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CEMEMHBI AHAMHE3 — BAJXKHEWIIIWIA SJIEMEHT U3YUYEHUS
HACJIEJCTBEHHOM TYTOYXOCTH

B.A. Hacblpos, B.B. XandwHa, C.b. KanbibaeBa

CHWXeHwe criyxa — 3To Haubonee Yactoe ceHcopHoe 3aboneBaHue, KOTOPoe NPUBOAMT K HaPYLLIEHMIO OGLLUEHNs Yeno-
Beka. Ocoboe BHUMaHWe OTBOAMTCS BPOXAEHHOMW TYrOyXOCTY W ITyX0oTe, Tak Kak 3TO MPUBOAMUT K HApYLLEHWUIO PEYEBOTO
passuTusi. Ecnn B cembe ABa 1 Gonee CriyyaeB CHUXEHUS Cryxa, 3TO SIBMSETCs ykasaHWeM Ha HacneACTBEHHbIN Xa-
pakTep 3aGoneBaHus. TakMe ceMby HEOGXOAMMO HaNPaBnATb Ha MeAUKO-FEHETUHECKOE KOHCYIBTUPOBaHWE Ans Npes-
ynpexaeHust poauTenemn o pucke poxaeHus pebeHka ¢ BpOXAEHHON TyroyxocTbio Npu nocrieaytoLien 6epeMeHHocTy.

Krroueeble crioga: HacneacTBeHHas TYroyxoCTb; MEQUKO-TEHETUYECKOE KOHCYNbTPpOBaHME.

YU-BYJIOJIYK TAPBIX — BYJl YH-BY.JIOJYK Y16 OOPYCYH U3WIJIOOHYH
9H MAAHWJIYY 2JIEMEHTTH

B.A. Hacblipos, B.B. XantuHa, C.b. Kanbibaesa

YryyHyH Hadapnalubl — 6yn 3H ane ken Ke3feLKeH CeHCopayK oopy, an agamaapabiH 6upu-6upyu MeHeH GONroH NUKMP
anblLLyyCyHYH TOMeHASLUYHe anbin keneT. TyKym Kyyuyynyk Aynennykke >kaHa yknaii kanyyra esreye keHyn 6ypynar,
aHTKEHU an Cyinnee xxeHaeMayynyryHyH Oy3ynylyHa anbin kenet. drepae yin-oynene aku xxe aHaaH ken agamibiH yryy
XeHaemayynyry TemeHaereH 6onco, MyHyH e3y OOpyHYH TyKyM Kyy4ymnyk MyHe3yH kepceTeT. KuinHKM kol Gonnyynyk-
Ta TyGaca kynarbl yknaraH 6anaHblH Tepenyy KOpKyHy4dy Tyypanyy ata-sHernepre ackepTyy YUYYH, MblHAai yir-6ynenep

MegunUnHarnblK-reHeTUKanblK KOHCynbrauuara >XeHeTyneT.

TyliyHAyy ce30ep: TykyM Kyyuynyk OAynevnyk; MeauUmHarbiK-reHeTUKanblk KOHCYbTaLuus.

FAMILY ANAMNESIS — AN ESSENTIAL ELEMENT OF STUDY HEREDITARY HEARING LOSS

V.A. Nasyrov, V.V. KhalOna, 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.

BpoxneHHas TyroyxocTb — OJHO M3 YacTBHIX 3a-
0oJIeBaHMIT YEIIOBEKA, PETHUCTPHPYEMOE B CPEIHEM
¢ yvactoto 1:1000 HOBOpOXIeHHBIX pneTeir [1].
CBoeBpeMEHHOE BBISIBJICHHE JETel C BPOXKICHHOMN
TYTOyXOCTBbIO M CBOEBpPEMEHHAsI TIOMOIIb TTO3BOJISIOT
MPeIyIPEANTD 3aIEPIKKY PEUEBOTO Pa3BUTHS peOCHKA.
Jns paHHel TUarHOCTUKU HapyIICHUS CIyXa B MHUpE
WCIONIB3YETCA  ayAMOJIOTMYECKU CKPUHUHL, OCHO-
BaHHBIA HA PErHCTPAllUM OTOAKYCTHYECKOW SMUCCUH
(OAD) [2, 3]. Ho, k coxalieHuI0, B HAILIEH CTpaHe JaH-
HBI METOJ| WCIIOJIB3YETCSI BCETO B HECKOJBKUX POI-
noMax. J[narHo3 «TyroyxocTb» B TEPBBIH TOI KU3HU

