YKPAIHA o UA 1190489 43U
(51) MINK
A61B 5/12 (2006.01)
A61B 5/0488 (2006.01)

E

RS
[Nz

OEPXABHA CITYXBA
IHTENEKTYAJbHOI
BJITACHOCTI
YKPAIHU

(12) ONMC OO NATEHTY HA KOPUCHY MOJIEJ1b

(21) Homep 3asBku: u 2014 00253 (72) BuHaxigHVK(M):

(22) [Lata nopanws sasev:  13.01.2014 IdhbTopa OkcaHa MukonaiBHa (UA),

. Cupopuyk Ilapuca MNeTpisHa (UA),
(24) ﬁs;:éngKg:m::;HMW 26.05.2014 KywHip Okcana BacunisHa (UA)

MoAernb: (73) BnacHuk(n):
(46) Ny6nikavis sBinomocTelt 26.05.2014, Bion.Ne 10 IpTona Okcana MukonaisHa,
npo BuAauy NaTeHTy: Byn. Komaposa, 30, kB. 126, M. YepHisLi,
58013 (UA),

Cupopuyk Ilapuca MNeTpiBHa,

Byn. leTbmana, 2, M. YepHisui, 58004 (UA),
KywHip Okcana BacunisHa,

Byn. Pycbka, 273, kB. 158, M. YepHisui, 58023
(UA)

(54) cnocis FEHETUYHOI AIATHOCTUKA HEWPOCEHCOPHOI MPUMNYXYBATOCTI UM TNYXOTU Y
OITEN

(57) Pedpepar:

Cnocib reHeTUYHOI AiarHOCTMKN HEMPOCEHCOPHOI NPUIYXyBaTOCTi Yn rMyxoTn y giten wnsaxom JIOP-
ornsaay, aygiomeTpii, imnegaHcomeTpil, 0TOaKyCTMYHOI eMmicil | TuMnaHomeTpii. [JogaTtkoBo aHani3yoTb
anenbHUn ctaH reHa GJB2 (rs 121011) i ekcnpecito KOHeKCUHY-26. MNpu LbOMy 3a HasBHOI MyTauii
35delG reHa GJB2 i 3HWXEHOI eKCMpecii KOHEKCUHY-26 XBOpMX BIiAHOCATb OO FPynuM 3 BMCOKOH
OiarHOCTUYHOIO TOYHICTIO MOSBM  CMNOPaAMYHOI  HEMPOCEHCOPHOI NPUrAyxyBaToOCTI/IMyxoTn, WO
acoUilo€ 3 THKYMM KIiHIYHMM nepebirom Ta ripwum NporHo3oM.
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KopucHa mMopenb HanexuTb A0 ranysi MeguuuHu, a came KniHiYHOI naTtodpisionorii Ta gutayori
OTOpWHONapuHronorii, i Moxe OyTM BUKOpUCTaHa 3 METOK pPaHHbOI [iarHOCTUKN BPOIKEHOT
HEeNPOCEHCOPHOI NPUIMAyXyBaTOCTi YM IMyXOTU Y OiTEN.

Mpobnema nopylleHb Cryxy y AITen 3anuMaeTbCs akTyanbHOK He TiNbkM B YKpaiHi, ane 1 B
YCbOMY CBITi SIK Y MeQMYHOMY, TaK i B couianbHOMY acnekTi. HMHi 3a CBITOBOK CTaTUCTUKOK B KpaiHax
€sponu Ha 1000 HOBOHapOMKEHMX NMpunagae 2-4 rnyxux, We y ABOX rfyxoTa pOo3BMBAETLCS MPOTATOM
nepwwux asox poki xutts [O.H. bopuceHko, I.A. CpebHsik, 2011, 2013]. MNMoHag 5 Tucay piten B
YkpaiHi noTpebyoTb KOXneapHOi iMnnaHTauil, KONM >XOAHI CNyXOBi anapatu BXe He AO0MOMOXYTb
cKkoperyBatu Cryx 4u Woro uinkoBuTy BiAcyTHiCTb [A.KocakoBcbkuin, 2008]. nyxoTta (4M Tsxka
NpurnyxyBaTiCTb) Y HOBOHapoXeHMX Ta AiTen npeniHreanbHoro Biky 6e3 BYaCHOI AiarHOCTUKM Ta
nikyBaHHA NPU3BOAUTL OO FMYXOHIMOTK i HegoymcTBa abo, "B KpalloMmy BUNagKy", 40 CMOBiNbHEHHS
MCUXIYHOrO | couianbHOro PO3BUTKY Ta «MOMOBHEHHS NaBs iHBanigiB». TOMY MPOrHO3yBaHHA i paHHS
AiarHOCTUKa HEeMpPOCEHCOPHOI MPUrNyXyBaTOCTi YM [MYXOTU Yy AiTe € akTyanbHow npobnemoto
Cy4acHOi MeanLMHW.

