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CEMEWHBII AHAMHE3 ITPA U3YUYEHUUW HACJTEACTBEHHOM TYTOYXOCTH

B.B. Xanguna, B.A. Hacvipos, C.B. Kanvibaesa

CHuxeHune cryxa — 9To Hamboree Yactoe ceHcopHoe 3aboneBaHune, KOTOpoe NPUBOAUT K HapyLUEeHUIO OBLLEHMS Yero-
Beka. Oco6oe BHUMaHNe OTBOAMTCS BPOXKAEHHOM TYroyxXoCTy U IMyX0Te, Tak KaK aTO MPUBOAMT K HAPYLLEHUIO PeYEeBOro
paseuTMs. Ecnn B cemMbe aBa 1 Goree CriydaeB CHUXKEHUSI Criyxa, 3TO ABMSIETCS yKa3aHWeM Ha HacrneacTBEHHbIN Xa-
pakTep 3abonesaHus. Takue ceMbil HEOBXOAMMO HaMPaBnsATb HA MEAVKO-TEHETUYECKOE KOHCYMETMPOBaHME ANs npes-
yNpexaeH1s poamTernei 0 pucke poxaeHus pebeHka ¢ BPOXAEHHOM TyroyxoCTbio Npu nocrneaytowein 6epeMeHHOCTU.

Knroyesble cnosa: HacnencTBeHHas TYrOyX0CTb, MEAUKO-reHETUYECKOE KOHCYNbTUpOBaHMeE.

TYKYM KYYUYYJIYK AYJONTYKKO U3UIJI00 KYPI'Y3YY/IO YI-BYJIO BASIHbI

B.B. Xanguna, B.A. Hacvipos, C.B. Kanvibaesa

YryyHyH Havapnalbl — 6yn aH ane ken kesfeLlkeH ceHcopayk oopy, an agamaapabliH 6upu-6upn MeHeH 6onroH NUKMp
anbllWyyCyHYH TOMEHASLUYHe anbin KeneT. TyKym Kyydyrnyk AyMewsnyKke xaHa yknan kanyyra esrede keHyn Oypynar,
aHTKEHW an Cynnee XeHAeMAYYNYryHyH Oy3ynyLuyHa anein kenet. Orepae yi-byneae aku xxe aHAaH ken agamablH yryy
XOeHAeMAYYNyry TemeHgereH 60nco, MyHyH 3y OOPYHYH TYKYM Kyy4ynyK MyHe3YH kepceTeT. KuiinHku kol 6onnyynyk-
Ta Tybaca Kynarbel yknaraH 6anaHblH Tepenyy KOpKyHy4y Tyyparnyy ata-aHenepre ackepTyy y4yH, MblHAal yn-oynenep
MeAULMHanbIK-reHeTUKanblk KOHCYNbTaumsra >XeHeTyerT.

TyliyHOyy ce3dep: TYKyM Kyydynyk Aynennyk; MeauumuHanblk-reHeTUKanbik KOHCYbTauus.

FAMILY ANAMNESIS IN THE STUDY OF HEREDITARY HEARING LOSS

V.V. Khalfina, V.A. Nasyrov, S.B. Kalybaeva

Hearing loss is the most common sensory disease that leads to disruption in human communication. Particular attention
is paid to congenital hearing loss and deafness, because this leads to impaired speech development. If there are two or
more cases of hearing loss in a family, this is an indication of the hereditary nature of the disease. Such families should
be referred to medical genetic counseling to warn parents about the risk of having a baby with congenital hearing loss
during subsequent pregnancy.

Keywords: hereditary hearing loss; medical genetic counseling.

BpoxaeHHast TyroyxocTb — OJHO W3 YacThIX 3a-
0oJIeBaHWII YEIIOBEKA, PETUCTPUPYEMOE B CPEIHEM
¢ yvactorod 1:1000 HOBOpOXIEHHBIX neteit [1].
CBoeBpeMEHHOE BEISBICHUE JETEH C BPOKICHHOW
TYTOYXOCTBIO U CBOEBPEMEHHAsI IMOMOIIb ITO3BOJISIOT
MPEAYIPEAUTD 3aACPIKKY PEUCBOTO Pa3BUTHUS pEOCHKA.
JI1st paHHel AMAarHOCTHKHU HApYIIEHUsS CyXa B MHpeE
WCIIONB3YETCsl  ayAUOJOTMUYEeCKU CKPUHHMHI, OCHO-
BaHHBIH HA PETUCTPAIMH OTOAKYCTUYCCKOW IMUCCHH
(OAD) [2, 3]. Ho, k coxxaneHnto, B HaIlIeH cTpaHe TaH-
HBIH METOJ MCIIOIB3YETCSI BCETO B HECKONBKHX POJ-
JoMax. J[MarHo3 «TyroyxocTb» B IEPBBII I'OJ XKU3HU
MOKET OBITh MOCTABIIEH MO PE3YJIbTaTaM perucTpaun
CIIyXOBBIX BBI3BAaHHBIX IMOTCHIIMANIOB. 3a TOCICTHEE
NECSATHIICTHE PETHCTPAllUs CHHAPOMAa BPOXKICHHOMN

