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KHPHUII (1oKTOPJIHK JUccepTALUACH AHHOTALUACH)

JAuccepranuss MaB3yCMHUHT 10J3ap0auru Ba 3apypartu. JKaxodn CofjuKHU
Caxgam TamkuIoTH CTaTUCTUK MabIyMOTJIapura Kypa, TyHE axOJUCUHUHT 7 dhousu
SIIMTHIN Oy3USIUIIN OWJIaH XacTallaHraH. TyFMa 3IIUTUII 3au(IUTH WHCOHJIApa SHT
KYIl ydpaliuraHn KacayulMkjapiaH Owpu OViambO, wakamoxmap opacuaa 1:1000
HUCOATHU TAIIKHII KWJIAH.

Nnx Gonanuk naBpAa ymOy KacajulMK OuiiaH ofpuraH 6emop OosaJapHUHT
22-50 ¢domsuga HSUMMTUIN MACTIWTH TEHETHK OMWIap OwnaH OoFnuK 71e0
XUcoOJaHaaW Xamja ymi0y XOJaTJIapHUHT 75 (OW3M HOCHHIPOMAN HEHPOCEHCOP
rapaaruk  (HHCI) Ownan wamoén Oymamm. HWpcuit MOWIIIIMK HaTHXacuaa
Helipocencop rapanruk (HCI') yupamm 15 mapragan 20 maprara ommb Oopaaw.
YMyMmaH, dakamokiaapAa SMIUATUIN ab30CHHHUHT IMUKACTIAHUIN Japa>KaCUHUHT OLINO
oopummmaN 7-10 dom3 xomarma aMOPHUOIOTHK, TEHETHK €KUM TyFMa cababiap TamIKu
KHJIaJTH.

MamnakatumMu3gard  COFJIMKHM — CakJall  COXACHMHM  TaKOMUJUIAIITUPUII
Oopacuga amanra OmMpUiIaéTraH KEHr KyJaMilM HMCJIOXOTJap HaTHKacula axoJu
CAJIOMATIUTMHU MycCTaxkamjall Ba TyFMa MaTOJIOTHSUIAPHUHT OJITUHU  OJIUIIL,
xymianan, HCI' 6yiran HorupoH OoJiajapHu Y3 BaKTHIAa aHUKIa0, pTa TalIXUCIall
Ba JIaBOJIAIl/Ia MyailsiTH HATHXKaJIap KyJira KUpUTUIMOK/IA.

Mabnymku, OyTyH xaxonga upcuid Ba TyfMa HHCI' nHadaxat trOOuii, 6anku
MyXHM cOoLHall MyammoJiapaad Oupu canamanu. Ly G6ouc 3amoHaBUil OTOpPHHOJA-
punrosiorusina HHCI' Ounan xacraynanran OojajapHH 3pTa TallIXUCIall, AaBO 4Yo-
pajapuHu TYFPHU TaHJAIl Ba MPOTHO3IAI J1013ap0 MyaMMO OYJIU0 KOJIMOK/IA.

Tyrma Ba upcuii HHCI kentupu® ynkapyBuYr OMUIJUIAPHU Y3 BaKTUA aHUKJIALI,
TEHETUK XOJaTilapHu Tyrpu Oaxomami, TyFUJaAWradH OOJNIAHWUHT  DIIWTHII
KOOWJIMSATHHU TIPOTHO3JAIN XamJa Ma3Kyp MyaMMoOcu Oop owujanapra THOOM
Macjaxat OCpUITHUHT X03Upra Kajaap eTapiiv Japaxana ypraHuiMaraiiuru Hagakart
OWJIaJlapHH, IIYHUHTJEK, JaBJIaTUMU3 KeJakarn CcaHairan €m  aBJIOJHH
COFJIOMJIALIITUPHUIIITA KAPATWIITAH 3apypuii Ba YCTYBOp MacajaiapjaH Oupuaup.

V36exucron Pecny6nukacu Ilpesuentununr 2010 iimn 27  sHBapaaru
IIK-1271-con xapopu OwmiaH TacaukiaHraH «bapkamon aBmon Humm», 2014 iun
19 depannaru [1K-2133-con kapopu Ounan tacaukiaanrad «Corsom 6oia Mnian» Ba
2016 itnn 9 despanparu [1K-2487-con kapopu 6unan tacaukiianrad «CorjioM oHa Ba
OoJia Huam» Kapopu Xamja MasKyp (aojusarra TEruiumm OOIIKa MebEPUN-XYKYKUI
XyxoKaTiapja OelrwiaHrad Basu(aiapHU amalira OlMpHUIIra ymoly aucceprauus
TaJKUKOTH MyaisiH Aapaxana Xu3MaT KUIau.

TanKuKOTHHHT pecny0JnKa (paH Ba TEXHOJOTHAIAPH PUBOKIAHUITUHUHT
acocuil ycTyBop HyHajuNuIapura OOFIMKJIUIU. Ma3kyp TagKUKOT pecryOsuka
dan Ba TexHOJOTUsIIApU pUBOXIAHUIMHUHT VI. «TubOomér Ba Qapmakosorus»
yctyBop #yHamummra MmyBobuk WTA-10 «Tubbu€tma sSHrHM TEXHOJOTHIIAP,
KaCaJUIMKJIApHU aHUKJIAIl, OJJIMHU OJIMIL, JaBOJIAIl YCYJJIAPUHU SIPATUII XUCOOUTa
axoJIi CaJOMaTIMTMHU MyX0(da3a KW JOWUXacH Joupacuaa OakapuiraH.



Jduccepranus MaB3ycH OViMYa XOPHKHIA WIMHMI-TaAKHKOT/IAp IIAPXU.
HHCI' puBoxnanuil XaBGUHHHT DKOJOTUK, KIMHUK-UMMYHOJIOTHK Ba HWpPCHUH
OMWLJIapH, TATOTEHETUK PUBOXKJIAHUII MeXaHW3MJapu, ymlOy KacayUIMKHU Tall-
XHUCJAIl, JaBOojall Xamja OJJIMHHM OJIMIIra WYHAITUPWITaH WUIMUNA TaJAKUKOTIap
KAXOHHUHT €TaKyu WIMHM MapKazjapu Ba OJHMI TablIUM MyaccacalapH, >KyMJjaaaH,
Seoul National University Ba College of Medicine (JKanyouii Kopest), University of
Cambridge (Aurmums), University of Melbourne (Ascrpamus), Erasmus MC-Sophia
Children’s Hospital (Rotterdam, Hunepnanmnus), St.Francis Hospital and Medical
Center (Hartford, AKII), Poccust Kynok, ToMOK Ba OypyH KacaJUITMKIapu HIMHUHN
tekmupuml UHCTUTYTH (Poccus), TomkenT tnOOuér akagemuscu Ba Ilemuatpus
MIIMHI TeKIIAPHII HHCTHTYTU (Y 30eKICTOH) TOMOHHAAH OJIM6 GOPHIMOK/IA.

HHCI'au  Tamixucnmamr Ba JaBosamn  Oopacuja >kKaxoHna oJaud OopuiraH
TAJKUKOTJIAP HATIKACHIIA KATOP, KyMJIAJaH KyWMUJard WIMHA HaTwKaaap OJIMHIaH,
SIIMTHUII ab30CU TyFMa KacaJUIMKIIapura »aBoOrap OyiraH MabiyMmM OUp Typyx reHiap
unentrudukanusacu anukmanrad (Seoul National University, College of Medicine,
XKanyouit Kopes); CKpMHUHT TEKIIMPYBU acocuaa OoJyianapaard OFUp KYpPHUHHUIIIATH
TYpFyH SIIUTUIN TACTIMKHUHT TapKAIMII JapaxacuHu 9 €upgaru Oonanapia KUYUK
¢uytarn  Oonanapra HucOaTaH WMKkM OapoGap ommmmk acocianran (University of
Cambridge, Aurmus); scau €maru 6omanapaa smmtui nactmra 1000 rara 0,64 Ta,
Oorua ¢mmparmwiapaa 1,54 ta, makrad €mmmararwiap ypracuga (7-14 &ém) 2,75 tanu
tamkui Ky anukiadrad (Erasmus MC-Sophia Children’s Hospital, Rotterdam).

byryarn kyHpma xaxoH Mukécnna HCI'HM Tamxucnam, AaBonail, KacaJUIUK
YUpAIIMHUHT OJIIMHU OJIMIIJA CcaMapalid YCYJUIApHU TOIMII Ba Oamiopar KWW
Oyiinuya Katop, >KymjadaH, KyWHJard yCTyBOp MyHanmuuuiapia TaIKUKOTJIap OJu0
oopunmokaa: HCI'mum kentupu® YMKapyBYM UMPCH OMWJUIAPHUHT  3K30T€H
OMMJUTapra OOFIUKJIMTHHY acOCIalll; Ma3Kyp KaCaJUTMKHU JIIUTHUII TecTiapu Ba 12S
p-PHK mutoxonapuan JIHK A1555G reHupmaru MyTauusHM TE€HETUK TECTJIAPHU
KYJUlalll OpKaJM dpTa TAallIXUCJIAll CaMapajJopiuTrvuHu omupuil Ba d(HQPeKTuB
JaBoJIalll YCYJUIAPUHM MIUIA0 YUKHUIN, KAaCaJUIMKHU TATOTEHETHK JaBoJialija TeH
Tepanusiciid  Taxpubaga kymnam; HCIHM  pgaBonamiga Typaw  SUIUTYB
MPOTE3IAPUHUHT cCaMapaopPJIMTUHU UCOOTIAII.

MyaMMOHUHT ypraHuwjaranjiuk aapaxacu. Green E. (2003) mabiaymorura
kypa, HCI'HMHT HOCHMHApOMan INAKJIM TEHETUK Tap3da — aBJIOJJIaH-aBJIOJra
VTUIIIMHYA, W30JIMpJIaHTaH XacaTJIMK ASKAHJIUTMHM Ba Oy, acocaH, CHUHApOMAJl Ka-
CaJUTMKJIAP YUYYH XOCJIUTUHU UcOoTi1ad Oepau (Yiep CuHAPOMU; AJBIIOPT CUHIAPOMHU
Ba Oomik.). Ben Said M (2006) ¥3 TankukoTiaapuaa HEMPOCEHCOp rapaHrIuKHUHT /0
dbous xonaruaa, ymoy XacTaIMKHHM IIAK/JIAHUIIKA Ba PUBOKJIAHUIIUJIATH ACOCHM
cababuu reHeTUK OMUJI MyXUM YpUH srajamimHu kypcatu6 6epran. Kocsxos C.4.
(2012) mynm acocnad Oepaviku Oemoprapra Y3 BakTHAAa KYHHIITaH TaIIXUCIIAII, Y3
HaBOaTHa TYTPYU Ba BaKTHJA JABOJIAIHU YCYJIMHU TaHJIAIITA HYHATITUPAIN.

Mamnakatumuzgara ymoy MaB3yra OarunuianraH TaukukoT (Xomkaea KA.
2005; XaxkumoB A.M., [llomaxmynoB VY.II., UcmaroB X.X., 2005)1a pecmyOnmka-
MU3HUHT 0ab3u XyAy[ulapuia IIaxkapa ycynuaaH (oigananu® TeKIIHpHUII
VyTkasumranga wHOpes (KOH-KApUHIONUIMK HUKOXW) owmnamap 9,7 dowusman 13,2
(dhomsraya MUKIOPHU TAITKUJI ATHIIN XaKUa MAabIyMOTIap OepuiIraH.

6


http://www.fesmu.ru/elib/search.aspx?author=%22%CA%EE%F1%FF%EA%EE%E2%20%D1.%DF.%22

HCI' puBOoxnaHummaa reH-HOM3O[JIapHH YpraHum Oyiinua Poccus ®ene-
panuscuaa xaM TaAKUKOTiIap oiub Oopwiran (macanan, Mapkosa T.I'. 2005),
Tpuuepa  Komnmmnza-OpaHyeckeTTM  CHUHAPOMUHU  KEITUPUO  4YMKapyBuUd
TCOF1lrenununr wmytanusuiapuaud ypranu0, 23 sx30H (3635C>G) rerepo3uror
X0JIaTH YOy KaCaJUTMKHHU KeATUPUO YMKAPUIITUHM acociiab OepraH.

[y kynra xkagap HCI' OonanapHu jnaBosail Ba peadMIMTALMSICH MyaMMOCHUTa
OarvIUIaHTaH Kymiad TagKUKOT/Iap OJu0 OopwiraHjurura Kapamai, ymoy
KaCaJUIMKHU IIAaKWUIaHWIIHUTa caba0um OynraH TeHeTHK oOMWUIapjaH OupH
WHOPUIMHTHUHT TabCUPH YpraHwiMmaraH. PecmyOnmkaMu3mard KOH-KapHHIOIUIAK
HUKOXWHUHT  IOKOpH  KYpcaTKW4Ja KOJHWINK HEHPOCEHCOP TapaHTJIMKHUHT
HOCUHApPOMaJ TYPUHU PHUBOXKIAHWUIIUTA cababuu Oymaérran ymOy OMMIHUHT
TabCUPHU YPraHWIMATaHIUTH J0J3ap0 MyaMMOJIUTHYa KOJIMOK/IA

Juccepranuss MaB3YCHHHUHT JUCCEPTALIMS Oa’KapuwjraH oJMid TabJauM
Myaccacacl WIMMA-TaAKUKOT HILIapu OujaaH Oorjukauru. Jluccepramus
Camapkana THOOMET MHCTUTYTUHUHT WIMHH-TAJAKUKOT WIUIAp pekacura MyBOQUK
«Kynok KacaluIMKJIapUHM TalIXKCTAIl, JaBOJIalll Ba pPEaOWIUTAIUSCH paliOHAT
MpoPMIAKTUKACH CaMapaJopJIUTUHU  OLIUPHUIIHUHT SHTH  WYIJIApUHU  W3JIaI)
map3ycu goupacuna Ba AECC-3 «Upcuil HOCHMHApOMan HeipoceHcop SUIMTHIN
3au(IMTMHA dpTa aHMKJIAIl Y49yH TECT-TU3UM HILIA0 YMKHUIID»Y TPaHTU acocuia
oaxapwirad (2009-2013 #it. ).

TanKuKOTHHHT Makcaau Ooranapaa ydpailauraH HEMpPOCEHCOp TapaHTIIMK
HUHT HOCUHApoMas TypuHu Cx26 reH myTauusicu OuinaH OOFJIMKIMTMHM acocClall Ba
ym0y XacTaJMKHY JTaBOJIAIl TAKTUKACHHH ONITUMAJUTAIITHPHUIIIAH HOOpaT

TanKukKoTHUHT Basudaiapu:

HEHWpOCEHCOp TapaHruru Oop Oojanapa HOCHUHApPOMAN HEHpOCEHCOop
rapaHTJIMKHUHT ydpalll Japa)kacu Ba cabaOapuHu Tax Wl KAJIUIIL

HHCI'HuHr puBOXIJIaHMIIMAA KOHHEKCHMH 26 T€HU MYTAlUSCHHUHT Yy4pall
Japakacd Ba XapaKTepUHM, IMyHUHTIEK, YOy XacaTaluKKa WHOPUIWHTHUHT
TabCUPUHU aHUKJIAII,

HEHWPOCEHCOP TapaHT Oojianap/ia HOCUHIPOMAa HEUWPOCEHCOP TapaHTrINKKa XOC
ayJIMOJIOTHK KypcaTKuuiap TahCUIOTUHU aHUKJIAI,

HEHWPOCEHCOp TapaHT Oojamapja HOCHHAPOMAT HEHUPOCEHCOp TapaHTIUKHH
¥3ura Xoc KIMHUK KEYUIITMHA XUCOOTa OJITaH X0J1/1a TaBO TAKTUKACHHY TaHJIAI,

HHCI' Ounan xacrtananraH Oosiayiapjia ayJuOJIOTHK Ba MOJICKYJSAP-TEHETHK
TAQIKUKOT HATH)KaJlapura acoCJIaHWO, TEKIIMPHUII Ba MPOTHO3JIAIl ME30HWHU HIILIA0
YUKHUII Ba aMaJTUETra TaTOMK KUJTHIIT;

HHCI' Tamxucu xyiunran Oonanap y4yH xaBdiu TypyXJapHH aHUKJIAIl Ba
TCHETHK TEKIIUPHUIN KYypcaTMaJapHHH WILIA0 YUKHIIL.

TaagkukoTHuHT 00bekTH cudatuna HCI Gunan xacamnanran 504 nadap 3aud
SIINTYBUM Ba Kap Oonamap MakTaO-uHTEpHATH TapOwsutanyBumiapu, CamapkaHia
BWIOAT OoJyiajiap KYI TapMOKJIX aaBojiaiml Mapkasu JIOP OynuMuma naBonaHTaH
HHCT Ounan xacamnaran 117 nadap 6ona Ba 100 Hadap cornom kumu (Xyaau
myHAal €m Ba xuHcaaru 84 Hadap cormom Oona Ba 26 Hadap COFJIOM OTa-OHA)
TaITKAI KAJIA U,



TaakukorHunr mnpeameru HHCI' Owman kacamuranran Oemopiap Ba ITy
OemopJap/iaH OJIMHTaH nepudeprk BeHO3 KOHIaH noopar.

TaakukoTHuHTr ycyaapu. Tankukorna HCIT Ownan kacamnanran Oosanap-
HUHT KJIMHUK TEKIIMPYBH, aHKETanall, THOOWI-TeHETUK TEKIIMPYB, ayIUOJIOTHK
tekmmpyB (ayauomerpusi, OAD, KJIUII), monekynsp-reneruxk tekmupys (I13P,
CEKBEHUpJIAII) XaM/la CTAaTUCTUK ycyJutapjaH (Goigananuiam.

TaagKMKOTHUHT WIMMI SHIWINTH Kyiuaaruinapaad nuoopar:

6onanapna HHCI'HUHT KIMHHUK-TEHETUK XyCycHsITIapura Kypa yupail jaapa-
Kacu Ba Oojanap KacaUIMKJIApW TapKUOWIA SITUTHITHWHT MMacauimmra oiaub
KEJIYBYU UPCHI OMUJUIAPHUHT TAbCUPU aHUKJIAHTAH;

o6onmamapna HHCI orupmammummma SMATAIT  Japakacd, XaCTAIMKHUHT
Oonutanuil aaBpu Ba Cx26 reHH MyTalMsUIApUHUHT IIUKACTIIOBUM CIIEKTpPJIApUHU
¥3apo OOFIUKJIUTY aCOCTAHTaH;

UHOpUIIUHT (KapUHAONUIap YypTacuaaru HUKoX) Mmyxutuaa 35delG myramnusnapu
HUHT y4Ypall 1apa)kacu MaHMUKC MYXUTIArd TETUIIM MyTalusjiapra Kapii TabCUp
KWIWIIK, OFMUpJallIMaraH aHaMHEe3NM OWJIaJapHU  aXpaTulljga HHOPUIUHT
MYTAIUSHUHT €TaKYM OMUJIM SKAHJIUTH UCOOTIIaHTaH;

HOCUHJpPOMaJl HEWPOCEHCOP TapaHIVIMKHUHI TEHETUK TETEPOTrCHIIMTUHHU 3pTa
TalIXKWCIIalll Ba OINTHMMAJl JaBOJlalll Y4YyH aJoXuja HO30JOTHMK Iaki cudaruia
TrypyXxra axpaTuiviliy acOCIaHTaH.

TagKNKOTHUHT aMaJIMil HATHXKACHU Kyluaaruiapaal uoopar:

HOCHHJIpOMaJ HEUPOCEHCOp TapaHr OoJjlaJlapHU JpTa TallIXUCIall JIaBo
TaKTUKACUHU TaHJIall Oyin4a 1acTypu uuuiad YuKuiraH;

pereccuB Cx26 TeH MyTalMSICHHU TallyB4YHM (JIIUTYBYH) OTa - OHajapAaH 25
dbou3z xommapaa rapanr 6ona Tyruiauin xaBhu Mapxynmura Ba 50 ¢ous xommapaa
OUTTa Te€H MYyTaIlMSICUHU TalllyBUM COFJIOM 00Jia TYFUJIUIIHA aHUKJIAHTaH;

UPCH HOCHHAPOMAT HEHUPOCEHCOp TapaHTJIMK TalIXUCU KyHuiIran Oemop
Oonanap Ba yJapHHUHT OWJIAJIapd MOHUTOPUHTIIaH YTKA3UII YYyH pyWxaTra OJuHHUO,
XYJyIUi perucTpiaap TU3SUMUHU UIIUTA0 YUKUII TaKIU(hU KUPUTUIITAH;

UPCUN HOCHHJIpOMAJ HEHWPOCEHCOpP TAPAHIJIMKHHU TalIXHUCIall Ba MPOTHO3JAII
V4yH CYypJIOJIOT Ba TE€HETHUK-Bpawiap OunaH Oupranukiaa ¢aoaust oiaud Oopuii
3apypaUTy UCOOTIaHTaH;

HHCT'HuUHT »5pTa TalIXWUCIAHUIIM Ba JABOJIAHUIIHM ONTUMAJUIAIITHPHII,
IIYHUHTICK, KCHMHIH aBjoJyiapAa TaKpOpJaHHII Japakacd (J4acToTach)HH Kamak-
TUPUILTAa UMKOH O€pyBUM TEKIIMPHUII Ba MPOTHO3JAII ME30HHU UIIA0 YMKWITaH Ba
aMaJIMEéTra TaTONK DTHUJITaH.

TagKuKOT HATHKAJTAPUHMHI MINOHWIWJIMTHA TaJKWKOT HATHKAJIAPUHUHT
UIMOHWIMJIUTH 3aMOHABUM y3apo OUP-OMPUHU TYJIIUPYBUYM KIMHUK-WUHCTPYMEHTAI,
MOJICKYJISIP-TEHETHUK, ayJAUOJIOTHK Ba CTATUCTUK YCYJUIap XamM/a €Tapiid Japakaaaru
OEMOPJIApHUHT COHU OMJIaH M30X/IaHaAIH.

TaagKUKOT HATHKAJIADUMHUHT HA3aAPUH Ba aMaJIMil AXaMUSITH.

TaaKUKOT HATMOKAJIADUHUHT HA3apuid aXaMUSITH ITyHJIaH MOOPATKU, aCOCIaHTaH
xynocanap Ba Taknuprmap HHCI'Hu »spra Ttamxucnamga, KaCaJJTMKHUHT —HIIK
naBpuAaéK aBojaml  TaAOWPIApUHUA TYFPH TaHJAMJa XaMJa KaCaJUTUKHH
MpOTHO3Nala UMOPUIMHTHE MYXUM YpHH OopnuruHu kypcatanu. by aca, ¥3
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HaBOaTHIa, TalIXWUCIall Ba JABOJNIAIHUHT  SHTHU, CaMapaid YyCyJJIapUHU
MIAKJUTAHTUPUINTA, SHAala AaHUK MabJIyMOT OepajuraH  MOJEKYJSp-TeHETUK
NPOTHOCTUK ME30HJApHU MINUIA0 YHKHINra Xamja HOTHPOHJIMK Japa’kacUHU
KaMaiuimmra oMo Keauy ucOOTIaHTaH.

TankMKOTHUHT amanuii axamusaTu myHaan udopatku, HHCI'HE TamrxucianHun
AHaJa TAKOMWJUIAIITUPUII Ba KAaCAJUIMKHU JABOJANl TAKTUKACHMHW TYFpPU TAaHJIAII
uMKoHuHU Oepaau. Iy Ounan Gupranukiaa, KaCaJuIMKHU MOJIEKYJIAp YCyJaa, KIUHUK
XYCyCHSITIApUHA XHCOOra OJIraH XOJJa 3pTa TalIXuciam ymoy OeMopiapiaa MocC
peabwimrtanusi yCyauHu TaHiuamra uMkoH Oepamu. HHCI' Ounan xacrtamanraH Ba
Cx26 TeH MyTauuscH aHUKIAHTaH Oojanap Mus (QAOTUATHHUHT MYBTaIUILTUTH
OwraH axpanud Typaau Xamjaa yjapra Koxjeap HWMIUIAHT KyWWITaHna, HyTK Ba
SIIMTUII KOOMJIMATH abJIo Aapa)kaja THKIAHUIIra 0JIn0 KeraH.

TagKUKOT HATHKAJAPUHUHT KOPUH KMJIMHUIIU. HelipoceHcop rapaHriimkHu
HpTa TalIXHUCIAll Ba JaBOJalll MOHUTOPUHTH Xamja IPOTHO3U Oyiinuya wuIuiad
YUKWITaH ME30HM COFJIMKHH Ccakjiall aMalu€Twra, >xymianad, CamapkaHa AaBiaT
THOOMET MHCTUTYTH KiIMHUKacu Ba CamapkaH] BHIOSAT KYN TapMOKJIM Oosanap
THOOMET  Mapkasujga amanuérra TarOuk  KwinHran (COFNMKHU — cakJjanl
BasupyuruauHr 2016 #imn 13 anpensaarun 8H-3/54-con mabiaymorHomacu). HHCT
OoJnanapHu cTanMoHap/a OYJIUII MyJJaTH, TOpH-IapMOHIapra Tajadu, HOTUPOHIIUK
Hadakacu TYJIOBM Ba peabWiIMTalMs MYIJATH KUCKapUIIM OujiaH camapa Oepiu.
HHCI'na 35delGHUHr TeHeTHMK MYTAlMsCUHU aHUKJIAHWIIW SIIUTHIIHA CaMapaiu
nporesnail Ba koxJsieap uMiiaanT (KM) yuyn kypcarma Oyna onaau Ba peaOMiIUTaLNs
KYPCaTKUWIAPUHM SIXIIHIIANIN.

TagKuKOT HATHXKAJTAPUHMHI anpofauusicd. TaaKuKOT Hartwxanapu 15 Ta
WIMHR-aMaliii amKyMaHaa, Iy KymianaH, 8 ta xankapo koHgpepenmusaa: 20-th
IFOS World Congress Innovation and Integration in ORL-HNS (Korea, 2013); XVII
Poccust oropunonapunrosioriap cee3au (Poccus, 2012); «OTopruHOIapUHTOIOTHs A
SHIM  TexHojorusuiap»  kKoHdepenmwsicu  (Poccus, 2014);  «OtopuHoa-
PUHTOJIOTUSIHUHT J10J13ap0 MyaMMoapu» WiMun-amanuii amwxkymaHu (TOoXUKHUCTOH,
2012); tyrMa smmmTuin Oy3widnuiapu Oyinya EBpoma v rypyxuHHHT OMPUHYN
murmmmm (Yexusi, 2010); IV International Congress on «Contemporary Challenges
of Otorhinolaryngology» (Kazakhstan, 2014) Ba 8 ta pecniy0nmka KoHpepeHIHsICHA:
V36exucron oropunonapunriornapu 111 Ba IV cvesan (Tourkent, 2010, 2015); Em
omumitap amwxymanu (Camapkanzg, 2008, 2010, 2014) xamma 16.07.2013.Tib.17.01
pakamiin Mnmuit kenram komugaru uiamMuid cemuHapaa (Tomkent, 2016) mabpysa
KWJIMHTaH.

TaagkuKOT HATHXKAJIAPUHUHI JBJOH KHIMHHINM. Jlucepranus MaB3ycu
6yitnua 40 Ta wiIMHMil M Hamp KWIMHKG, yHAaH 16 Ta Makona Y3GekuctoH Pec-
nyonukacu Omnuid  aTTecTalsi KOMUCCHUSICMHUHT JIOKTOPJIMK JMCcepTanusiiapu
ACOCHM HATWKAJIAPUHM YOIl ITUII TABCHUS 3TWITaH WIMHUW HALIpJiap pyWxarura Ku-
PUTHITaH XKypHaUIapja, Iy *’ymiiaiad, 6 Tacu XalKapo WIMHI XKypHaJiap/ia 4ol
ATUIITaH.

JluccepTallUsIHMHT Xa:KMHU Ba Ty3uwaumiu. Jluccepranus xupui, oemra 600,
Xynoca, (Qoiimananuiran amabuéTiap pyWxaTd Ba WIOBajapAaH  uOopar.
Huccepranus xaxmu 181 caxudanu Tamkui 3TraH.



JIACCEPTAIIUSIHUHI ACOCU MASMYHH

Kupum xucmuaa yTka3wiraH TaJAKUKOTIIAPHUHT JOJI3apOJIMTU Ba 3apypaTu
acoclaHraH, TaJKUKOT Makcaaud Ba Basudanapu, OOBEKT Ba MpeAMETIapu
TaBcuQIaHTaH, pecnyOnrka GaH Ba TEXHOJOTHSIIAPH PHUBOKIAHUIITMHUHT YCTYBOD
NYHAIIUIUIAPUTra MOCIIUTH KYpCATUJITaH, TAAKUKOTHUHI WJIMHUM SHTWJIATHA Ba aMaJldi
HaTWXaapu 0aéH KWJIMHTaH, OJIMHTaH HATWKaJApHUHT WIMHM Ba aMaluil axaMusiTu
oun0 OepuiraH, TaAKUKOT HaTHKAJIAPUHU aMaluETra >KOPUN KUJIUIL, HAIIp STUJITaH
UIIap Ba AUCCEepTalUs TY3UIUIIN OVinYa MabIlyMOTIap KEATUPUIITaH.