MOJKET OBITH IIOCTABIEH 110 PE3yJbTaTaM PerucTpanuy
CIIyXOBBIX BBI3BAaHHBIX MOTECHIHAJOB. 3a IOCIEAHEE
JIECATHIICTHE PErHCTpalMs CHHAPOMa BPOXKAEHHOM
tyroyxoctu (CBII) ctama pyTHHHBIM METOIOM OO0B-
SKTUBHOT'O HCCJICIOBAHUS CIyXa y AETeil NepBHIX JIET
KU3HH [4].

Bce HapylieHus ciiyxa, COIIaCHO OOLIMM IPHH-
LUIaM KJIMHUYECKOM TMarHOCTUKH, MOTYT OBITh K1ac-
CU(UIIMPOBAHKI 110 XapaKTepy KaK CEHCOHEBpPAJIbHBIE,
KOH/IyKTUBHbIE W CMEIIAHHbIE, 10 3THOJOTHH — KaK
HACJICICTBEHHBIC M IPHOOPETEHHEBIE, 110 BpEMEHH Ha-
Yaja — KaK J0opeueBble U ¢ Goyee MO3MHUM HadajoM,
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M0 KIMHUYECKOW KapTHHE — KaK CHHIPOMAJbHEIC
1 HECHUHAPOMANbHEIE.

CunzpomManbHble HOPMBI OTIMYAIOTCS COYETaHU-
€M HapyILIeHHUs! ciiyXa W INaToJOTHUH JPYTUX OPraHoOB
U CHCTEM (3200JICBaHUsI IUTOBUIHOM JKeNe3bl, OpraHa
3peHus, HapylIeHHe IIMIMeHTalnu Koxu). Hecunapo-
MalbHBIe (OPMBI XapaKTEPU3YIOTCS HM30JIMPOBAHHON
MoTepeHt CiryXa, TO €CTh HapylIeHHe CIyXa SBISETCS
€MHCTBEHHBIM CUMNITOMOM [5]. Cauraercs, 4To MpH-
MEpHO T0JIOBUHA BCEX CIIy4aeB BPOXKJIEHHON TyroyXo-
CTH UMEET HACJIEACTBEHHYIO dTHONOruto [6]. Hpyras
TIOJIOBHHA MOYKET OBITh CBSI3aHA C KHETEHETHYECKUMID)
MIpUYHHAMH: WHPEKIUAMHA (IIITOMETraJOBHPYC, TOKCO-
m1a3Mo3, CU(QHUIIKC), OCIOKHEHUSAMHA B pofiax (achuk-
CHSl, POJIOBBIE TPABMBI), OaKTepHaIbHBIMA MEHUHTUTA-
MU, TSDKEIBIMY TPaBMaMH TOJIOBHI U Ap. [7].

[TokazaHo, 4yTO B OOJBUIMHCTBE CIy4aeB BPOXK-
IeHHON Tyroyxoctd (mo 90 %) OeTH UMCIOT CIbI-
IIANX POIWTENEH W B UX CEMBSIX HET IPYTUX pOI-
CTBCHHHKOB ¢ HapymeHueM ciyxa [8, 9]. [erckas
TYTOyXOCTh UMEeT 0co00€e 3HaUCHHE, TaK KaK Cephe3-
HOE yXyAlleHHe (yHKIMH OpraHa CiyXa, BO3HHUKILEe
B JICTCKOM BO3pacTe, B OOJIBLION CTEIIEHH OTPaXKaeTcst
Ha O0LIEM M IICUXOCOMaTHYECKOM Pa3BUTHH pedeHKa
[10]. B HacTosiee BpeMsi BPOXKICHHBIE TsDKENbIE Ha-
PYIICHHS CIyXa HE TOANAIOTCS JICUEHHIO, a peadu-
JTUTAnWsA W a0WIUTands TIyXHX M CIIa0O0CIBIIIAIIINX
JieTeil BO3MOXKHA C TIOMOILBIO CITyXOIPOTE3UPOBaHHUS,
KOXJIeapHOW HMMIUIAHTAllMd W JUIMTENIBHOM Ieqaroru-
yeckoll koppekuuu. OcTpas conmanbHas npodiema
AHHOH MATOJIOTHH OOYCIIOBIICHA WHBAJIUAN3UPYIO-
ITUM XapaKTepoM 3a00JIeBaHUSI.