tyroyxoctn (CBII) ctama pyTHHHBIM METOIOM O00B-
€KTUBHOTO UCCIIEIOBAHMSA CllyXa y JIeTel MepBBIX JIET
KU3HU [4].

Bce Hapymenns cimyxa, cOmIacHO OOIIUM ITPHH-
IIUIaM KJIMHUYECKOI TUarHOCTUKH, MOTYT OBITh Kiac-
CU(UIMPOBAHBI 110 XapaKTepy Kak CEHCOHEBPAJIbHbIE,
KOHJYKTUBHBIE U CMEIIaHHBIE, IO ITHOJIOTUU — Kak
HAacJIEJCTBEHHbIC M NPHOOPETEHHBIE, 110 BPEMEHHU Ha-
yajia — KaK JopedueBble U ¢ Ooliee MO3JHUM HadalloM,
M0 KIMHWYECKOH KapTWHe — Kak CHHIPOMAaJIbHBIC
Y HECHHJPOMaJIbHBIC.

Cunnpomainibibie  (OpMBI  OTJIIMYAIOTCS COYeTa-
HUEM HapylIeHMs CllyXa M MaToJIOTMH APYTHX Opra-
HOB M cHcTeM (3a00JieBaHUsI LIMTOBUIHOM JKeJe3bl,
OopraHa 3peHus, HapyIICHHWEe IUTMEHTAluN KOXH).
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Hecunapomaibabie popMBbl XapakTepU3yIOTCsS U301~
POBaHHOM HOTEPEN Ci1yXa, TO €CTh HapyIlIEHHUE CllyXa
SIBIISIETCS] €TMHCTBEHHBIM cuMIIToMOM [5]. Cunraercs,
YTO MPUMEPHO MOJIOBUHA BCEX CIIy4acB BPOXKIACHHOI
TYrOyXOCTH UMEET HACJEICTBEHHYIO 3THOJOTHIO [6].
Jpyrasi 1oJoBHHA MOXKET OBITh CBSI3aHA C «HETCHETH-
YECKUMI» TPUINHAMHA: HHOEKIMSIMA (IATOMETaI0BH-
PYC, TOKCOIUTa3MO3, CH(MINC), OCIOKHECHUIMH B PO-
nax (acukcusi, pomoBBIE TPABMBI), OaKTEPHATEHBIMHI
MEHUHTUTaMH, TSHKEITBIMUA TPaBMaMU TOJIOBHI U 1ip. [7].

[TokazaHo, 4yTo B OOJBUIMHCTBE CIy4aeB BPOXK-
IeHHOM Tyroyxoctu (10 90 %) meTd UMEHOT CIbl-
[IAIUX POAMTENCH W B UX CEMbSIX HET IPYTUX pPOI-
CTBCHHHKOB ¢ HapymeHueM ciyxa [8, 9]. Jlerckas
TYTOyXOCTh UMeeT 0co00€e 3HaueHHE, TaK KaK Cephes3-
HOE yXyAlleHHue (yHKLIUH OpraHa Ciiyxa, BO3HHUKIIEE
B JIETCKOM BO3pacte, B OOJIBIION CTeleHH OTpaKaeTcst
Ha 00IIeM M IICHXOCOMAaTHYECKOM Pa3BUTHH pedeHKa
[10]. B HacTosiiee BpeMsi BPOXKACHHBIE TSKENbIE Ha-
pPYUICHUS CIyXa HE MOANAIOTCS JICYCHHIO, a peadu-
JUTANWs W a0MIUTands TIYyXUX W CIa00CIBIIIAIIIX
JIeTei BO3MOXKHA C TIOMOIIBIO CIIyXOIPOTE3UPOBAHUS,
KOXJICApHOM MMIUIaHTAlMK W JJIUTEJIbHOW IeJaroru-
yeckoll koppekuuu. OcTpast commanbHas npodiema
JTAaHHOW T1aTOJOTUH OOYCIIOBJIEHa HWHBAJIMAN3UPYIO-
IIAM XapaKTepoM 3a00JIeBaHU.

