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LTo e rnyBOCT:

» [nyBOCT unn owTeTyBarbe Ha CITyxOT € cocTojba BO Koja
noeavHUM AenyMHO MK LenocHOo ja rybat MoxHocTa Aa
rM npuMaat u npenosHaaT dpekdeHuMnTe Ha 3BYKOT
KOj BoObUYaeHO MoXe da ro CnywHaT Apyrv nvua

> BucuHaTa Ha owTeTyBarbeTO Ha CyXOT ce onpeaenysa
cnopes jausHata (MepeHa Bo geumbenu  (dB)).
OwTeTyBareTO MOXe Aa ce nogenu Ha bnaro, ymepeHo,
TELWKO W LEeIoCHO Uiu ryBoCT

> [lopeMeTyBaeTO Ha C/yXOT € HajueCcTo CEeH30pPHO
NpeMeTyBaHe Kaj Nyreto

> MNpnbnmxkHo 1 Ha 1000 HoBOpeaeHYMHa € adeKTopaHo
CO TeLlKa Uan uenocHa riyBocT

» [ononHuTtenHo, 1 Ha 1000 Aeua MporpecvMBHO ro rybu
C/lyXOT BO TE€K Ha PaHOTO AETCTBO

» Co BO3pacTa OWTETYBaHETO HA CYXOT MPOrpecuBHO ce
3rofieMyBa, Taka Aa noeeke oa 50% oA nvuaTta Haa 80
roaMHn ce adekTMpaHM CO oapefeH CTerneH Ha
owTeTyBare Ha CNyxoT

TUNoBU U NPUYUHUTENN HA MNMYBOCTA:

Bo pa3BueHuTe 3emju reHeTckuTe hakTopu 3aB3emaar
[IOMWHaHTHa yrfiora BO eTuosiornjaTa Ha rnyBsocTa.

Bo cnyyaj kora rnyBocTa ce jaByBa BO kOMOMHauuWja Ha
apyrnm MaHudecTaumMmn co npenosHaTnve ¢eHoTun, cTaHyBa
360p 3a cMHApPOMCKA HacnegHa rnyBocT. JJOKONKy riyBocTa
ce jaByBa KakoO M301MpaH CUMMTOM, KOra He € roBp3aH Cco
ApYrn CUCTEMCKM MOpeMeTyBala Torawl Toa Ce HapekyBa
HeCMHAPOMCKO owTeTyBare Ha cnyxotr - HCOC. HCOC
yyectByBa €0 70% Of reHeTCKuTe BMAOBW Ha rNyBOCT.
HCOC ce npeHecyBa aBTO30MHO peuLecnBHO (80%),
aBTO30MHO AOMMHAHTHO (20%), X-Bp3aHO (2%) WM Kako
MUTOXOHAPWjanHa rnyBocT (2%). ABTO30MHO peLecMBHUTE
(opMM Ha rNyBOCT HajuyecTo ce BPOAEHWU W MPeAsVHIBaHu,
fofeKka aBTO30MHO AOMWHAHTHWTE (OpMM Ha FNyBOCT ce
NOCT-/IMHIIBAHN U NMPOrPECUBHN.

leHeTckaTa OCHOBa Ha [lyBOCTa € MW3BOHPEaHO
KoMnnekcHa. /[lo AeHec, yTBpAEHU ce 42 pasfiuyHWu reHu
WHBOMIBUPaHM BO aBTO30MHO peuecvBHa ¢dopma Ha rybeme
Ha CNyxoT. MyTaumm BO HEKOW reHun Kako GJBZ, MYO7A,
CDH23, OTOF, SLC26A4, TMC1, ce 4yecCcTa MpuyuHa 3a
rMyBOCT U PYTUHCKM Ce CKPUHMPAAT Kaj /mua co owTeTeH
cnyx. Mytaumm BO Apyru reHu nak, ce U3BOHpPeAHO PeTKu, a
Hekom ce objaBeHM KaKo MpuMYMHA 3a ryBOCT Kaj caMo efHa
[0 aBe dhammnuu.