Huccepranussauar «HCI' 3nuaeMHuoI0TMsSICH, 3THOJOTMK CTPYKTYPACH,
HACJAMA OMWIUIAPDHUHI axXaMHMSATH, 3aMOHABUIl EHIALIYB Ba AayIMOJIOTHK
TeKIINPYBJIAp, 0eMOPJAPHU KOXJIeap UMIJIAHTAIMATA TAHJIAND» 10 HOMJIAHTaH
OupuHuM 000MAa agabuérnap mapxu y3 akCHMHM TonraH. by 000 Oemra Oynumaan
noopar Oynmu6 yuma, HCIT MyaMMOCHMHUHI 3aMOHaBUM XOJaTH, >KyMJIaJaH,
KACAJTMKHUHT TapKaJIWILIW, 3THOJOTUSACH, NMATOTE€HE3H, TAlIXHCH, JaBOJIall, ro3ara
KeJIaJuraH acopatiiapy, yJIapHUHT OTOPUHOJIAPUHIOJIOTHS aMalUuETUAATN aXaMUSTH
XaMJia Ma3Kyp XacCTaJlMKHU TEPMUHOJOTUACH, TacHU(am Oyiinya MabilymMOTiIap
KSJITUPWITaH. YHJIaH TalllKapyu, MyaMMOHUHT ¥3 €YMMUHU TOIMaraH Kuppajapu Ba
KeJla)KaK/1a XaJl STUIMIIK TOMUIIN Tajlad KUJIMHTaH MacallajJapy KypcaTuira.

HucceprauussHuHr «TaaKMKOT MaTepHajd Ba YCYJUIapu. AYIMOJOTHK
TEeKIUPYB ycyiapu. MoJjiekyJasp-THHETHK TeKIIMpyBJaap» 1e0 HOMJIaHTaH
UKKUHYU 000112 OEMOPIAPHUHT KJIMHUK TaBCU(U, ayJTUOJIOTHK Ba THOOUN-TEHETUK
TEKIIUPUII YCYIIApH XaKua MablIyMOTIap KEATHPUIITaH.

TagkuKOT MaTepualvHM TeKmupuiaran €mu 3 odman 18 €mrava 6ynran 504
Oonma Tamkua KW, OSkymiagad, 105 rtekmmpuinyBumnap 126-connu  3aud
SIIUTYBUMJIAP MakTaO-uHTepHaTH, 285 Hadap 61-connm kap Oomamap mMakTaOu Ba
117 wnadgapu Camapkana sunostu OMJMIL JIOP O6ynumuaga paBosiaHraH
Oonanapaup. bByHnaH Tamkapu, HMpCUA HOCHUHApPOMAN HEUPOCEHCOp AIIMTHIL
saupuurn  (HHCI') anuknanran OonajlapHUHT OTa-OHAJIapu ypTacuja aHKeTa-
CYpOBJIApHU YTKAZWIIHU.

DOUIMTHIIHUHT HEHpOCeHCOp Oy3WIuIuIapy OWIaH TeKIIMPUITaHIApHUHT 292
Hadapunu (57,9%) yrun 6omna Ba 212 nadapu (42,1%)au Ku3 OGonanap TalKuiI STraH,
SHHU DPKaK XMHCUTA MAHCYO IIaxciap/a KaCaJUTMKHUHT KYT y4paiid aHWUKJIaHTaH

(P<0,001).

O Jpkak
& Aén

1-pacm. Texkmupunaérran HCI' 6os1a1apHu sKMHCUTa Kypa
TAKCUMAJTAHUIIH
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Bonanapuunr €mm Oyitnya TakcuMIIall kapa€Huaa aHuKJIaHuya S5 éugad 16
¢mraya Oynran karra Oonanap rypyxu 20 % xonaTiapja yCTyHJIUTH aHUKIAHAH, Oy
sca, aBBaslaMO0p, HEMPOCEHCOP TapaHTJIMKHUHT Ked JIMarHocThkacu, PecrnyOnunkana
KyJIOK  TaTOJIOTUSCUHUHT  OOBEKTUB  JUArHOCTUKA  YCYJUIADUHUHT  KaM
TapKaJTaHJIUTMHU Ba 7 €mraya O6yiran Oonanapja Oy IMarHOCTUKAHU YTKAa3UIITHUHT
Myppakaoimruan kypcaraau. Ly Ounan Oupra 1-3(8,1%) €mraua Ba 3-5(11,7%)
Oynran Oonanap rypyxujaa O0ab3u XoJiarjap/ia KacaJUIUK YYpPAUIMHUHT KyHalumu
aHuKJIaHau, Oy 3ca ¥3 HaBOaTHAAa OXUPrH HWIIapAa KyJOK MaTOJOTHsUIapH dpTa
JTUArHOCTUKACMHUHT TaTOMK KVJIMHHINY OWJIaH OOFIIUK.

bupnamun tekmmpys Hatmxkacuga 200 (39,7%) nadap xap 6oia, 213 madap IV
Japaxa rapanriuk Owian Ba konran 91 (18,1) nadap Gemop Oomanmap rapaHriIvK
HuHr III napaxkacu OunaH xacTtajlaHraHU aHUKJIAHH.

39,7
) B Kap
| H BH33 IVer
EH33lllcr

42,3

2-pacM. Texkmupuiran 6ogaanapuunr HCI' napaxacura Kapa6
TAKCUMJIAHU N

bemopnap anamHe3n Ba KJIMHHMK TEKIIMpPYBIapu Hatwkacu Yypranuwiaun6, HCT
KenuO YMKHUI cabadiapu TaxJIMIN YTKA3HIIIH.

504 nadap Oonayiap aHAMHE3W WUFWITAHJa SIIUTUITHUHT Oy3uiuiu cababna-
PUHUHT acOCUM ATHUOJOTUK cababmapu Oy: 15 (2,9%) Hadap Oonanapma Tyrma
Hykcomnap, 47 (9,3%) xosutapia XOMUJIAIOPJIMK Ba TYFPYK JIaBPHIArd IAaTOJIOTHUS-
nap, 45 (8,9%) orup undexumsiiap Ba 73 (14,5%) xomnapna upcuit  omMusuiap
anukyanau. 25 (4,9%) nadap Gonanapjaa xaMm UpcUl Xamaa OPTTUPUIITAH KacaIMK
OMMJUTAPUHUHT Ompra yupamu aHukianau.82 (16,3%) nadap Oonanapaa kacaivk
cababu aHWKIaHMaraH. XOMUJIAJOPJIMK Ba TYFPYK JaBpPUIAard MaTOJOTHSCH OWIaH
OOFIMK OMWIIAP TypyXuaa KyWHaard XojaTiap aHWKJIaHTaH: dYaja TYyFUJIUII
17(3,4%), Basuu kam tyruirannap 37 (7,3%), Tyrpyk maBpu runokcuscu 5 (1,0%),
tyrMa nHpekuusaap 22 (4,4%), reMonuTHK Kacauk 22(4,3%).

bapua Gemopmnapra (n=206) THOOM-TEHETHK Maciaxat Oepwiau. TeKmupys
HaTWXKacuja KyWuaarwiap aHuKJIaHAu, yMyMud WHOpeHn HukoxjapaaH 106 Hadap
rapaHr 0oJia TyFWIraH. bupiaMmuu maTepuauiap TaxJIMJIMJIaH CYHT aHMKJIAHUIINYA,
117 nadap O6emop TeKWMpPHII y4yH KOIaupuiand, ynap taxmuauii upcuit HHCT
TAJIKUKOT TYPYXMHHU TalIKWJ KWJIAu. YOy OemopiiapHU Typyxra TaKCUMJIAHUIIN
(n=117) wynu xypcarnuku, 3 €mnan 14 €mrava Gonanapaa KynpoK y4yparas.

HHCI' TtaxmMunHuMii upcuii Typyxra KUHpPUTWITaH OeMopiapja KyHujgaru
TEKIIUPYBJIAp YTKAa3WIAW: ToHan OYycara aymuomerpusicu (TBA); TuMmaHoMmeTpus;
akyctuk pedruexcomerpusi (AP); 0ToakyCTHK sSMHCCHS; KUCKA JIATEHT SUIUTHUII
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MOTEHIMAJUTAPHUHT MEeKTPUK (aoyumruau €3u6 oym (KJIDIIDD).

OmuTuil  KOOUJUATHHM TACTIMIK  JapakKacMHU aHUKJIAIl  CypAOJIoriap
TOMOHH/IaH KaOyJl KWJIMHTaH TaCHU(] acocuia Y TKa3UIIIH.

bapua »smtumm 3aud 7 &émman omraH OeMop Oosanmapaa ToHan Oycara
ayIMOMETPHUSICH TOBYII YTKa3MalliuraH XoHaja TeKmupwiad. ToHanm Oycaranu
ayIMOMETpHUsl TEKIMpUII cTaHaapT ycyiaga MA-31 aymuomerpu (I'epmanus)
épramuia 6Gaxkapuian.

Nmmenanc ayauioMeTpusi yCyJdd SIMTUTHIN 3aU(IUTHHUHT KOHIYKTHUB TYPUHHU
WMCTUCHO KWJIWII yYyH DIIATHIN THU3WUMHHHHT TOBYI YTKa3yBUM Ba TOBYII KaOyi
KWJTYyBUM OYTUMIIapUHU (PYHKIIMOHA XOJATHHH XOJUC 0axoall yuyH KyJUTaHUJIa/IH1.

OTO0aKyCTHK 3MHUCCUSHUHT WKKajda CHHOUHUHT KaWj STUIHIINA: KECUUKTHPUIUO
YaKUPWIITaH OTOAKyCTUK SMHCCHSI Ba Yy3raprad 4acToTaJard 3MHUCCUS HEHpoayauo
anmnapartuja (KoMImbroTep KoMiuieke) (Heitpocodt, MiBanoBa PD) yTkazmnau.

Yakupuiaran KHCKa JaTeHTIH »SmuTyB mnoTeHnuamwiapu (UKJIDII) kaiin
KWIMHUIIY IMOBKUHCH3 XOHaAa YTkazunubO, Helpo-aynno (KOMITBIOTEP KOMILIEKC)
(Heitpocodt, MBanoBa P.®) anmaparuna Oaxapunaau. UKJIOII vu kain xumuin
MaKcauaa UKKA KaHauti Tu3umaad doigananuaaam (CUIT).

Tu66uii-reneTuk maciaaxatu. MI'Mpa 6u3 unurad umkkan “I'eHetuk kaprta”
acocuyia Oatadcun aHamMHe3 CYPOBH, Iakapa TY3UIl, OWjia ab30JIapu KYpUTHU Ba
ayJIMOJIOTUK TEKIIUPYBIIApH, 00JIa SIIMTUIIHUHT 3apyp TEKIIUPYBIAPUHHU V3 UUHUTa
ONyBUM KIMHHMK HPOTOKONIAH (OMNaNaHWIIM. YTKAa3wiIraH CKPHHUHT MaKcaIu
UpCUW TYpFyH TrapaHIJIMKd Oop Oonajap opacuja TEHETUK Oy3WIMIILIApHUHT
TapKaJIraHJIUTUHU aHUKJIall, OeMopiaplia KacaUIuK cabablapyuHu — aHUKJIAIl
MaKcaauaa MWWFWITaH aHaMHe3HU Oaxosamigan wubopatr Oynau. JlacTinabku
OocKuuIapaa MabIyMOTIAPHU WUFUII YUYH aHKETa UIUTaTHIIaIH.

Monekynsap-reHeTuk TaakukoT. Matepuan Ba JJHKHu axparu® ommm ycymu.
Texmupuin ydyH KoH 0oalaH 0Ta-OHACMHUHT PO3WINTH OWJIaH Maxcyc XyxoKaTra
«Po3unuk xatu» umM30 Kynuaupuianbd onvuau. Kynruna ownanapaa kon 6emop 0osia
oTa-oHacuaaH XaMm oauHAu. CKpUHUHT TEKIIUPUII YYyH KOH OMp MapTajuK CTEPHUII
mmpull épaamuaa Ouiiak BeHacuaaH onwHAu. OnMHTaH KOHJIAp HaMyHAacu THOOWM
reHeTKa Mapkasu jabopatopusicua TekmupyBaan Yyrkazunaun. Konmman JIHK
Diatom™DNA Prep 200 (OOO «Jlabopatopus M3zol'en» maxcymotu, Mockga,
Poccust) pearentinap tyrmiamu €paamuna axxpatu0 onuHau. JIM3uciaoBUM peareHTaa
JIHK Nucleos Stm ra ¢aon copbeHTIaHM.

[Tonumepazanu 3awxup peakuusicu (I13P) Ba koHHEeKkcHH 26 TeHU MyTalUsICUHU
TaxJIUJI KWK yCysu. ['eHiapaaru MyTanusijiapHid aHUKJIAITHAUHT OUPUHYNA OOCKUYHU
nonmumepazanu 3amxup peakuuscu (II3P) épmamupa JIHKHuHr mabiym kucmu
amrmmmukanusacuaad noopar 0ynau. Cx26 renn taxmwim 6.¢.a. P.C.Myxammenos
pax0apiura octuaa V3P ®A Tenervika Ba JBP MHCTUTYTU WIMHUKA MapKa3UHUHT
«HCOH TeHOMHUKAacH» MOJIEKYJISIp-TeHEeTUKa JabopaTopusCcHia amalira OIIHPUIIIH.
Nmina 35delG myranuscun JJHK taxymnun ycynu 117 Gonanapaa nocunapoman HCIP
ownan myaunaraek, 100 (ynapaan 26 Hadapu ora-oHa Ba 84 Hadapu Oosanap) Hadap
coryioM kummiapga Ba Cx26 TeHUMHUHT alloXyJa KUCMJIAPUHM TaxXJIWJ KUJIUII
ycyauaaH (oiiaanaHuIraH.
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Hucceprauustauar  «HocuHApoMas — HeilpoceHCOp  rapaHrjuru  0Oop
0oJIAIADHHHT KOMILIEKC AayJMOJIOTHK TeKmmpuim Hatmwkaidapu. 35 delG
reHuHuHr myranuscn JHK TekmmpyBHAaH CYHI HeHpPOCEHCOP TrapaHIIMK
cabadjapuHu TAXJIWI KWIKMND) 7e0 HOMJIAHTaH y4uMH4YdM 000Maa HOCHMHApPOMAI
HEHUPOCEHCOP TapaHriuK OWIaH OFpUraH OoJIaJJapHUHT KOMILJIEKC ayJHOJIOTHK
TEKIIMPYB HATHXKAJIApU KypcaTWiraH. YMyMHI ayAuoJIOTMK TeKmupysaap 117 Tta
o6emopiiapaa, 234 Ta KyJaokjaapaa YTKa3uiIraH.

OtoakyCTMK »3MHUCCUSl TeKWUpyBH Harwkainapu. Texmupuumap HHCIE
rypyxaara 6emopiapaa yrraswiau (n=117, 234 kynoxnapnaa). [IMOAD yTkazunran
114 (97,4%) OGonana uKkana KyJoKJapuja SIUTUILI aHUKIanmanu, 2 (1,7%) Oonana
MKKaJla KYJOFWJa SIITUIN aHWKJIaHId Ba | kumm Tectnan yrmaau. OTOaKyCTHK
AMUCHUSHUHT MKKaJia TecTiapu Oyiinya ’kaBoOJjiap COJIUINTUPWITAH/A, YHUHT UKKU
cuHpu Oyinua Oup Xuia Typaaru xkapoOjap OJIUHIU.OOBEKTUB ayJaUOMETPUS
TEeKIIUPYBU HaTWKalapu. Xamma Oonanap OOCKMUMAa-00CKMY TEKIIMPYBIAH
Vrrkazwinu. Jlactnad ckpununr tect (FSS) ynnman cyur YUKJIDII 10 nb nan 70 nb
rava kang xkwimaau. YKJIOII pyiixatra oJMHUIIMA KaJamiad BaKTJIM CTUMYJISIUS
owran 117 (234 xynok) Oonana YTkazwiau. TeKIUpyB HaTWXKajdapu 2 xKaaBajjaa
kypcatwirad. YKJIOII HuHT marosoruk y3rapuiu 3 Ba 4 nukiapaa aMIUIATYJaHUHT
nacauiyg Ky3aTWIJIM Ba HOpMa OWJIaH CONMINTUPWITAHNIA YJap Opacujiard JaTeHT
JABPHUHT Y3alUIIN aHUKJIAH]IH.

1-xanBan
bomanapaa BakTim ctumynnaa KCBIIHMHT KagaMimy pyixaTiiaHuIIN
(n=117, 234 xynoxiap)

nuk V, 1b Kynoxnap conun %

50 18 8,5
60 12 51
70 62 26,5
80 64 27,3
>90 48 20,5
Pyiixatra onuamanu 30 12,9

IOxopunarun mabiaymonapaaH Keau0 YMKKaH XOJa Kyhduaaruda Xyiaoca KUAJIUII
MyMkuH, 12,9% (30 ta Kynokmnap) xonatiapaa 50- 60 b 1a cTUMYIIOBYN TYJIKUHHU
MHTCHCUBIIUTH Japaxkacu S5 TYIKuHAa peructpauust kKuauaaud. 53,4% (128
KyJIOK/1apaa) Xonmariapaa OemuHun uykku 70-80 b mapakacuma perucTpariust
KuiHM, 12,9% xomatnapaa apredakiap COHH XHUCOOUTa TaxJIWTa OCIIMHYN Uy KKH
Ooepunmanu. OnWHTaH HaTWXKaIap Taxymiu ryBoxJuk Oepamuku, UKJIDIIHMHT
PETUCTPALIUSICH, TYJIIUPUITAH KOMIUIEKC ayJAHOJIOTUK TEKIIMPYB MablyMOTIIapura
Kypa, KEHTaUTHUpWITaH KJIMHUK TEKIIUPYBJIAP TAPAaHTIIMKHUHT OFUDP Japakacuaa
Ooemopnapaa SWHUTHIN (QYHKUUACUHU OaxONAIIHUHT OOBEKTUB YCYJIu OeBocHTa
axaMUusATra rajup.

Cx26 renunaru mytanus ounan 6orauk HHCI 6emop Oonanapia KiIMHUK ay-
JUOJIOTUK KYpcaTKuujap HaTwxkaidapu. HocuHapoman SMIMTUIIHUHT 3auIaniviig
y3rapraH T€HOTHUII YaCTOTAaCU OWJIABUU aHaMHe3ra Ba €mra OOFiuK OyiMaraH Xojjaa
ymymuit 31,6% (n=37)HM Tamkwi 3TAU. ['apaHTIIMKHUHT aHUKJAHTaH Japaxacu
TFeHETUK XapaKTePUCTUKACH TaXJIWIHJA, OWJIABUM TaxJIMJI MabIyMOTJiapura OOFJIMK

13




OynmMmaran xoima, Ou3ma KyWwmarnda TacBUp onuHAau. ['apanrnmkpa Oy MyTarus
35,1% (13 6emop), HCI'au 4 Ba 3 napaxkanapu 18 (48,6%) Ba 6 6emop (16,2%) moc
paBUlllla aHMKJIAHAW. [apaHrIMKHU YpTa [gapaxkacuja y3rapraH Te€HOTUILIAP
aHUKJIAHMA/TH.

OIUTUITHUHT 3au(IIaAlIMIId ACOCUMA KIMHUK XapaKTEpPUCTUKACU TapaHIJIHMK-
HUHT OFUPJIMK Japaxkanapura Oornukaup. 35delG myranusiin Oapua 6onanap UKKH
tapadpiama HCI'unar orup napaxamapu 83,8% (n=31)uu Tamkwun kuaau. Mkku
tapadiaama rapanrauk 35,1% (n=13) xomatma, HCT 4 mapaxa 48,6% (n=18)
xonatnapaa, HCT 3 gapaxa 16,2% (n=6) xonaTiap/a aHukjIaHau. Jlenenuscus uKKu
tapadaama rapaariauk, HCT 4 mapaxa Ba HCT 3 mapaxa 8,7% (n=7), 28,7% (n=23)
Ba 47,5% (n=38) xonarinapAa MOC paBHIIJIa AaHUKJIAHIW. 2 Japakajld TapaHTJIUK
HHCT Ounan orpuranm Oemopnapaa 10,2% (n=12) xomatmapaa aHWKIaHIA. 2
Japakainy SIUTHIIHUHT 3uduammmuy 35delG myranusicu 6unan Tyruiran Oosanap
opacuna y3rapran JIHK anuxnanmaau. OIuHraH MabiyMoTiapra acocaH Jelenus
Oyiinua Oapya romo3urorajgap/ia TapaHIIMK TyFMa €KM HyTKrada xapakTepra sra
Oynau. DMUTUITHUHT 3audiaamumumy Ounan 6onamapaa Cx26 reaumaru 35delG
MYyTaIUsIC OMpJIaMyy TalIXUCH KYTI Xoiiapa 2 €mraya Oyaran nqaBpra TYFpU KeJau
(87%).

Mynaait kunubd, Cx26 renuna y3rapuin Ounad OOFIUK AIUTUII OY3WIHIILIAPU
OMpUHYM KecuMJla TyFWIraHjgaH 6 €mraya Oynran €nypia aHUKIAHTU. TeKImmpu-
rasjap opacuja xap MKKuH4uu omnaaa Cx26 renu OuiiaH OOFJIMK HACIUNA TapaHTJIMKTra
MOMWUIUTATH aHUKJIAHIH.

23,6

25 22,4

20

16,5

5 14,5 135

10 8.9

Mpuunnel CHT

& Xomnnagop Ba TYrpyK naranoruacu B Ornp KYMIMK Kacannurun
B Bonanu kacannurn B HoaHuk
Upcni Bowkanap

3-pacm. ITHK nuarsHocTukacu HATHKAJIapUra Kypa rapaHrjiuk Ba
Hocunapomaab HCTHuHT 3THOIOTHK cTpyKTYypacu (n=117).

Cx26 renununr mytauusacu 35 delG CKpMHMHTH LIYHH KYpPCAaTIWKU HOAHMK
stuonorusiiu HCI nap sipumMuian Kynu UpCUl XapakTepra 3ra KaHJIWTU aHUKJIaHI!.
TecTman onauH HOAHWK ASTHOJOTHSUTH XojaTinap 23,6%Hu Tamkuin KuiraH Oyica,
tectnad cyHr 13,4%ra kamaiigu. OnuHran MasiaymoTiapra acociaanu0, JIHK-
JAMArHOCTUKACH YTKa3WILIJAH OJJIWH OFup HMH(EeKuusuiap Trypyxu 8,9%HM Tamikui
kunau. JIHK auarnoctukanan cysr ymoOy rypxda karranuru 1,3%ra kamaiiau.
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by xonmataa SIIMTHUIIHUHT HWYKOJMIOM Y30K BaKT OTOTOKCHK IIpernapariapHu
KaOyJ1 KWJIMII Ba yiap TabCHUpHUra MOMWIIIMK OujiaH OoFnuK Oymumu mymkuH. JITHK
TEKIIUPYBUJAH CYHT TypyXyaJaru XOMWJIQJOPJIMK Ba TYFpYyK maronorusicu 16,5%
naH 12,8%ra xamaiau.

60 52.1
50
40
30 724
20 1238 134
10 7.6
0 A
MpuunHel CHT
A Xomunagop Ba TYrpyK Natanoruscu @ Orvp KOKYMNKK Kacannurm
£ BonaHu Kacannuru B HoaHuk
8 Wpcvn B bowkanap

4-pacMm. IHK nuarHocTuKacu HATHKAJAPUAAH KeHNHTH FapaHIJIMK Ba
Hocunapomaja HCTHHMHT 3THONIOTMK CTpPYKTYpacu (n=117).

lapaHrivkHM — TEHETUK  TEeKIUpYyBUCH3 Oy  Xojarjiapaa  OpTTUPUITaH
XUCOOJAaHUIIM MYMKHH, aMMO XakKukatga Oy upcuil oMun OuiiaH OOFIMKIUD.
[IyHUHT y49yH TEKIIMPWIAETTAaHIAPHUHT aHAMHE3UJArd SIIUTHIIHUHT OY3UITUIIUTA
0JIM0 KeMyBYM MOCTHATAT WHQEKIMS MOJEKYJSp TAIIXUCOT YTKA3UIIra TYCKUHIUK
kummu kepak sMmac. JIHK amarnoctukacu €ppamuga rapaHriuk Oy XoJatiapiaa
MPCUI SKaHIUTHHU TaCAUKJIAIUK.

Hocunapoman smuTUIHUHT 3auduura  Typyxugaru Tekmupysiap, Cx26
reaugaru 35delG penenusicu Ownan Oornukaup. by miyHu kypcaTauku, y3myKCu3
aHTUOMOTUK Kypcllapu, Tpuli, Oojanmap OKyMiIM Kacaumukiapu, 2500 krrauda
yajaiuK, OFUp TYFPYKJIap, YaKajaoKjiaap TeMOJUTUK Kacalutukiapu, Cx26 renu OunaH
OOFJIMK UPCUM TapaHTIMK OOPJIMTUHA MAaCKUPOBKA KWJITaH OYJIUIIN MyMKHH.

Mynaait kunmb, Hacoui rapaHruk makmiapy Cx26 reHuaard y3rapuiuiap
OwnaH OOFNMWK OYnuO, MOJEKYJsp TalIXUCOT YTKazuiMaraH xojuiapnaa 35%Hu
OpTUpWJITAaH >KapaéH naeca OYymanu, myHuHraek 23,9% xommapaa 3ca KacayUIMK
ATUOJIOTUSICH aHUKJIAaHMAIH.

HMucceprauustnuar «HHCI' 0mian kaca/uianran 0OemMopJiapaa KJIMHUKO-
reHeTuk macjaaxatHuHr Hatwkanapu. HHCI' pa 35delG myrammscn Cx26
FeHOTHUILIAP TeHEeTHK ACOUMANMACUHUHI CTATHCTUK TaXJWiaW» 1e0 HOMJIAHTaH
typruaun 606una HHCI' 6unan kxacamnanran 117 kacan Gonanapaa KIMHUK-TEHETHK
TaxJWJI HaTwkanapu kentupwirad. Kacam Oomamap rtypyxu cudatuaa Y30ex
nonyssiusacura mMancyo Camapkanji Buiostujaa simoBud €mm 1 man 18 €mraua
Oynran OoJtanap TaHaad OJIMH]IN.
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Kypub uukwiran ownaBuii maTepuanna, Typid HaciaAard HHOpPEA HUKOXJIHU
oMIanap TaHIab ONMHTAH. YTKA3HMITaH TATAKMKOTIAPra XyJaoca KHMJIaguraH Gyicax,
yMyMui HHOpeH1 Hukox,m omnanapaa 31 (26,5%) rapanr 6oJia TyFHIIraH.

HCI'Hu ydpamHu CHHYHMKIIA0 TEKIIMpPraHja, MHOpeN oujana rypyxuaa spra
tamxuciaanau: 70% O6onamapaa HCI' 6up €mrava Oynran 6eMopiapja aHUKJIaH/IH,
naHMUKCIIM omianapaan 3ca oup €mrada HCI' ¢gakarruna 50% Oonanapaa ydpamu
Ky3atuiau. 3 €éugan karta Oynran Oonanap rypyxuna HCI' unOpen Ba maHMUKCIIH
HUKOXJIM oujanap Oup X Jlapa)kajaru KypcaTruura ara OyJiu.

60

50 B0
0 N\
30

[
S-pacm. UnOpen Ba NaHMHUKCIH HUKOXJIM OMJIAJIAPIAAH IUITHI
OY3WJIMIIMHHMHI OFUP LIAKJIAPHU Oyaran 0oJiajgap émm

ﬁoﬂ‘——‘“—-

DMUTUTIT TTACAHUTITMHUHT OFUPJIMK Japakach TaXJWIM KWJWHTaHma, WHOpen
omnanapna HCI' Ba kapnuk 3-4 papaxkacuna dousnap Oup XWUIMTH aHUKJIAHIH.
[Manmukcnu ownanapaa HCT 3-4 pgapakacu kyn gous xoiapna, KapiauK 3ca Kam
¢dous xoapa Ky3aTHIIIu.