Heablo wHcceT0OBaHUS SBIICTCS BBIIBICHUE
1 U3YUCHUC HACTICACTBCHHBIX (I)OpM TYTOYXOCTH U TI1y-
xotbl B Kbipreisckoii Pecriyommke.

Marepuansl u Metoabl. Hamu npoBeneno o0-
ciaenoBanre 89 denoBek (45 manmpuukoB, 44 NEeBOY-
KH) CO CTOMKOH IBYXCTOPOHHEW CEHCOHEBPAIBHOM
TYTOYXOCTBIO M TIYXOTOW, poXaeHHBIX ¢ 1998 mo
2017 . Bce oOcnenoBaHHbIe HE ObUIM POJICTBEHHHKA-
mu. CpeaHuii BO3pacT MEPBUUHON AMArHOCTUKH | roj
6 mec. Cpeny mpuUYMH OOpAIICHUS K CIICIHATICTaM
mpeo0iragano OTCYTCTBUE PEUH Y peOeHKa U JKaIOOHbI,
49TO peOCHOK HEe pearupyer Ha 3Bykd. CTeleHb CHIKe-
HUS cilyXa y 0OCIIeOBaHHBIX BapbupoBasa oT | cre-
MIEHH 10 ITyXOTHI ¢ 00enx cTopoH. B obcnenoBanHoiM
rpymnmne geredt 62 manueHTta ObUIM KeIPrbI3sl, 10 — me-
THUCBI, 7 pyCCKHX, 5 nyHraH, 2 y30exka, | yiryp, | Tan-
KUK, | kopeew.

OO6cnemoBanue BKIIOYAJIIO COOp aHamMHe3a, CO-
CTaBJICHUE POIOCIOBHON (TEHEANIOTHYEeCKOE JIPEBO),
ocmotp JIOP-opranoB, mosHOE ayJuoJIOTHIECKOe HC-
cnenoBanue. [locnenHee BKIIOUAJIO MPOBEICHHE [e-
TSIM 710 4 JIET perucTpaly KOPOTKOIATEHTHBIX CITyXO-
BBIX BbI3BaHHBIX IoTeHIMANOB (KCBII), 3anepxannoii
BBI3BAHHOI OTOAKYCTHYECKOM SMHUCCUHM M HA YacTOTE
npornykra uckaxkenus (OAD), meram crapme 4 et
MPOBOJMJIACH TOHAJbHAS IIOPOTOBas AyAHOMETPHS
U uMIegaHcomerpus. B Xome obciemoBaHust B uc-
CJICIlyeMOH TpyIIe HCKIIOYAINCh BOCIAJIUTEIBHBIC
3aboneBanus JIOP-opranoB. YuuTheIBas TO, 4TO IBa

u OoJiee CirydaeB HapyLICHUs CIIyXa B CEMbE SIBIISIOT-
Csl yKa3aHMEM Ha HacJeJCTBEHHBIH XapakTep 3adoe-
BaHMSA (B 3TUX CIIydasX Mbl MpeAronaraeM jeiicTeue
TEHETUYECKOro (hakTopa), Mbl II€JICHAIPABICHHO OT-
Oupanu B Ipynmy A FeHETHYECKOTO HCCIIEAOBaHUA
JeTell ¢ MOJOXKUTEIBHBIM CEMEMHBIM aHaMHE30M.
JleHCTBUTENbHO, HE HUCKJIIOUYEHbI CEeMEHHbIE Cclyyau
HEHACJIE/ICTBEHHOTO XapakTepa, HaupuMep, Korna Jie-
TH OJHOBPEMEHHO MEPEeHOCAT WHQEKIMOHHBIE 3a00-
JICBaHUA WM 0OCTaHOBKA JOMa CITIOCOOCTBYET YaCThIM
BOCIAJINTEIbHBIM 3200J1€BaHHSM yXa U HOCOIJIOTKH.

