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N3YYEHUE MEJIUKO-TEHETUYECKUX ACIHEKTOB BPOKIEHHOI
NETCKOI TYTOYXOCTU Y3BEKCKOI1 HOIYJIAIUU
H. K. XymBakosa, P. C. Myxamenos, A. M. XakumoB

STUDY OF MEDICAL AND GENETIC ASPECTS OF CONGENITAL
CHILDREN’S HEARING LOSS IN UZBEK POPULATION
N. J. Hushvakova, R. S. Mukhamedov, A. M. Hakimov

Camaprandcxkui meduuunckuil uncmumym, Pecnybauxa Ysbexucman
(3as. xag. omopunorapunzonrozuu OYB — npog. Y. JI. Jlymepyinaes)
Hucmumym zenemuxu u sxcnepumenmanvnoil o6uonozuu pacmenuii AHPY3.
2. Camaprano

(. o. dupexmopa—C. K. Baboes)

C passumuem MeOUUUHCKOT 2eHeMUKU YOAIOCH BbISICHUMb CYUHOCMb Nepedayu ueioseka no na-
CedCmBy NPU3HAKO8 BHEUHeZ0 CXOOCMEA, COCMOsHUE 300p06bs, psida OoNe3Hel U OMEEmUmy Ha He-
KOmMopwvle 60NPOCL OMHOCUMENLHO BOIMONCHOCMET NPEOYNPeNcOeHUs: HACIeOCMBEHHBIX 3A00IC6AHU
U GIUSIHUSL HACIEOCMBEHHBIX (Paxmopos Ha zenes netipocencopnoil myzoyxocmu (HCT)y demeil.

s nonynsuyuu uenosexa c6ouUcmeeHHbl (Paxmopovl OUHAMUKU: MYMAauuil, 0moop, MUzpayus, U30-
nsus. Kpome zeoepagpuueckux, y uenosexa deticmsyrom cneyugpuueckue Couuaivvle u30IuUposa-
Hble PaKmopwvl: Pacosvle, PeiuzUO3Hble, KACMOBble, UMYULECMBEHHbIE, NPOYECCUOHATLIbLIE 00bIYaU
u podcmeennvie 6paxu. Usonuposarivie nONYIAyul ¢ HUSKUM NOKASAMELEM MUZPAUUU HACELeHUS.
Yabexucmana npusodsim x yeeauuenuro yposus KposHozo Poocmed.

Ilenv oannoii pabomot. Hcciedosanue cocmosnus Ciyxool Qynkyuu demei ¢ XapaxmepHoimi
KAUHUYECKUMU NPUSHAKAMU HAPYULEHUT CyXa, 00ycroeennolx mymavuei 6 zene Cx26 0ns onpede-
JleHUst OaivHetuell maKmuki 1eueHust U Peadusumauu.

IIpobaema nepsuunou npoduraxmuxu maxoi namorozuu xax HCT cpedu demeit ysbexckotl nony-
JAUUU 0OCOOEHHO AKMYATLHA 8 HAUEM PeZUOHe 8 CULY BbICOKOU PONCIAeMOCMU, 20€ COXPAHACMCS
ewe axm scmynienus 8 OPax KPOBHvIX POOCMBEHHUKOE (UHOPUOUHZ).
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@axmop unbpudunza evicmynaem OONOIHUMENLHOU NPEONOCHLIKOU 0Nl UCCACO08ANUS GIUIHUS
pasnuunvix zenemuueckux paxmopos npu HCT y demeil. B cuny nayuonaisnvix obviuaes u mpaou-
Uuil, COUUATLHO-IKOHOMUUECKUX NPUUUI, 4 MAKICE 2€02PAPUUECKUX YCL08Ul, uHOpednble bpaku
Y Kopennozo napooa Yzbexucmana 00801bHO UACMOE SAGLEHUE.

Ipu o6napyncernuu mymavuii ¢ zene Cx26 6cem uienam cemvu 0emopooHozo 603pacma PeKoMeH-
dyemcs mecmuposanue zena. B xajcoom xonkpemmom ciyuae 6 xode 0053amenvH020 MeOUKO-2eHemu -
UECK020 KOHCYILMUPOBAHUS 0208APUBAIOMCSL MEPbL NPODULAKMUKU NOSMOPHBIX CYUAes 8 OAHHOU
cemve U 8 NOCICOYIOUUX €€ NOKOLCHUSIX.