2-KaBall
Owuna typnapu TaBcudu

Anamue3 0yitnua ousna
Owunanap TypJsiapu Owuna TaBcudu
TypJapu
Ofupnamrad aHaMHe3 OWJIaH TaH-
A MHUKC OWJa, SIIUTHIIHUHT OYy3WIIUII- Orupnamras
Japy OWJIaH KapUHIOULIAPHUHI MaB- | aHaMHE3JIM OuJiajap
| KYIJIUTH, n=26
TP OfupnammMarad aHaMHe3 OWJIaH TaH-
5 MUKC owJia, Oonajnard SUIMTHUIIHUHT
nacaiiuimM XoJaTh oujaja SroHa, OrupnammMaras
n= 60 aHaAMHE3JIU ouJjIaiap
I 1yp SIKMH KapuHAOUUIAPHUHT TYPMYI
Kypui , n=31

Oruprnammaran ownaBuii anamuesra (1b Ba 2 typ owmna) 91 (77,8%) Goma ara
Oynran. AcopariaHran owiaBuii aHamuesra (1A typ owmna) 26 (22,2%) Gona sra
Oynrad. DWUTUIIHUHT 3auduuru OunaH ota oHanap 1A Typ ounanapaa 8 (30,7%)
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xoyiatna aHukianau. 1A typaaru ounanap 22,2%, 1b typmaru oumnamap 51,3 %,
2 Typaaru ownanapzaa 26,6% 0osanap Talkuil KAIau.

Mosnekynsap-TeHeTUK TECTJIAIHUHT OUpPUHYM OOCKMYMJA JIIUTUINK TAcT 0oja
nap nepudepux konunan JJHK axpatmiran. Ukkunun 6ockuyga Kyduaara MyTaius
nap resoturuiadrad: 35delG, 235delC, 3202+1G>A (IVS1+1G>A), 313 326del14 u
358 360delGAG (p.Glul20del). Cx26 renunun 35delG mytanuscu OyitMua reHETUK
TecTJall OFUp Japa)kajard MKk ToMoHiama HocuHapoman HCI' 6uman 117 Gona
opacuaa amainra omupunan. bynnan tamkapu, Hocuaapoman HCI' 6unan orpuran
OonamapHuHT 26 COFJIOM OTa-OHAJIApH Ba Ha3opaT Typyxuaard €M Ba MUJUIATH
Oyiinua MOC, KapWHJIOIUIAPK OpacHaa JIUATHIN MaTOJOTHUsICcH Oyamarad 84 amanwii
COFJIOM Oojanap MOJEKYyIsIp-TeHEeTUK TecTnaH Yyrkazwinu. Hkku Ttapadiama
HCI 'HuHT OFrp Ba HOAHHK STHUOJIOTUSCH OWJIa YAKUPYBUHHUHT TEKIIMPHILIATA aCOCUN
KpUTepusicu 0yauo XxucoOaanau.

VpHaTunaran cxema OViinya TypiauM TeHOTHIUIM Oojanap TypyXH TaxJiHil
kuanHad. Hazopar rypyxaa 35delG myranusicn dakaTruHa reTepo3uror xoJaraa 1
Ta karrajga ogamaa (1,2%) anuxmnanau, 6y Ocué mamiakatiapu Xajkjiapu ypracuja
yiI0y TeHHUHT TapKaJIUIINra TYFpU Keaaiau.

Cx 26 renn JJHK Tamxucotu Taxnumiapura kypa Hocunapoman HCI' 6unan
orpuraHn 6osanap aa 35delG myrarusicu 3 Typaaru rypyx 0eMopapaa aHUKTaHIH:

1. 35delG (renotunn A/A) wmytammscu romosurotanu rypyxu: 20 (17,1%)
oemopuiap.

2. 35delG (remotun A/N) mytammsicu rereposurorann rypyxu: 17 (14,5%)
o6emopuiap.

3. Jenenus Oyitnua HeraTuB reHoTUILUM OeMopiap rypyxu (remotunn WT/WT),
80 (68,4%) 6eMOp KUPUTHUIIIH.

og.8
100 -

90

80 - 68,4

70 J

60 - :

50 - taes

40 | i

30 - 14,5

20 - e

Pacwm. 6. Hocunapoman HCIan O0emopJap Ba Ha3opat rypyxaaruiaapaa 35delG
MYTAIUSICHHYA TeHOTHILJIAPHU OYiinYa TAKCHMJIAHUIITT
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HCTHunr socuuapoman makiau Ownan 117 OGomaga 35delG myranusicunu
MaBXYJUIMTH OyHnYa FeHOTHILIAIl MabayMoTiapu myHu kypcatauku, 20 (17,1%)
Ooemopriap Maskyp MyTanus OVyitmua romosurora xucoOnanaau, 17 (14,5%) OGomna
dakaTruHa OMTTAa MyTaHT ajuien (rereposurora)ra sra Ba 80 (68,4%) 6onana 35delG
MyTalMsIapy aHUKJIaHMA/IH.

Iynmai KUJIHO, AHMKJIAH]IUKH, TEKUIUPUIITaH oemopnapna  HCT
rapanramukauar - (31,6% xamma  Xxomariapaa) acocuil  cabaOnmapugaH  OupH
35delGauHr HykTamm npenenuscu XucoOmaHanw, Oy Oomka eBpoma JaBiaTiapu
CTaTUCTUK MabIyMOTJIapH OWJIaH MOC KEJIaJIu.

Cx26 renn myraunusacuau JHK-Tamxucotu Typiau reHOTHIUIA OeMOpJapHU 2
rypyXxra aXpaTuIll UMKOHUHHU Oepau. DMUTUII 3au(DIUTUHUHT UPCUI MIAKIA aHUK
JaHTaH TypyX V3 Hudra Yy3rapran reHoTuriapuu onaau, Cx26paru 35delG
JeNIenusAcy OYiinda ToMo- Ba rereposuroraiapuu y3 wuura oau (35delG/35delG u
WT/35delG renoruruapu). Konran Oemopiap nenerusicu, éku WT/WT Oyiinga
HEraTHB T€HOTUIUIN TypyXra KUpUTWIIHN, Ma3Kyp rypyxaa Cx26 35delG myranuscu
aHukKJaHMaraH. KeinHyanuk rypyxjap yMyMuil cxema Oyitnda Taxjiiin KUJIAHH.

35delG myranuscura OOFIHK OWIAJAPHUHT T€HETUK TH3uMu Ne3 kajBanga
oepwiran, 35delG nenenusicu acopatiiaHTaH aHaMHE3JIM TTaHMHUKC oujaiapaa 46,1%
(n=12) Ba uwHrOpwmJIaHTaH MYXHUTJA, acopaT/laHraH aHaMHe3/la WVK XoJsariapnaa
51,6% ( n=16).

35delG  gmenenmscm TAHMUKC MYXUTAArd —acopaTjiaHMaraH aHaMHE3JH
ownanapaa 15% (n=9)nu Tamkun Kuiau. bup €ku UKkuUTa ajuienapaard AeNeUsIHUHT
TOMO3UTOTAJIM TAKCUMJIAHUILIN aCOpaTIaHMAaral aHaMHe3Iu onjanapaa 31% ramkun
KWwiau, Oy upcusaT OunaH OOrMK OYnuO, acopaTiaHMaraH aHamHe3da Jefenus Kyl
XoJIaTiapa TeTepO3UTOTaI X0JIaT/aa aHUKIaHIA TOMO3UTOTAJIM TypyX OnjlaH TaKKOC
nanranga 10%, kapmm 5% manmukc myxutaa Ba 32,3 % xapumu 19,3% unOpuian
raH MyXuT/a.

3-KaaBall
Owusa xoaatura kypa Cx26 rennaaru 35delG MmyrauMsiHMHI TAKCUMJIAHU LU

AcopartiaHrad AcopariianmaraH aHamHe3
aHaMHe3, Kamn
I'ypyx | A Typ I'bTyp Il typ

a0c. % a0c. % abc. % a0c. %
35delG
135delG 8 308 3 5.0 6 194 | 17 | 145
WT/35delG 4 15,4 6 10,0 10 32,3 20 17,1
WT/WT 14 53,8 51 85,0 15 48,4 80 68,4
Kamu 26 22,2 60 51,3 31 26,5 117 | 100,0

35delG myrarnusutapu orupanirad aHamues Ownan ¢akartruHa - 14 (53.0%),
WHOpUIUHT ownamapiara - 15 (48,4%) Ba maHMUKC owWJajmapjard OFupJialiMara
anamue3 Owman - 51 (85,0%) Oomama kain >Twinu Ba ymymaH 68,4%HH TalIKu
KAJIA. DBTUOOP KUITUII KePaKKH, Oy MyTaIlUSTHUHT UYKJIUTH UPCUI TapaHTIIUKHUHT

AXTUMOJUJIMTUHU KaMauTUPMANIH.
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Hocunapoman smmtum 3auduuru OwiiaH TEKIMMUPWITAH OoJjajap Typyxuuaa
62 Oosama KacaJuIMK cab0aOm anHukiaagMmanu. Ca0abW HOAQHUK DIIUTHIIHWHT
Oy3wmummaa 4ot 31 myauudaapu (Finsterer J.2005) Cx26 reauna Oy3wnuimau 10-
37% xonnapna anukiamrad. OfuplialiMaraH oujia aHamMHe3u Owiad Oosanapnaa
anukyanrad 35delG MyTauusJapuHUHT IOKOPH VYIYIIM OTa-OHACHUJla SIIUTHUII
naToJIOTUsiCH MaBxyJ OYynmaran Oonanapna JHK-tamxucoTuHu amanra oOmupuii
3apypaTUHU OCITUIIOBYM KYIIUMYa JAIUI XUCOOIaHa/IH.

Maskyp MyTarus y4YpamdHAHT 3HT FOKOpH (OW3U OFMpJIAITaH OWJIa aHAMHE
sura sra - 12 (46,1%) OGemopma Kaim STUiaAM, OyHIa TOMO3UTOTajgap TETEPO3UTO
Tajapra HucOaTtaH nespau 2 6apobap (15%ra kapmm 31%) kym. By xonat, aBBamam
6op, ury OunaH OOFIMKKHU, OFUPJIAIITaH aHAMHE3HUHT O0Ta-OHAaJla TEHOTHIT Y3TapHuIlu
ra onu0 KeJWIIM SXTUMOJIAH XOJIM dMac, OYHUHT HaTwkacujaa 0oia MaToJNOTHK
ajuiest Ky QTIuru OWIaH oTa-OHACHIaH PELECCUB OCITHIIAPHU OJadu.

Orupnammaran owjia aHaMHe3uJa MYyTallUsUIapHUHT — y4pall —JlapakacH
dakarruna 25 (27,4%) 6onana kaitn stunau. Jleneuus Oyiinua ¢akatruHa roMO3H-
rotanap 9 (9,9%) 6emopHH, rerepo3uroranap sca — 16 (17,6%) 6emMopHU TalIKWI
ki, Mabpununr rypyxunaru 6onanap opacuna 35delG myrtanusick roMo3urora
xonaruaa - 6 (19,4%), rereposurora xonaruaa - 10 (32,3%) 6onana Ky3aTHIIN.

Mynaait kuanbd, Maskyp rypyxuagaru 16 (51,6%) Gemopnapaa MyTarusiiap
yupamu Ky3aTwigd. ONMHTaH Ma3Kyp MabiIyMOT/Jap IIYHJAH Jajoyiar OepajuKH,
OFMpJIallIMaraH aHaMHe3ra sra owianapaa uHOpuauHr 35delG myranuscMHUHT
eTaKYl OMWIHM OYynu0, WHOPUIWHTIN OwWjaliapia TeHETHK TaxXJ M YTKa3ull Y4yH
KypcaTMa XHCOOIaHA IH.

35delG Tamkapu, HCI' Ounan 25 6emopaa myHunraek GJB2 renugaru sHr kyn
yupaiurad KOHHEKCUH 26 OKCUJIM CHUHTE3WHHU OenrmnoBud 4 myrtauusiaapau [13P
tekmmpyBu yrrazuigu: 235delC, 3202+1G>A (IVSI+1G>A), 313 326dell4 Ba
358 360delGAG(p.Glul20del). Taxaun HaTwkacuaa Oup Oemopaa T'OMO3HMIOTa
xonatuaaru 3202+1G>A (IVS1+1G>A) myTanusicu aHUKJIaH/H.

['eHHUHT TMEHEHTPAHTIUTH TeH TallyBYWJIADUHUHT KaHda (OU3U TETrHIILIN
(EeHOTUTTHY aHUKJIATMHYU KypcaTtaau. Jlemak, TeHeHTpaHTJIMK KOJIraH TeHapra, €xy
MyXHTTa, €KM YJIAQpHUHT Xap HKKanacura Oormuk Oynmamu. [lynmait xuiaub, Oy
XOJIaTiap TEHHWHT KOHCTAaHT XYCYCHUSITIIApUHU 3Mac, OaJKu KOJTaH TCHJIAPHUHT
GyHKIMSUTApU Ba MYXUT Mmapoutuaarud ¢apkiapuau kypcaragu. lllynunr yuys,
TaIKHUKOTUMU3HUHT KEHUHTM OOCKUYM WUKKU albTepHatuB nonyisiusgary HHCI uu
UPCHUIUIAHUIIA TYPUHU aHUKIamgaH ubopar Oynnu. IlaHmMukc ounanap TaxXJIwiu
aH4Ya MacT HaTWXKaJIapHHU KypcaT/iu.

HMucceprauustHuar  “HocuHapoMas HeHpPOCEeHCOpP JIIUTHII 3au(IUMrHHH
peadMIUTAIIMOH Ba MNPOPUIAKTHK TAKTUKACHHU KJIMHUK acleKTJapH.
Bonanapanaru  HeilipoceHCOp  HOCHMHAPOMAJ  JIIMTHIIHMHT  3au(IUTHHU
AUMATHOCTHKACH Ba TMPOrHo3W ajropurMu” 1e6 HomiaHran 5 ©OoOuga
TEKIMUPYBHUHT MYXUM acCIeKTIapu KypcaTuiraH.

OMUTUIITHUHT CYPYHKaIH Oy3WIWINKAA JABOJAIIHUHT ACOCHA Makcaau Ta-
cairad SMmUTHIN (AOTUSITHHUHT CTabmim3arnusicu xucobnanaau. byHman Tamkapu
OupuHYM HaBOATAA CypyHKaJIN HEMPOCEHCOP SUIMTHILIHUHT 3au(uuruaa 6eMopiaapHu
WKTUMOUHN peabunurtanust Kuiaum Myxumaup. HedipoceHncop smuTuin 3auduuriuHu
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JaBOJIAIl WHIWBHUIYah EHAANIYBHUA Tajla0d KWIagu.(pyXUSATHUHT XOJIATHHH , EIIMHH
Ba KyIIMMYa KacaJUIMKJIApHU XUcoOra OJIUII Kepak).

Helipocencop smmTuin 3au(MriHd 3aMOHABUN JTAaBOJIATHUHT OMp KaHYa
yCyJUlapyd MaBKyJ, OM3 MIapTIU paBUIIa MEIUKAMEHTO3 Ba HOMEAMKAMEHTO3 40pa
tanoupiapra 6ynu6 onauk. buz MHCTEHOH mpenapaTUHUHT TabCUPH YpraHIuK, y ¥3
HaBOaTuAa acal Xyskalipanapujard MeTaboIuK *KapaCHIapHu sxiuianau. MIHcTeHoH
BeHa nuura (100 ma gusmosoruk sputMa Ba 1,0 MHCTEHOH) CTallMOHAP IIAPOMTAA
CeKMH ToMumiaad S5 KyH pnaBomuaa roOopwinu. CYHr tabneTkara YTuiaau
1 Tabnmetkaman 2 maxan 4 xadra maBommma Oepwimu. KyszaTyBma HocWHIpomal
HEHPOCEHCOp AMUTUII 3au(uurd Omnan 57 6emMop (TEKUIMPYB TypyXH) Ba IK30T€H
cababmu HeipoceHcop >t 3auduuru Omnman 64 O6eMop (TaKKOCHIAIl TYPYXH)
10 €mpan 18 émrava 6ynau, 6apyacu 2 Ba 3 mapakaiu SIIUTHINN TAcT Ooanap.

JlaBomamHUHT  3()PEKTUBIUTU AyJUOMETPUK TeKIHMpyB Ba POl Ounan
O6axomanau. 34 (53,1%) Takkocnam rypyxugaru o6emopiap Ba 20 (35,0%) rypyx
TEKIIUPYBAATWJIApJa SIIUTUIIHUHT SXIIWJIAHUIIA Ba MYJIOKOTAA TaXJIWi KWIWIIA
cyOBekTHB Oaxonanau. TakkociiaMa camapacu MIyHH KYpCAaTIUKH, SITUTUIT QYHKIUS
CUHUHT SAXIIWIAHWIIM TOHalb Oycara ayaumometpuscu 28 (43,7%) Takkociama
rypyxunaru 6onanapaa HCT 2 Ba 3 pgapakana, SIIMTUIIHUHT SXIIMJIAHUAIIN Oapya
TeKIMpWIran dvactoranapgaa 1,9 man 15,8 JI6 Hm Tamkwn Kuiad. Takkocunaril
rypyXuja KypuHapiu SXIIHIAHUIT Ky3aTUIMAIH.

HCT 4 papaxa Ba rapaHriavk OujaH XacTajaHraH Oemopiapra WHCTEHOH
KOMIUIEKC Tepanusira KUPUTWITaHJa, KIMHUK KYPCAaTKUWIAPHUHT SXIIWJIAHUIIHA
Ky3aTWJIMaJld, MycOaT JUHAMUKa CypJONeNaroruk TEKIIUPYB MabilyMoJjapHura Kypa
86% (n=55) Takkocnam rypyxuaaru oonanap Ba 84% ( n=48) TekmupyB rypyxuaarua
Oonanapja TOBYLUIApHU KaOyJnl KWIMII SXIIWJIAHIW, MOCJAIlyB XyCycHUsTIap
SIXIIWJIAHUIIN KY3aTHIIIH.

[ynpait kunuO, onmaran Hatwxkadap HHCTaa cranmapt TepanusHUHT
caMapacu3JIUTHHU Kypcatau, Oupok OyHaal Tepamus acad TU3MMHHUHT MapKa3uid
KHCMIIapUa KaOyJsl KWIMITHUHT SIXITAJIaHUIINTA TAhCUP KUJIAIH.

HomenukamenTo3 gaBo sSmuTHIN (YHKIUSCHHUHT peaOuuTaIuscura uyHai
TUPWIHINN Kepak. HelipoceHcop rapaHrivKaa SIUTUITHUHT PeaOMIUTAIMSICH WKTH
Mou# (paoyuMKHU KyTapuiira Ba xXa€T cUdATUHU SXIIUJIAIMTa WYHATTHPUIUIINA
KEepakK, SUIUTHUIIHUA MpOTE3Nall KU KOXJIeap MMIUIAHTalMs YTKa3uIlra KapaTwiral
OYNUIIY Kepak, IIYHUHTJEK ajidaTTa CypJoneaaroruk Taaoupiap xaM amaira omupu
JIUIIN KepaK.

117 GemMopa UIMTULIHYU 3JIEKTPOAKYCTUK KOPPEKLHUACH aMajra omupuino, 86
tafga (73,5%) — pakamim anmapaTiapaaH, KOJTraHJapHaH aHaJor arrmapaTiapiaH
dornananunau. 27 (23,1%) (54 Kynok) 6emopia OuHaypal SIIUTUII TPOTE3IaHUIITH
amajra OIIMPWIIN, WIrapu SIIWTUILI anmnapaTd TyTMaraH OeMopJjapHU TEKIITUPHII
HaTWXKajdapura Kypa SIIUTHIN anmapaTHHU TYTHIN HATWKacuaa Oup oujgaH CYHT
TOBYIUIAPHU KaOyJl KWJUIN SIXITWIAHAW, KaU(QUATH SXIMIUAJIAHIA, CYpAOIenaror
OWJIaH MIyFyJUIAHWUIN YIYH MOTHBAIUS MAWI0 OYIAu, STHTH OWJIMMIIApHU drajijalira
XOXUII a0 OYIau XaM/1a WK TUMOMI MOCTIATIIHII SXIITVTAH]IH.

ToBymHn KaOyn KWIWIT Ba HYTKHU PHUBOXKJIAHUIIUHU Oaxojall OTa-OHA Ba
MYyTaxacCHC — CypAOIEAaroriap Ky3aTyBllapyu OCTUAA aMaira olupuiau. by xapaén
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Ky3aTyB KyHJIQJUTU TYTUII OWJIaH aMaira OMUPHIIIH.

Hetipocencop smutum 3audauruad xupypruk gaBosamt HCT'uunr IV npapa-
acuja amajira OlMpUiIad, OYyTYHTH KyHJa XUPYPIHK JTABOJAIIHUHT SITOHA YCYJIU
KOoXJieap UMILIAHTaIus xucoOmaHaau. busnuHr tankukormapummsga III-IV napa-
xanu HHCT 6unan 17 nadap 5 €mraya 6ynran 6onanap, HHCI 6onanapaa koxieap
UMIUIAHTAIUSHU  YTKA3WIIl JaBjaT JacTypura KupuTwigd. Maskyp Oonanapia
SIIMTHIN aNMapaTUHU TakKull Taxpubacu 3-9 oiftHM, cyppomenaror OuiaH
HIYFyJJIaHUII — ypTadya 4 OWHM TalIKWi 3TAU. byHaa peadMMTauussHUHT JacTIa0Ku
3 oWwmmaék TOBYII Ky3FaTyBUWJIapuUTra HUCOATaH >KaBOO peaKIusUIapu Ky3aTHIIIH:
SIIMKKA KYHFUPOKHM YaJWHUIIM, OajnaHa dYamak Ba X.K.; Oapua yHiau xapdrapHu
naigo Oynuimu, MabiyM OWp TOBYII Ky3FaTyBUMCHTa HHcOaTaH MapTiu pediexc
cudaTtuaa mwKoOUil peakius mamo 6yiau.

Oummtui Oy3uiMIIMHU OupiaMyu NpopUIAKTUKACH KAaCaJUIMKHU pPHBOKJIA-
HUIIUHU OJJAMHU oJaau. By oruprnamran aHaMHe3NIHd owiajapra TUOOWI-TEHETHK
MaciaxaT Oepull, MOJEKYJISAp TAlIXUCOT Ba SIIMTULI MATOJOTUSICU OWJIaH TYFUJIUIL
HXTUMOJNIM OYnran OojajlapHU aHUKJIAIl y4yH TEHETHK MaclaXaTHUHU OJUIIHH Y3
nuura ojaau. Cx26 reHua MyTanusiiap aHUKJIAHTaH XOJijla TyFull Emuaaru 0apya
OWJa ab30JIapura TEHHU TEeCTiall TaBcusd dTuiagu. llaTomoruk wmyranus Ta-
IIYBYMJIAPH 3Ca XUCOOTa 0JIn0 KyHuaiau.

OmuTui Oy3WIMNUIAPUHUA HWKKUAJIAMYM NPO(UIAKTUKACH KACAJIUIMKHU 3pTa
OOoCKUWIapAa TalIXUCHAall Ba Y3 BaKTHAA JABOJAIIHM amaira OIIMPUII UMKOHHUHU
Oepaau. byHra SHIMTHUIN MAaTOJOTMSICMHU AHUKJALl YYYH SHTU TYFUJITaH YaKaJlOK
JApHU CKPUHUHTH KUpUTWIAAU. bapua TyFpyK KOMIUIEKCIapH Ba TYFPYK OYiuM
Japuia yHUBepcal ayJuoJIOTMK CKPUHUHTHU KOPUWA STUIUIIN 3IUTULI TATOJOTUICH
MaBKyJl OoJjaJlapHu aHUKJIAll UMKOHUHU Oepaau, Oy 3ca y3 BakTHWIa AaBOJIall Ba
peabmmtanusiay 3pta oouvtamad TabMunnanan. HHCT Hunr orup napaxacu Cx26
reau mytanusicu JJHK Tamxucorura tyrpunan Tyrpu kypcarma 6yiaubd xucobianaau.
HCTauHr ypTa Ba €Hrun gapakacu aHWKJIaHTaH OojamapHuHr oTa oHacura JJHK
TAIIXUCOTUHU YTKA3UII TaBCUSI KWJIMHAJIH.

VYunamuu npodunakTika 0oJiajnap Ba KaTTajlapAa KaCAITIMKHUHT 3ypaluiim EKu
ACOpPATJIAHUIINHY OJITUHH OJIUIITa KapaTUiraH.

Mynnait kunu6, Cx26 reauaaru y3rapunuiap owmian 6ornmuk HHCI 6emopmnap
7a SUIUTUIN 3au(INTUHYA PUBOKJIAHUIIMHKU OJITWHU OJUIN Ba JIIMTUII MapKasu
daomusaTuan sxmmiam yayH HHCI na mHCTEeHOH npenapaTHH KYJUIAIHA Y3 WYUra
OJIyBYM KOMIUIEKC THOOMI-peaOuINTallMOH YOpallapHU 3yIJUK OWJIaH Xamja SIIH
TULIHU MPOTE3Jall Ba KypcarManap OYVilmda SIIMTHUIIHA KOPPEKIUSUIAIIHUHAT SITOHA
yCyJiu cudaTuaa Koxjieap UMIUIAHTALUSIHY MYMKUH KaJap TE3pOK CypAOIeNaroruk
qyopajapHU aMalira OUIMPWINIIMHYU Tanad KUJaau.

TaTKUKOTUMH3 HaTHKAJapU Ba XOPWXKUK TATKUKOT Ta)xxprOaJapyHHU >Kamiad
Ou3 >mmTHII 3auIUTMHA UPCUH TTAKIUTAPUHN aHUKJIAI YUyH SIIATUIIHA OYy3WIHIIN
Oynran 6emMopiiapHu OupiiaMud TEKIIMPYBAAH YTKA3WII CXEMACHHHU WIIA0 YHKIUK.
Ma3Kyp cX€MaHUHT aCOCHI MaKCaau KACAITIMKHUHT UPCUI 3TUOJOTUACHUHH aHUKJIalll
YU4yH OHI axXaMHATIM MabIyMOTJIIApHU aHHKIAll, THOOMI-TeHeTHK MaciaxaT
Oepumina xapakarjap KeTMa-KeTJIMTHMHM KypcaTHIIgaH uobopar. Maskyp cxema
OupuHuM HaBOatna cypaoJyior mudokopiap yuyyH Mmymxamnanrad. Hocuuapoman
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SIIMTUII 3au(INTK aHWKJIaHraHaa OemopHH mry 3axoTuEK Cx26 renunu JHK-
TalIXUCOTUra HYIjam MYMKUH. bup BakTHUHT y3Maa Kaca/UIUK aHaMHE3W, OWJia
aHaMHE3U, SIIUTHUII OY3WIMIIMHUHT TaBcudu Oatadcuin ypraHuaaau, SIIUTUIT 3aud
JUTH OolIaHTaH €l aHukIaHaau. HoaHUK 3THOJOTUAIN TapaHTIMK/Ia TeHETHK TEeCT
Janl Tanad KAJIuHAIK.

[ynpait kuauo, YTkazwiran taakukorumus uHOpuauaran HHCI nerepmmuna
[USICH, SIKWH KapuHAouuiap (MaHMHUKCHUs, UMOPUIUHT)Ia UPCUN SIIUTULI 3auIIUru
HU IIAKJUIAHUIINWTAa MablIyM Japaxalard TabCUPUHU aHUKJIAIl UMKOHUHH Oepiu.
NHOpUAMHTHY MaBXYIJTUTH PEIIECCUB TeHJIap YaCTOTACHHU OIUpManan, (hakaTruHa
YAAQpPHUHT KYTPOK TOMO3UTOTAJIAIIYBUHU TAbMUHIANIH.

[IyauHT yuyH, GUKpUMHA3Ya, TAHMUKC Ba MHOPEAWHT TYpyXuaaru OoJajmapmaa
KJIMHUK Ba ayJUOJIOTUK XYCYCHUATIAPHU bTHOOPra OJIUII JIOZUMIIMTH, Ma3Kyp Ooja
JapHU JaBojlalifa MabiyM Oup Ty3aTULLIAD KUPUTWIUIIKA KEPAKIUTHHU TabMUH
naiiau. yaunraex Oy xap 6up mudokop yuyH KyJiaid Ba oWiaja UpCUil Ba OPTUPHII
ra” xaB( oMwIapua OupiaMuu 6axosail yuyH MyIDKaIaHTaH.