Pe3yabrarsl obcienoBanus. B rpymmy oOcie-
JIOBaHMS BOILIUTM MAlMEHTHI CO CTOMKOM JBYXCTOpPOH-
HEl CEHCOHEBPAJIbHOM TyTrOyXOCTbIO HESICHOTO I'eHe3a,
oOyuaromuecs B CHEIUATM3MPOBAHHBIX IIKOJIAX IS
DIyXWX U cTa0O0CITBIIIAININX IETeH, a TaKKe MallUeHTHI,
HaOJoaonMecss y Cypoiiora B CypJOJIOTHYECKOM
kabunere lleHTpa MeIMKO-KOHCYJIBTaTUBHBIX YCIYT
U cropTHBHOW MemuuuHbl. Cpeny MarueHTOB MBbI
HaOmoam Kak ceMeHHble, TaKk M CIOPaJAnYecKue
CITydau CHIDKEHUS ciryxa. B psime cemeit Oputn 3ameue-
HBI CIIydaud CHIKEHHUS CIIyXa y AeTel, B TO BpeMs Kak
y UX pomuTese ciyx ObUI B Ipejesax HOPMbI U POJi-
CTBEHHUKHU C HApPYLIEHUEM ClIyXa OTCYyTCTBOBAIH (OT-
pHULATSBHBIA CEMEWHBIA aHAMHE3).

[Ipn anHanu3e aHaMHE3a >KU3HH OOCIEIOBAHHBIX
JeTeil BBISBICHBI CIEAYIONIE (aKTOPbI PUCKa Pa3BHU-
THUS TYyTOYXOCTH:

» 5 ;ereil mosydaiu TeHTaMHIIMH;

2 peOeHKa repeHecIn MCHUHTHT;

1 peGeHOK OBUT W3 CEMBH C OJIM3KOPOICTBCH-
HBIM OpaKoM;

3 nereri maxomwnuch Ha MIBJI B Teuenme 1o
S IHEeH nocie poKACHUs,

60 neteil uMenu ciydau TYTOyXOCTH B CEMBE.
Takum obpazom, y 12 % pererr (11/89) ot-
MeUueHbl (DAKTOpBl pPHUCKA HK30TCHHOTO Xapakrepa
ny 67 % (60/89) mMen MECTO TOIOKUTEIHHBIA Ce-
MEIHBIN aHaMHE3.

IIpu u3yueHun ceMeHOro aHamMHes3a y BCEX Ia-
LIMEHTOB OBLIM HCKIIIOYEHBI JIpyrHe 3a00JIeBaHUsl CO
CTOPOHBI BHYTPEHHUX OPraHOB U CUCTEM, €MHCTBEH-
HBIM CHMITOMOM SIBIISUIOCH CTOMKOE JBYXCTOpPOHHEE
HapylLIeHHE CIyXa pa3Ju4yHOMN CTeNeHu TshkecTu. JlaH-
HBIE TTAI[UEHTHI IPU POXKICHUN HE TIOTIAJAIN B TPYIILY
pucKa pa3BUTHUSL BPOXKIEHHOHN Tyroyxoctu. Bee manu-
€HTHI OBIIIM pa3/ieleHbl Ha 2 TPYIIIbL:

I rpynma BkiIrOYana manueHToB 0Oe3 OTSTOIICH-
HOTO CEMEMHOro aHamHe3a U cocTaBuia 29 4enoBek.
B manHy!0 rpyniy BOIIIM HallMeHTHI, Y KOTOPHIX B ce-
MBE HE BCTPEYAINCH CIIydyal CHIDKCHUS ciyXxa. Tpu
pebeHKa UMeIn SK30TeHHbIe (DaKTOPBI PUCKA PA3BUTHS
Tyroyxoctu. JIBoe nereii u3 nepBoi rpyniibl paHee mno-
JIy4aJi TEHTaMHUIMH 110 TPUYMHE THEBMOHMH, 1 pede-
HOK MepeHeC MEHUHTHT.

