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Ponb reHeTU4eCKnxX pakTopoB B
MPOUCXOXKAEHUM HAPYLLUEHUM CAyXa Y
neTtemn

I1o cTeneHu BbIpaKEHHOCTH Pa3IMYaloT ABa TUIIA
HapyIIEHUM CJIyXOBOU QPYHKIIUU — IJIyXOTa U

TYT'OyXOCTb.
I'ryxoma — 3To BhIpa*kKeHHOE CTOMKOE IOHMKEHUE

CJIyXa, KOTOPOE IMPENSATCTBYET PEUYEBOMY OOIIEHUIO B
JIIOOBIX YCIIOBUAX, JaKe ¢ IIPUMeHEHUEM
3BYKOYCHUJINBAIOIIEH allapaTyphl.

Tyzoyxocmb — NIOHUKEHHE CJIyXa Pa3HOU CTEIIEHU
BbIPAKEHHOCTH, IIPU KOTOPOM BOCIIPHUSITHE PEUU
3aTPYHEHO, HO BCE K€ BO3MOXKHO IIPU CO3JaHUU
OIIpeZleJIEHHbBIX YCIOBHUM.



HapyiuneHue ciyxa B 3aBUCUMOCTH OT IIaTOreHe3a
MOKET UMETb HeUPOCEeHCOPHbBIL WU
KOHOYKmMueHblil xapakTep. [Ipu HelipoceHCOpHOM
HapyIlIeHUU OTMEYAETCA IIaTOJI0TH
3ByYKOBOCHPHUHUMAIOIIErO amnmapara
(4yBCTBUTEIBHBIX KJIETOK YJIUTKH CJIyXOBOT'O
HepBa 1 MO3TOBBIX CTPYKTYP). IIpu
KOHIYKTUBHOU IJIyXOT€ HapyIII€HUE OXBAThIBAET
3BYKOIIPOBOJSIIYIO CUCTEMY (HApy»>KHOE 1
CpeiHee yXO0, JKUJKOCTb CpeIHEero yxa)



[IpUYMHDBI U PaKTOPbI Bbi3biBaloLWMeE
NaToJIOrMK0 Ccayxa:

o IIpuunHBI ¥ pAKTOPHI HACJIEICTBEHHOTO I'eHe3a,
KOTOPbIE€ NPUBOJIAT K U3MEHEHUAM B CTPYKTYpPax
CJIyXOBOTO allliapaTa U pa3BUTHIO HACJIENCTBEHHOMN
[JIyXOThI, KOTOPAsi MOKET ObITh KaK BPOKIEHHOU
TaK U BbISABJIATHCS IOCIE POKAECHUS

« DK30TeHHbIE BHYTPUYTPOOHOE BO3/I€MCTBUA Ha
OpraH cjayxa ILIoAa, KOTOPbIE€ BHI3IBAIOT MOABJIEHUE
BPOXKIEHHOM TYTOYXOCTH

» ®aKkTOPBhI, AEUCTBYIOIINE HA OPTaH CJayXa 3J0POBOTO
OT pOXKJeHUs peOeHKa B OJIUH 13 IIEPUOJIOB €T0
Pa3BUTHSA U IPUBOJAIIYE K PA3BUTHUIO
IIpUOOPETEHHOU IJTyXOThI(TYyTOyXOCTH )



HcceemoBaHUsIMH MHOTHX aBTOPOB MOKa3aHO, UTO
y JeTel ¢ BpOKAeHHON UM paHO IPUoOpeTeHHO’
IJTyXOTOUN M TYTOYXOCTBhIO MOKET HAOJII04aThCs
crenupuueckKan 3aJepKKa IICUXUUYECKOTr0
Pa3BUTHUSA B COUETAaHUM CO CBOEOOPa3HO
HapylnIeHHBIM (P)OPMHUPOBAHHEM PEUYU B IIEPBbHIE
ro/bl ’KM3HU peOeHKa.