Kniouesvte caosa: 6poicoennas myzoyxocmo, MeOUKO-2eHeMUUECKOe KOHCYIbMUPOBAHUE, UHO-
pudune, Pecnybiuxa Ysbexucman.

Bubauoepagpus: 9 ucmounuxos.

With the development of medical genetic it was succeeded in finding out the essence of reproducing
man by hand down the signs of external resemblance, condition of the health, some diseases and
answer to questions regarding to the possibilities of preventing of congenital diseases and influences of
the congenital factors to the genesis of neuro-sensor hearing loss (NSHL) in children.

For the man’s population it is peculiar the following factors: mutation, selection, migration and
isolation. Besides the geographic factors for man are influenced specific social isolated factors: racial,
religious, caste, property, professional customs and kindred marriages. An isolated population with low
indexes of migration of population of Uzbekistan is led to increasing the level of blood relationship.

The aim of our research work was to investigate the condition of the hearing function in children
with characteristically clinical signs of hearing disorders caused by mutation in gene Cx26 in order to
determine subsequent tactic of treatment and rehabilitation.

The problem of primary prevention of such pathology as NSHL among children of Uzbek population
is most important thing in our region because of the high level of birth rate where we can see the
marriages between two relatives who have blood relationship with each other (inbreeding).

Factor of inbriding comes out as additional precondition to investigate in influence of the different
genetic factors to NSHL in children. By the force of national customs and traditions, social and
economical cases, and also by the force of geographic conditions, the inbred marriages have most often
happened among the indigenous population of Uzbekistan. If we determine mutation in gene Cx26 we
will have to recommend testing of this gene for all family members. In the each concrete case, during the
obligatory medical and genetic consultation, we need to discuss about the prevention methods of the
repeated cases in this family and in the following generations.

Key words: congenital loss of hearing, medico-genetic counseling, inbriding, Republic of Uzbekistan
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C pazBuTHEM MEAMITMHCKON TEHETUKU yAAJOCh BBISICHUTDH CYIIHOCTD TE€pe/ladyn YesioBeKa o
HACJIE/ICTBY TIPU3HAKOB BHEITHETO CXOJCTBA, COCTOSIHUE 3/I0POBbs, psijia OOJIe3Hel M OTBETUTH Ha
HEKOTOPBIE BOIIPOCHI OTHOCHTEJIBHO BO3MOKHOCTEH MPEAYIPEKICHNS HACTEICTBEHHBIX 3a00JTe-
BaHUW U BIUSAHUS HacjeAcTBeHHbIX (hakTopoB Ha reHe3 HCT y nereii.

JlJist IOy JISIIUM YejloBeKa CBOMCTBEHHBI (DAKTOPBI AMHAMUKN: MYTaIlMd, 0TOOP, MUTPAIWS,
nzosisiusd. Kpome reorpaduuecknx, y yesoBeka JAeHCTBYOT crieluduieckrue coluajibHble N30J1-
poBaHHbIe (haKTOPBI: PAaCOBbIE, PEJIUTUO3HBIE, KACTOBbIE, UMYIIIECTBEHHBIE, MTPO(eCcCUOHATbHbIE
o0bluan ¥ pojcTBeHHbIe Opaku. V30MpoBaHHbBIE TTOMYJISIMKA ¢ HU3KUM MOKa3aTeIsIMU MUTPAIAN
HaceJieHUsT Y36eKucTaHa MPUBOAAT K YBEJIMUEHUIO YPOBHSI KPOBHOTO pojcTia [3, 5]. IIpobiema
HnepBUYHOM npoduaakTiku Takoil marosornu kak HCT cpean mereit y30eKCKON TIOMYJISIIIAN OCO-
OGeHHO aKTyaJibHa B HAallleM PErvOHe B CUJIY BBICOKOW POJKIAEMOCTH, I/le COXPaHsieTcs ele (hakT
BCTYILJIEHWST B OpaK KPOBHBIX POJICTBEHHUKOB (MHOPU/IMHT).

