Fig. 8. The result of registration of the ASSR test in patient F., 8 years old
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Puc. 9. Pesynbrat perncrpauuu ASSR-tecta y naynenra 3., 8 net
Fig. 9. The result of registration of the ASSR test in patient Z., 8 years old
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Puc. 10. Pesynbrat perucrpauyuu ASSR-tecta y naumenTta K., 2 roga
Fig. 10. The result of registration of the ASSR test in patient K., 2 years old

cnesa - 52,5 gb. lNpun ogHOM 1 TONM e MyTaunn y feteil OTMeYatoTCA pa3Hble CTeneHun no-
Tepu cyxa.

Hamu 6b1n1 06cnefoBaHbl iBa MALMEHTa, Y KOTOPbIX BbIABEHbI MyTaLUy B KOMNayHA-
reTepo3nroTHoM coctoaHun. Y pebeHka c reHotunom 35delG/358_360delGAG no pesynb-
Tatam KCBI1 guarHoctupoBaHa nerkasa notepsa ciyxa B npegenax | ctenexu (puc. 11) —
35 b (n =2 yxa), no pe3synbratam ASSR-TecTa (puc. 12) - 36,25 gb (n =2 yxa).
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Puc. 11. PesynbraT perncrpaunmn KOpoTKONaTEHTHbIX CIYXOBbIX Bbi3BaHHbIX NOTEHUNAN0B

C npuMeHeHuneM guarHoctuyeckoro curiHana Chirp-LS y nayuenra A,, 3 roga

Fig. 11. The result of registration of short-latency auditory evoked potentials using the Chirp-LS
diagnostic signal in patient A., 3 years old
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& = Poagnuran ASSR: A= Fuagrurar 438R

PacyeTHas aygnorpamma

il il
Bt Bt

Puc. 12. Pesynbrat peructpauyum ASSR-tecta y naymenTa A., 3 roga
Fig. 12. The result of registration of the ASSR test in patient A., 3 years old

Y pebeHka ¢ reHotunom 35delG/313_326del 14 npu peructpaumn KCBI (puc. 13) V nuk
BM3Yanun3npoBanca C AByX CTOPOH npu ctumyne 70 ab, npn perncrtpaumn ASSR-TecTa
(pwnc. 14) - 65 gb (n =2 yxa).

Y Bcex peTen (WecTb NaUMEHTOB) C HereHeTUYyeckummn daktopamm pucka V nuk He
onpegenanca npu ctumyne 100 gb. Bo Bpema pernctpaumm KCBI (puc. 15) pacuetHan
ayamomeTpusA no gaHHbIM ASSR-TecTa cOOTBETCTBOBasa ryxoTe.

Lt

+200 i

un
EE

TEL1
75L

R

EE

L]

F

+
iy
=
"

Puc. 13. PesynbTaTt perncrpaunm KOpoTKONAaTEHTHbIX CTYXOBbIX BbI3BaHHbIX NOTEHLUNANOB

Cc npuMeHeHnemM guarHoctnyeckoro curHana Chirp-LS y naymenTa A., 2 roga

Fig. 13. The result of registration of short-latency auditory evoked potentials using the Chirp-LS
diagnostic signal in patient A., 2 years old
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PacuyeTHan ayguorpamma
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Puc. 14. Pesynbrat perncrpaumnu ASSR-tecta y naymenTa A., 2 roga
Fig. 14. The result of registration of the ASSR test in patient A., 2 years old
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Puc. 15. PesynbTaTt perncrpaunm KOpoTKONMaTEHTHbIX CIYXOBbIX BbI3BaHHbIX NOTEHLNANOB
C npuMeHeHneM gunarHoctnyeckoro curHana Chirp-LS y naymenta M., 4 roga

Fig. 15. The result of registration of short-latency auditory evoked potentials using the Chirp-LS
diagnostic signal in patient M., 4 years old

Bcem nauueHTam (12 peteit) C BbIABNEHHON FNyxOToW Obina NpoBefeHa KoxJieapHas
umnnantauua 8 ®IBY HMULIO ®MBA Poccnu, naumeHTsl co lI-IV cTeneHblo Tyroyxoctu
YCMeLHO CNyXOnpoTe3npPOBaHbl U NPOLOIKaloT HabnoaaTbCA B LIEHTPe.
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3AKJTIOMEHUE

Bcem nayneHTam C nopospeHmem Ha HeCMHAPOMallbHYO CEHCOHEBPANbHYKO TYyro-

YXOCTb 1Ny 6e3 yeTko onpeaeneHHoOM 3TMOIOrMN BO3HUKHOBEHMSA TYroyXoCTu ANA onpe-
LeneHuns fanbHelLen TakTUK BEAEHMA U NPOrHo3a TeyeHns 3aboneBaHna peKkomeHay-
eTCA BKIOUYUTD B aNropuTtM ob6cnefoBaHusa NpoBefeHre MOMeKyNnAPHO-reHeTUUYeCKom au-
arHOCTMKM, pe3ynbTaTbl FEHETUYECKOrO aHann3a MOryT UCMOb30BaTbCA AJ1A NOArOTOBKY
K MPenMmnIaHTaLOHHON ANarHoCTUKe.
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