Hainbnwmxumn aHanor KoOpuCHOi Moaeni € fAiarHocTuKa NpuriyxyBaToCTi Y AiTel PisHOro BiKy
[OnMTuHa 3i cBiTY TMWi: Ha gonoMory GaTbkamM He4ykuoli OWTUHWU: HAYKOBO-METOAMYHWUA MOCIOHMK /
yknaa.: H.A.36opoBcbka Ta iH..; 3a pea. CB. Kynbbign — Kuie: "CIIKTB YTOI™, 2011. - 328 ¢
(oonoBHeHWI | foonpauboBaHuii)], NpK SKOMY AiarHOCTUKA NOpYLUEHb CyXy NPOBOAWUTLCA HA NiACTaBi
3aranbHONPUHATUX B oTopuHonapuHronorii (JTIOP) kniHiYHMX Ta iHCTpyMeHTanbHmMx metoauk: JIOP-
ornaay, aygiomeTpii, imnegaHcoMeTpii, 0TOaKyCTUYHOT eMicil i TuMnaHomeTpii.

Heponikom Hambnwkdoro aHanora € HegocTaTHs e(EeKTUBHICTb pPaHHbOI  AiarHOCTUKM  Ta
NPOrHO3yBaHHS, TaK SIK HE BPAaxOBYHOTbCA MEHETUYHI YMHHUKM POBOTM CNyxOBOro aHamisatopa, KoTpi
KOHTPOIMIOKTb NPOLIEC 3BYKOCMPUNHATTA Yepe3 TpaHCMeMOpPaHHi Binku LWiNMHHMX KOHTAKTIB 3aBUTKK
(KOHEKCOHM), Lo 3abe3nevyoTb NMOBHOLIHHUM iOHHMI 0BMiH (0co6MBo K*) MiX cyciaHiMu KniTuHaMu
3aBUTKM | CPUSIOTb NIATPUMAHHIO NTOKaNbHOIo ayaioromMeocTasy.

B ocHOBY KopucHOiI Mopgeni noctaBneHa 3agada po3pobutm cnoci® AiarHOCTUKM paHHbOT
TYrOBYXOCTi Y/ NyXOTU Y AiTEeN 3 ypaxyBaHHAM NOMiMOPQi3My reHa KoHeKCuHy-26 (GJB2), npu skomy
AOCSAraeTbCs NiABULLEHHS AiarHOCTMYHOI LIHHOCTI Bepudikauii paHHbOT NpUrnyxyBaTocCTi i/4n rnyxoTu
Ha OCHOBi OO'EKTMBHMX OaHUX HasBHOCTI "MyTtauii” reHa GJB2 (35delG), Bknag KOTporo B MosiBy
HecuHOpoMarnbHUX (Ta OKpeMux cuHapoManbHux) cgopm rnyxotn ctaHoBuTb 80%, i npu "loss of
function" myTauii siKoro 3HMXyeTbCcs CUHTE3 BinkiB KOHEKCUHY-26.