DaxTop MHOPUAMHTA BBICTYIAET JAOMOJHUTEIbHON TPEANOCHIIKON I MCCJIEIOBAHUS BJIUSI-
HUs pa3inyHbIX reHetndeckux (akropos npu HCT y mereit. B cuiy HanmoHa bHBIX 0ObIUaeB
U TPaJUINI, COMUaIbHO-9KOHOMUYECKUX MPUYHH, a TaKKe TeorpaduvecKux yCJIOBHUI, HHOpe-
Hble OpaKu y KOPEHHOTO Hapoja Y30eKucraHa J0BOJIbHO Yactoe sieienue |3, 5]. Tak, o pesyJibra-
TaM MCCJIEJIOBaHUSI B OTHEJbHBIX PErHoHax Y36eKucTaHa psiia aBTOPOB, BCTPEYaeMOCTh UHOPE/I-
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HBIX OPaKOB CPeAN JIMI Y30EKCKOM HAIlMOHAIBHOCTH cocTaBisteT oT 9,7 no 13,2% [3]. Tenernuec-
Koe 3HayeHre WHOPUANHTA COCTOUT B YBEJIWYEHUNM TOMO3UTOTHOCTH TMOIYJISIIIUH, T. €. B MHOPE/I-
HOW cpejie PelKre PEleCCHBHBIE TeHBI OKa3bIBAIOTCS Yallle, YeM B OOJIBIION MaHMUKCHOM IMOITYJIs-
uu. [Ipudem, yem peke T€H B MOMYJSINUK, TeM OOJIbIIE POJIb WHOPUANHTA B MaHU(eCTAINN
3abosieBanus [8].

PacmpocTpaHeHHOCTH KPOBHOTO POJICTBA B HAIllEM PerroHe, KpoMe 00bIYaeB, CIiocoO6CTBOBAA
BBICOKAsI /IETOPO’K/IAEMOCTb, BCJIEICTBUE YETO YBEJMYMBAETCS KPYT POJCTBEHHUKOB M COOTBET-
CTBEHHO IAHChl HA BCTYIJIEHUE B Opak 1m0 pojacTBY. Takske y30€KCKOI MOMYJISIIMN XapaKTepHa
Majiasi MUATPAIUsT HaceJIeHUsT, YTO 0OYCIOBIMBAJIA DHI0TAaMHbIE OPaKH, T/ie CYIPYTH B GOJIBIIMH-
CTBE CJIy4aeB TOKe OKa3bIBAJIKCh POJCTBEHHUKAMM, XOTsI Obl ¥ oYeHb jgajekuMu. ClremoBaTebHO
MIPOUCXOUT WHOPEIHAS IETIPECCHsT B TIOTOMCTBE POJCTBEHHBIX OPAaKOB, KOTOpasl CBsI3aHa C yBe-
JIMYEHWEM YaCTOTHI TOMO3UTOTHBIX WHAWNBUIYYMOB M CHUKEHUEM TeHETUYECKON M3MEHUYNBOCTH.

JI. 3. KasaniieBa, nsydasi BIMsiHie POJCTBEHHBIX OPAKOB Ha COCTOSIHVE 3I0POBbsI JIETEI OTMe-
THUJIA, YTO HeOJATONPUSITHBIE TIOCEICTBISI MHOPUANHTA BBIPAXKAIOTCS B OOJIee BHICOKUX TTOKa3aTe-
JIsIX 3a60J1€BAEMOCTH CPEI TIOTOMKOB POJICTBEHHBIX OPAKOB 110 CPAaBHEHUIO C JI€THhMU HEPOJICTBEH-
Herx suil [3]. Tlo JaHHBIM pa3JMYHBIX aBTOPOB, B Pe3yJbraTe KPOBHOPOJICTBEHHBIX OPaKoOB
YBEJIMYMBAETCS TTpeHaTaJbHas, MOCTHATAIbHAS /I€TCKasi CMEPTHOCTD, MOBBINIAETCS YacTOTa Ha-
CJIeJICTBEHHBIX O0JIe3HEN, BPOKIEHHBIX YPOJICTB, 3a00JIeBaHIe YaCTO TIPUHUMAET TSKEJI0e Tede-
HUE, TOSIBJISTIOTCS. HOBbIE 110 KJIMHUYECKON KapTuHe CUHAPOMBI [3,5].

Ilenbio Haieit paboThl IBUJIOCH UCCJIEIOBAHUE COCTOSTHUSI CIYXOBOU (QYHKI[UM JeTeil ¢
XapaKTePHBIMU KJIMHUYECKUMU TIPU3HAKaMU HapyIIeHUH cryXa, 00yCIOBIEHHBIX MyTallleil B TeHe
Cx26 s onpejiesieHUs AaJbHeNIeil TAKTUKY JIeYeHUA U PeaduInTaliu.