Hocunapomans

/ aKJIap \

AHamHe3 Cabalu HOaHUK
( \ ~~~~~~~~ ?
o e N
(I)/IIEE‘BHE DTy DmuTHII
L Ba Oy3WJINIIMHUHT Oy3UITMITMHUHT
€IIn: HyTKrava, L — Y,
HYTKIAH CYHT, ¢
KEUKH a
3apapiaHul
XapaKkTepH:
- rmact
-ypra
-XaMMacHu
N J
v /
KOHHEKCUHH 26
réHugaru MyTaiqusasHuHr FapaHrHI/IKHI/IHF
JHK-IMATHOCTHUKAcu TYPFYH OFHP
(35 delG, 235delC, Japaxacu
16/delT, 310del14)
bomka renapaaru JAUATHO3
y3rapuIIaIpHu > [TIPOT'HO3

JUAarHoCTUKacHu

Pacm 7. DIIMTHINHUHT Oy3WINIIN OWJIAaH 0eMOPHH OMPJIAMYH TeKIIHPHUILI
AJITOPUTMH
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TuOOuit reHeTUK MacIaxaTHUHT OOCKUYM KapUHIOUUIMK HUKOXH/IAa KaCAITTUKHU
f03ara KeJuIl MPOTHO3JAll XucobOsaHaau. MeHiens KOHyHHra Kypa SIIMTYBYM OTa
OHaJIap/ia pelecCcuB MyTallus TalryBuuiap, 25 % rapaur 0ona Tyruidil xaBdura sra,
50% xomnapaa OMTTa MyTallMSIHA COFJIOM Haclira OepuJIMIIM MYMKHH. DIIATHIIA
3auQ oTa OHaANapJaH COFjoM Ooyajnap TYFWIMIIK MyMKHH. ['eHoTHNTA KYypa, Oy oTa
OHAJIApHUHT 25% Haciau OuTTa HOpMasl Ba OWTTAa MYTaHT ajljie] TeHra sra Oymanu,
50% OGonanap ¢akat 6uTTa MyTaHT ajuien redra sra Oynanunap. Lllynunr yuyn Oymnap
HHCT wupcuii xaB¢ rypyxura KUpUTHIAIIN KEPakK.

XVJIOCA

1. bonamappa TyfMa SmUTUII OYy3WIMLUIAPUHM YYpall Japakacu TaKKoC
JIAHTaHJIa TapAHTJIMKHUHT HOCHUHJpOMAaJ MIAKIMHU aH4ya yYCTYHJIUTH (MOC paBHUIIIA
31,6%) anukianras, Oy axoiM Ypracuja CKPUHHUHT JAcTypjapd acocuaa HpCUi
ST 3auduurd Oyinya XaBd TYpPYXUHU MIAKIUIAHTUPHUIIHM Tajnad KWiaad Ba
TyFMa SIIATUII 3au(IMTUHUHT SIHTH XOJATJIApUHU CaMapajid OJIIUHU OJIUIIHUHT
OMpuHYM OOCKUYHU XUCOOJIaHAIH.

2. Hocunapoman HeiipoceHcop rapanr 0ynaran 6onanapaa 35delG myranusiapu
Oyiinua reHoTurmuiam Mabiaymoriaapu 35 delG myrauuscu SHIMTHIN TATOJOTHUACU
PUBOMIIAHUIIIMHUHT 2HI acocuil cababuucu sxanauruau kypcatau (31,6%), Oynna
ayTOCOM-PELIECCUB ~ MPCHUILUIAHUIIT Typu OwiaH Ma3Kyp MyTamus OVyiinya
romo3uroTanapHuur ycrynnuru (17,1%) ucoornanau. MuOpuaunr myxutuaa 35delG
MyTalUSUIAPUHUHT ~ y4paliyd jaapaxacu 15% MmaHMUKC MyXUTAArd TETUIUIH
MyTanusiiapra  Kapmu  51,6%Hu  Tamkuia  KuinO, OFUpiialiMaraH aHaMHE3JH
OWIAJIAPHU a)XpaTullia UHOPUJIMHT MYTAIlUSHUHT €TaKYd OMUJI SKAHJIMIU acociad
oepuiu.

3. Hocunapoman neiipocencop rapanrnukau 13,1% O6emopnapna kentupud
yuKkapyBun cababnapra kypa anukianrad, JekuH JIHK tamxucornan keinH
TeKIUpuiaran Oemop Oonanmapna kacawmmk 61% ra opTraHiIWrd 1Iy TEKIIAPHUII
YCYJMHUHT KaTTa axaMUusITra 3ra dKaHJIUTHHH acOCTIaiIn.

4. Hocunapomai HeWpoceHCOop dMUTHUI 3audiauru ounan 6omanapaa HeWpOCeH
COp AIIUTHINI 3aU(IUTHHUHT KIMHHUK-AyTHOJIOTHK TaBCU(U OFUP DIIUTHUII OY3WIIHIII
napuauHT (35,4 Qous xomatma — IV gapaxa Ba 17,1 dous xonatma - Kapiwk)
YCTYHJIUTH OUJIaH XapaKTepiaaHaIu.

5. DmmTun 3audaury MaBxkyJ OoJianapaa 3pTa Tamxuciail aaropurmuaa Cx26
TE€HUJard MYyTallusl TallyBUMJIMKHU Ba TEpUHATAl J1aBp XaB(] OMUIUIApUHU Xamjia
uHropuauaran HHCT puBokiiaHuIMra TabCUpUHA XUcoOTra OJIMII Kepak.

6. HHCI'ma 35delGHUHr TEeHETMK MyTalUSICUHU aHUKJIAHUIIM camMapayu
SIIUTHUIIHU TIpoTe3am Ba kKoxseap umiuiant (KUW) yuyn kypcatma Oyna onaau Ba
peabwimmTanuss  KYpPCAaTKUWIApUHU  (DIIMTHINHKA  KaOynl — KWIMII — Xamja
takommwnamrupuinga) 1 vungan cyar KW ga 100 dbous, npoTtesnamiman KeWuH dca
86,4 dhowmsra sxmmmmanu.
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BBE/IEHUE (aHHOTALMS AOKTOPCKOM JUCCEPTALMHI)

AKTYaJIbHOCTb M BOCTPeOOBAHHOCTH TeMbl auccepraumu. [lo maHHBIM
BcemupHOl OopraHusanuu 37paBoOXpaHeHUs 7% HACEICHUs CTpalaeT HApyLICHHUEM
ciyxoBoil ¢yukiuu. B CIIA BblisiBIeHO HapymieHue ciayxa y 6,7% HaceleHus.
Bpoxknennas Tyroyxoctb — OJHO U3 4YacThiX 3a0ojeBaHUM  4YelloBeKa,
peructpupyemoe B cpeHeM ¢ yacTotoit 1:1000 HOBOPOKIECHHBIX IETEM.

Cuauraercs, uyto ot 22 po 50% ciyyaeB BpOXKIECHHOH TYrOyXOCTH,
pa3BUBAIOIIEHCA €lle B paHHEM JIETCKOM BO3pacTe, OOYCIOBJIEHO T'€HETUYECKUMHU
npuunHaMu. IIpu stoM okono 75% W3 HUX NPOSBISAETCS HECUHAPOMAIbHBIMU
HapylIeHUsIMUA cliyxa. [Ipy HacieICcTBEHHON NPEeApACHOIOKEHHOCTH BEPOATHOCTD
3a00JIeBaHUs HEUPOCEHCOPHOM TYroyxocThlo Bo3pactaer B 15-20 pa3. Yacrora
MOpak€HUsl OpraHa ciiyxa, CBSI3aHHOI'O ¢ SMOPHOJIOTHYECKUMU, TCHETUYECKUMU UITH
BPOXKJACHHBIMU MIpUYUHAMHU, cocTaBisieT 7—10% oT oO1iiero unciia HOBOPOXKICHHBIX.

[locne mnpuOOpeTeHHs] HE3aBUCMMOCTH B Hallled CTpaHe, B IMpolecce
MpeoOpa3oBaHUsl CHUCTEMBI 3/IPaBOOXPAHECHUS, OXpaHE MATEPUHCTBA M JIETCTBA
yaensieTcs eie 0oJibliiee BHUMaHue. B pesynbrare oCyIecTBIIEMbIX TPOTPaMMHBIX
Mep, 3a TOJIbl HE3aBUCHUMOCTH JOCTUTHYTHI BECOMBIC YCNEXH B JeJie OKa3aHUs
KaueCTBEHHOW MEIUIIMHCKOW YCIYTY HACEIICHUIO.

BaxxHo oTrmeTuTh, 4YTO BpOXACHHAs HeHpoceHcopHas Tyroyxocts (HCT)
ABJISIETCSI HE TOJBKO MEIUIIMHCKOW, HO M COIMAJIIbHOM MpPOOJIeMOil BO BCEM MHUDE.
OnnuMm 13 HamOoJiee aKTyalbHBIX BOMPOCOB COBPEMEHHON OTOPWHOJIAPUHTOJIOTUU
SABJISIETCA COBEPILICHCTBOBAHHE METOJOB PAHHEN AUArHOCTUKH M MPOTHO3UPOBAHUS
HEHUPOCEH COPHOU TYTOYXOCTH Y JAETEH.

CBoeBpeMeHHasi JUAarHOCTUKA MPUYUH TYTOYXOCTH, BBISBJICHHE T'€HETUYECKOU
CUTYyallMU, TPOTHO3 POXKIACHUS 3I0POBOTO peOCHKA U TaKTHKA BEJICHUS TaKUX CEMEH
SIBJISIETCS BaXKHBIM MOMEHTOM (POPMUPOBAHUS 3/I0PO BOTO MOKOJICHUSI HE TOJBKO JIJIsI
CEMbH B OT/ICJIBHOCTH, HO U B LIEJIOM JIJIsl TOCYIapCTBA.

Hacrosimee  auccepTallMOHHOE  HCCIEAOBaHUE  COOTBETCTBYET — 3ajJlaya,
NPUHATBHIX B ['OCyJapCTBEHHBIX MporpamMmax U mnoctaHoBieHusix IIpe3uaeHta
PecniyOnuku Y36ekucran «I o TapMOHUYHO Pa3BUTOIO MOKOJICHUS» OT 27 sHBaps
2010 roma Ne 1271, «O TrOCYZapCTBEHHOM NpOrpaMMe€ pPAHHETO BBISBICHUS
BPOXKJICHHBIX W HACJICICTBEHHBIX 3a00JICBaHUN IS TPEAYNPEKIACHUS POXKICHUS
MHBaJMIOB ¢ JeTcTBa Ha nepuo 2013—-2017 rogwsi» ot 12 mapta 2013 roma Ne 1235,
«T'om 3mopoBoro pebenka» ot 19 ¢espans 2014 roma Ne 2133, «l'om 3mopoBoi
Martepu u pedenka» ot 9 deBpans 2016 roga Ne 2487.

CooTBeTcTBHE MCCJIEIOBAHUS ¢ NMPHOPUTETHHIMHM HANPABJICHUSAMH Pa3BH
THSI HAYKH M TEXHOJIOTHHl pecnyOguku. [[aHHOE HCCIeOBAaHHUE BBIMOJHEHO B
COOTBETCTBUM TPUOPUTETHOTO HAIMPABJICHUS Pa3BUTUS HAYKW U TEXHOJOTHH
pecniyonmuku-VI. «Meguumaa u  dapmakosiorus» B pamkax mpoekra [IITH-
10 «Oxpana 310pOBbsl HACEJICHUS 3a CUET pa3pabOTKU HOBBIX TEXHOJIOTMI U METOJIOB
JTUArHOCTUKH, JICYeHU S, MPOPUIAKTUKH 3200JIEBAHUIN.

O030p 3apy0e:KHBIX HAYYHBIX MCCJIEIOBAHUI MO TeMe JAMCCEPTALUM.
HayuHo-uccnenoBarenbckue pabOThl, HalpaBJICHHbIE HA HKOJIOTMYECKUE, KIMHUKO-
MMMYHOJIOTHYECKHUE, HACJICICTBEHHBIE (DAaKTOPBI YIPO3bl PA3BUTHS HEHPOCEHCOPHOM
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TYTOyXOCTH, MEXaHU3Mbl IMATOTCHETHYECKOTO pa3BUTHs 3a00J€BaHUS, a TaKKe
JTUArHOCTUPOBAHUS, JICUCHUS M TPEAYyNPEeKICeHUS 1TOM OO0JIe3HH, TPOBOJISATCS B
BEYIIMX HAYYHBIX IIEHTPAX M BBICIIUX 00pPa30BATENbHBIX YUPEKICHUSX MUPA, B TOM
guciae B Seoul National University u College of Medicine (FOxunas Kopes),
University of Cambridge (Aurmus), University of Melbourne (Aectpamnus), Erasmus
MC-Sophia Children’s Hospital (Rotterdam, Hunepnanasi), St.Francis Hospital and
Medical Center (Hartford, CIIA), Poccuiickuii Hay4HO-UCCIEI0BATEIbCKUI
WHCTUTYT yXa, Topia, Hoca u peun (Poccust), TamkeHTckass MEAUIIMHCKAS aKaJIeMHUsI
Y HAay4HO uccienoBarenbckuii HHCTUTYT lleauatpun (Y30ekucran).

B Xxonxe nMarHoCTUpOBAHUS W JICUCHUST HECUHIAPOMAIIBHOW HEWPOCEHCOPHOU
TYTOYXOCTH, a TaKXe HM3YYCHHS TNPOBEICHHBIX HCCIEAOBAHUN B MHUPE TO OSTOM
npo0seme, MOoIyUYeHbl CAEAYIOIINE HAyYHbIE PE3YyJIbTaThl, B TOM YHUCIE. OMPENEIICHBI
UACHTU(GUKAITMS HEKOTOPBIX TEHOB OTBEUAMOIIME HA pPa3BUTHE BPOKICHHOM
natosniorun yxa (Seoul National University, College of Medicine, HOxnas Kopes);
000CHOBaHBI pe3ybTaThl YHUBEPCAIBHOTO CKPUHHHIA HOBOPOXKICHHBIX, MMOKA3aJH,
YTO OHA YBEJIMYMBAETCS K BO3pacty 9 JeT, mpuyeM ypOBEHb HApyIICHUH ciyxa
oKasaJicsl BBIIIIE B JIBa pa3a y jgered muammero Bo3pacta (University of Cambridge,
AHIIHS); .ONpeACNICHbl MOKa3aTeId TYTOYXOCTH Cpeau JETeH sICENIbHOro BO3pacTa
kotopble coctaBuiau 0,64 na 1000, To cpenu aeren aeTckux caaoB - 1,54, a cpenu
IIKOJILHUKOB B Bo3pacte 7-14 net - 2,75 (Erasmus MC-Sophia Children’s Hospital,
Rotterdam, Hunepansr).

B Hacrosimee Bpemsi B MHUPOBOM MacIiTa0e MO JUArHOCTHPOBAHUIO, JICUCHHUIO,
3¢ deKTUBHON NPOPUIAKTUKE 3TOW OOJIE3HU BEyTCS HAYYHBIE UCCIEAOBAHUS IO PSy
MIPUOPUTETHBIX HAMpaBJICHUI, B TOM YHCie. 000CHOBAH CBSI3b DK30TC€HHOTO (hakTopa C
HacneAcTBeHHbIM (pakTopoM mpuBoasmme kK HCT; pa3paboran Meton paHHel
JTMArHOCTUKA #  JI(PQPEKTHUBHON JICUCHUH  TPU TIOMOIIM CIYXOBBIX TECTOB M
reHetnyeckux TectoB A1555G murtoxonapuanpHoro reHa 12S p-PHK mpu stom
3a00JICBaHUU; WCTIONB30BaTh B MPAKTUKE T€H TEPAIMIO0 B MATOTEHETUYECKOM JICUCHUH
001e3H1; J0Ka3aHOo Y(HPEKTUBHOCTH CITYyXONPOTE3UPOBAHUS B JICHCHUU ITOM MATOJIOTHH

Crenenbr wu3ydyeHHocTH mnpoOsembl. [lo manmaeiM  Green E. (2003)
HECHUHIPOMAJIbHOM (hOpMON HEHPOCEHCOPHOM TYTOYXOCTHU CUYUTACTCS U30JIUPOBAHHAS
MATOJIOTHS, KOTOpas epeaaeTCsl TCHETUYECKH, YTO XapaKTePHO MPU CUHAPOMATHHBIX
dopmax (curmpom VYimepa; cuHapom Ausnopta u T.1.). Ben Said M. (2006)
YKa3bIBaCT HAa BAXKHYIO POJIb TCHETHYECKUX (PakTopoB B (HOPMHUPOBAHMH HEUPO
ceHcopHoit Tyroyxoctu. Kocsko C.A. (2012) ykazam, 49To ycrnexu B ITOM
HaIIPaBJICHUU OIPEICISIIOT CBOSBPEMEHHOCTh TOCTAHOBKHM JIMAarHO3a, 4YTO B CBOIO
ouepenib, OyIeT ONPENeATh TAKTUKY BEJACHHUS TaKUX OOIbHBIX.

[To pesynpTaTram ucciaegoBaHuii psaa aBTopoB (Xomkaera K.A., 2005; Xakumon
AM., Ilomaxmano V.II., HcmaroB X.X., 2005) B OTHETBHBIX peruoHax
V30ekucTtaHa BCTPEYaeMOCTh HMHOpPETHBIX OpakoB TMpU  TE€HUOJOTHYECKOM
MCCJICIOBAHUH CPEJIH JIUIT Y30€KCKOM HAITMOHAIBHOCTH cocTaBisieT oT 9,7 no 13,2%.

OT0 0cOOEHHO aKTyaJbHO Ui Halleill pecnyOiuKu, Te B CHIIy HAllMOHATbHBIX
OoObIYa€B W TPAAUIINNA, COIUATHLHO-3KOHOMUYECKUX MPUYMH, a TaKXKe Treorpaduiec
KHX yCIIOBUM, NHOpEIHbIE Opaku y KOPEHHOTO Hapoja SIBJISIOTCS TOBOJIBHO YacThIM
SIBJICHHEM.
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CrneunanbHble HCCIEAOBAaHUS, IOCBSIICHHBIE HW3YYEHUIO T'€HOB-KaHIUIATOB
Bo3HukHOBeHUs1 HCT, B Poccuu (Mapxosa T.I'. 2005), YV mauueHTOB ¢ KIMHUYECKU
JTUArHOCTUPOBaHHBIM cuHApoMoM Tpuuepa Kommunza-OpaHueckeTTu ObUT MPOBEACH
nouck wmyrtanuii B reHe [COF1, BeisgBICHA paHee HE OINMCAaHHAs MyTalus B
reTepO3UroTHOM cOCTOSIHUM B 23 sk30HE (3635C>G) u 000CHOBAHO €ro poJib B
pa3BUTHM 3TOro 3aboJjieBaHMs. B Hacrosiiee BpeMs HAKAIUIMBAIOTCS CBEIACHUS O
BaXXHOU poiu reHetudeckux (aktopoB GopmupoBanun HCT, Tak kak uccienoBanue
TF€HETUYECKON CTOPOHBI 3TOT0 BOMPOCA JAET BO3MOXHOCTb BBISIBUTH TYTOYXOCTb 110
(GyHKIIMOHATBHBIX HAPYIIEHUH OpraHa ciyxa.

Jlo cux nop onHoi n3 ocHoBHbIX npuunH HCT B pecnyOnuke sBisieTCs BCTYI
JeHue B Opak KPOBHBIX POJICTBEHHHKOB (MHOPHUIIMHT), YTO CO3JAET JOTOIHH
TEJIbHYI0 HEOOXOJIMMOCTh JJI UCCJEIOBAHUS BIIMSAHUS F€HETUYECKUX (PAKTOPOB Ha
Pa3BUTHE TYTOYXOCTH.

CBsi3p TeMBbI JHMCCEPTALlMM € HAYYHO-HCCJIEAOBATENbCKMMH padoTamu
BbICIIET0 00pa30BATEJBbHOI0 YYPEXKIACHHS, IAe¢ BbINOJHEHA HCCEPTALUA.
JluccepTallMOHHOE HCCIEAOBAaHUE BBIIIOJIHEHO B COOTBETCTBUM C IIJIAHOM HAay4HO-
uccienoBarenbckux padbor CamapkaHACKOTO MEAMIIMHCKOTO WMHCTHUTYTa B paMKax
TeMbl: «IloMCK HOBBIX IMyTel MOBBIIEHUS YPHEKTUBHOCTH TUATHOCTUKH, JICUCHUS U
peadbIMTaluy PalMOHANIBHBIX CIIOCO00B NMpoduIaKkTUKK 3a00ieBaHuil yxa». Pabora
BBITIOJIHEHA B paMKax ()MHAHCUPOBAaHUS TpaHTa, BblAeTIeHHOro MunzapaBoMm PY3
Hay4HO-TIpUKIagHOMy mpoekTy AECC-3 «Pa3paboTka TecT-CHCTEM il PaHHEro
BBISIBJICHUS HACJIEICTBEHHBIX HECHHIPOMAJIbHBIX HEWPOCEHCOPHBIX HAPYILIECHHUH
ciyxa y gereity» (20092013 rr.).

Heabo uccienoBanus sBIsIETCS 000CHOBaHHUE CBA3b ¢ MyTauuen rea Cx26
C HACNEJCTBEHHOCThIO HECHUHAPOMAIBbHBIX (OPM HEHPOCEHCOPHOW TYrOyXOCTH Y
JeTel 1 ONTUMU3UPOBAHUE €T0 JICUEHUS

3apaum uccjie10BaHUA:

MpOaHaIU3UpPOBaTh BCcTpeuaeMocTh W mnpuunHbl pazsutuss HHCT y gereit c
HEUPOCEHCOPHOM TYTOYXOCTHIO;

M3YYUTh YacCTOTYy W XapaKTep MYyTallMil B I'€HEe KOHHEKCHHA 26 W BIUSHUE
uHOpuaunra Ha pazsutue HHCT,;

U3Y4YUTh OCOOEHHOCTH KIMHUYECKOTO TE€YEHHS HEMPOCEHCOPHOM TYroyxoCTH y
nerert ¢ HHCT;

BBISIBUTh OCOOEHHOCTH ayJIMOJIOTHYECKON XapaKTEepUCTUKU HEWPOCEHCOPHOM
tyroyxoctu y nereii ¢ HHCT;

pa3zpaboTarh aaropuT™M 00CIIeJOBAaHUS M MPOTHO3UPOBAHUS HECUHAPOMATbHBIX
HapyIlIEHUH CiIyxa Ha OCHOBE pEe3YyJbTaTOB AayJUOJIOTMUYECKOTO U MOJIEKYJISPHO-
reHernyeckoro oociaenosanus nerer ¢ HHCT;

pa3paboTarh MOKa3aHUsl K TEHETUYECKOMY MCCIIEIOBAHUIO U ONPEIeTICHUS TPy
pucka aereit c HHCT.

O0bexToM ucciaeaoBanus sBisitorcs 504 o06cien0BaHHOTO peOeHKa U3 TITKOJIbI-
WHTEpHATa JUIs CJIa0OCHBIIAIIMX W TIyXux aereil, 117 rocmuTanm3upoBaHHBIX
o6onpubIX gereir ¢ HHCT B JIOP otnenennn OMJIMI] Camapkanackoit o0mactu u
100 3n0poBBIX UL (M3 HUX 26 poauTenel u 84 neteil).
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IIpeamer ucciaenoBaHusi OONbHBIE JETH C JAMArHO30M HEUPOCEHCOpPHAs TYro
YXOCTh C HECHMHIPOMAJbHBIM HapylIeHHUEM ciiyxa U nepudepuueckas BEHO3Has
KpPOBb.

Metoabpl ucciaenoBanuii. Knuanueckoe uccnenosanue aereii ¢ HCT, ankeru
poBaHue, MeaukKo-reHerndyeckoe ucciuenoBanue aereit ¢ HCT, ayamono ruueckoe
uccinenoanue gerer ¢ HCT (ayamomerpusa, KCBII, OAD), wmonekynsipHo-
reHetnueckoe ucciaegoBanue gerer ¢ HHCT  (ITLIP, cexBeHupoBaHue),
CTaTUCTUYECKUE UCCIICTOBAHMS.

Hay4yHasi HOBU3HA MCCJIEIOBAHUA 3aKJII0YAETCS B CIEIYIOIIEM:

ONpEJENeHa YacTOTa BCTPEYAEMOCTH KIMHUKO-TEHETUYECKHX OCOOEHHOCTEH
HHCT u nambonee 3HaunMble (HaKTOpBI pHCKa CHOCOOCTBYIOIINE (POPMHUPOBAHUIO
HapylIeHUH CIyXa y AeTEH;

000CHOBaHBI CBSI3b MEXJY CTENEHbIO CllyXa, NEPUOJOM BO3HUKHOBEHHS
3a00JIeBaHUsl U CIIEKTPOM MYTAllMOHHBIX NOBpexaAeHUN reHa Cx26 mnpu pa3BUTHH
tsbkectu HHCT y nerei;

noka3zaHo yactoTa myrtauuu 35delG B cpene MHOpUIMHIA cOCTaBUIa HPOTHB
COOTBETCTBYIOILIEH MyTallUd B IAaHMUKCHOM Cpele U ONpEAeIMB HHOPHUIUHT
BEIyLIUM (aKTOPOM MYTaIH B BBIOOPKE CEMEN C HEOTTOIIEHHBIM aHAMHE30M;

00OCHOBaHO HEOOXOJMMOCTb BBIJEIECHHUA TIPyol B BHUAE OTAEIbHBIX
HA30JIOTMYECKUX (POpPM JUIsl paHHETO AMATHOCTUPOBAHUSA U ONTHUMAJIBHOTO JICUEHUS
TE€HETUYECKHU TETEPOr€HHON HECHHIPOMAJIbHON HEUPOCEHCOPHOU TYTOYXOCTH.

IIpakTHyeckue pe3yabTaThbl HCCACA0BAHMS 3aK/II0YAIOTCS B CJIeIYIOLIeM:

pa3zpaboTaHa mporpaMma Juisi paHHEl JUarHOCTUKHU U BBIOOpA TAKTUKH JICUCHUS
y OOJIBHBIX AETEN C HECUHIPOMAJIbHOM HEHPOCEHCOPHOU TYrOyXOCThIO;

ONPEAEIICHO Y CIBIIAIINAX POAUTENIEH C HECYILIUM PELIECCUBHBIN T'eH MOTYT 25%
pomuthest netu ¢ HHCT u 50% 310poBbIe 1€TH HOCUTENW MYTAHTHOTO aJUIEJsl TEHOB;

IOPENJIOKEHA CHCTEMA JUI CO3/IaHHs PErHOHAIIBHOTO PErMCTpa IAlUEHTOB C
HACJIEICTBEHHBIMU HAPYIICHUSAMU CIIyXa, YTO MO3BOJIMT IPOBOJIUTH MOHUTOPHHT YK€
3apErUCTPUPOBAHHBIX CEMEW C  HACIEACTBEHHOM TYrOyXOCTBbIO, a TaKKe
MPOPIIAKTUIECKUE U PEaOUTUTAITMOHHBIE MEPOTIPUSITHS,

JI0Ka3aHO HEOOXOJIMMOCTh B3aUMOJICHCTBUS CYp/AOJIOrOB U Bpauel-TeHETUKOB B
JAMArHOCTUKE U MPOTHO3UPOBAHUH HACIIEACTBEHHBIX (DOPM HapyIICHUH CIyXa;

pazpaboTaHbl W BHEIPEHbI B TMPAKTUKY aQJITOPUTM HCCIEIOBAaHUS U
ITPOTHO3UPOBAHUS ACIOIMK BO3MOXHOCTh YMEHIIEHUIO YaCTOTY BCTPEYAEMOCTH B
CIEAYIOIIEM IOKOJICHHHM, a TaK € PAaHHEro JUAarHOCTUPOBAHUS W ONTHMM3ALNU
neuyenus npu HHCT.

JIOCTOBEPHOCTH Pe3yJibTATOB HCCJIEI0BAHHUA PA3bACHIETCS OOBEKTUBHBIMU
KIIMHUYECKUMH, ayJUOJIOTUYECKUMU, MOJIEKYJSIPHO-TEHETUUYECKUMH  aHAJIM3aMH,
CTATUCTUYECKUMU METOAAMHU, U JOCTATOYHOM CTENEHU KOJTUYECTBOM OOJIbHBIX.

HayuyHnasi m npakTH4yecKasi 3HAYMMOCTD Pe3yJIbTATOB HCCJIeI0BAHUSA.

C Hay4yHO TOUKH 3peHHs] 000CHOBaHA TEOPETHUYECKask 3HAUMMOCTb IMOTYyYEHHBIX
pE3yNbTATOB UCCIEAOBAHUS, BBIBOJIBI U MPEMJIOKEHUS BHOCIT CYLIECTBEHHBIN BKJIAJ
B HM3yu€HHE KIMHUKO-TeHeTndyeckux ocobennocter HCT, mno3Bomstomnme
aunarnoctupoBath HHCT B pannue cpoku 3aboneBaHusl, IPOBOJANUTH KOOPIUHAIUIO C

HCJIbKO OCYHICCTBJICHUA IMPOTHO3MPOBAHUA HACICACTBCHHOCTH ATOH IIaToOJIOTUH, 4YTO
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MO3BOJIUT CHU3UTh X YACTOTY U MHBAIUIU3AIHIO.

