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[dunarHocTunka HacneacTBEHHOM HEMPOCEHCOPHOM Tyroyxoctu (reHbl GJB2, GJB3, GJB6, POU3F4,

WFS1)
MNokasaTenb PesynbTaTt Ped. 3HaueHusn
Bcex BO3MOXHbIX MPOTSKEHHbIX .
MpoTsikeHHble Aeneummn 1 Qynnvkauum reHoB Aeneunin n gynnvkauui reHos Beex BOSMONGISIQEL O T SHHBIX AneLmMn
GJB2, GJB3, GJB6 GJB2,GJB3, GJB6 oBHapyxeHo He | M AYMMKaUMn rekos GJB2, GJB3, GJB6
66110 06HapyeHOo He 6bino
MyTtauun ¢.35delG, c.-23+ 1G>A
OBHADVIKEHE MVTALIAS: TETEDO3UTOTHES (IVS1+1G>A), c.313_326del14, c.235delC,
ToueuHble myTaumm reHa GJB2 Py v Tay I/I;lC éSdeIGp ¢.358 360delGAG, c.101T>C
yrau ’ (p:-Met34Thr), c.167delT oGHapyxeHo He
ObIno
[leneunn rena POU3F4 Oeneuunn reHa POU3F4 obHapyxeHo He Oeneumnun rena POU3F4 obHapyxeHo He
4 6bIno Obino
[leneunn reqa WFS1 Oeneuunn reHa WFS1 o6HapyxeHo He Oeneumnn reHa WFS1 o6Hapy»xeHo He
H ObIno Obino

KommeHTapum k npo6e: OTcyTcTBre geneuunn n gynnvkaumin B reHe POU3F4 3HauyuTenbHO CHMXKaeTCa BEPOSTHOCTb TYroyxoCTu
DFNX2 tna, ogHako He UCKIYaeT ero NonHOCTbIO, TaK Kak ToueyHble abeppauui BbISiBAAIOTCS B NONoBuHe cnyyvaes. OTcyTcTBUE
aeneunn n gynnukaumi B reHe WFS1 He ncknioyaet passutne DFNAG/14/38 popm HeripoceHcopHoM TyroyxocTn. OTcyTcTBue
aeneuwnii reHoB GJB2 n GJB6, He nckntoyaeT AnarHo3 HeCMHAPOMArbHOM UM CUHAPOMAanbHOW HEMPOCEHCOPHOM TYroyXocTu
ayTOCOMHO-PELLECCMBHOW NN ayTOCOMHO-AOMUHAHTHOM hopMbl. OgHako,npy. 4OMONHUTENBHOM OTCYTCTBMU TOYEYHbIX abeppauuii B
reHe GJB2 cHuxaetcs BepoaTHocTb DFNB1 1 DFNA3 cbopm HecMHApPOMAarbHOro TyroyxocTu, a Takke CUHAPOMaribHbIX hopm,
accouMmMpoBaHHbIX € 3TUMU reHamu. [leneunu n gynnukaumm reHoB GJB2 n/unn GJB6 coctasnstoT 5-10% Bcex cnyyaes
HenpoceHcopHon TyroyxocTtu Tuna DNFB1.

Hanbonee YacTov NpMYMHON pPa3BUTHS HEMPOCEHCOPHON TYrOyXOCTW ABNAITCA CryyYaun, acCoOLUNPOBaHHbIE C MyTaLUsMN B reHe
GJB2. B 6onblumMHCcTBE crnyyaes myTaumm B reHe GJB2 HacnepaytoTes no aytocomHopeveccmsHomy Tuny (DFNB1), To ecTb ansd
BO3HWKHOBEHUSI CUMMTOMOB TpebyeTcs Hanm4me NMbo roMo3nroTHOM MyTaLuun, NMbo ABYX reTepo3nroTHbIX abeppauuii (komnaygHas
reteposurota). HactoTta reTepo3MroTHoro HocutenbcTea Mytaumin GJB2 B poccuiickor nonynauumn coctaenset npumepHo 4%.
Haunbonee pacnpocTtpaHeHHbIM abeppauusamm reHa. GJB2 aenstoTca Hebonblume aeneunn ¢.35delG, ¢.313_326del14,c.235delC,
¢.358_360delGAG, c.167delT, a Takke ToueuHble abeppaummn [IVS1+1G>A n ¢.101T>C. TaxecTb Tyroyxoctu npu
GJB2-accounnpoBaHHbIX COCTOSIHUSAX MOXET BapbupoBaTh OT nerkon Ao Tskenon. OT 12% o 50% naumeHToB xapakTepuaytoTcs
NpPOrpeccupyoLLnM CHKeHeM crnyxa. B 6onblumnHeTBe cnyyaeB GJB2-accouMMpOBaHHs TYroyXoCTb KOHreHUTanbHasi
(MpenvHreanbHas 1 NPOSIBNSOLLAACS NMPU POXAEHNM), oaHaKo B 3% criydaes Obinuv onvucaHbl 6onee No3gHNe CPOKM CHMXKEHMS cryxa.
B 6onbluMHCTBE criyyaeB BeCcTUbynapHas yHKUUS Y AaHHbIX MAUUMEHTOB He HapyLUeHa, O4HAaKo NauMeHTbl ¢ MyTaumusmm B reHe GJB2
Yalle oTMeyvarnu anu3oabl rofoBOKPYXeHUS U TuHuTUTa. MNpn KT-nccnegoBaHnax BHYTPEHHErO yxa Yalle Bcero He HabnogaeTcs
NaTosiorM4ecknx N3MeHEeHWN cnyxoBoroannaparta. Y AaHHbIX NauueHToB HabnogaeTcs 3HavyMmas Koppenauns deHoTUN-reHoTun,
KOTOpasi B OCHOBHOM CBsi3daHa ¢ 9 EKTOM, KOTOPbLIV OKasblBaeT MyTauus Ha CTPYKTypy benka. HeGonblune geneunn, mytauum co
CABUIOM paMKy CHUTbIBAHWUSI, HOHCEHC MyTaLun, NPUBOASILLNE K CEPbE3HBIM U3MEHEHWUSIM CTPYKTYpPbI Gerka, Ha3blBaloTCS
TpyHKUpyoLwmMm (T). AMMHOKUCIOTHBIE 3aMeHbI, He 3aTparueatoLLme rny6oko cTpykTypy 6enka, HasbiBatoTcst HeTpyHkupytowume (N). Y
naLMeHTOB, FOMO3UIoTHbIX Ha T-myTauun (T/T), yawe HabnopgaeTca Taxkenaa opma Tyroyxoctu (64%), 4emM y reTepo3nroTHbix (25%)
Ha TmyTauwmm (T/N) n romosuroTHblix Ha N-myTauum (13%). Pegko myTtaumm B reHe GJB2 MoryT BbI3biBaTb ayTOCOMHO-AOMUHAHTHYIO
dopmy HecuHapomanbHon Tyroyxoctn (DFNA3), ogHako AaHHble COCTOAHMSA OTHOCUTENBHO peaku. Takke, ayTOCOMHO-AOMUHaHTHbIE
dopmbl GJB2-accoummpoBaHHbIX COCTOSIHUI MOTY XapakTepu3oBaTbCsl KOMMMEKCHbIMY CUHAPOMaMU, OAHUM U3 NPOSIBIIEHUI KOTOPbIX
ABMNSAETCA TYroyxoCTb: TaJOHHO-NOAOLWBEHHAsA KepaTogepMus C TYroyxocTbio, cuHapom bapTallamdpu, cunagpom ®oBuHkens,
cungpom CeHTepa.
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