B nacrosimiee BpemMsi MHOTHE MCCJI€/IOBAaHUS YYEHBIX TOCBSIIIEHBI BOTIPOCAM HACJE/ICTBEHHOM
MIPEIPACIIOIOKEHHOCTH K Pa3IMYHbIM 3a00sieBaHusIM. VI3ydast BOIIPOCHI HACIEACTBEHHOCTH U POJIb
KPOBHOPOJCTBEHHBIX OpakoB B passutuu u tedennn HCT ormerwnin, 4To y GOJBHBIX ¢ HACJIE-
CTBEHHOH OTSITOIEHHOCTHIO, 1 0COOEHHO y MTOTOMKOB KPOBHOPOJICTBEHHBIX OpakoB, 00JIe3Hb Ha-
YMHAIACh B PaHHME MEPHOIBI JKU3HU, OBICTPO TPOTPECCUPOBAIA, BO3HUKIN OCJOKHEHUS W (-
(dekra oT JiledeHus He OBLIO.

XapakTep ceMeHHOTO HAKOIJIeHWs [Jsi GOoJbIIMHCTBA OOJie3Heil ¢ HacJeICTBEHHO
MIPEIPACIIONIOKEHHOCTHIO JIyUIlle BCETO OOBSICHSIETCS C TMO3UIMI a/INTUBHOTO B3aUMOIEHCTBYS
reHETUYEeCKUX U CPEJIOBBIX (haKTOPOB, T. €. Kaskaoe 3a00JieBaHue MpeICTaBIsieT OO0 reHeTrnyec-
KU TeTepOTeHHYI0 natoJyoruto [6].

[Tpu mccamemoBaHUM HACAEACTBEHHOTO TPEAPACIIONOKEHUST Y€TKO BBIIEJSIOTCS 2 dTana
1. Ycranossenue dakTa cynecTBOBaHUS HACIEJACTBEHHOTO TPEAPACIIONOKEHUS K TOMY WU

HHOMY 3a00JIeBaHMIO;

2. PackpwiTe MexaHu3Ma B3aUMO/IENICTBUS HACJEICTBEHHBIX U BHEIIHECPEIOBBIX (haKTOPOB

B (hopMupoBaHUM camoil 6osestn [7].

AHnasms surepaTypbl Mokasas, uyTo B pasputuu 3aboseBannii HCT npeapacrosararonmm ¢ax-
TOPOM SIBJISIETCSI HACJEACTBEHHOCTh. OTHAKO MHOTHE acleKThl MOJIEKYJISIPHON T€HETUKHU OCTAIOT-
cs1 Masio u3ydeHHbIMU. OTCYTCTBYIOT paboThI, TIOCBSIIIEHHbIE U3YYEHWIO POJIM HACJEICTBEHHOCTH
npu HCT y mereit B yCIOBUSIX TAaHMUKCUN ¥ WHOPETHOCTH.

Ha ceromns oCHOBHBIMU KJIWHWUYECKUMU KpUTepusaMu uaMmenenunin 8 Cx26 cumramorcs
HapyIIeHusT CIyXa ¢ POXKIAEHWS WU B JI0pedeBoil mepuo (0T poskaeHus 10 3 JIET), PEIecCUBHbII
THIT HACJIEIOBAHUST U TIPe0OJIaIlaHys BBIPAKEHHOW MOTEPH CJIyXa BILIOTH 70 TIyXxoTei[7,8]. B memom
KJIMHUYECKasl KapTHHA MOKET UMETb IMUPOKUI CIIEKTP — OT TJIYXOThI U TSIKEJION HEePOCEHCOPHOM
tyroyxoct (HCT) no HapymeHuii ciyxa 6ojiee JIeTKOi creneHu. Pe3y braThl KIMHUKO-T€HETH-
YeCKHX paboT OTMEYAIOT YETKYIO CBSI3b MESKY OIPEIETIEHHBIM TEHOTUIIOM U (DEHOTHUIIOM, T. €. KJIH-
HUYECKUMU TIPOSBIEHUSIMU (TSKECTbIO TYTOYXOCTH M Bo3pacToM Havasa). [lokazano, uto dheHo-
TUTI 3aBUCUT OT XapaKTepa M3MeHeHU Ha YpOoBHe reHoB [6,8].