Lenpio ucciegoBaHus SBISCTCS BBIIBICHHE
U N3y4YeHHUE HACIIEACTBEHHBIX ()OPM TYTOyXOCTH U IIIy-
xotsl B KbIpreisckoii PecriyOmnuke.

Marepuansl u Metoabl. Hamu npoBeneHo o6-
cinenoBanne 89 denoBek (45 mampuukoB, 44 neBoU-
KH) CO CTOMKOW IBYXCTOPOHHEHW CEHCOHEBPAIbHOM
TYTOYXOCTBIO W TIIYXOTOW, poXIeHHBIX ¢ 1998 mo
2017 . Bce oOcnenoBaHHbIe HE OBUIM POIICTBEHHHKA-
Mu. CpenHuit BO3pacT NepBUYHON TuarHoctuku 1 rox
6 Mec. Cpenu npuYMH OOpAIICHUS K CIICIHATUCTAM
peodIafaio OTCYTCTBUE peun y peOeHka U KaloOFl,
9TO peOEHOK He pearnpyer Ha 3ByKd. CTENeHb CHIDKe-
HUS CIIyXa y OOCIIeIOBaHHBIX BapbupoBayia oT | cre-
MIeHU JI0 TIYXOThl ¢ 00enx cTopoH. B obcienoBaHHOI
rpynre jereit 62 namyeHTa ObLIM KbIPTbI3bl, 10 — Me-
THUCBI, 7 PYCCKHX, 5 nyHTraH, 2 y30eka, 1 yiiryp, 1 taxa-
KUK, 1 Kopeerr.

OO6crenoBanre BKJIIOYaIo cOOp aHamMHeE3a, CO-
CTaBJICHWE POJMOCIOBHOHN (T€HEaJOTHIEeCKOe IIPEBO),
ocmotp JIOP-opranoB, moiHoe ayIuoJIOTHYECKOE HC-
cienoBanue. IlocienHee BKIIOYAIO NPOBEJCHUE Jie-
TSIM 110 4 JIET perucTpaluy KOPOTKOJIATEHTHBIX CIIyXO-
BBIX BbI3BaHHBIX NoTeHIHaIoB (KCBII), 3axep:xanHoit

BBI3BAHHOM OTOAKyCTUYECKOW 3MUCCUU U HA 4YacTOTE
npoaykra uckaxenus (OAD), merssm crapiie 4 neT
MIPOBOAMIIACH TOHAJBbHAS IOPOTOBAs AyAHOMETPHS
U uMIegaHncomerpus. B xome oOcnemoBanus B ucC-
CeIyeMON TPYIIE HCKIIOYAIHCh BOCIATUTEIBHEIC
3aboneanusi JIOP-opranoB. YuuTbhIBas TO, 4YTO JBa
u OoJiee CilydaeB HapyIICHHS CITyXa B CEMbE SIBIISIOT-
csl yKa3aHHWEM Ha HaCJeICTBEHHBIH XapakTep 3abore-
BaHUS (B ATHX CIydasX MBI IpEAroyiaraeM ACHCTBHE
TCHETHYECKOrO (haKTopa), MBI IeJICHAIIPABICHHO OT-
Oupaiu B TPYIIY A TCHETHYCCKOTO HCCIICIOBAHUS
JETed C MOJOKUTCIFHBIM CEMCHHBIM aHAMHE30M.
JleliCTBUTENBHO, HE HCKIIOYEHbI CEMEHHBIE Cillydyau
HEHACJIEICTBCHHOTO XapaKTepa, HalpuMep, Koraa Jie-
TH OJHOBPEMEHHO MEPEHOCAT WH(EKIIMOHHBIE 3a00-
JICBaHHS WIIK OOCTAHOBKA JIOMA CIIOCOOCTBYET YaCTHIM
BOCHAJTUTECIHHBIM 3200JICBAaHUSAM YXa U HOCOIJIOTKH.