MocTaBneHa 3agaya BUPILLYETBCA TUM, WO Y 3anponoHOBaHOMY cnocobi AiarHOCTWKY nopylleHb
cnyxy npoBogaTe wnaxom JIOP-ornsay, ayaiomeTpii, imnegaHcomeTpii, OTOaKyCTUYHOI eMiCii i
TUMNAHOMETPIT, 3riAHO 3 KOPMCHOK MOAENIIO, WO A0O4ATKOBO aHani3ylTb anenbHui ctaH reHa GJB2
(rs 121011) i ekcnpecito KOHHEKCUHY-26. 3a HaaBHOI myTauii 35delG reHa GJB2 i 3HMXEHOI ekcnpecii
KOHHEKCUHY-26 XBOpMWX BiQHOCHATb 4O rPyny 3 BUCOKOK OiarHOCTUYHOK TOYHICTIO NOSIBU CMOpagunyHoi
HEeMPOCEHCOPHOT NPUrNYyXyBaToOCTi /IMyXOTH, WO aCOLit0e 3 TSXKYMM KNiHIYHUM nepebirom Ta ripwmm
NPOrHO30M.

CninbHMMK 03HaKaMu KOPUCHOI MoAeni Ta HanbnMx4oro aHanory € fiarHocTuka NopyLEHb CIyXy
Ha nigctasi JIOP-ornagy, aygiomeTpii, iMnegaHcomeTpil, 0TOaKyCTUYHOT eMICil | TUMNaHoOMETPil.

KopucHa mogenb BigpisHAETbCS Big Hanbnmx4oro aHanora TuMm, LWO:

[iarHocTnka nopylleHb cnyxy y AiTe NPOBOAUTLCS 3 ypaxXyBaHHAM anenbHoro ctaHy reHa GJB2
(rs 121011) Ta ekcnpecii KOHEKCUHY-26.

TexHiYHUM pesynbTaT, SKUN JOCAraETbCa NPU 34iNCHEHHI KOPUCHOI MOAEnNi, Nondrae y ToMmy, WO
3aCTOCYBaHHS 3anpoOrnoHOBaHOI KOPUCHOI MOAENi A03BOMUTb MOKPALMTA PAHHIO Y T.4. HEOHaTanbHYy
AiarHOCTUKY HEMPOCEHCOPHNX BMAIB NPUIIyXyBaTOCTI/IMyX0TW y AiTel, NPOrHO3yBaTW YPaXKEeHHS CyXy
CEHCOHEeBParnbHOro MOXOMKEHHS i, BIOMOBIAHO, BYACHO NPOBECTU HeobXigHy kopekuio (Migbip
CMNyxOBOro anapara 41 KOXreapHOoro iMniiaHTa) y ONIHIBICTUYHMI Nepioad pO3BUTKY AUTUHN.
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Tabnuuga 1
MopiBHANbHA XapakTepucTUKa 03HaK KOPUCHOI MOoAeni Ta HanbdnmXk4oro aHanora
O3sHaka Cnocib-Hanbnvmkumn aHanor | Po3pobneHun cnocib

Kniniyni JTOP pocnigkeHHs HasBHi HasBHi
IHCTpyMeHTanbHi oCnigXeHHA
(aypiomeTpisi, imnegaHcomeTpis, HasagHi HagagHi
OTOaKyCTUYHOI eMiCisi i TUMNaHOMETPIs)
AnenbHuI cTaH reHa GJB2 (rs 121011) BigcyTHin HasiBHui
[ocnigxeHHa ekcnpecil KOHHEKCUHY 26 BigcytHe HasaBHe
YyTnueicTb meToay 75,0% 85,0%
CneumndiyHicTb MmeTogy 78,0% 90,0%
EdbeKkTnBHICTb giarHOCTMKM Hwxya Buwa

KniHiyHW® npuknaa:

XBopa K. 4 poku (meamyHa kapta autuHu Ne3245/12), sigsigye HaB4yanbHO-peabiniTauiHun
ueHTp Ne1 gns piten i3 Bagamm cnyxy. O6oe 6atbkiB ©6e3 nopyweHb cnyxy. ig yac nonoris 6yna
TpaBMa roniBkA AWTUHW, Bara MpW HApPOMKEHHi - 2,3 Kr. YNpoaoBX 1-ro poKy XWTTA BUSBMEHa
BiHaypanbHa nNpurnyxyBaTiCTb 2 CTyneHsi. B aHamHesi: YyacTi pyHiTM, KOPOTKO30PICTb NErKoro CTyneHs.
Mpu ornsgi: ckomnio3 rpygHoro Bigainy xpebta 1 cTyneHs, He3Hau4Hi 3MiHW MCMXOHEBPOMNOri4YHOro
cTaTycy - nigBueHa 30yanMBiCTb, TPMBOXHICTb. Y CiM'I nopylleHHs criyxy 6ynu B 6abyci (xBopoba
MeHbepa). NpoBeaeHo aydiomeTpito, iMnegaHCOMETPI0, TMMNaHOMETPIlo Ta 3abip BEHO3HOI KpoBi ANns
BUKOHAHHSA 3arasnibHO-KIiHIYHUX aHani3iB Ta reHoTunyBaHHS wnaxom ekctpakuii AHK i3 nimdoumTis i3
HacTynHoOl amnsidikauiero reHeTU4YHOro AedbekTy LWSAXOM MoniMepasHoi NaHUroBoi peakuii i
Bidyanisauieto 3a gonomorot enektpodopesy B arapo3HoOMy resni. BusasneHo romMmo3nMrotHy myTtadiio
35delG reHa GJB2 i 3HMXEHY eKCrnpecito KOHHEKCUHY-26; 3a JOMOMOroK iHCTPYMEHTanbHUX MeToAiB
BCTAHOBMWIM HAasBHICTb HEMPOCEHCOPHOI TYroBYXOCTi NErkoro CTyneHs Ha npase ByXO i cepedHboro -
Ha niBe, WO nNiggaeTbCs KOpekuii 3a OOMOMOrol CNyxoBOro anaparty. Ha nigctasi oTpumaHumx
pesynbTaTtiB aAnTUHI 6yno nigibpaHo HeobXiAHWMIM eneKTPOHHWUI CRYXOBUM Npunag, KOTPUW MOBHICTHO
KoperyeaB Bagu CNnyxy, a TakoX pekoMeHgoBaHo nnaHosun ormsg gutadoro JIOP cneuianicta 1 pas
Ha PpiK i3 KOHTpPONEeM KMiHiKO-iIHCTPYMEHTarnbHMX MOKa3HWKiB, BiABiAyBaHHSA KabiHeTy niKyBanbHOI
Qi3KynbTypU Ans KOPEeKLii MocTaBu, KOHCYMbTauis ncuxorniora, odranbmornora i Kypc HaByaHHsS 3
noroneaom.

®OPMYIA KOPUCHOI MOJEN!I

Cnoci® reHeTU4HOI AiarHOCTUKN HEMPOCEHCOPHOI NPUIIYXyBaTOCTI UM rNyxoTun y aiten wnaxom JIOP-
ornsagy, ayaiomeTpii, imnegaHcomeTpii, 0TOaKyCTUYHOI eMicii i TMMnaHomeTpii, Sk BiApPiI3HAETLCSA
TVMM, LWO OOOATKOBO aHani3ylTb anenbHuin ctaH reHa GJB2 (rs 121011) i ekcnpecito KOHEKCUHY-26,
npuyomy 3a HasBHoiI MyTauii 35delG reHa GJB2 i 3HMXKEHO| ekcnpecii KOHEKCUMHY-26 XBOPYWX BiAHOCATb
OO TpynM 3  BUCOKOK  [iarHOCTMYHOK  TOYHICTHO MOSIBM  CMOPAAM4HOI  HEMPOCEHCOPHOI
NPUrnyxyBaToOCTi/IMyX0TH, LLO acouilo€ 3 TSHKYUM KMiHIYHUM nepebirom Ta ripLwmmM nporHo3om.

Komn’'totepHa BepcTka [. LLieBepyH

[HepxaBHa cnyxba iHTeneKTyanbHOi BMacHocTi YKpaiHu, Byn. Ypuupekoro, 45, m. Kuie, MCI1, 03680, YkpaiHa

0N “YKpaiHCbKMI iIHCTUTYT NPOMUCIOBOI BNacHocTi”, Byn. na3yHoBa, 1, M. Kuis — 42, 01601