AHanu3un Kom ce cnpoBeayBaaT BO LUeHa

WUIWB ,.feopru /. Eppemos: (MKA)
YTBpAyBatbe Ha TOUKACTW MyTaumm/mManu
Aeneunn/mHcepumm Bo GJB2 FreHOT €O MeToA Ha 7.500
CEKBEHUMOHUPpaH-e

OTOTOKCMYHa rnyBocT (AHanM3a Ha 5 HajuyecTu 5 000
MyTaumm Bo MMTOXoHApujanHaTa OHK) ’
YTBpAyBake Ha TOYKACTM MyTauun/Manm
feneumun/uHcepumnmn Bo SLC26A4 reHoT co 25.000
MEeTOo[4 Ha CEKBEHUMNOHUPpaH-e

YTBpAyBatbe Ha TOUKaCTM MyTaumu/Mamm
aeneunn/mHcepumm Bo OTOF TFeHOT CO METOA 25.000

Ha CEKBEHLIMOHMPaHE

UMb

[JTYBOCT

FeHeTCKO TecTupame:

YTBpAyBat-eTO Ha FEeHETCKUTE OCHOBM Ha rybereTo Ha
CNyxoT € Off BUTASIHO 3Hayere 3a Tepanuja Ha nauueHTuTe
W reHETCKO COBETYBae Kaj HMBHUTE dpamunuun. NMopaamn Toa
reHEeTCKOTO TecTupare Ce MnperopadyBa Kako MHTerpasneH
Jen o4 KIMHW4YKaTa eBanyaumja Ha pJdeuata co TpajHO
owITeTyBake Ha CNyxoT

Mako BO eTuonorvjata Ha CAyWHOTO OWTETyBake
MOCTON ronemMa reHcka XeTeporeHocT, Mytauumute Bo GJBZ2
reHot, JnoumpadH Bo DFNB1 nokycoT (13gl2), ce rnaBHa
npuynHa (50%) 3a nNpeanuHreasnHa, HecMHApoOMCKa
peuecuBHa dopMa Ha rnyBoCT. Bo GJB2 reHOT OTpueHu ce
noseke o 100 pasfMuHM MyTauMM CO  Pas3fnyHa
3aCTaneHoCT 3aBMCHO Of €THU4YKaTa npunagHocT. Bo
6enata nonynauuja Hajuecta npomeHa e 35delG, poaeka
W24X e yecTa Kaj poMckaTa nonynauuja.

MNeHapen  cuHApOM, €  HajyecTto  CUHAPOMCKO
OLITETYBatb€ Ha CNyXOT KOe Ce HacnedyBa aBTO30MHO
peLecMBHO, a € MOoBp3aHO CO MOpeMeTyBarba BO Pa3BojoT

Ha Kox/leaTa, CeH30HeypanHa T[fyBoCT W AUPY3HO
3ronemMyBahe Ha TupouaeTa (ryasocT).
MyTtauun Bo MuTOXOoHApujanHata [JHK (mtDNA),

ocobeHo MyTauumTe BO MTRNR1 1 MTTS1 reHOT MCTO Taka
Ce YTBPAEHM KaKO MpUYMHA 3a CEH30pHO HeypasiHa ryBocT
KakO CMHApPOMCKa Taka W HEeCMHAPOMCKA, Kako #
AMUHOMMKO3MAHO  MHAyUMpaHa [yBOCT  (MporpecuBHa
rMyBOCT KOja Ce jaByBa Kako pe3ynTaT Ha 3eMame Ha
OTOTKCUYHW NIEKOBMK)

OTOF reH-noBp3aHa rnysocT (DFNB9) ce KnMHMYKKM ce
MaHudecTMpa BO ABa 0b6nuka: 6unaTepanHa Tewka A0
Lie/locHa HecMHApoMcKaTa ryBOCT WU, MOMasiKy YeCcTo Kako
ayAMTopHa HeyporaTtuja.

BaXXHOCT Ha reHeTCKOTO TeCcTupame:

> TOYHO yTBpAyBaH€ Ha NpUMYMHATa Ha OLITETYBAHETO Ha
C/yXOT Kaj NauneHToT

> HamanyBatbe Ha noTpebaTa of NOHaTaMOLLHM CKanu
TECTOBU

> OcHOBa 3a KIMHWYKA NPOrHo3a M NpeaBuayBakbe Ha
NOAOLHEXHWN MEANLIMHCKMA KOMMIMKaLMn

> T[penopaka 3a NlekyBare 1 AOAFOPOYHO MEAULIMHCKO
cnepene, 0cobeHo kaj HOBOpPOAEHUMHbaTa

> [eduHnTnBHa MHpOpMaumja NnoTpebHa 3a COOABETHO
reHeTCKO COBeTyBake BO pamMunnjata
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