Pe3ynabTaThl o6cienoBanusi. B rpynmy oOcie-
JIOBaHMS BOLUIM MAallMEHTHl CO CTOMKOW ABYXCTOPOH-
HEW CEHCOHEBPAJIbHON TYTrOyXOCThIO HESICHOTO T€HE3a,
oOydJaroniecss B CHEIHAIH3UPOBAHHBIX IITKONAX U
DIYXHX U cIa0O0CIBIIIANIUX JIETEH, a TAKXKE MAlUCHTEI,
HAOJFOJAFOIIUEC Y CypAoJiora B CYPIOJIOTHYECCKOM
kabuHere lleHTpa MeIWKO-KOHCYIBTaTHBHBIX YCIyT
U CHOPTHBHOW MeauuuHBL Cpenu NanueHTOB MBI
HAOMIOmAmM Kak CeMeHHBIe, TaK U CIIOpaJndeCKHe
CIIy4au CHI)KEHUS ciayxa. B psme cemeit Opin 3amede-
HBI CITy4au CHIDKCHUS CIyXa y JeTel, B TO BpeMs Kak
Yy UX POIUTENCH CIyX OBLT B MpenesiaX HOPMBI U POJI-
CTBCHHUKH C HapYIICHUEM CIIyXa OTCYTCTBOBaiH (OT-
pUIaTeILHBIA CEMEHHBIN aHaMHE3).

IIpu amanm3e aHamHe3a XHU3HH 0OCIIEZOBAaHHBIX
JIeTel BBIABIICHBI CIEAYIONINE (GaKTOphl PUCKa pa3BU-
THUS TYTOYXOCTH:

» 5 nerelt moiyyanay TeHTAMHIIUH;

2 pcOeHKa MMepeHECIH MCHUHTHT;

1 peGeHOK OBUT M3 CEMBH C OJIM3KOPOJCTBEH-
HBIM OpaKoMm;

3 nereri maxommwiauch Ha HBJI B Teuenme 1o
5 nHel mocae poKACHHUS;

60 nereif umenu ciydyau TYTOyXOCTU B CEMBE.
Takum obpazom, y 12 % pererr (11/89) or-
MedeHBl (D aKTOpBl pHCKAa DK30TEHHOTO XapakTepa
ny 67 % (60/89) umen MECTO TOIIOKHUTEIBHEIA Ce-
MEWHBII aHaMHE3.

[pu u3yueHnn ceMeiHOTO aHAMHE3a y BCEX Ia-
LUCHTOB OBLIM HCKIIOYCHBI Jpyrue 3a0O0JICBaHUS CO
CTOPOHBI BHYTPECHHHUX OPTaHOB M CHCTEM, CTUHCTBCH-
HBIM CHMIITOMOM SIBIISUIOCH CTOMKOE JIBYXCTOpPOHHEE
HapylIeHHE cllyXa pa3InyHOM cTeneHu TsxecTu. Jlan-
HBIE TAIIMEHTHI TIPU POXKACHUH HE TIONAIaji B TPYIIITY
pPHUCKa Pa3BUTHUS BPOXKACHHOU Tyroyxoctu. Bee marm-
€HTBI OBUTH Pa3ielIeHbI Ha 2 TPYIIIbL:

I rpynna BiIrOYasia MAIMEHTOB O€3 OTSTOIICH-
HOTO CEMEHHOro aHaMHe3a M COCTaBHia 29 YeloBeK.

YV VYV VYV
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B manHyto TpyNITy BOIUTH IMAIIUEHTHI, y KOTOPHIX B Ce-
MBE HE BCTPEHAIMCH CIyYaWl CHIDKCHHS ciyxa. Tpu
pebeHKa UMeNH SK30TeHHBIE (PaKTOPHI pUCKA Pa3BUTHUS
Tyroyxoctu. JIBoe aereit U3 nepBoil rpynisl paHee mo-
Jy4aJii TeHTaMUIIMH [0 IPUYHHE ITHEBMOHUH, 1 pede-
HOK IEPEHEC MCHUHTUT.