[IpakTHueckass 3HAYUMOCTb HWCCICOOBAaHMS 3AKIIOYAETCS B YIY4YLICHHUH
MUArHOCTUKHU U JeueHHs1 00JbHBIX aerer ¢ HaciencrBeHHoii HHCT, uro mo3BoiuT
noso0paTh ONTUMANBLHBIN METOM JiedeHUsl. MOJIEKYJISIpHBIN JAMAarHo3 O4YeHb Ba)KEH
JUISL KITMHUYECKOW JUarHOCTUKH, BbIOOpa Metoaa peadbunuranuu. detu ¢ HHCT mpu
myTanusax B rene Cx26 oTIMUYaloTCsl HOpMaJIbHOM (PYHKI[MEH MO3ra U MpeKpacHbIM
Pa3BUTHEM PEUU B MPOLIECCE UCTIOJIBb30BAHUS KOXJIEAPHOIO UMIUIAHTA.

BHeapenne pe3yibTaToB HCCIEI0BAHMS.

Pa3paboTaHHblil aJITOpUTM 711 paHHEW HMArHOCTKA WU MOHUTOPHHI JICUEHHUS, a
TaKke MPOTHO3UPOBAHMS BHEJAPEHBI B MPAKTUKY 37pPaBOOXPAHCHHS, B TOM UHCIIE,
KIMHUKH CamMapKaHJICKOTO MEAUIIMHCKOTO MHCTUTYTa, CaMapKaHJCKOro 00JIaCTHOTO
MHOTOIPO(PUIBHOTO MEAMIMHCKOTO LEeHTpa, a Takke OO0MacTHOro JeTCKOro
MHoromnpoguibHoro mneHtpa CamapkaHJICcKoW oOmactu (crnpaBka MuHucCTEpCTBa
3apaBooxpaneHust PecriyOnuku Y30ekucran ot 13 ampens 2016 roga Ne 8-H-3/54).
Oddekt BbIpaxkaics B COKpalIEHUU MPOAOTKUTEIBHOCTH MpeObIBaHUSI O0JIHHOTO B
CTallMOHApe, CHUKEHUHU 3aTpaT Ha MEIUKAMEHTHI, OIUIaTy IEHCUU 32 WHBAJIUIHOCTD,
cokparnienue nepuoaa peadunuranuu gereii ¢ HHCT. Onpenenenne reHetudeckoit
mytranun 35delG  sBasercs mokaszaHueM K HeoOXoguMocTH () PEKTHBHOTO
CIIyXONPOTE3UPOBAHUSI M KOXJICAPHOM MMIUIAHTALMM KOTOpAs YJIy4YIIAFOIIAeT
MoKa3aTellb peadInTaluu

AnpoGauus  pe3yJibTATOB  MCCJIeA0BaHUAA. Pe3ynbTaTel  HCCIENOBaHUSA
M3JI0KEHBI B BHJIE JICKIIMU W TIPOILIN anpoOamuio Ha 8 MeXTyHApOIHBIX KOH(pEpEeH
musx, B Tom unciie 20-th IFOS World Congress Innovation and Integration in ORL-
HNS (Kopes, 2013); XVII cwve3n oropunonapunronoros Poccun (Poccus, 2012);
MEXJIyHApOaHasi Hay4yHO-TipakThyeckass KoHdepeHuus «HoBbie TeXHOIOTHH B
otopuHosapuHroiorun» (Poccusi, 2014); HayuHO-mpakThyeckas KOH(epeHUus
«AKTyallbHBIE BONPOCH oTopuHodapunronorun» (Tamkuxucran, 2012); mepsoe
3acenanue EBpomeiickoil paboueli Tpynmbl O HACIEACTBEHHBIM HAPYIICHUSIM CITyXa
(Uexus, 2010); IV International Congress on «Contemporary Challenges of
Otorhinolaryngology» (Kazaxcran, 2014) u Ha 8 pecnyOJMKaHCKHX Hay4dHO-
MpakTUYecKuX KoHgepeHusix, B ToMm uyucie |l cbe3g oTropuHOIAPUHTOIOTOB
V3o6ekucrana (Tamkent, 2010, 2015); HayuHO-TIpakTHYecKas KOH(EPEHIMS s
MOJIOJIBIX YUYEHBbIX-0TOpuHOMapuHronoroB (Camapkanm, 2008, 2010, 2014), a Takxke
Ha HaydyHOM cemuHape ripu Hayunowm coBere 16.07.2013.Tib.17.01 (TamkenT, 2016).

Ony0/MKOBaHHOCTHL pe3yJbTaToB. [lo Teme nauccepTanuu OMyOIUKOBAHBI
Bcero 40 Hay4yHbIX paOOT, B TOM yHcie 16 B pecnyOIMKaHCKUX U 6 B 3apyOeixHBIX
KypHajlaX, PEKOMEHJOBAHHBIX Briciieil arrecTalMoHHOW Komuccueil PecnyOnuku
V30ekucrtan JUIsi  TyOJWKAllMM OCHOBHBIX HAy4YHBIX PE3YyJIbTaTOB JTOKTOPCKHUX
JIACCEPTALIUM.

Ctpykrypa m o0bem auccepramuu. CTpyKTypa [IHUCCEPTALUA COCTOUT U3
BBEJICHUS, MSATH TJIaB, 3aKJIOUYEHUs, CIUCKA KCIOJIb30BAHHOW JIUTEpaTyphl,
npunoxkennid. O0vem aucceptanuu coctapnsieT 181 crpanuily Tekcra.
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OCHOBHOE COIEP KAHUE IUCCEPTALINU

Bo BBeaeHum o0O0OCHOBaHBI AaKTyaJbHOCTh U BOCTPEOOBAaHHOCTH TEMBI
JTUCCepTalluK, ONpPEAeNICHbl IeJb M 3a7adyd, a TakkKe OOBEKT U TNpeaMeT
MCCIICIOBAHUSI, YKa3aHO COOTBETCTBUE UCCIICIOBAHUN TPUOPUTETHBHIM HAINIPABICHUSIM
pa3BUTUS HAayKH W TexHoJoruil PecnyOmuku Y30ekucTaH, a TakKe pacKpbIBaeTCs
Hay4yHasi HOBHW3HA, TNPUBOISTCA IPAKTUUECKHUE PE3YJbTaThl  MCCIEIOBAHUS,
000CHOBaHAa JIOCTOBEPHOCTh pPE3YyJbTAaTOB, YKAa3bIBACTCS HUX TEOPETUUYECKOE U
MPAKTUYECKOE 3HAYCHHE, aKT BHEJPEHUS pEe3yJbTaTOB Ha TMPAKTUKE, CTEICHb
o0BsBIICHHOCTH, WH(MOpMaIuss 00 OmyOJMKOBAHHBIX TpyJdaX U  CTPYKType
JTACCEPTALH.

B nepBoil rnaBe — «INMHMAEMHOJIOTHS, ITHOJOTHYECKAsA CTPYKTypa, pPoJib
HacJeJCTBEHHbIX (aKTOpPOB, COBpeMEHHbIE MOAX0bI, ayAHOJOTHYECKHE HCCIIe
JOBAHUS TPH O0TOOpe MAIMEHTOB HA KOXJIEAPHYI0 HMMIUIAHTAIIMIO» OTPAXKECH
0030p TUTEPATYyPhI COCTOSIIUMN U3 ISITH MOATIIAaB, B KOTOPBIX MPUBOJATCS CBEJICHHS O
coBpeMeHHOM coctossHnu mnpoonembl HCT, Bxirouas omucaHWe STHOJOTHH,
MaTOreHe3a, JICUCHUS U OCJIOXKHEHUM, 3HAYEHHE B OTOPUHOJIAPUHIOJIOTHYECKOU
MPaKTHKE, a TaAK)KE€ TEPMUHOJOTHH M KJacCU(UKAIIUA TAaHHOW MaTOJIOTHHU. Y Ka3aHbI
TUCKyTaOelbHBIC U HEPEIICHHBIC BOMPOCHI, TPEOYIOIINE TaIbHEUIINX pa3padoToK.

Bo Bropor r1imaBe — «Marepuaa um MeTroabl HccJaegoBaHus. MeToabl
ayJHOJIOTUYECKUX UccaenoBaHuii. MoJeKyJISIpHO-TeHETHYEeCKOe UCCIed0BAHNE
JaHa o01Ias XxapakTepUCTHKa KIMHUYECKOr0 MaTepuasia, METOAbl ayIHuO0JIOTUUECKUX
1 MEIUKO-TEHETUYECKHX HMCCIICTOBAaHMIM.

[IpuBenensl nanubie uccaenoBanus 504 nerer B Bo3pacTe OT 3 MecsueB 10 18
net, u3 Hux 105 — oOcegoBaHHbIe U3 MIKOJIbI-UHTEpHATa Ne 61 m1st cimabocblaniux
nerei, 285 — U3 MIKOJIbI IS Ca0OoCIbIIaX 1 TIyxux aetei, 114 — 6onabHbIE 1eTH,
rocnuTaau3upoBandeie B oTaeiaeHun JIOP OMJIMIL Camapkaniackoil o0macT.
Takxe NpPOBEICHO AHKETUPOBAHUE POJIUTENEH JETE€W C BBISBICHHONW HECHHAPO
MaJIbHOM HelpoceHcopHol Tyroyxoctbio (HHCT).

Cpenun o0cienoBaHHbBIX JETEH C HEMPOCEHCOPHBIMHU HAPYIICHUSIMHU ciiyxa 292
(57,9%) wmanpuukoB u 212 (42,1%) neBoyek, T.e. YCTAHOBIEHO SIBHOE
MpEeBAIMPOBAHME JIUI] MY>KCKOTO nona (mpu P<0,001).

B Manb41ku

B [leBo4ku

/

[

Puc. 1. Pacnpenesienune oocaenoBannbix aereil ¢ HCT mo mosnoBoii
NMPUHAJIEKHOCTH
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Pacnipenenenue aereld mo BO3pacTy BBISBHIIO SBHOE MPEBATUPOBAHUE JETEH B
CTapIINX BO3PACTHBIX IPyMIax oT 5 10 16 JeT, 9TO COCTaBWIIO B KAXKIOW W3 TPYII
okomo 20%, 3T0, B MEpPBYIO OYepeib, CBA3aHO C TMO3JHEH NUArHOCTUKON HEHpOCeH
COpPHOM TYroyxoCTH, B BUAY Yy3KOH pacrmpoCTpaHEHHOCTH OOBEKTHBHBIX METOJIOB
JTMArHOCTUKH TATOJIOTHUH CITyXa B PECITyOJIMKE U CIOKHOCTBIO JUATHOCTHKH B TPYIII
nax geteir 1o 7 net. [Ipu 3TOM HEKOTOpOoe yBENWYCHHE B BO3PACTHBIX rpymmax 1-3
net (8,1%) u 3-5 net (11,7%) cBUAETENBCTBYET, YTO B MOCJIEIHUE TOBl HAMETUIICS
Mporpecc B IUIaHe paHHEH AUarHOCTUKU MATOJIOTHH CITyXa.

B pe3synbrate nepBuuHoro oocnenoBanus BoisiBiieHO 200 (39,7%) rmyxux netei,
213 (42,3%) — c tyroyxocteio |V cremenn, a ocrampabie 91 (18,1%) — ¢
tyroyxocteto |1l crenenu.

i e
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Puc. 2. Pacnipenesienne o00cj1e10BaHHBIX jJeTel 10 creneHu Tsikectu HCT

[Tocne cObopa aHamHe3a M KJIMHUYECKOTO HCCIEAOBAaHUS OOJBHBIX MPOBEIECH
aHanu3 npuunH pa3sutus HCT.

OTHONOTMYEeCKUN (PaKTOp, CIYKUBIIMK NPUYMHON HApyUWIEHUH ciyxa, MpU
coope anamHe3a B oOcnemoBanuu 504 nereit, Bxkimouan: y 15 (2,9%) nereit —
BpOXJIeHHBbIC TmOpoku passutus, 47 (9,3%) — ¢ maTojgorusMu BO BpeMms
OepeMEeHHOCTH U POJIOB, 45 (8,9%) — ¢ TsKenbIMU MHPEKIUSIMU, HACTEICTBEHHOCTh
ycraHoBieHa B 73 (14,5%) cnywasx. CoueraHue HACII€ICTBEHHBIX (PAKTOPOB C
MpUOOPETEHHBIMU MPUYMHAMU UMEN0 MecTO Y 25 (4,9%) nereit. Ilpuuuna Gose3Hu
He sicHa y 82 (16,3%) nereii. B moarpynme (hakTopoB, OTHOCSIIUXCS K MATOJIOTHH
OepeMEeHHOCTH U PpOAOB, mpeobianana HeaoHomeHHocTh 17 (3,4%) nerelt, HU3Kas
Mmacca tena — 37 (7,3%) u runokcus npu poaax — 5 (1,0%). Bpoxxnenusie nadexmumn
coctaBwn 22 (4,4%) ciyuas, remoiuTudeckas 0one3ns — 22 (4,3%) ciydas.

Hdns Bcex  mamweHToB  (n=200) mOpoOBEAEHO  MEIUKO-TEHETHYECKOE
KOHCYJIbTUpOBaHHE. B pesynbrare wncciaeaoBaHWil BBISBIEHO, YTO B IEJIOM OT
MHOpenHbIX OpakoB ponunuck 106 pereil. B pesynprare aHaiuza NEPBUYHOTO
Marepuana, Ha PacCMOTPEHUH OCTaduch 117 OONBHBIX, BOUIEAIIMX B TPYIIY C
npenanosoxutenbHo HacnenctBenHoit HHCT, kotopas u saBunach rpynmnou uccieno
BaHus. PacrpenencHue OOJbHBIX B TIpymre Takoi kareropuum (N=117) mokasaio
npeBaJMpoOBaHue OOJILHBIX B CpEHEN BO3pacTHOM rpytiie oT 3 A0 14 ner.

Jns  OONBHBIX TPYIIBI € TpeAnoyiokuTeabHo HaciuencrsenHodn HHCT
NPOBOJMIN OLEHKY CIYyXOBOM (PYHKIIMM Ha OCHOBAHHUU PE3YJBTATOB CIEAYIOIIMX
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oOcnenoBanuii: ToHanmpHas mnoporoBas ayauomerpus (TIIA); Tummanomerpus,
akyctudyeckuid pediexc (AP); peructpamus IBYX KIACCOB OTOAKYCTHUECKOM
AMUCCUU: 3aJIepKAHHOM BBI3BAHHOM oOTOoakycTtuyeckod osmuccuun (3BOAD) wu
SMHUCCUU Ha 4YactoTe mnpoaykra uckaxkeHus ([IMOAD); 3amuchio 3eKTpUUECKOU
AKTUBHOCTU KOPOTKOJIATEHTHBIX CIYXOBBIX BbI3BaHHBIX NoTeHIHaoB (KCBII).

CreneHb CHWKEHHUS CilyXa y TMalMeHTOB OMNpEeNesiM IO KiaccudUKaIuu,
IPUHSATON B CYPAOJIOTHH.

Co BcemMu craboCHbIIAIIMME JAE€TBMH CTapiie 7 JIeT TpPOBEICHAa TOHAIbHAs
[IOPOroBasl AyAUOMETPHUS B 3BYKOM30JUPOBAHHOM NMOMEUIEHHH. TOHaIbHAs OpOroBas
ayqMOMETpUsl MPOBOJWIACH C MCIOJB30BAHUEM CTaHIAPTHOM ayMOMETPHUYECKON
MPOLIEYPHI ¢ UCHONB30BaHueM ayauomerpa MA-31 (I'epmanusi).

MeTton uMIETaHCHOW ayAHMOMETPUU MNPUMEHSUICS ISl OOBEKTUBHON OLEHKH
(YHKIMOHAJIBHOTO COCTOSIHUS 3BYKOIPOBOSLIETO U 3BYKOBOCIPUHHUMAIOIIETO OTJIE
JIOB CIIyXOBOW CHUCTEMBI JJI UCKIIFOUEHHSI KOHTYKTUBHOIO KOMIIOHEHTA TYTOYXOCTH.

Peructpanuss JAByX KJIacCOB OTOAKyCTHYECKOM HOMHUCCHUU: 3aJE€p’KaHHOMN
BBI3BaHHOI oToakycTuueckoil amuccuu (3BOAD) u sMuccuu Ha 4acToTe MPOAYKTa
uckaxkenus: (ITMOAD) mpoBenena Ha anmapate Heiipo-aynno (KOMIBIOTEpPHBINM
komruiekc) (Helipocodt, iBanoBo, PD).

Peructpaiusi KOpOTKOJATEHTHBIX CIIYXOBBIX BbI3BaHHBIX moTeHIaaoB (KCBII)
IIPOBOJIMJIACH B TUXOM IIOMEIIEHUH, YKPAHUPOBAHHOM OT JJIEKTPUYECKHX IOMEX C
ucIosb3oBaHueM cuctembl Helpo-aynno (kommberoTepHbiii koMiuieke) (Heiipocodr,
NBanoBo, P®). [Ipu perucrpanuun KCBII ucnonp3oBanack AByXKaHaJIbHAsI CUCTEMaA
peructpanuu CBII.

Meauko-reHeTuYecKoe KOHCYJIbTHpOoBaHUe. ONpoc M aHKETUPOBAHUE POAUTE
Jiel TPOBOJAWIIOCH B BHJI€ CKPUHMHIA JJI UCKIIOYEHHUS] CUHAPOMAIbHOM MaTONIOTUH.
B 3agaun CkpuHMHra, MPOBOJMMOIO HaMH, BXOJWJIO OIPEACICHHE PpPacIpoCT
PAHEHHOCTH TCHETUYECKMX HApPYILICHUM Cpear JIETeU C HACIEICTBEHHOM CTOMKOMN
JETCKOW TYroyXOCThIO, OLIEHKa aHamMHe3a OOJIbHBIX B paMKax OIpoca C ILEJbIo
BBISIBJICHUSI NPUYMH 3TOro 3abosieBaHus. Ha mepBoHauanmpHOM »3Tame aist cOopa
JAHHBIX UCIOJIb30BAJIACh AHKETA

MouekysipHO-TeHETHUECKOE HcciienoBanre. Mertoael Bbiaenenus JHK w3
Oouonoruueckoro Matepuaia (KpoBb). B3situe KpoBU IMpOBOAMUIIOCH C COTJIAcHs poau
Tene peOeHKa M MpHU MOJYyYEHUH COOTBETCTBYIOIIETO JOkyMeHTa «O0 uHbopmu
POBAaHHOM COTJIaCHMM» 3a MX MOANUCHI0. B OoNbIIMHCTBE cemeil KpoBb Opanach U y
ponuteneii. [Ipy CKPUHUHIOBOM MCCIEIOBAHUU B3ATHE KPOBH MPOBOAMIOCH W3
JIOKTEBOM BEHBI IIPHU MOMOIIM OJHOpa3oBoro mimpuia. CoOpaHHbie 00pa3ibl KPOBU
JOCTaBJISIUCH B J1abopaToputo LlenTpa menunmHckoi renetuku. Beinenenue JIHK u3
IETbHOM KPOBHU OCYIIECTBISIIOCH HabopoMm peareHToB Diatom™ DNA Prep 200
(000 «Jlaboparopuss Uzol'en», MockBa, Poccus). B mpucyTrcTBuM JIM3UPYIOLIETO
peareara JIHK aktuBHO copOupyercs Ha NucleoS™ - copo6ente. JIHK,
amoupoBaHHas u3 copOenta Dkcral'enom E™ wunm yucToil BOJOM, HANPSIMYIO
WCIIOJIb30BAJIaCh JIs JAIbHEHUILIET0 MPOBEACHUS aHAIN3a.

[Tonmumepaznas uennas peakuusi (IILP) m meTonsl aHanm3a MyTalMii B T€Hax
KOHHeKcuHa 26. [IepBbIM 3Tarnom onpeneneHust MyTalii B TeHax Obuia aMIuiidu Karst
onpenenenHoro yyactka JIHK ¢ momoipio nomumepasnoi nennoit peakiuu (ITLP).
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Anamms rena Cx26(GJB2) npoBouicst moa pykoBoacTBoM 1.0.H. Myxam memnoBa P.C.
Ha 0asze MOJIEKYJISIPHO-TEHETHUYECKOW JabopaTopuu «'€HOMHMKH YEJIOBEKa» HAYyYHOTO
ueHTpa Mucturyra renetuku 1 ObP AH PVY3 r.Tamkenra. JlaHHbIE T€HOTUIIMPOBAHUS
Ha Hajmuue mytarmu 35delG y 117 aereii ¢ Hecun apomansabivMu hopmamu HCT u 100
3JI0pOBBIX JIHII (M3 HUX 26 poauTeneit u 84 nerei).

B  Ttpereet  rmaBe  gucceprauuu  «Pe3yabTarbl  KOMILIEKCHOI'O
ayIUO0JIOTMYECKOT0 UCC/JIeJOBAHUSA JIeTeldl ¢ HECHHAPOMAJIbHON HEHPOCEHCOPHOM
TYrOyXOCThbI0. AHAJIU3 NPUYUH HEHPOCEHCOPHOW TYroyxocTu 00CjIe10BaHUS
ooabHbix mociae JHK-guarHoctuxkm mno wmyramuu 35 delG» mnpusenens
pe3yabTaTbl  KOMIUIEKCHOIO  ayJUOJIOTMYECKOTO  MCCIEAOBaHUA  JE€Ted ¢
HECHHIPOMAJILHON HEHWPOCEHCOPHOW TYroyxocThio. Bcero mpomeneHO moapoOHOE
ayauoJiorndeckoe oocienoBanue 117 manuenTtos (234 yxa).

Pe3ynbraTel nccnenoBaHus OTOAKYCTHYECKOU dMucchH. MccnenoBanue nposene
HO y OosibHBIX Tpynmbl ¢ npeanonoxurenssno HHCT (n=117, 234 yxa). [Ipu mpose
nenuu [TMOAD cnyxoBas ¢yHkius He 3apeructpupoBana y 114 (97,4%) nereit Ha
o0a yxa, 2 (1,7%) — cnyxoBas (QyHKIHS 3aperucTpupoBaHa Ha 06a yxa, 1 — TecT He
npoiaeH Ha oxHO yxo (0,8%). KomnuecTBeHHOE COMOCTAaBIEHHUE OTBETOB IO JIBYM
T€CTaM OTOAKyCTHMYECKOM 3MHUCCHU N0 €€ JBYM KJlaccaM BBISIBWJIO OJIHOTHITHBIC
pe3ynbTathl. Pe3ynbTaThl uccnenoBanus oobekTuBHOU aynuomerpuu (KCBII). Beex
neTeil obcnenoBai Mo3TanHo, HaunmHas co ckpuHuHr-recrta (FSS), 3arem mepexo
mum K peructpaunu KCBII mpu momaroBoit BpeMeHHOU ctumyisiiuu ot 10 go 70
nb n crangaptHoro ABR-norenuuana — ot 20 no 70 nb. Peructpauus KCBII npu
MOIIArOBOM BPEMEHHON CTUMyIAUMM mnpousBeAeHa y 117 pereit (234 yxa).
PesynbraThl oOcnenoBaHus npenactaBieHbl B Tabnuie Ne 2. [laTonoruueckue
n3meHenns KCBII 3akmrouanucs B CHHKeHUM aMIuTyasl [II-V nukoB un ymmmaenun
JATEHTHBIX TIEPUOJIOB MEXKIY HUMU IO CPABHEHUIO C HOPMOM.
Tabnuya Ne 1.
Perucrpanus KCBII npu nomaroBoM BpeMeHHOM CTHMYJIE Y JAeTeil
(n=117, 234 ymeii)

nuk V, n1b KonunuecTBo ymen %
50 18 8,5
60 12 51
70 62 26,5
80 64 27,3
>90 48 20,5
He peructpupoBanacek 30 12,9

Ha ocHOBaHMM TNpUBEACHHBIX BBINIEC JAHHBIX MOXKHO CHAENaTh BBIBOJA, 4TO V
BOJIHA PETUCTPUPYETCS HAa YpPOBHE MHTEHCUBHOCTH CTUMYJMPYIOUIETO CHUTHANA [0
50-60 nb B 12,9% cnyuaeB (30 ymeit). B 53,4% cinyuaeB (128 ymei) nsaThlid UK
peructpupoBaics Ha ypoBHe 70—-80 b, 12,9% — nsaTeiii UK He MOAaBaJCs aHATU3Y
13-3a 00JIBIIOTO YKcia apTe(akToOB WM BOBCE HE PETUCTPUPOBAJICS U PE3YJIbTaThl HE
MOAAaBaJuCh aHaIu3y. AHaIu3 MOJYYEHHBIX PE3YyJbTAaTOB CBHUJETEIBCTBYET, UTO
peructpanusa KCBII, gomonHeHHass JaHHBIMU KOMILIEKCHOTO ayJIUOJIOTUYECKOTO
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WCCJICIOBAHMSI, MPEACTABISIET HECOMHEHHYIO IIEHHOCTh B Ka4eCTBE OOBEKTUBHOTO
METO/1a OLEHKH CIIYXOBOW (PYHKIIMU y OOJBHBIX TSKEJIBIMU CTEMEHAMH TYTOYXOCTU
P PACIIUPEHHOM KIIMHUYECKOM HCCIIE0OBAHUH.

Pe3ynbpTaThl KIMHUKO-ayJIMOJOTMYECKUX ToOKazareneld y OONbHBIX JETell C
HHCT, cBszannbie ¢ mytanusimu B rene Cx 26. Yactota M3MEHEHHOTO T€HOTHUIIA B
o0OcneJ0BaHHOW TpyNIie HECUHAPOMAIbHBIX HAPYIICHUI clyXa B IIEJIOM COCTaBHJIA
31,6% (n=37) He3aBUCHMO OT CTEICHH TSIKECTH BO3PAcTa BBIABICHUSA U CEMEHHOIO
aHamHe3a. [Ipy aHanm3e TEHETHMYECKOW XapaKTEPUCTHUKH ONPENEJICHHON CTENeHU
TYTOyXOCTH, HE3aBUCMMO OT JaHHBIX CEMEWHOr0 aHamMHe3a, Mbl IOIYYUIH
cienyromy KaptuHy. Ilpu riyxore nanHas myrtauus BbiaBieHa B 35,1% (13
6onpHbIX), ipu TsoKeao HCT IV u III creneneit 18 (48,6%) u 6 GombabIX (16,2%)
cootrBeTcTBeHHO. [Ipu cpenneir crenenu mnotepu ciayxa (Il cremenb) cioydaeB c
W3MEHEHHBIM T€HOTHUIIOM HE BBISBIICHO. OCHOBHOW KIIMHUYECKON XapaKTEPUCTUKOU
HapylICHUsI CITyXa SIBISETCS CTENEHb TSHKECTH TYyroyxocTu. Bece aetu ¢ myranuei B
35delG umenu nBycroponHtoro HCT ¢ npeoOnagaHuem TsKEIbIX HApYIICHUN CITyXa,
KoTopbie coctaBmid 83,8% (N=31). JIByctopoHHssi riayxoTa oTtmedeHa B 35,1%
(n=13), HCT 1V crenenu — 48,6% (n=18), HCT III crenenn — 16,2% (n=6). Ilpu
oTcyTcTBUU Jeneuuu aByctopoHHssa rioyxora, HCT IV crenenn u HCT III crenenun
cocraBmwi 8,7% (N=7), 28,7% (n=23) u 47,5% (n=38) cooTBeTCTBEHHO. Tyroyxoctb
II crenenn umenu 10,2% (n=12) marmento ¢ HHCT. Cnyuyae usmenennas JTHK
cpeau npobannoB ¢ myrtarued B 35delG ¢ mopaxenuem cinyxa |l cremenu He
ormedeHo. COTrJIacHO TOJYYEHHBIM JAHHBIM MOYTH y BCEX TOMO3HUTOT MO JEJICIUU
TYTOYXOCTh HMMEJa BPOXKACHHBIM WM JOpPEYeBOM xapakrep. Bo3pacTt mepBUYHOM
JUArHOCTUKHM HapylIeHus ciiyXa y OosbIIMHCTBA AeTeit ¢ mytanueit 35delG B rene
Cx26 nmpuxoauiics Ha BO3pacT 0 JIBYX JIET BKIIOUHUTENBHO (87%).