B SAnonuwn, B otsmure ot EBpomneiickux crpan u CIIIA, Hanbostee pacipocTpaHeHHOM My Taliueit
stBysieTcst nHaktuBupyiomast myrtaiust 235 delC [9]. Tlo xapakrepy [eiicTBUsI OHa COOTBETCTBYET
myTaruu 35 del G. ToMO3UTOTHI ¥ KOMITAYH/IHBIE T€TEPO3UTOTHI M0 JJAHHBIM MYyTaI[UsIM B TIpeobJia-
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naroreM GOJBIIMHCTBE CJIyYaeB MMEIOT OYeHb TsiKeJIble HapyIIeHus CJyXa, BIUIOTH [0 TJIYXOTHI.
Takum 06pa3oM, ceMbU €BPOIENCKOTO W a3MaTCKOTO MPOUCXOKAEHUS HYKIAIOTCS B TeHETUYEC-
KOM CKPUHUHTE BPOXK/IEHHOW TYTOYXOCTHU C y4e€TOM JIAHHBIX 10 YacTtoTe 3tux myrtanuit. [To pan-
HBIM JINTEPATYPBI, COUeTAaHNE JAHHOU JIeJIeIUU ¢ [PYTUMU n3MeHeHnsaMu B rede Cx26 wiu apyrue
MYyTallii MOTYT MPUBOAMTH K JIETKUM HapyuieHusiM ciayxa. [loaTomy mpu Jerkux HapynieHusIx
cjielyeT IPOBOJINTh CKPUHUHT BCETO Te€HA; MMOUCK TOJbKO OJ[HOU MYTAIlU¥, UCXOJS U3 JAHHBIX
MHOTOUYMCJEHHBIX uccaeoBannii, He 3 dektnBeH. OTCyTCTBUE TYTOYXUX POJICTBEHHUKOB He
MCKJTIOYaeT HacJe/CTBEHHbIE MIPUYNHBI TTATOJIOTUN OpraHa cjayxa. Hajuume pojcTBEeHHUKOB ¢ Ha-
pyIIEHWEM CJIyXa B OOJIBIIMHCTBE CJIY4YaeB MO3BOJISIET TPABUIBHO OPUEHTUPOBATHCS B HACJE]-
CTBEHHOM XapakTepe 3ab0JieBaHMsI.

TectupoBaHue TO3BOJISIET MTPOBOAUTH TOUYHYIO M PAHHIOI [UAaTHOCTUKY HapyIIEHWH ciyxa.
OTcyTcTBME KOHHEKCHHOBBIX KAHAJOB B TKAHSIX BHYTPEHHETO yXa BCJE/CTBUE WHAKTUBUPYIO-
MIMX MYTaIMil TeHa MPUBOIANT K MeprudepruIecKOMyY HApYyIIEHUIO CIyXa, MOITOMY B OOJIBIINHCTBE
cayuyaes Tskenot HCT, cBa3anHol ¢ nsMenenussMu B reHe Cx26, mokaszaHa KoxJeapHash UMIIJIaH-
tarud. /leTn ¢ HeCUHIPOMANIBHONW TYTOYXOCTBbIO TPU MyTalusix B reHe Cx26 oTimyanTcs HOP-
MaJIbHOU (hyHKI[MEN MO3Ta U MPEKPACHBIM Pa3BUTHEM PEUYN B IMPOIECCe MCIOJIb30BAHUS KOXJIeap-
HOTO UMIJIaHTa. B TO BpeMd Kak HapyllleHUs cJayxa, NPU KOTOPbIX MyTaiuu B reHe Cx26
He 0OHapy KeHbI, PEACTABISIIOT reTeporeHHbie 3aboseBanust. [locienHne MOTYT MHAYeE MOBJIUSATD
Ha pedyeBoe paspuTHe. TakuM 00pa3oM, MOJIEKYJISIPHBIN JUArHO3 OYeHb BasKEH [IJIsI KIMHIUYECKON
JIMarHOCTHKM, BBIOOPA MeTo/a peabuInTaliuy 1 JeYeHNs.

Taxenass necunapomanbiasds HCT sBasgercss npsimbim nokazanueM st JIHK-auarnoctukn
myTtaruii B reHe Cx26. Ponutensam gereii ¢ HCT cpepneir u jieTkoll cTereHU TakKe OMPaBAaHO
nperarath JIHK-auarnoctuky. [lpu obHapy:xkennn myTanuii B rene Cx26 BceMm dieHaM ceMbu
JIETOPOJIHOTO BO3PacTa PEKOMEH/yeTcd TeCTUPOBaHMWe TeHa. B KakJjoM KOHKPETHOM cJiydae
B X0/Ic 00513aTEJIBHOTO0 MEIUKO-TEHETHYECKOTO KOHCYJIBTUPOBAHIS OrOBapUBAIOTCS MEPHI MPOdH-
JIAKTUKHY TOBTOPHBIX CJIy4aeB B JAHHOU CeMbe U B MOCJEAYIONIUX ee MTOKOJEHUSIX.
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