II rpynmy cocTaBuwiIM HalMEHTHI, Y KOTOPBIX
B CEMbE BCTPEUAIOCH CHIKEHHUE ciyxa. JlaHHas rpyn-
ma coctaBmia 60 ugemoBek. PomctBenHmkoB I creme-
HH pozacTBa (CHOCHI M poanTeny) umenan 51 pedeHok
u 9 nerelr — poacTBeHHUKOB 1l cTermeHu w/wimu aib-
HUX POJCTBEHHHUKOB. Y 7 neTed U3 JaHHOW TPYIIIbI
MMEIUCh 3K30T€HHBIE (DaKTOPBHI PHCKAa Pa3BUTHS TY-
royxocTH. /IBoe aeTeil moiy4yanau reHTaMUILIMH, OIUH
peOeHOK TepeHec MEHHWHTHT, emle y OJHOTO pebeH-
Ka POJUTEIN COCTOAT B OJIM3KOPOACTBEHHOM Opake,
Tpoe aeredt Haxonwinuch Ha WBJI mocne poxnenus,
a Boe W3 HUX ObuH HenoHomeHHbMU. Cpenu 60 ne-
teit Il rpynmet y 30 gereit poauTeny UMEIOT HOPMAaITb-
HBIH CITyX, a y 27 neTel ecTh Tyroyxue cuoOch (Opar
W/Wm cecTpa).

JlnarHo3 «CEHCOHEBpAJBbHAS TYTOyXOCTh» OBLI
MOCTABJICH JICTSAM B BO3pacTe OT 2 Mecsues jao 10 ner.
BonbIMHCTBO pomuTeNeii 3aMedany CHIDKCHHUE CITyXa
B BO3pacTe 2—3 JIeT B CBSI3H C OTCYTCTBHEM PEaKIHH
Ha 3BYKH H 3aJIePXKKOI pEUeBOTO pa3BUTHSL.

[pu anammse 1 rpymmsr cpenHmii Bo3pacT pedeH-
Ka TIpU TMOJO3PCHHU HA CHIDKCHHE CIyXa COCTaBHII
2,3 roga. B aTOoM BO3pacTe peOEHOK JOJDKEH 3HATH
3Hauenue ot 500 mo 900 cioB (MOXET IOKa3aTh Ha
KapTHHKE W BBIIIOJHHUTH JEHCTBHE), HCIONH30BaTh
B peun ot 50 mo 250 cnoB, oTBe4yaTh Ha Bompoc «Yrto
3TO Takoe?», MOXET HCIOJbh30BaTh (Gpa3bl M3 TPeX-
YETBIpEX CJIOB, 3aJ1a€T OJIHO-, JIBYXCIOBHBIC BOMPOCHI
[11]. MakcuManbpHBIA BO3pACT, IPU KOTOPOM POJUTE-
JIM 00paTiIi BHUMAaHKE Ha MPOOJIEMEI cliyxa y peOeH-
Ka, coctaBmi 9 net. Ilpu anammse Il rpynms! cpemHmii
BO3pacT peOCeHKa, KOTJa POXUTEIN 3aMETHIIN CHIDKE-
HHUE CIyXa, COCTaBMI 2,2 Tofa. MakCHMabHBI BO3-
pAacT, Ipu KOTOPOM POIUTEIN OOpATIIIM BHUMAHHE HA
npoOieMebl ciryxa pebeHka, coctasmi 10 jer.

Bcem o0cnenoBaHHBIM MAalMEHTaM OBLIO PEKO-
MEH/IOBAHO MPOBEACHUE MOJIEKYISIPHO-TEHETHIECKOTO
obOcnenoBanus Ha HaM4ue MyTauu B rene GIB2 mst
YTOYHEHHS XapaKTepa CHIDKCHHS CITyXa.

BriBoabl
1. B cemssx, rae y poaureneil HOPMaJIbHBIX CIyX,

HE HCKIIOYCHO POXKACHUC NETeH CO CHUKCHUEM

CJIyXa TOM MM MHOM CTENEHU TSHKECTH.

2. HeobOxomuMoCTh TPOBEACHUS ayTHUOJIOTHIECKO-
ro ckpuHuHra B pogaomax Keipreickoit Pe-

CcnyOnuKM  OOyCJOBJICHA Ba)XXHOCTBIO —pPaHHEH

10.

11.

peabunuTanyy AeTeil co CHIDKEHHEM CITyXa U MX
NajJbHENIIEeNH COuaIn3aiu.

Heo0xoauMoCTs  MEIMKO-T€HETHYECKOIO  KOH-
CYIBTUPOBAHUSl MPU POXKICHUHM JAETEH C BPOXK-
JIEHHOM TYTOYXOCTBIO M TIIyXOTOM HampapiieHa Ha
MpenynpexaIeHue poJUTeNeii 0 PUCKE POXKIACHHS
JleTeld C BPOXKIEHHOM TYroyxOCThbIO IMpH IOCIe-
Iytomiei 6epeMEeHHOCTH.
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