YV V VYV
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II rpymmy cocTaBWJIM NHalMeHTHl, y KOTOPBIX
B CEMbE BCTPEYAJIOCHh CHIDKEHNE ciyXa. [lanHast rpym-
ma cocraBmwia 60 ugenoBek. Poacreennukos | creme-
HU poxcTBa (cuOCHI M pomuTeny) umenu 51 pedeHok
u 9 nmereit — poacTBeHHUKOB 1l cTeneHn w/wim aaib-
HUX POJCTBEHHHUKOB. Y 7 neTed U3 JaHHOW TPYIIIbI
UMEJIMCh AK30TE€HHbIE (DAKTOPBI PHCKA PA3BUTHS TY-
royxoctu. /[Boe nerteil mosyyanau reéHTaMULUH, OIUH
pebeHOK TepeHec MEHHWHTHT, €mie y OTHOTO peOeH-
Ka POIUTENHN COCTOAT B ONM3KOPOICTBEHHOM Opaxe,
Tpoe aered Haxoxunuch Ha MBI mocne poxneHus,
a TBoe W3 HUX ObUIH HenoHomeHHbMH. Cpenu 60 ne-
teit Il rpynnet y 30 gereid poguTenn UMET HOpMallb-
HBIA CITyX, a y 27 neTeil ecTh Tyroyxue cuOchl (Opar
W/WIIN CecTpa).

JlnarHo3 «CeHCOHEBpalbHAsE TYTOyXOCTh» OBLI
MOCTAaBJIeH JIETAM B Bo3pacTe oT 2 Mecsues a0 10 ner.
BonpImuHCTBO poanTeNnell 3aMedann CHIDKCHUE CiTyXa
B BO3pacTe 2—3 JIET B CBSI3U C OTCYTCTBHEM PEAKLUH
Ha 3BYKH U 33JICP’KKOI PEUeBOT0O Pa3BUTHSL.

[pu ananmse | rpymmsr cpenuuii Bo3pacT pedeH-
Ka TIpU TOJO3PCHHM Ha CHIDKCHHE CIyXa COCTaBUII
2,3 roma. B atom Bo3pacte peOCHOK [OJDKEH 3HATH
3nayenue ot 500 mo 900 cioB (MOXET MMoKa3aTh Ha
KapTHHKE W BBINOJHHUTL JCUCTBHE), HCIHOJIB30BATH
B peun ot 50 o 250 cnoB, orBevyarh Ha Bonpoc «Yro
3TO Takoe?», MOXET HCIOJB30BaTh (paszbl U3 TPeX-
YeThIPEX CIIOB, 3aJ]a€T OJHO-, TBYXCIOBHBIC BOIIPOCHI
[11]. MakcumanbHBIH BO3pPACT, IPH KOTOPOM POIUTE-
JI 00paTWIIM BHUMaHUC Ha MPOOJICMEI cllyxa y peOeH-
ka, coctaBun 9 net. Ilpu ananuze Il rpynmns! cpenHuii
BO3pacT peOeHKa, KOTJa POAUTENN 3aMETHIIN CHIDKE-
HHUE CITyXa, COCTaBHI 2,2 Toga. MaKCUMaIbHBII BO3-
pacT, mpu KOTOPOM POAUTENH OOpAaTHUIM BHUMaHUE Ha
npoOisieMsbl ciryxa pedeHka, coctasui 10 Jer.

Bcem o0cnenoBaHHBIM ManMeHTaM OBUIO pPEKO-
MEHJIOBaHO MTPOBEJCHNE MOJICKYIIPHO-TEHETHIECKOTO
oOcrenoBanus Ha Hamuaue MyTtarmn B rene GJB2 mis
YTOYHEHHS XapaKTepa CHHKEHHS CITyXa.

BroiBoabI
1. B cembsx, rie y poaurteneid HOPMalbHBIX CIyX,

HE HCKIIIOUCHO POXKACHHE JIETeH CO CHIKEHHEM

CJTyXa TOHM MJIM MHOW CTETIeHH TSKECTH.

2. Heo0xoamMOCTh TPOBEICHUS AyTUOIOTHIECCKOTO
CKpHHHMHTA B poamomax Keipreisckoit Pecmy6mm-
ku 00ycIoBIIeHa BaKHOCTBIO paHHEH peadbuinTa-
LAY JIETeN CO CHUKEHUEM CllyXa U UX JajibHEl-
Il connanu3amnnm.

3. Heob6xoanmMocTh MEANKO-TEHETHIECKOTO KOHCYITh-
TUPOBAHUSA NPU POXKIEHUU AECTEH C BPOKIAECHHOU

10.

11.

TYTOyXOCTBIO M IIyXOTOH HampaBsjeHa Ha Tpen-
YIPEXKIeHUE POANUTENCH O PUCKE POXKICHHUS Jie-
Tell € BPOXIEHHOW TYrOyXOCTbIO IpH IOCIIE-
JyIOIIei OEpEMEHHOCTH.
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