Takum oOpa3om, HapylIeHUs CIyXa CBsi3aHHbIE ¢ W3MEHEHHsIMU B reHe (Cx26,
ObLTM OOHAPY)KEHBI Ha BPEMEHHOM OTpe3Ke OT pokiaeHus 1o 6 ser. [loutn kaxnas
BTOpasi CEMENHas napa UMesa PUCK I10 HACJIEACTBEHHOM TYrOYXOCTH CBSI3aHHOM C
reHom Cx26.
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Puc. 3. Otnonornyeckas crpykrypa HecunapomMaabHoit HCT u riryxorsl mo
pesyabratam a0 JHK-guarnocrukm (n=117)
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B pesynbrate ckpunuHra TeHa Cx26 Ha myramuio 35delG moutu monoBuHa
CJIy4aeB TYTOYXOCTH HESICHOW 3TUOJIOTUU U 00Jiee MOJIOBUHBI CIIy4aeB, paHee CUUTAaB
MIUXCS TPUOOPETEHHBIMU, OKA3AJIMCh B TPYIINE HACIEACTBEHHBIX HaApYUICHUN CIlyXa.
Jlo TecTHpoBaHUS MOATPYyNIA HEACHOW »THONOrMU coctaBuia 23,6%. I[locie Tectn
POBaHUs pa3Mepbl JaHHON NOATPYNIbl yMEeHbIIMINACH 10 13,4%. CoriacHo nony4yeH
HBIM JTaHHBIM 110 TipoBeneHus JIHK-nuarHoctuku noarpynmna TsKenblX UHPEKIUd B
cpeaHem coctasiisiia 8,9%.

[Tocne IHK-nmuarHocTuky pa3Mepsl JaHHOM MOATPYIIIBI YMEHBIINUIUCH TOJIBKO
Ha 1,3%. XoTs, moTeps ciayxa B 3TOM cCliyda€ MOXKET OBITh CBSI3aHA TaKXKE C
JUTUTEIBHBIMU KypcaMU OTOTOKCHYECKUX MPEnapaToB U MPEAPACIONOKEHHOCTHIO K
ux Bozaeiicteuto. [Tocne [IHK-aunarnoctuku noarpymnmna naTojiorud OepeMeHHOCTH U
poaoB yMeHsbIuiack ¢ 16,5% no 12,8%.
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Puc. 4. Itnonornvyeckas crpykrypa HecunapomaabHoii HCT u riayxorsi no
pe3yabratam nociae JHK-quarnoctuxn (n=117)

be3 mpoBeneHUs r€éHeTUYECKOrO aHan3a TYTOyXOCTh B 3THUX CllydasX Morjia
CUMTAThCS  NPUOOPETEHHOM, XOTd B  JICHCTBUTEIBHOCTH  OOYCJIOBIIEHA
HaCJIeCTBEHHbIMU (akTopaMu. llosToMy Hanmuuue B aHamMHe3€ MOCTHATAJIbHOM
NEPEHECEHHON WH(EKIMH, NPEIIeCTBYIONIEH HapyIIeHUIO ClIyXa, He JIOJDKHO
MPEMSATCTBOBATh MPOBEACHUIO MOJICKYJISIpHOM auarHoctukd. bmaromaps JIHK-
JUArHOCTUKE Mbl TOJITBEPAWIM, YTO B JACHCTBUTEIBHOCTH TYrOyXOCTh B 3THX
Clly4asix MMeJia HacJIeCTBEHHBIN XapaKTep.

N3yyenue rpynmnbl HECHHIPOMAJIbHBIX HApYIICHWH ciyXa, OOYCIOBJIEHHBIX
neneruerr 35delG B rene Cx26, mokaszaio, YTO HEMPOJOJDKUTEIBHBIC KYpPCHI
aHTUOMOTUKOB, TPUNI, ApPyrue HH(PEKUHOHHBIE 3a00JieBaHUsS peOEHKA, TKEIbIe
pOJIbI, TeMoJuTUYecKass 00Je3Hb HOBOPOXKIEHHBIX, MOIJIM MAacCKUpOBATh HalMYHe
HaCJIEJICTBEHHOUN TYrOyXOCTH, CBSI3aHHOM C MCCleI0BaHHON MyTanuen rena Cx26.

Takum oOpa3oMm, HacieACTBEHHbIE (OPMBI TYrOYXOCTH, CBS3aHHBIE C
u3MeHeHussMu B reHe (Cx26, 6e3 MoONEKyIsIpHOM nuarHocTuku B 35% cimyuaeB
CHEIHATMCTHI MOTJIM CUUTATh IPUOOPETEHHBIMHU (MTATOJIOTUSI OEPEMEHHOCTHU U POJIOB,
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TsDKENble MHPEKIuH, 3a001eBannsi peOeHKa B MepBble rojbl KuU3HM), a B 23,9% —
ATUOJIOTHSI ObLIa HESICHA.

B yetBeproii rnaBe — «Pe3yabTarbl KIMHUKO-TEHETHYECKOT0 KOHCYJIbTHPO
Banus 00jbHbIX TP HHCT. Pe3yJibTaThl CTATHCTHYECKOT0 AHAJIN3A TeHeTH4ec
Koii acconmuanuu renoTunos no myranun 35 delG rena Cx26 ¢ HHCT» npuBene
HBI JIaHHBIE O TIPOBEICHUM KIMHUKO-TEHETHUYECKOro uccienoBanus 117 nereit 00ib
Heix HHCT. B kauectBe nmpo0ana B3SIT peOCHOK y30€KCKOM MOIMYJISIIIMN B BO3pAcTe
ot 1 no 18 net, npoxuBarouii Ha TepputTopun CamapkaHJICKOM 00JIacTH.

PaccmoTpen cemelHbll MaTepual, Mpu KOTOPOM IPUHUMAIH B PACYET Pa3HOPOL
HOCTh MHOpEIHBbIX OpakoB. B WTOre MpoOBENEHHBIX MCCIEIOBAHHUI BBISBIEHO, YTO B
11eJIOM OT MHOpeaHbIX OpakoB poawmics 31 (26,5%) nereit c HHCT.

[Ipu perampHOM wu3ydeHuu Bo3pacta BblsBiaeHuss HCT Oonee paHHsAs
JMarHOCTUKA UMEJIaCh B IPYIIE JIeTe OT MHOpEeHIHbIX OpakoB: y 6omnee 70% nereit
HCT BbIsiBIEHA YK€ Ha IIEPBOM T'OJly )KU3HU, B TO BPEMS KaK B TAHMHKCHBIX CEMbSIX
HCT no rona BhIsIBIEHA JIUIIb Yy MOJOBUHBI AeTed. B rpymme Bo3pacra crapmie 3-x
JET BBISBISEMOCTh HEMPOCEHCOPHOM TYrOyXOCTHU B CEMbSIX C HHOpPEOHBIM H
MaHMUKCHBIM OpakoM Obljla TTOYTH OJIMHAKOBA.
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Puc. 5. Bo3pacrt BbisiB/IeHHs 3200J1eBaHusl y JieTel ¢ TAKeIbLIMU (hopmaMu
HAPYUICHHUI CJIyXa U3 ceMeill ¢ MHOpeIHbIM U MAaHMHUKCHBIM OpaKkom

Bo Bpems aHanmza CTENEHW TSHKECTH MMOPAXKEHUs CIyXa B NAaHMUKCHBIX H
MHOPEH/IHBIX CEMBbSX BBISIBIIEHO, UTO B UHOPEIHBIX CEMbAX IMPOLICHT JeTel ¢ 3-i, 4-if
crenenssMu HCT u rimyxoToii Ob11 01MHAKOB. B cembsix ke ¢ maHMHUKCHe OObIIoi
MPOLEHT JieTelt ObuI ¢ 3-if U 4-i CTEeNeHsIMHU TYTOYXOCTH U HU3KHM MPOLIEHT C TOJHON
TJIYXOTOM.

Tabnuya Ne 2.

Tunsl ceMbH 1O

Tunel cemen XapakTepucTHKA CEMbU
aHaMHe3y

[laHMHMKCHasE ceMbsi C OTSTOLICHHBIM
A aHAMHE30M, WMEIOTCS POJCTBEHHHKH C
HapyleHHeM ciiyxa, =26

CeMbH C OTATOIICHHBIM
AHaAaMHC30M

| Tun
I[TanMuKCHAsA ceMbsl C HEOTIATOLLIEHHBIM

b aHAMHE30M, CIy4Yail CHWXEHHUS clyXa y

- CeMbu C HEOTSTOLICH
pebeHKa eTUHCTBEHHBIN B ceMbe, n= 60

HBIM aHAMHE30M

Il Tun Cembs ¢ nHOpuAMHTOM, N=31
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Heotsromennsiii cemerinbiii anamue3 (I b u |l tuner cemeit) umen 91 (77,8%)
pebeHok. OtsromnieHHbld ceMerinbiii anamues (I A tun cembu) coctaBui 26 (22,2%)
nereil. Pogutenu ¢ Hapymiennem ciayxa umenu mecto B 8 (30,7%) ciayyasx, B [ A
ture cemeii. Cempu I A tuma cocraBmwm 22,2%, cembu | b tumma — 51,3%, cembu 11
tHna 26,6% nerei.

B xoze mepBoro sramna MoJIEKyJISIpPHO-TEHETUYECKOTO0 TECTUPOBAHUS ObLIa BBIJE
nena JIHK w3 mepudepudeckoit kpoBu ciadocibimamux Aeteid. Ha Bropom 3Tame
TCHOTUIUPOBAHbl  ciexyromme  MyTamuw:  35delG, 235delC, 3202+1G>A
(IVS1+1G>A), 313 326del14 u 358 360delGAG (p.Glul20del). T'enermdueckoe
TectupoBaHue Ha Mytanuio 350elG rena Cx26 mpoBeaeno cpeau 117 mereit c
nByctopoHHeil HecuHapoMmanbHo HCT  Tsbkenoil  crenenHu. [{onmoaHUTENbHO
MIPOBEICHO MOJIEKYJISIPHO-TEHETUYECKOE TECTUPOBAHHE 26 B3pOCIHBIX 3I0POBBIX
poauteneit nerer ¢ HecuHapomansHou HCT m rpynma koHTpons 84 mpakTH4eCKH
3JI0POBBIX JIeTel U 26 3I0POBBIX POJUTEIICH COOTBETCTBYIONICH IpyIine OOJBHBIX IO
BO3pAacTy U HAIMOHAIBHOW NPHUHAMJICKHOCTH, HE HMEIIIHNX POJCTBEHHHUKOB C
MaToJoruei ciyxa. BaXHbIM KpHUTEpHEM BbI30BAa CEMbH SIBIISLIACH ABYCTOPOHHSS
HCT Ts%enoil CTENEHU U HESICHOM 3THOJIOTUH.

['pynmbl geTel ¢ pa3HbIMH F€HOTUIIAMH aHAJIU3HPOBAINCH MO YCTAHOBJIEHHOMN
cxeme. B rpynme konTposs mytarus 35delG oOHapyskeHa TOJIbKO B T€T€PO3UTOTHOM
cocrossHuu y 1-ro B3pocioro (1,2% cmydas), 4TO COOTBETCTBYET paclpOCTpaHEH
HOCTH I'€Ha B MONYJISILIUKA HAaceJIeHus psia A3UaTCKUX CTpaH.

[To pesynpraram JIHK-gmarnoctuku rena Cx26 neteil ¢ HECUHIPOMAIIBHOMN
HCT na myraruto 35delG Hamu Oy9YeHBI TPH TPYIIIBI MalMeHTOB (puc. 6):

1. I'pynna romo3uror mno wmytamuu 35delG (renotun A/A): 20 (17,1%)
MalEHTOB.

2. I'pynma rterepo3uror mo wmyrtamuu 35delG (remotun A/N): 17 (14,5%)
MalMEeHTOB.

3.'pynna manuMeHTOB C HEraTUBHBIM TEHOTUIIOM IO Jelieluu (TeHOTHII

WT/WT), Bximtouaina 80 (68,4%) narueHToB.
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Takum 00pa3oM, BeIsiBIIeHO, uT0o 350elG TodyeuHas mesenwms sBiIseTCs HanbOoJee
yactoii npuunHoit HCT (31,6% Bcex ciydaeB) TYroyxocTH y 0OCIeOBaHHBIX
NAIMEHTOB, YTO COOTBETCTBYET JAHHBIM B JIPYTUX €BPOINEUCKUX CTpaHaX.

JHK-nuarnoctuka mytanuu B reHe Cx26 mo3BOJIMIIA BBIJICIUTH JBE TPYIIIIbI
NalMEeHTOB C pa3HbIMU TeHOTHNaMu. ['pynma ¢ ycTaHOBIEHHOM HacieICTBEHHOU
dbopMoii TYroyxocTd BKJIIOYala MAlMEHTOB C W3MEHEHHBIM T€HOTHIIOM, TOMO- U
rerepo3uror mo genenunn 35delG B Cx26 (renotumbr — 35delG/35delG wu
WT/35delG). OcraBiuecs: malieHThl BOILIN B TPYIITY C HETaTUBHBIM T'€HOTUIIOM TIO
nenern, wan WT/WT, B koropoit myrarmmst 35delG B Cx26 ne oOnapyxena. B
JaTbHEHUIIIEM TPYIIITHI aHATM3UPOBAIMCH HAMH TI0 OOIIEH cXeMe.

['eHeTHYeCcKas CTPYKTypa ceMell B 3aBucuMocTH oT MyTtanuu 35delG, npencras
neHa B Tabmuie Ne 3, m ommuaetcs npeodmaganuem nenenuu 35delG B cempsx ¢
OTSATOIICHHBIM aHAMHE30M W3 MaHMHKCHBIX cemed — 46,1% (n=12) u B uHOpuIMH
TOBOM cpejie, HeB3Upasi Ha OTCYTCTBUE OTArOIEHHOro aHaMHe3a — 51,6% (n=16).

[pu sTom nenenust 35delG B ceMbsIX ¢ HEOTATOIICHHBIM aHAMHE30M U3 TAHMHKC
HOU cpenbl coctaBwia Bcero 15% (n=9). Pacnpesnenenue 1no Hajauuuio JENCUH B
OJIHOM WJIM JIBYX aJUIeJIsIX MOKa3ajio Mpeoliiajlanie TOMO3UTOT B CEMbSIX C OTATOIIEH
HbIM aHamHe30M — 31%, 4TO CBsA3aHO, CKOpEe, C HACJIeIOBaHHEM, a B CEMbSX C
HEOTATOIICHHBIM aHAMHE30M JIeJICIUs TIPEICTaBIeHa B OOJILIIMHCTBE B T€TEPO3UTOT
HOM COCTOSIHUM B CPaBHEHUHU C Tpynnoi romo3urotr — 10% npoTtuB 5% B maHMHUKC
Hol cpene u 32,3% npotus 19,3% B HHOpUAUHTOBOI cperie.

Tabruya Ne 3.
Pacnpenesnenne myranuu 35delG B rene Cx26 B 3aBHCHMOCTH OT THIIOB ceMeid
OTsAromeHHbIi HeoTsaromniennsiii anamHue3
aHAMHE3, Bcero
I'pymnma | A Tim | b Tun Il Trn
aoc. % aoc. % aoc. % aoc. %
35delG
/35delG 8 30,8 3 5,0 6 194 17 14,5
WT/35delG 4 15,4 6 10,0 10 32,3 20 17,1
WT/WT 14 53,8 51 85,0 15 48,4 80 68,4
Bcero 26 22,2 60 51,3 31 26,5 117 | 100,0

Mytanus 35delG He obOHapyxena Tosnbko y 14 (53,0%) nmereir u3 cemeii c
OTATOIICHHBIM aHaMHe30M, 15 mereit (48,4%) uHOpuauHroBsIX cemeit u 51 (85,0%)
pebeHKa ceMel C HEOTATOIIEHHBIM aHAMHE30M M3 TaHMUKCHOW CpeJibl, YTO B LIEJIOM
cocraBmio 68,4%. OOpaTuM BHUMaHHE€, 4YTO OTCYTCTBUE JAHHOW MYyTallUu HE
MCKJIFOYAaeT BO3MOXHOCTh HACJEACTBEHHOM TYrOyXOCTH, MOCKOJBKY B 3THUX CEMbSX
NOUCK Apyrux Myranuil B Cx26 u Apyrux reHax He IPOBOIUIICS.

B o6cinenoBanHOW Hamu TpyIinne AETed ¢ HECHHIPOMAJIbLHONW TYroyXOCThIO
HesicCHasi 3TUOJIOTHA (DUKCcHpoBanach y 62 nuil. OTH JaHHbIE NPEBOCXOAAT LUDPHL,

M3BECTHBIE 110 NCTOYHUKAM JUTEPATyphl. JlJIsl HApYIIEHUM CilyXa HEICHOW 3THOJIOTUN
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3apyOexkHbIE aBTOpHI OTMedanu HapymeHuss B reHe Cx26 B 10-37% cmydaes
(Finsterer J. 2005).

Bricokuit nporent mytanuu 35delG, BBISBICHHBIN y JeTEl ¢ HEOTATOIICHHBIM
CEMEWHBIM aHAMHE30M, MPEACTABISAETCS TOMOJIHUTEIBHBIM apryMEHTOM B IOJIb3Y
HeoOxoaumoctu JIHK-nuarHocTuku y AeTeil, MMEIOIINX CIBIIIAIUX POJAUTEINEH.

bonpiie Bcero BBICOKMI MPOLIEHT BCTPEYAEMOCTH JAHHOW MYTallMM OTMEYEH
U OTATOIIEHHOM ceMeiHOM aHamHe3e — 12 (46,1%) OONbHBIX, MPU 3TOM TOMO3UTO
Thl JOMHHHUPYIOT HaJl TPYIION reTepo3uroT nodtu B 2 pasza (31% npotus 15%).
Takoe pazneneHue CKOpee CBA3aHO C TEM, YTO HaJM4HME OTATOLIEHHOIO aHAMHE3a
3araJpIBacT HAJIMYME U3MEHEHHOI'O T'€HOTHUIIA y POJMUTENEH, BCIAEACTBUE YETO pede
HOK HaciieAyeT OT 000MX pOAMTENIE PELECCUBHBIN NPU3HAK, MMOIyYas Mapy MaTojo
TUYECKOr0 ajliesnsl.

[Ipy HEOTATOLIEHHOM CEMEWHOM aHAMHE3€ 4YacToTa MyTallud cocTaBuia 25
(27,4%) 60nbHBIX. TOIBKO TOMO3UTOTHI TIO JAeNenuu cocTaBuin 9 (9,9%) 601bHBIX, a
rerepo3uroTsl — 16 (17,6%) OonbHBIX. B Kpyry aereit B rpyrre ¢ HHOPUIUHTOM
mytars 35delG B romo3urotHoM cocrosiHuu oOHapyxeHa y 6 (19,4%) nereid, a B
reTepo3uroTHoM coctossauu y 10 (32,3%) nereil.

W3 yero ciemyer, 4TO BCTPEYAEMOCTh MYTAallUH y TAIIMEHTOB B 3TOW MOATPYIIIE
cocraBmwia 16 (51,6%) nereil. DTU naHHBIE yKa3bIBalOT Ha TO, YTO B M3YYCHHOU
BBIOOPKE CEMEl C HEOTATOIICHHBIM aHAMHE30M HHOPUAMHT SBISICTCS BEIYIIUM
dakTopom mytaruu 35delG, sBnsieTcss OCHOBHBIM MOKA3aTeNIeM YBEIMUCHHUS JACIICIHH
B IPYIIIE C HEOTATOLIEHHBIM aHAMHE30M, YTO MPEJCTABISETCS MOKAa3aHUEM IPOBE
JICHUSI TEHETHYECKOTO aHAJIM3a B CEMbSX C UHOPUANHIOM.

[Tomumo 35delG, y 25 6onapubix HCT npoeneno taxxke TP uccnenopanue 4
HauOoJsiee yacThlx MyTauuid B reHe GJB2, xoaupyroniem cuHTe3 Oeska KOHHEKCHH
26; 235delC, 3202+1G>A (IVS1+1G>A), 313 326dell4 u 358 360delGAG
(p.Glul20del). B pe3ynprate aHanmu3a y OJHOTO OOJBHOTO OOHapyKeHa MYyTaIlus
3202+1G>A (IVS1+1G>A) B roMO3UTOTHOM COCTOSIHUH.

Taxum o6pazom, HHCT siBnsieTcs TeHETHUECKH IETEPMUHUPOBAHHBIM 3a00JI€Ba
HUEM C MYJIbTHU(AKTOPUATBLHON HACJIEACTBEHHOM mepenadeit, a 3¢ EeKT Haaudus
WHOPHUIMHTA HE TOBBIIIAET YaCTOTy PELECCUBHBIX T'€HOB, a JIMIIb CIIOCOOCTBYET
0osee yacToil ux romo3uroTusanuu. CienoBaTenbHO, IPOBEICHHOE HAMU HCCIIEI0BA
HUE TIO3BOJIUJIO BBISIBUTH OIPEACIICHHOE BIMSHUE WHOPUIWHTA HA JETEPMHUHAIIUIO
HHCT, na ¢gopmMupoBaHue HacieACTBEHHOW TYroyxXxoCTH Yy OJIM)KaWIIUX POJCTBEH
HUKOB B JIBYX HNOMYJSIUAX (TAHMUKCHS, UMOPHUIMHT).

[TsaTas rmaBa — « KiiMHN4YecKHe acneKThl peaduJIMTAMOHHON U npoduiiak
THYECKON TAKTUKH HECHHAPOMAJIbLHONH HEHMPOCEHCOPHOM TYTrOyX0CTH. AJITOPUTM
AUATHOCTUKHA W NPOTHO3UPOBAHUS HECHHAPOMAJIBLHOI HEHPOCEHCOPHOH TYro
YXOCTH Yy JAeTeil» OTpakaeT BaKHbIEC aCIIEKThl UCCIIEI0BAHMUS.

[Tpu xpoHNMYECKOM HApYIICHUHU CIIYXOBOW (DYHKITUHU TEIBIO MPOBOIUMOTO JieUue
HUS ABJISIETCS CTaOMIM3alvs CHIKEHHOW ciyxoBoi gyHkiuu. Kpome Toro, Ha mep
BO€ MECTO IPU XPOHUYECKOU HEUPOCEHCOPHOM TYIOYXOCTH BBIXOAUT COLMAJIbHAs
peabwmrtamust O007abHBIX. OueHb BaXCH WHAWBUAYATbHBI TOAXOA B JICYECHUU
HEUPOCEHCOPHON TYroyxoCTH (YYUTBHIBAETCS COCTOSIHUE MCUXHUKHU, BO3PACT U HAJH
YK€ COMYTCTBYIOIIUX 3a00JI€BaHUM U T.1.).
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JleyeHne HEUPOCEHCOPHOM TYrOYXOCTH Ha COBPEMEHHOM JTale CKJIAJIbIBACTCS
U3 HECKOJIBKUX COCTABIIOIINX, KOTOPBIE Mbl YCIIOBHO MOJAPA3ACIMIA HA MEIUKAMEH
TO3HbIE MU HEMEIUKAMEHTO3HbIE MeporpusiTus. Hamu ObLI0 M3yd4eHO NpUMEHEHHE
npenapata MHCTEHOH, OTHOCAILETOCs K TPYyNIE MPENnaparoB, YIYUYIIAIOMIMX METa
OoJMUYecKre MpoIecchl B HEPBHBIX KieTKaX. MIHCTEHOH NMPUMEHSIICS BHYTPUBEHHO
(ra ¢uspactBope 100 M + 1,0 HUHCTEHOH) MEJUICHHO KaleJIbHbIM MYTEM B CTaIHO
HapHBIX YCJIOBHUSIX B T€UEHHE 5 MHEW. 3aTeM CTyNeHYaTo NEPEeXOIWIiM Ha TabyeTu
poBaHHbIe PopMbI — 110 1 TabseTke 2 pa3a B J€Hb B TEUEHHUE 4 HEIEINb.

[Tox HaOMrOAEHMEM HAXOAWIKMCh 57 MALMEHTOB ¢ HECUHAPOMAIBLHON HEMpPOCEH
COPHOM TYroyxoCThIO (Tpymma ucciaefoBaHus) U 64 manueHTa U3 TPyMIbl ¢ HK30TCH
HBIMU NIPUYMHAMU HEHUPOCEHCOPHOM TYroyXOoCTH (TpyIia CpaBHEHHs) B BO3PACTE OT
10 no 16 net npunumManiire MucteHoH OonbHBIE, oleHeHHBIE 0 |1 u Il crenenu.

O} pexTUBHOCTD JiIeUEHUsI OLEHUMBAJIM HAa OCHOBAaHUU AYJUOMETPUYECKOIO
uccinenoBanus u POI'. CyObeKTHBHO OTMEYaIy yJIydlleHUE cayXxa U pa300puuBOCTU
oOpamienHoir k HUM peun 34 (53,1%) GonbHBIX rpynmbl cpaBHeHus U 20 (35,0%)
00JBbHBIX TpymIbl ucciaenoBanus. CpaBHUTeNbHAs 3(P(EKTUBHOCTh IOKa3aua, 4To
yJIy4lIeHUE CIyXOBOW (PYHKIMU IO JAHHBIM TOHAJIbHONW MOPOTOBOM ayAHMOMETPUU
umeno mecto y 28 (43,7%) nereit rpynnsl cpaBHenuss ¢ HCT Il u Il crenenei,
JOCTOBEPHOE YIIYYILIEHUE CIyXOBOM (PYHKIHMHM OTMEUEHO Ha BCEX MCCIEAYEMBIX
gactotax ot 1,9 mo 15,8 nb. B rpymme uccienoBaHusi HE OTMEUEHO JOCTOBEPHOE
YIIyYIlICHHE.

[Ipn BKIIIOUEHHMH MperapaTa UHCTEHOH B KOMILIEKCHYIO TEpalvio MalueHTOB,
ctpanaommx HCT IV creneHu u TiyXxoTo#l, 3aMETHOTO YJIYYIICHHS] KIMHUYECKUX
MoKa3aTesield He BBISIBICHO, MOJIOXKUTENIbHAA JUHAMUKA OTMEYEHA IO JTaHHBIM CYpJ0
nesaroruyeckoro odcnenoBanust y 86% (N=55) nerelr rpynmnbl cpaBHeHUs: U 84%
(n=48) nmeteit TpymIIBI KCCICTOBAHUS, JOCTOBEPHOE YIIYUIIICHUE BOCIIPUSTHS 3BYKOB,
NOHMMAaHUE PEUH, YIy4llIeHNEe aJalTUBHBIX CIOCOOHOCTEN 00CIeyeMbIX.

Takum 00pazoM, MoTydyeHHBIE pPe3yNbTaThl OATBEPXKIAIOT JAHHBIE JIUTEPATypPbl
0 Hed(p(HEeKTUBHOCTH JIeKapcTBEeHHOUW ctanmaptHoi Tepanuu npu HHCT, omnako
Takas Tepanus HaOpsMYyH BIUSET HA YJIYYIIEHHOE BOCHPHUATHE UEHTPAIBHBIX
OTJIEJIOB HEPBHOM CHUCTEMBI, YTO IOJOXKHUTEIbHO BIUSET Ha MEpUO] peaduiIuTaluu
J€TEN C MaTOJIOTUEN CiryXa.

HemenunkamMeHTO3HOE JIedeHHE JOJKHO OBbITh HAINpaBiICHO Ha peabUIUTALMIO
ClIyxoBoil (QyHKUuU. Peabunutanus CiyxoBOoW (QYHKIUMU TpU HEHPOCEHCOPHOU
TYTOyXOCTH HallpaBjeHa Ha BOCCTAHOBJIEHHE COLIMAJIIbHOM aKTUBHOCTH M KadyecTBa
KU3HU OOJBHOTO, 3aKJIFOYAETCSI B MPOBEACHUU CIYXONPOTE3UPOBAHUS WIIM KOXJeap
HOI UMIUTAHTALIMM, & TAK)Ke 00s13aTEIbHBIX CYpJONEeIarornyeCKUX MEpPOTPHU SITHIA.

bruta mpoBeneHa 3IeKTpoakycTHYecKass Koppekuus ciayxa y 117 manueHTos,
73,5% (n=86) — umdpoBbIMH ammaparaMH, OCTaJbHBbIC — aHAJIOTOBhIMH. Y 23%
(n=27, 54 yxa) OOJNBHBIX MPOBEICHO OHWHAypalbHOE CiyXomporesupoBanue. I1o
pe3ysbTaTaM HMCCIeIoOBaHUs y OOJbHBIX, paHee He HOCHBIIMX CIyXOBOW ammapar,
YK€ 4epe3 MecCsL YJIydlIniIoCh BOCIPUATUE 3BYKOB, HACTPOCHHE, MOTHUBALMS K 3aHS
TUSAM C CypAOIEeIaroroM, KeJaHue K HOBbIM MO3HAHUSAM — YJIYUIIWIACh COLMAIbHAS
agantaius. Takue U3MEHEHHs] MaJIOBBIPAXKEHBI B IPYIINE AETEW IPU HOILIEHUH aHAJIO

IOBBIX CJIIYXOBBIX allllapaToB, 4YTO CBA3aHO C HX HU3KUMU CIIOCOOHOCTSIMU JJIA
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KOPPEKIIMU HEHUPOCEHCOpHOU Tyroyxoctu. OIll€HKa CIyXOBOTO BOCHPUATUA U
pPEUYEeBOr0 Pa3BUTHS MPOU3BOAMIACH HA OCHOBE HAONIOJNEHUN poAuTeNled W
crenuancra-cypaoneaarora. OneHKa CypAo II€JaroroM COCTOSHHUSI U Pa3BUTHS
CIIyXOBOI'O BOCIIPUATHS Yy J€TEW MPOU3BOAUTCA HA OCHOBAHUU COBMECTHOI'O BEJICHUS
JTHEBHUKA HaOJ0IeHu (poauTeneil u cypaoreaa rora).

XHUpyprudecKkoe JICUEHHE HEUpOCEHCOPHOU TyroyxocTtu mnpoBoautcs npu HCT
IV crenenu, eIMHCTBEHHBIM XUPYPTUYECKUM METOJIOM JICYEHHS Ha CETrOHSITHUMN
MOMEHT SIBJIIETCS KOXJIeapHasi MMIUTIaHTauus. B Hammx uccienoBanusx 17 gereit c
HHCT B Bo3pacte no 5 ner, ¢ HCT -1V creneneil, MOHOypadbHBIM CIIyXOIpPO
TE3UPOBAHUEM BOIIM B TOCYJApCTBEHHYIO NPOTrpaMMy IIPOBENCHUSA KOXJICAPHOU
UMILTaHTauuu. ONbIT HOIEHUS CIYXOBBIX allapaToB y HUX COCTaBWI OT 3 A0 9 mecs
LIEB, 3aHATHS C CypaoneaaroroM B cpeaneM 4 mecsana. [Ipu 3ToM oT™MEYEH OTBET Ha
3BYKOBBIEC Pa3IpaKUTEIN: 3BOHOK B JBEPbH, TPOMKHE XJIONKH, OTKIVMK HAa UMs NPH
BBICOKMX TOHAX; IOSIBJICHUE BCEX IVIACHBIX 3BYKOB, IIOJIOKUTENIbHAS PEAKLUA B BUJE
yCIIOBHOTO pediiekca Ha OIpeieIeHHbIN 3BYKOBOM pa3pakUTeNb YXKE B IEPBbIE TPU
Mecsa peaduInTay.

[lepBuuHas npoduiakThKa HapyLIEHUs Clyxa IpeaynpexiaeT caMO BO3HHUKHO
BeHue 0osie3Hu. CroJja OTHOCUTHCS MEIUKO-TEHETHUYECKOE KOHCYJIbTUPOBAHUE CEMbU
C OTATOLUECHHBIM aHAMHE30M, IPOBEIECHUE MOJICKYJIAPHOW JUArHOCTUKU U KOHCYJIb
TallM¥ TE€HETUKH Ha OIPEACIICHUE BEPOSTHOCTU POXKICHHUS IIOTOMCTBA C I1AaTOJIOIUEN
cinyxa. [Ipu oOHapyxeHun myrtanuii B reHe Cx26 BceM WiieHaM CEMbH JIETOPOIHOTO
BO3pacTa pPEKOMEHIYETCSl TECTUpPOBaHME TeHa. Ha yder craBsTca nuna — HOCUTENM
MTaTOJIOTUYECKUX MyTalUK.

Bropuunas mpoduiakTuka HapylIeHUH CciayXa M[O3BOJISIET JAUArHOCTUPOBATH
00JIe3Hb HA PAHHUX CTAJUSAX U MPOBECTU CBOEBPEMEHHOE JieueHue. Takas npoduiak
THKa BKJIFOYAET PAaHHEE BBISABJIECHUE y JETel marosioruu opraHa ciayxa. Croga OTHO
CUTCS CKPUHUHI HOBOPOKICHHBIX HA HAJIMYKE MATOJIOIMH Ci1yXa. BHeIpeHne yHuBep
CaJbHOIO  AayJUOJIOTUYECKOIr0  CKPMHMHIA, OCHOBAaHHOIO HAa  PEruCTpaLUU
3aJiepKaHHOM BBI3BAHHOU OTOaKycTuueckoil amuccuu (3BOAD), KOPOTKOJIATEHTHBIX
CIIyXOBBIX BbI3BaHHBIX NOoTeHIHANOB (KCBII) mim cranmoHapHbIX CIIyXOBBIX BBI3BAH
HBIX MOTeHIMaNoB cTBosa Mo3ra (CBII) BceM HOBOPOXKJIEHHBIM BO BCEX POJMIIBHBIX
JOMax ¥ POJMIbHBIX OTAENEHUSIX 00ECIEeUnT BhISIBIICHUE JETEN ¢ MaToJIoTuel ciayxa,
YTO AacT BO3MOXKHOCTh Ha4aTh CBOEBPEMEHHOE JICUCHHE U PAHHIOIO PeaOUINTALIUIO C
BO3MOYXHO HOPMAaJIbHBIM IOSIBJICHUEM PEUH y JETEW ¢ MaTOJIOTHEN ciryxa. Tspkernas
crerieib HHCT sBnsiercs npssmbiM nokazanuem st JIHK-auarnoctukn myranuii B
rene Cx26. Pogutensam nereit ¢ HCT cpennel u erkoil CTENEHEN TakKe OnpaBIaHO
npemnarate JJHK-muarnoctuky. Tpetuunas npoduiakThKa HApYIIEHWH ciyxa y
NeTed W B3POCIBIX OPUEHTH pPOBAaHA HA NPEAOTBPAIICHUE YXYALICHUS WU
OCJIO)KHEHHS! 3a00JI€BaHUSI.

Taxum oOpazom, Hapymienus ciayxa B Buae HHCT, cBs3aHHbIe ¢ ©13MEHEHUSIMU B
reHe Cx26 TpeOyrOT TPOBEACHHS CKOPEHITUX KOMILUIEKCHBIX MEIUKOpeadmimTa
LIMOHHBIX MEPONPUATUHM, BKIIOYAIOIMIMX IPUMEHEHUE Ipernapara MHCTEHOHA IIPU
HCT nns npoduiakTUKH MPOrpecCUPOBAHUS TYTOYXOCTH U YIIYUIIEHUS BOCIIPHUITHS
KOPKOBBIX CTPYKTYp LIEHTpa CIIyXa; a TAKXKE CKOPEWILIEro IMPOBEICHHUS CIyXOIPOTE
3UPOBAHUSA U I10 NMOKA3aHUIM ONEPalMU KOXJIE€aPHOM MMILIAHTALMHN KAK €IUHCTBEHHO
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BO3MOKHOTO METOJa KOPPEKLUMM CIyXa M AaKTUBHOE MPOBEIEHUE Ccyplaoneaa
rorudeckux meponpustuil. Ha ocHOBaHMM HCCIIEOBaHUM, NPOBEACHHBIX HaMH, a
TaK)K€ JIaHHBIX 3apyOEKHBIX MCCIEIOBAaHUM, Mbl pa3pabOTaau aJrOpPUTMBI U CXEMY
IEPBUYHOrO 00CIIEIOBaHMs MalMEHTa C HapyUIeHUEM Cciyxa Ui BBISIBJICHUS
HaCJIEJICTBEHHBIX ()OPM HEHUPO CEHCOPHOUM TyroyxocTu. OCHOBHBIMM LIEJISIMU 3TOU
CXEMBI SIBJISIFOTCS BBISIBJIEHUE HauOoJiee CYIIECTBEHHBIX JaHHBIX, HEOOXOIUMBIX JJIs
BBISICHEHUSI HACJIEACTBEHHON 3THOJIOIMH, IT0KA3 MOCIEA0BATEILHOCTH ACUCTBUI NPU
MEJUKO-TEHETHYECKOM KOHCYJIbTUPOBaHUM. [IpH yCTaHOBIEHHH HECHUHAPOMAIBHOM
TYTOyXOCTH MOHO cpa3y HanpaBuTh namuenta Ha JIHK-nmarnoctuky rena Cx26.
OmHOBpEMEHHO ¢ 3TUM 00Jiee ACTAIBHO BBISICHUTHh aHAMHE3 3a00JIeBaHUS, CEMCHHBIN
aHaAMHE3, XapaKTep HAPYIICHHS CIIyXa, yCTAHOBUTH BO3PACT Ha4aja TYTOYXOCTH.
Crnenyer MOMHUTB, YTO ONPOC TPEOYET ONPEIETEHHOTO BPEMEHH, U YEM MEHBIIIE
OHO 3aTpayuBaeTCs, TEM OOJIbIIE PUCK IMOJYYEHHUS HEMOJHON WM HEIOCTOBEPHOU
uHpopMaluu. YCUIUTh KOHTPOJIb B MHOPUIMHIOBOI cpele Ha MpEeAMET pa3BUTHUS
paHHUX (OPM TSKENBIX HAPYIICHUH CIIyXa ¢ 00s13aTEIbHBIM NPOBEICHUEM ayAHO- U
JNHK-ckpuHuHra 0€3 ydera OTATOIIEHHOCTH aHaMmHe3a. [Ipu HescHO sTuonoruu
TYrOYXOCTH T€HETHMYECKOE TECTHMpPOBAHHE CTPOro obs3arenbHO. Mcxons w3 ckaszaH
HOTO BbIlIE MOXHO caenarb BbIBOJ, uro HHCT sBisieTcss reHeTHYecKH INeTepMH
HUPOBAaHHBIM 3a00JieBaHuEM, a F3P(EKT HATMYUS HHOPUIMHIA HE MOBBIIIAET YaCTOTY
PELIECCUBHBIX T€HOB, a JIMIIb CIOCOOCTBYET O0Jiee YaCTON UX TOMO3UTOTH3ALIUY.
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Takum 00pa3oM, NPOBENEHHOE HAMHU MCCIEIOBAHUE MO3BOJWIO BBISBUTH
ornpezeseHHoe BiusHUE nHOpuauHra Ha aerepmuHanuio HHCT, na ¢popmupoBanue
HACJIEICTBEHHOW TYTOYXOCTH y ONMKaWIIMX POJCTBEHHUKOB B JIBYX HOITYJISILIMSIX
(manmukcusi, uHOpuAMHT). IIpu NPOrHO3MpPOBAHMM CEMBU B OTHOILIEHUU pPHUCKa
HOSIBJICHUSI HapyUIEHUs cilyXa y peOeHKa BO3MOYKHO NPUMEHEHHE CIELHUaIbHOTO
anroput™Ma. OH Takke JOCTYIIEH JII0OOMYy Bpady U NpeJHa3HA4yeH Ul [EPBUYHOMN
OLICHKH HAJIMYUS B CEMbE HACJIECTBEHHBIX U IPUOOPETEHHBIX (PaKTOPOB PUCKA.

Oranom MEJIMKO-TEHETHYECKOTrO KOHCYJIbTHPOBAaHHS ABJIAETCA
MIPOTHO3UPOBAHUE BEPOSITHOCTH OO0JIE3HM y POJACTBEHHHUKOB mpobanaa. M3 yucna
CeMEl CO CIBIIAIMMHA POAUTEISIMU, HOCHUTEIIIMH PELECCUBHBIX MYTallUid IO
3akoHaM Mennens 25% uMerT pUCK poXKIeHHs IIyXxoro pedeHka, a B 50% ciayyaes
— CHOCOOHBI TepeAarb OJHY MYyTalui0 3J0pPOBOMY MOTOMCTBY. Y pOJIUTENEH C
HapyILIEHUEM CITyXa TaKK€ MOTYT POAUTHCS 310pOBbIE JeTH. UTO KacaeTcs reHoTHa,
To 25% NOTOMKOB 3THX pojuTeneid OyayT HMETh OJAMH HOPMAJbHBIM M OJUH
MYTaHTHBIM aJUI€NIb B KaXKJOM W3 3THUX T€HOB, a 50% nerell MOTYT UMETh TOJIBKO
OJIMH MYTaHTHBIM aJuIe)Ib OAHOrO U3 TeHOB. OHU TaKkKe JOJDKHBI BXOJAUTH B TPYMILY
pucka no Hacneacrsenno HHCT.

BBIBO/IbI

1. CpaBHeHHME YacCTOThl BPOKJIEHHBIX HApYLIEHUW CilyXa Yy JAETeH BBIABUIIO
3HAYUTEIBHOE npeodiananue HECUHIPOMAJILHON (dopmbl TYTOyXOCTH
(cootBercTBeHHO 31,6%), uTO TpeOoBao (HOPMUPOBAHHE TPYII PUCKAa HA OCHOBE
CKpUHUH TOBBIX MPOrpaMM CpEAU HACEJNEHUs W SBISETCA IEPBBIM 3TAllOM
s pexTuBHON TPOYUIAKTHUKN HOBBIX CITy4aeB BPOKICHHON TYTOYXOCTH.

2. JlaHHbIe TeHOTUMHMPOBaHUs Ha Hanuyue myTanuu 350elG y nmereit ¢ HHCT
nokazayu, uyto 35 delG sBasiercs HanOoJiee YacTON MPUYMHON Pa3BUTHS MMATOJOTHH
cinyxa (31,6%), mpu 3TOM OTMEUYEHO NPEBAJTUPOBAHUE TOMO3HIOT IO 3TON MYTaIluu
(17,1%). Yactora mytanuu 35delG B cpene nnOpuaunnra cocraBuia 51,6% mnpoTun
15% cootBeTcTByIOIIEl MyTalMd B MAHMUKCHOW Cpene, ONpEeNeiavB HHOPHUIIUHT
BEIyIIUM (PAaKTOPOM MYyTallMU B BEIOOPKE CEMEM C HEOTATOLIEHHBIM aHAMHE30M.

3. Ilpy wW3yyeHUH TNPUYUH HECUHIAPOMAIBLHON (OPMBI TYroyXOCTH OBLIO
ycraHoBiaeHo y 13,1% mnauumentoB, a ¢ mnpumeHenueM JHK-nuarnoctuku
yBenuuuiaoch 10 61% Bcex ciaydaeB TYroyXOCTU/TIYXOThl B 0OCJI€I0BaHHOM
KOHTUHIE€HTE M YTO OOOCHOBBIBAET BAKHYIO POJIb 3TOTO METO]IAa UCCIIEIBAHUSI.

4. KIuHUKO-ayIMOJIOrHYecKas XapakTepUCTUKa HEHPOCEHCOPHOU TYTOyXOCTH Y
nereir ¢ HHCT xapakTepu3oBanoch NpeBaJIupPOBAHUEM TSIKEIbIX HAPYIICHHUN CiIyxa
(IV crenens BoisiBisuIach y 35,4% u rmyxora — 17,1% ciydaes).

5. Heobxonumo npoBeneHue ydera (pakTOpOB pHCKa MEPUHATAIBLHOTO MEPUOJIa
M HOCUTEIhCTBO MyTaluu B reHe Cx26 B ajaroput™Me paHHEW JUATHOCTUKH
HapyLICHUH cyXa y JeTeH, a Tak ke BiausiHue nHOpuaunra Ha passutue HHCT.

6. HHCT c¢ mnonrBepxknaeHHoii reHerudeckn wmyrtanueir 35delG  sBunacek
MOKa3aHUeM K HE00X0IUMOCTH 3 (HEKTUBHOTO CIYXONPOTE3UPOBAHUS U KOXJICAPHOU
UMIUIaHTaIMK ¢ peabuinTanuend Bocnpuatud u auddepenupoBku ciayxa Ha 100% c
KW u Ha 86,4% — y GOJIbHBIX MPHU CIYXOMPOTE3UPOBAHUU YK€ Yepe3 ro/.
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INTRODUCTION (abstract doctoral thesis)

Actuality and relevance the subject of dissertation. The urgency and
relevance of the dissertation topic. According to the World Health Organization, 7%
of the population suffers from violation of auditory function. Congenital hearing loss
- one of the most common human infections detected on average at 1: 1000 new
borns.

It is believed that 22 to 50% of cases of congenital hearing loss that develops in
early childhood due to genetic causes. However, about 75% of them manifested
nonsyndromic hearing impairment. If a hereditary predisposition probability of
disease sensorineural hearing loss increases by 15-20 times. The frequency of the
auditory organ lesions associated with embryological, genetic or congenital causes, of
7-10% of the total number of newborns.

After gaining independence in our country in the process of transformation of
the health system, maternal and child health is given more attention. As a result of
implemented policy measures over the years of independence achieved significant
progress in the provision of quality health services to the population. Some positive
results have been achieved in the field of promoting human health, early detection
and effective treatment, along with other diseases and ailments such as ENT diseases,
including non-syndromic sensorineural hearing loss (NNSHL) in children. Progress
has been made in the diagnosis, improved treatment methods, developed
rehabilitation programs and rehabilitation of children in this category.

Importantly, congenital sensorineural hearing loss (NSHL) is not only medical
but also social problem worldwide. One of the most topical issues of the modern
otorhinolaryngology is to improve methods for early diagnosis and prognosis of
sensorineural hearing loss in children. Early diagnosis of the causes of hearing loss,
the identification of the genetic situation, the forecast for the birth of a healthy baby
and tactics of such families is an important aspect of a healthy generation, not only
for the family alone, but also for the whole state.

This dissertation research to a certain extent is the implementation of the tasks
emanating from the relevant documents adopted by the Decree of the President of the
Republic of Uzbekistan "On the state program™ Year of harmoniously developed
generation "of January 27, 2010 Ne 1271" On State program of early detection of
congenital and hereditary diseases to prevent Birthday disabled since childhood for
the period of 2013-2017 years "on March 12, 2013 Ne 1235" on state program "Year
of a healthy child" on February 19, 2014 Ne 2133 "on state program" Year of a
healthy mother and child "on February 9, 2016 number 2487.

Compliance research priority areas of science and technology of the
Republic. This study was performed according to the priority directions of
development of science and technology of the Republic VI. "Medicine and
Pharmacology” and applied projects PPI-10 «Protection of the health of the
population through the development of new technologies and methods of diagnostics,
treatment, disease preventiony.
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Review of foreign scientific research on the topic of the thesis. Research
work aimed at environmental, clinical, immunological, hereditary threat factors of
development of sensorineural hearing loss, the mechanisms of the pathogenetic
development of the disease, as well as diagnosis, treatment and prevention of this
disease, conducted in leading research centers and higher educational institutions of
the world, such as Seoul National University and College of Medicine (Korea),
University of Cambridge (England), University of Melbourne (Australia), Erasmus
MC-Sophia Children's Hospital (Rotterdam, Netherlands), St.Francis Hospital and
Medical Center (Hartford, United States), Russian scientific Research Institute of ear,
nose and throat and speech (Russia), Tashkent medical Academy and Scientific
research Institute of Pediatrics (Uzbekistan).

In the course of diagnosis and treatment of non-syndromic sensorineural hearing
loss, as well as the study of the research in the world on this issue, the following
scientific results were obtained: identified several genes responsible for the
development of congenital ear abnormalities (Seoul National University, College of
Medicine, South Korea); grounded universal screening of newborns have shown that
it increases to the age of 9 years, and the level of hearing impairment was higher in
half in young children (University of Cambridge, England); identified indicators of
hearing loss among toddlers who totaled 0.64 in 1000, the children of kindergartens -
1.54, and among school children aged 7-14 years - 2,75 (Erasmus MC-Sophia
children's Hospital, Rotterdam, the Netherlands).

Currently, on a global scale for the diagnosis, treatment, prevention of this
disease effectively conduct research on a number of priority areas, including the
developed diagnostic methods to identify genetic factors that provoke the appearance
of sensorineural hearing loss in children; determination in the diagnosis of genetic
markers A1555G mitochondrial gene 12S p-RNA; select the appropriate input in the
treatment of disease and excellence in a more systematic respect; study of candidate
genes in the occurrence of NSHL as well as integrated approaches in the diagnosis
and treatment; effectiveness of hearing aids in the treatment of this pathology.

The degree of knowledge of the problem. According Green E. (2003) non-
syndromic form of neurosensory deafness considered isolated pathology which
genetically transmitted, characterized in that syndromal forms (Usher syndrome,
Alport's syndrome, etc.). Ben Said M. (2006) points to an important role of genetic
factors in the formation of sensorineural hearing loss. Kosjakov SY (2012) pointed
out that the progress in this direction is determined timely diagnosis, which, in turn,
will determine the tactics of such patients.

According to the research of several authors (KA Khodjaeva, 2005; Khakimov
AM, Shomahmadov U.Sh., Ismatov HH, 2005), in some regions of Uzbekistan, the
occurrence of inbred marriages among Uzbek people is 9,7 to 13.2%. This is
especially important for our country, where by virtue of national customs and
traditions, social and economic reasons, as well as geographical conditions, inbred
marriages among indigenous people are quite frequent.

Special studies examining candidate genes occurrence NSHL in Russia (Markov,
TG 2005), in patients with clinically diagnosed syndrome Treacher Collins-
Franceschetti was held search for mutations in the gene TCOFL1, identified previously
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described mutation in the heterozygous state in 23 exon (3635C> G), and justified his
role in the development of this disease. Currently accumulate information about the
important role of genetic factors shaping the NST, since the study of the genetic
aspects of this question makes it possible to detect hearing loss to functional disorders
of the auditory organ.

Until now, one of the main causes of NSHL in the country is a marriage of
blood relatives (inbreeding), which creates an additional need for study of the
influence of genetic factors on the development of hearing loss.

Contact dissertation topics with research work of higher educational
institution where the thesis is made. The dissertation research is carried out in
accordance with the plan of research works of the Samarkand Medical Institute under
the theme: "The search for new ways to improve the efficiency of diagnosis,
treatment and rehabilitation of rational ways to prevent ear diseases". Work
performed under the financial grant from the Ministry of Health of Uzbekistan
scientific and applied projects AESS-3 "Development of test systems for the early
detection of hereditary non-syndromic sensorineural hearing impairment in children
in 2009-2013").

By a research aim is ground of connection with the mutation of gene of Cx26

with heredity of nonsindromal forms of neurosensory hearing loss for children and to
ground his advantage for treatment optimization and prognostication of this disease

Research objectives:

analyze the incidence and causes of NNSHL in children with sensorineural
hearing loss;

to study the frequency and nature of mutations in connexin 26 and the effect of
inbreeding on the development NNSHL;

explore the clinical features of sensorineural hearing loss in children with
NNSHL;

identify the features of audiological characteristics sensorineural hearing loss in
children with NNSHL;

develop an algorithm of examination and forecasting non-syndromic hearing
loss based on the results of audiologic and molecular-genetic testing of children with
NNSHL;

develop evidence to genetic research and identify risk groups of children with
NNSHL.

The object of the study are surveyed 504 children from boarding school for the

hearing impaired and deaf children, 117 children hospitalized patients with NNSHL
ENT department OMDMTS Samarkand region and 100 healthy individuals
(including 26 parents and 84 children).

Subject of research - the sick children with a diagnosis of non-syndromic
sensorineural hearing loss with hearing impairment.

Research methods. A clinical trial of children with NSHL, questionnaires,
medical and genetic study of children with NSHL, audiologic study of children with
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NSHL (audiometry, ABR, UAE), molecular genetic testing of children with NNSHL
(PCR, sequencing), statistical studies.
The scientific novelty of the research is as follows:

studied the incidence of non-syndromal hearing loss in children; It identified the
most significant risk factors that contribute to the formation of hearing impairment in
children;

scientifically substantiated results of clinical and audiological research in
children with NSNHL and their 35delG frequency mutations with the light of the
disease and the age period, the severity and the establishment of genotypes;

justified 35delG frequency mutations in the environment of inbreeding was
against the corresponding mutations in panmiks environment, identifying mutations
inbreeding leading factor in the selection of families without anamnestic record,;

It describes a variety of clinical entities and analyze genetic hetero geneity for
early diagnosis and choice of treatment strategy in patients with non-syndromic
children with sensorineural hearing loss.

Practical results of the study are as follows:

developed a treatment program for early diagnosis and choice of treatment
strategy in patients with non-syndromic children with sensorineural hearing loss;

determined at a hearing parents carrying the recessive gene Cx26 are 25% of
children born with NSSNHL and 50% of healthy children are carriers of the mutant
allele of the gene;

system for the creation of a regional register of patients with hereditary hearing
impairment, which will be monitored already registered families with hereditary
hearing loss, as well as preven cal and rehabilitation measures;

the necessity of interaction between audiologists and medical genetics in the
diagnosis and prognosis of hereditary hearing impairment;

indications for referral to medical and genetic counseling are highlighted at risk
for hereditary hearing loss according to the results of their own research and the work
of other authors.

The reliability of the results of the study explained by objective clinical,
audiological, molecular genetic analysis and statistical methods, as well as sufficient
number of patients.

The scientific and practical significance of the study results.

From a scientific point of view proved the theoretical significance of the study
results, conclusions and recommendations make a significant contribution to the
study of the clinical and genetic characteristics of the NSHL, allowing to diagnose
NNSHL in the early stages of the disease, to coordinate in order to implement
forecasting heredity of this disease, which will reduce their frequency and disability .
We calculated the prognostic criteria for diagnosing major theoretical results
scientifically based research and development of new effective methods of diagnosis
and treatment.

The practical significance of the study is to improve the diagnosis and treatment
of children with hereditary NNSHL, which will choose the best method of treatment.
Molecular diagnosis is very important for clinical diagnostics, the choice of the
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method of rehabilitation. Children with NNSHL with mutations in the Cx26 gene
differ in the normal function of the brain and the development of an excellent speech
in the use of a cochlear implant. NNSHL with confirmed genetic mutation 35delG
was an indication for effective hearing care and the rehabilitation of cochlear
implantation and differentiation of perception of hearing to 100% of the CI and
86.4% in patients with hearing aids a year.

Implementation of the research results. Algorithm for the diagnosis and
treatment strategies will save time and receive a doctor's advice, as well as to
effectively evaluate the dynamics of clinical parameters. The results of the research
implemented in public health practice, including in the educational process of the
Department of Otorhinolaryngology summit, as well as at the offices of ENT Clinic
summit, the Samarkand regional diversified medical center, regional children's
multidisciplinary center of Samarkand region (certificate of Ministry of Health of the
Republic of Uzbekistan from April 13, 2016 Ne 8-H-3/54). The economic effect is to
reduce the length of hospital stay, reduce the cost of medicines, payment of pensions
for the disabled, reducing the period of rehabilitation of each child. The increase in
state funding for the purchase of cochlear implantation due to the economic cost-
effectiveness of clinical trials, which is proven to be significantly lower lifetime costs
of the following company for the maintenance of people with hearing disabilities.

Testing results of the study. The findings are set out in the form of lectures and
were tested at 8 international conferences, including the 20-th IFOS World Congress
Innovation and Integration in ORL-HNS (Korea, 2013); XVII Congress of
otolaryngologists Russia (Russia, 2012); International scientific-practical conference
"New technologies in otorhinolaryngology» (Russia, 2014); Scientific-practical
conference "Actual problems of otorhinolaryngology" (Tajikistan, 2012); the first
meeting of the European Working Group on hereditary hearing loss (Czech Republic,
2010); IV  International Congress on «Contemporary Challenges of
Otorhinolaryngology» (Kazakhstan, 2014) and 8 of the republican scientific-practical
conferences, including the 111 Congress of otolaryngologists of Uzbekistan (Tashkent,
2010, 2015); Scientific-practical conference for young scientists and
otolaryngologists (Samarkand, 2008, 2010, 2014); as well as a scientific seminar at
16.07.2013.Tib.17.01 (Tashkent, 2016) Scientific Council

Publication of the results. On the topic of the dissertation published a total of
40 scientific works, including 16 national and 6 international journals recommended
by the Higher Attestation Commission of the Republic of Uzbekistan for the
publication of basic scientific results of doctoral theses.

The structure and scope of the thesis. Structure of the thesis consists of an
introduction, five chapters, conclusion, list of references, applications. The volume of
the thesis is 181 pages of text.
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THE MAIN CONTENT OF THE DISSERTTATION

In the introduction of the urgency and relevance of the theme of the
dissertation, defined purpose and objectives, as well as object and subject of study are
the relations of research priority areas of science and the Republic of Uzbekistan
technology, and disclosed scientific novelty, given the practical results of the study
proved the accuracy of the results, indicated their theoretical and practical
significance, the act of implementing the results in practice, the degree of
announcements, information on published works and thesis structure.

In the first chapter, entitled "Epidemiology, etiological structure, the role of
hereditary factors, modern approaches, audiological research in the selection of
patients for cochlear implantation,” reflected the literature review, which consists
of five sub-chapters, which provide information about the current state of the problem
of NSHL, including a description of the etiology , pathogenesis, treatment, and
complications, importance in NNSHL practice, as well as the terminology and
classification of the disease. Shown is controversial and unresolved issues that
require further development.

In the second chapter, entitled "Materials and Methods. Methods of
audiological research. Molecular genetic testing", the general characteristic of
clinical material, methods of audiological and medical and genetic research.

The data of the study 504 children aged from 3 months to 18 years, of which
105 - examined from boarding school Ne 61 for deaf children, 285 - from the school
for the hearing impaired and deaf children, 117 - ill children hospitalized in NNSHL
OMDMTS Samarkand branch region during 2010-2013. Also conducted a survey of
parents of children diagnosed with non-syndromic sensorineural hearing loss
(NNSHL).

Among the surveyed children with neurosensory hearing impairment 292
(57.9%) boys and 212 (42.1%) qirls, is it found a clear predominance of males
(P <0.001).

A

EBoys

B Girls

Fig. 1. Distribution of the surveyed children with SNHL by sex
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The distribution of children by age revealed a clear predominance of children
in the older age groups from 5 to 16 years, representing in each group about 20%, is
primarily due to the late diagnosis of sensorineural hearing loss, since the narrow
spread of objective methods of diagnosis of hearing pathologies in the country and
the complexity of the diagnosis in groups of children up to 7 years.

Thus a slight increase in the age groups of 1-3 years (8.1%) and 3.5 years
(11.7%) suggests that in recent years there has been progress in the early diagnosis of
hearing pathologies.

As a result, the initial evaluation identified 200 (39.7%) of deaf children, 213
(42.3%) - with a hearing loss of IV degree, and the remaining 91 (18.1%) - with a
hearing loss of 111 degree.

&

i £ s —

Fig. 2. Distribution of the children surveyed in the degree
of severity of the SNHL

After the anamnesis and clinical examination of the patients analyzed the
causes of NNSHL.

The etiologic factor is the cause of hearing loss, in the collection of history in
the survey 504 children, including: 15 (2,9%) children - congenital malformations, 47
(9,3%) - with abnormalities during pregnancy and childbirth, 45 (8,9%) - with severe
infections, heredity is set to 73 (14,5%) cases. The combination of hereditary factors
and acquired factors occurred in 25 (4,9%) children.

Cause of the disease is not clear in 82 (16.3%) children. In the subgroup of
factors related to the pathology of pregnancy and childbirth, prematurity prevailed 17
(3.4%) children, low body weight - 37 (7.3%) and hypoxia at birth - 5 (1.0%).
Congenital infection was 22 (4.4%) cases, hemolytic disease - 22 (4.3%) cases.

For all patients (n=206) conducted medical and genetic counseling. The studies
revealed that the whole of inbred marriages born 106 probands. The analysis of the
primary material in the examination were 117 patients from 95 families, included in
the group with suspected hereditary NNSHL, which was a study group. The
distribution of patients in the group that category (n = 117) showed the prevalence of
patients in the middle age group of 3 to 14 years, with the largest number in the group
of 3-5 years.

For the group of patients with suspected hereditary NNSHL evaluated auditory
function on the basis of the results of the following surveys: tone threshold
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audiometry (TPA); tympanometry, acoustic reflex (AR); registration of two classes of
otoacoustic emissions: transient evoked otoacoustic emission (TEOAE) emissions
and at a frequency distortion product (PIOAE); recording the electrical activity of
brainctem auditory evoked potentials (ABR). The degree of hearing loss in patients
was determined according to the classification adopted in audiology.

With all hearing-impaired children older than 7 years held tonal threshold
audiometry in sound-proofed room. Tonal threshold audiometry was carried out using
standard audiometric procedures using audiometer MA-31 (Germany).

impedance audiometry method used to objectively assess the functional state of
sound-conducting and sound-auditory system to eliminate the conductive component
of hearing loss.

Register two classes of otoacoustic emissions: transient evoked otoacoustic
emission (TEOAE) emissions and at a frequency distortion product (PIOAE) held on
Neuro-Audio (computer system) device (Neurosoft, Ivanovo, Russia).

Register brai NNSHL em auditory evoked potentials (ABR) was performed in
a quiet environment, shielded from electrical interference with the use of neuro-audio
system (computer system) (Neurosoft, Ivanovo, Russia). When using dual channel
ABR registration system for registering SVP.

Medical and genetic counseling. Poll and survey of parents conducted in the
form of screening to exclude syndromic pathology. The screening tasks carried out by
us, was to determine the prevalence of genetic disorders in children with hereditary
resistant children's hearing loss, evaluation of medical history of patients in the
survey in order to identify the causes of this disease. At the initial stage of the
application form (application number 1) was used for data collection.

Molecular genetic testing. Methods for sampling of material and DNA
extraction. Taking blood was conducted with the consent of the child's parents, and in
the preparation of an is NNSHL rument to "informed consent™ for their signature. In
most families, the blood was taken and the parents.

When screening study blood samples from the cubital vein was carried out
using a disposable syringe. The material for DNA served as the venous blood from
the cubital vein of 1 ml. The collected blood samples were transported to the
laboratory of the Centre for Medical Genetics.

Isolation of DNA from whole blood to recruit Diatom ™ DNA Prep 200 (OOO
"Laboratory isogene", Moscow, Russia) reagents. In the presence of DNA lysis
reagent is adsorbed on active NucleoS ™ - sorbent. DNA is eluted from the sorbent
EkstaGenom E ™ or pure water is used directly for further analysis. Isolation of
DNA was carried out by standard DNA extraction protocol using a set of DNA Prep
200 Diatom ™ reagents.

Polymerase chain reaction (PCR) methods and the analysis of mutations in
genes connexin 26. The first step in determining mutations in certain genes was
amplified region of DNA using the polymerase chain reaction (PCR). Cx26 gene
analysis (GJB2) was conducted under the supervision of Ph.D. Muhammedova RS on
the basis of the molecular genetics laboratory "Human Genomics' Scientific Center of
the institute of Genetics and EBR Sciences of Uzbekistan, Tashkent.
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These genotyping for the presence of mutations in 35delG 117 children with
nonsyndromic forms of NNSL and 100 healthy individuals (including 26 parents and
84 children).

The entitled ""The results of comprehensive audiological studies of children
with non-syndromic sensorineural hearing loss. Analysis of the causes of
sensorineural hearing loss survey of patients after DNA diagnostic for the
mutation 35 delG» the third chapter of the thesis presents the results of
comprehensive audiological studies of children with non-syndromic sensorineural
hearing loss. A total of 117 detailed audiologic examination of patients, 234 ears. The
study of otoacoustic emissions. The study was conducted in patients with suspected
NNSHL group (n=117, 234 of the ear).

During the PIOAE auditory function is not registered in 114 (97.4%) of
children in both ears, 2 (1.7%) - auditory function is registered in both ears, 1 - test
fails in one ear (0.8%). Quantitative comparison of the responses of two tests
otoacoustic emissions on its two classes showed the same type of results.The study
objective audiometry (ABR). All children were examined in stages, starting with the
screening test (FSS), is then passed to register during step ABR stimulation time of
10 to 70 dB and a standard ABR-capacity - from 20 to 70 dB. ABR registration at the
time of turn-based stimulation performed in 117 children (234 ears). The survey
results are presented in table number 2. Pathological changes ABR is to reduce the
amplitude of the IlI-V peak and lengthening of latent periods between them,
compared with the norm.

Table 1
ABR registration when stepping temporary stimulus in children
(N =117, ears 234)

peak V, nb Number of ears %
50 18 8,5
60 12 51
70 62 26,5
80 64 27,3
>90 48 20,5
not recorded 30 12,9

Based on the above data it can be concluded that the VV wave recorded at the
stimulation signal intensity level to 50-60 dB in 12.9% of cases (30 ears). In 53.4% of
cases (128 ears), the fifth peak was recorded at the level of 70-80dB, 12.9% - the fifth
peak did not give the analysis of the large number of artifacts or not recorded, and the
results did not yield analysis (Tablel).Analysis of the results shows that the
registration of ABR, complemented by complex audiological research is clearly
useful as an objective method for assessing auditory function in patients with severe
hearing loss at an expanded clinical trial.

The results of the clinical and audiological parameters in patients with NNSHL
children associated with mutations in the gene frequency change Cx 26 genotype in
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the studied group of non-syndromic hearing impairment as a whole amounted to
31,6% (n=37), regardless of the severity of age identification and family history.

In the analysis of the genetic characteristics of a certain degree of hearing loss,
regardless of family history data, we get the following picture. When deafness this
mutation was detected in 35.1% (13 patients), with severe NSHL degrees Ill and IV
18 (48.6%) and 6 patients (16.2%), respectively. With an average degree of hearing
loss (11 degree) of cases with altered genotypes have been identified.

The main clinical characteristics of hearing loss is the severity of the hearing
loss. All children with a mutation in 35delG had bilateral NBT with a predominance
of severe hearing impairment, which amounted to 83,8% (n = 31). Bilateral deafness
noted in 35,1% (n = 13), NSHL 1V degree - 48,6% (n = 18), NBT Il degree - 16,2%
(n = 6). In the absence of bilateral deafness deletions, IV NNSHL NNSHL Il degree
and degree reached 8,7% (n=7), 28,7% (n=23) and 47,5% (n = 38), respectively.
Deafness Il degree were 10,2% (n=12) of patients with NSHL.

Case of changes in DNA among probands with mutations in 35delG with
damage hearing Il degree were observed. According to information received in
almost all homozygous deletions had congenital deafness or pre-speech character.
Age of the primary diagnosis of hearing loss in the majority of children with a
mutation in the Cx26 gene 35delG accounted for age up to two years (87%).

Thus, hearing loss related to changes in the Cx26 gene, were found in the time
interval from birth to 6 years. Almost every other couple had a risk for hereditary
hearing loss associated with Cx26 gene. In accordance with the task of studying the
common etiological pattern of hereditary NNSHL we compared the conclusion about
the cause of hearing loss, made up of DNA diagnostics and conclusions based on the
results of testing.

25 224 238
20 16,5
15 14,5 135
10 8.9
3
0
Causes of sensorineural hearing loss
@ Pathology of pregnancy and childbirth @ Severe infections
@ child Diseases B causeis unclear
hereditary B other

Fig. 4. The etiological structure of non-syndromic deafness and NSHL after the
results of DNA diagnostics (n=117)
After the DNA diagnostics group of hereditary hearing loss among non-
syndromic forms was 31,6% (n=37), and presumably heritable forms - 14.5%.
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As a result of screening Cx26 gene mutation on 35delG almost half of the cases of
hearing loss of unknown etiology, and more than half of the cases previously
considered acquired, we were in a group of hereditary hearing impairment. Before
testing subgroup of unknown etiology was 23.6%.

After testing, the size of this subgroup decreased to 13.4%. According to the
data obtained before the DNA diagnostics subgroup severe infections averaged 8.9%.
After DNA diagnostics given subgroup size decreased only by 1.3%. Although
hearing loss in this case it can be also associated with long courses of ototoxic drugs
and their susceptibility to attack. After DNA diagnostics subgroup pathology of
pregnancy and childbirth has decreased from 16.5% to 12.8%. Without genetic
hearing loss analysis in these cases could be considered as acquired, but in reality due
to hereditary factors. Therefore, a history of postnatal previous infection prior to
hearing loss, should not prevent the carrying out of molecular diagnostics. Thanks to
DNA diagnostics, we confirmed that the actual hearing loss in these cases had
hereditary. The study group non-syndromic hearing loss caused by deletion 35delG in
the Cx26 gene, found that brief courses of antibiotics, flu, and other infectious
disease of the child, premature birth up to 2,500 kg, heavy labor, hemolytic disease of
the newborn, can mask the presence of hereditary hearing loss related to the studied
gene mutation Cx26.

Thus, inherited forms of hearing loss associated with changes in the Cx26
gene, without a molecular diagnosis in 35% of cases the experts could be considered
acquired (pathological pregnancy and childbirth, serious infections, diseases of the
child in the first years of life), and 23.9% - etiology It was unclear.

In the fourth chapter, entitled ""The results of the clinical and genetics-cal
counseling patients with NNSHL. The results of the statistical analysis of genetic
association of genotypes on mutations of Cx26 gene 35 delG with NNSHL""shows
the conduct of clinical and genetic study 117 patients NNSHL probands. As a child
taken proband Uzbek population aged 1 to 18 years, residing in the territory of the
Samarkand region. Considered a family matter in which taking into account the
diversity of inbred marriages. The studies revealed that the whole of inbred marriages
born 31 (26.5%) probands.In a detailed study to identify the age of NNSHL earlier
diagnosis had a group of children from marriages inbrendnyh : at more than 70% of
children NNSHL identified in the first year of life, while in panmiksnyh families
NNSHL only half of the children identified up to a year . In the group aged older than
3 years, detection of sensorineural hearing loss in families with inbred and
panmiksnym marriage was almost the same.
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Fig. 5. Age detection of the disease in children with severe hearing impairment
from families with inbred and panmiksnym marriage

During the analysis of the degree of severity of hearing loss in panmiksnyh
inbrendnyh families and found that inbred families, the percentage of children with
3rd, 4th degrees of deafness and NNSHL was similar. In families with the same
panmixia a large percentage of the children was with the 3rd and 4th degrees of
hearing loss and a low percentage of the total deafness.

Table 2
Types of families Family Characteristics Types by history
Panmiksnaya family with a history of . .
A history, have relatives with hearing Famlllgi;/vr:r?el;iljsrdened
| Tvoe loss, n=26
yp Panmiksnaya burdened with family
b history, hearing loss is the only case | Families with burdened
of a child in the family, n=60 anamnesis
Il Type Family with inbreeding, n=31

Not burdened family history (I B and Il types of families) had 91 (77.8%)
children. Family history (I A family type) was 26 (22.2%) children. Parents with
hearing impairment occurred in 8 (30.7%) cases in the | A type of families. Families |
A type were 22.2%, families | type B - 51.3%, family, type 1l 26.6% of children.
During the first phase of molecular genetic testing DNA was isolated from peripheral
blood of hearing-impaired children. In the second stage genotyped following
mutations: 35delG, 235delC, 3202 + 1G> A (IVS1 + 1G> A), 313_326del14 and
358 360delGAG (p.Glul20del). Genetic testing for mutation Cx26 gene 35delG
conducted among 117 children with non-syndromic bilateral NST severe.

According to the results of DNA diagnostics gene Cx26 children with non-
syndromic mutation NNSL on three groups of patients received 35delG contact
(Figure 7.):

1. Group homozygotes 35delG mutation (genotype A/A): 20 (17.1%) patients.

2. Group heterozygous mutation 35delG (genotype A/N): 17 (14.5%) patients.

3. The group of patients with a negative for the deletion genotype (WT / WT
genotype), comprised of 80 (68.4%) patients.
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Fig. 6. The distribution of genotypes on mutations in the control 35delG
group and in patients with NNSHL

Additionally performed molecular genetic testing 26 healthy adult parents of
children with NNSHL group and control virtually zdorovyx 84 children and 26
healthy parents bolnyx respective group by age and ethnicity, do not have relatives
with hearing disorders. An important criterion was to call family duplex NSHL
severe and unknown etiology.Group of kids with different genotypes were analyzed
according to the established pattern. In the control group 35delG mutation found only
in the heterozygous state in the 1st adult (1.2% of cases), which corresponds to a gene
in a population prevalence population several Asian countries.

These genotyping for the presence of mutations in 35delG 117 children with
nonsyndromic forms NSHL showed that 20 (17.1%) patients are a homozygote for
the mutation, 17 (14.5%) of children have only one mutant allele (heterozygotes), and
80 (68.4%) children a positive mutation is detected 35delG.Thus, it revealed that
35delG point deletion is the most common cause of NSHL (31.6% of all cases)
deafness patients studied, which corresponds to the data in other European countries

DNA diagnosis of mutations in a gene Cx26 possible to identify two groups of
patients with different genotypes. Group established a hereditary form of deafness
included patients with modified genotype, homo- or heterozygous for deletions 35delG
in Cx26 (genotypes - 35delG / 35delG and WT / 35delG). The remaining patients
entered the negative group genotype by deletion or WT / WT, which is not detected
35delG mutation in Cx26. Subsequently, we analyzed a group according to the general
scheme. Genetic structure of families depending on 35delG mutations presented in table
number 4, and the prevalence of different 35delG deletions in families with a history of
history panmiksnyh families - 46,1% (n = 12) and inbreeding in the environment, despite
the absence of a history burdened - 51 6% (n = 16).

This deletion 35delG in families without a history of history of panmiksnoy
environment was only 15% (n = 9). Distribution by the presence of a deletion in one
or two alleles showed the predominance of homozygotes in families with a history of
a history - 31%, which is due, rather, with the inheritance, and in families without a
history of history deletion provided in majority in the heterozygous state in
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comparison with a group of homozygotes - 10% to 5% in the medium panmiksnoy
and 32.3% versus 19.3% in the medium inbreeding.

Table 3
Distribution 35delG mutations in the Cx26 gene, depending on the types of
families
weighed down by burdened history
history, Total
Groups | A type | B type Il type
abs. % abs. % abs. % abs. %

35delG
13546lG 8 30,8 3 5,0 6 19,4 17 | 14,5
WT/35delG 4 154 6 10,0 10 32,3 20 17,1
WT/WT 14 53,8 51 85,0 15 48,4 80 | 68,4
Total 26 22,2 60 51,3 31 26,5 117 | 100,0

35delG mutation is not found only in 14 (53.0%) children from families with a
history of history, 15 children (48.4%) of families and inbreeding 51 (85.0%) without
a history of the child's family history of panmiksnoy environment, making a total of
68.4 %. Note that the absence of this mutation does not exclude the possibility of
hereditary hearing loss, because the search for other mutations in other genes Cx26
and was not performed in these families.

As we studied a group of children with non-syndromic hearing loss of unknown
etiology was recorded in 62 people. These figures exceed the figures known for
literature sources. For hearing loss of unknown etiology foreign authors noted
irregularities in Cx26 gene in 10-37% of cases [Finsterer J. 2005]. A high percentage
of 35delG mutations detected in children without a history of family history, it is an
additional argument in favor of the need for DNA diagnostics in children with
hearing parents.

Most high percentage of occurrence of this mutation is marked with a family
history - 12 (46.1%) patients, while homozygotes dominate the group of
heterozygotes almost 2-fold (31% vs. 15%). This division probably due to the fact
that the presence of aggravated history thinks of the presence of the altered genotype
from their parents, so that the child inherits from both parents have a recessive trait,
getting a pair of pathological allele.

If not burdened family history of the mutation rate was only 25 (27.4%) patients.
Only homozygotes for the deletion were 9 (9.9%) patients and heterozygotes - 16
(17.6%) patients. In the circle of children in the group with inbreeding 35delG
mutation in the homozygous state was detected in 6 (19.4%) children, and in the
heterozygous state in 10 (32.3%) children. From which it follows that the incidence
of mutations in patients in this subgroup was 16 (51.6%) children. These data indicate
that in the sample of families without a history of a history of inbreeding is the
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leading factor 35delG mutations, is the main indicator of the increase in the deletion
of the group without a history of history, which seems an indication of genetic
analysis in families with inbreeding.

35delG In addition, 25 patients also carried NNSL PCR study 4 the most
frequent mutations in the GJB2 gene encoding connexin 26 protein synthesis:
235delC, 3202 + 1G> A (IVS1 + 1G> A), 313 326del14 and 358 360delGAG
(p.Glu120del). An analysis of one patient revealed a mutation 3202 + 1G> A (IVS1 +
1G> A) in the homozygous state.

Thus, NNSHL is a genetically determined disease with multifactorial hereditary
transmission and the effect of the presence of inbreeding does not increase the
incidence of recessive genes, but only contributes to more frequent their
homozygotization. Thus, our investigation revealed a certain influence on the
determination of inbreeding NNSHL, the formation of hereditary deafness in the next
of kin in the two populations (panmixia, inbreeding).

The fifth chapter, entitled ""Clinical aspects of rehabilitation and prevention
tactics of non-syndromic sensorineural hearing loss. diagnosis and prediction
algorithm non-syndromic sensorineural hearing loss in children *reflects the
Important aspects of the study.

Chronic abuse of auditory function the aim of treatment is to stabilize the
reduced auditory function. In addition, in the first place for chronic sensorineural
hearing loss goes social rehabilitation of patients. Very important is the individual
approach to the treatment of sensorineural hearing loss (taking into account the state
of the psyche, age and the presence of concomitant diseases, etc.).

Treatment of sensorineural hearing loss at the present stage is made up of
several components, which we subdivided into drug and non-drug measures. We use
Instenon drug has been studied related to the group of medicines that improve the
metabolic processes in the nerve cells. Instenon applied intravenously (in saline
solution + 100 ml of 1.0 instenon) slowly droplets under steady state conditions for 5
days. Then stepwise switched to tablet form - 1 tablet 2 times a day for 4 weeks. The
study included 57 patients with non-syndromic sensorineural hearing loss (study
group) and 64 patients from the group with exogenous causes of sensorineural
hearing loss (comparison group) aged 10 to 16 years who took Instenon, patients
evaluated for grade 11 and III.

Treatment efficacy was evaluated on the basis of audiometric studies and REG.
Subjectively marked improvement in hearing and intelligibility of speech addressed
to them 34 (53.1%) patients with the comparison group and 20 (35.0%) patients in
group study. Comparative effectiveness has shown that the improvement of auditory
function according to the tonal threshold audiometry occurred in 28 (43.7%) children
with NST comparison group Il and I11 degrees, a significant improvement in auditory
function observed in all the studied frequencies from 1,9 to 15,8 dB. In the study
group did not showed a significant improvement.

When the instenon drug in the complex therapy of patients suffering from NNSL

IV degree and deafness, marked improvement of clinical parameters have been
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identified, the positive dynamics marked according surdopedagogicheskogo survey in
86% (n = 55) of children the comparison group and 84% (n = 48) of children group
study, significant improvement in the perception of sound, a better understanding of
speech, improving adaptive abilities surveyed.

Thus, these results confirm the literature data about the ineffectiveness of drug
therapy in the standard NNSHL, but such therapy has a direct impact on improving
the perception of the central parts of the nervous system, which has a positive effect
on the period of rehabilitation of children with hearing disorders.

Drug-free treatment should be aimed at the rehabilitation of auditory function.
Rehabilitation of hearing function in sensorineural hearing loss is aimed at restoring
the social activity and quality of life of the patient, it is to hold hearing aid or
cochlear implant, as well as mandatory measures surdopedagogicheskih.

Electroacoustic hearing correction was performed in 117 patients, 73,5% (n =
86) - the digital machines, the rest - analog. In 23% (n = 27, 54 ears) patients carried
binaural hearing aid. According to a study in patients who had not previously worn a
hearing aid, a month improved sound perception, mood, motivation for studies with
surdopedagogs, the desire for new knowledge - improved social adaptation. Such
changes in the group of children malovyrazheny when wearing and analog hearing
aids due to their low abilities to correct sensorineural hearing loss.

Assessment of auditory perception and speech development was made based on
observations of parents and specialist surdopedagogs. Evaluation surdopedagogs state
and development of auditory perception in children carried out on the basis of a joint
diary of observations (parents and surdopedagogs).

Surgical treatment of sensorineural hearing loss is carried out at NSHL IV
degree, the only surgical treatment to date is cochlear implantation. In our study, 17
children with NNSHL under the age of 5 years, with the NSHL IlI-IVV degrees
monouralnym hearing aids included in the state program of cochlear implantation.
The experience of wearing hearing aids have ranged from 3 to 9 months, with classes
surdopedagogs an average of 4 months. It was noted response to auditory stimuli:
doorbell, loud claps, the response to high tones name; the appearance of the vowel
sounds, a positive reaction in the form of a conditioned reflex to a specific auditory
stimulus in the first three months of rehabilitation.

Primary prevention of hearing impairment prevents the occurrence of the disease
itself. This includes medical and genetic counseling of family with complicated
history, conducting molecular diagnostics and genetics consultation to determine the
probability of the birth of offspring with hearing disorders. Upon detection of
mutations in the Cx26 gene to all members of the family of childbearing age is
recommended to test the gene. On account placed face - carriers of pathological
mutations.Secondary prevention of hearing loss allows you to diagnose the disease at
an early stage and provide prompt treatment. This includes the prevention of early
detection of hearing loss in children organ pathology. This includes the screening of
newborns for the presence of pathology hearing.
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Implementation of universal hearing screening, based on the registration of
transient evoked otoacoustic emission (TEOAE), brainstem auditory evoked
potentials (ABR) or stationary auditory evoked brainstem potentials (AEP) to all
newborns in all maternity hospitals and maternity departments will provide the
identification of children with hearing disorders that It will provide an opportunity to
start early treatment and early rehabilitation possible with the normal appearance of
speech in children with hearing disorders.

Severe NNSHL is a direct indication for DNA diagnosis of mutations in Cx26
gene. Parents of children with moderate and mild NSHL degrees is also justified to
offer DNA diagnostics.Tertiary prevention of hearing loss in children and adults is
aimed at preventing deterioration or complications of the disease.

Thus, the hearing impairment as NNSHL associated with changes in the Cx26
gene require speedy comprehensive medical and rehabilitation measures, including
the use of the drug instenon with NSHL for the prevention of the progression of
hearing loss and improve the perception of hearing cortical structures of the center; as
well as the early holding of hearing aid and cochlear implant surgery indications as
the only possible method of hearing correction and active implementation
surdopedagogicheskih events.Based on studies conducted by us, as well as foreign
research data, we have developed algorithms and circuitry of the primary
examination of the patient with hearing loss to detect hereditary forms of
sensorineural hearing loss. The main objectives of this scheme is to identify the most
Important data needed to determine the genetic etiology, showing a sequence of
actions with the medical and genetic counseling. In establishing the non-syndromic
hearing loss can immediately send the patient for DNA diagnostics Cx26 gene. At the
same time to find out more detailed medical history, family history, the nature of
hearing loss, set the age of onset of hearing loss.

It should be remembered that the survey takes time, and the less it is spent, the
greater the risk of incomplete or inaccurate information. Strengthen the control of
inbreeding environment for the development of early forms of severe hearing
impairment with compulsory audio and DNA screening excluding burdened
anamnesis. When hearing loss of unknown etiology genetic testing is strictly
necessary. From all this we can conclude that NNSHL is a genetically determined
disease with multifactorial hereditary transmission and the effect of the presence of
inbreeding does not increase the incidence of recessive genes, but only contributes to
more frequent their homozygotization.
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Thus, our investigation revealed a certain influence on the determination of
inbreeding NNSHL, the formation of hereditary deafness in the next of kin in the two
populations (panmixia, inbreeding). When forecasting the family in relation to the
risk of hearing loss in a child may use a special algorithm and is also available to any
doctor, and for the initial evaluation of having a family of hereditary and acquired
risk factors.

Stages of genetic counseling is to predict the likelihood of disease in the
proband relatives. Among families with hearing parents carriers of recessive
mutations in Mendel's laws, 25% have a risk of having a deaf child, and in 50% of
cases - are able to send a single mutation of healthy offspring. The parents of hearing
impaired children can be born healthy as well. With regard to the genotype, then 25%
of these parents offspring will have one normal and one mutant allele at each of these
genes, 50% of the children may have only one mutated allele of a gene. They should
also be at risk for hereditary NNSHL.
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CONCLUSION

1. Comparison of the incidence of congenital hearing impairment in children
revealed a high prevalence of non-syndromic forms of hearing loss (31.6%
respectively), which required the formation of risk groups on the basis of screening
programs in the population and is the first step in effective prevention of new cases of
congenital deafness.

2. Data on the presence of genotyping 35delG mutations in children with
NNSHL showed that 35 delG is the most common cause of hearing pathology
(31.6%), while the observed prevalence of homozygotes for this mutation (17.1%).
The frequency of mutations in the environment 35delG inbreeding was 51.6% versus
15% of the relevant mutations in panmiksnoy environment, identifying mutations
inbreeding leading factor in the selection of families without a history of history.

3. The study of the causes of non-syndromic forms of hearing loss found in
13.1% of patients and with the use of DNA diagnostics has increased to 61% of all
cases of congenital and pre-speech hearing loss / deafness in the contingent.

4. Clinical and audiological characteristics of sensorineural hearing loss in
children with NNSHL characterized by the prevalence of severe hearing impairment
(IV degree was detected in 35.4% and deafness - 17.1% of cases).

5. It is necessary to hold account of risk factors for perinatal and carriage
mutations in the Cx26 gene in the algorithm of early diagnosis of hearing loss in
children, as the effect of inbreeding on the development NNSL

6. NNSHL with confirmed genetic mutation 35delG was an indication for the
need for effective hearing aids and cochlear implantation with rehabilitation of
hearing perception and differentiation by 100% with KI and 86.4% - in patients with
hearing aids a year.
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