PeueBoe HapyllleHWe 3aHUMAET BeAyIlee MeCTO B
CTPYKTYPE UHTEJJIEKTyaJIbHbIX HapYyIIIeHUH IIPU
TJIyXOT€e U TYyTOYXOCTH.



- I';yxoTa pesiko ObIBaeT TOTAJIbHOM, OOBIYHO
COXpaHAETCA OCTaTOYHBIN CIIYX, KOTOPBIH
II03BOJISIET BOCIIPUHUMATh OUYEHb I'POMKHUE,
HU3KHE 3BYKH, HO 3TOT'0 HEJOCTATOYHO JIJIs
IIOJIHOLIEHHOT'O BOCIIPUATHSA PEYMU.




Y nereu c HapylIeHUAMUA
CJIyXa 4acTO BCTpPeJaeTcs
IVCCOITUPOBAHHOE
pa3BUTHE MBIILJIEHUS CO
CBOe0OOpa3HOU
HEZIOCTATOYHOCTBIO
CJIOBECHO-JIOTUYECKOTO
MbINIUIEHUA. PaHHEe
obyueHle UX CUeTy U
UTEHHUIO , a TAKXKE
KOHCTPYUPOBAHUIO MOXKET
MMETDb BA)KHOE 3HAUEHUE B
IpeaynpexIeHun
WHTEJJIEKTyaJIbHOMN
HEIOCTATOYHOCTH.




CTaTUCTUYECKME AaHHbIe:

- HacTtoTa reHeTUYECKUX HAPYIIIeHUH CcayXa
KoJiebsiercs oT 36 10 85 % Bcex cirydaesn. B
HacToslee BpeMs J0Ka3aHo, UTO TeHeTUUeCKHe
HapyIIeHUs cyXa 10 BpeMeHH BBISBIEHUSA
HanboJiee 4acTo ObIBAIOT BPOKAEHHBIMH, a 110
XapaKTepy - HEHPOCEHCOPHbIMU



PazBuTne 1 (pyHKIIMOHHPOBAHME CJIyXOBOTO
aHaJIN3aToOpa OIIPENEeJIAIOTCSI COTHIMU I'eHOB,
B3aMMO/IeCTBYIOIIUX MEKIY COOOM.
MyTaliioHHOe U3MeHeHMe JI00ro U3 reHOB
MO2KeT HapyIuTh ¢OpMUPOBaHNE U HOPMAaJIbHOE
(QDYHKIIMOHUPOBAHUE CIIYXOBOTO aHAJIM3aTOpA.




Tunbl HacnhepoBaHMA
MOHOCMMMNTOMATMYECKMX HAPYLLUEHUM

cJlyxa

» 'eHeTnueckue nedeKThl CiyXa MOTYT
HaCJIEIOBATHCA 110 ayTOCOMHO-PELECCUBHOMY,
ayTOCOMHO-JOMHUHAHTHOMY U CLIEIJIEHHOMY C
II0JIOM TUIy. B 3aBHCHUMOCTH OT THIIA
HacJe0BaHUA U KIIMHUYECKOU KAaPTUHBI ITPUHATO
BBIJIEIATh 16 POPM MOHOCHUMIITOMATHYECKHUX
HapyIIeHUM CJIyXa U HECKOJIBKO COTEH PEAKUX
cuHZApPOoMOB. CHHApOMAaJIbHbIE (POPMBI
reHETUYECKOU TJIYXOThI U TYTOYXOCTH COCTaBJISIIOT
OKO0JIO 30% BcCeX CIIy4Yaes.



« bonee 50% cirydaeB BpOK/I€HHON CEHCOHEBPAJIbHOU TYyTOYXOCTH
1 TJIYXOThl UMEET FreHeTUUecKyIo (HacleICTBEHHYIO) IPUUHHY.

« IIpu 3TOM HapyllleHuA ClIyXa MOTYT OTCyTCTBOBATh Cpa3y IIpU
POKI€HUH, 4 Pa3BUTHCSA IIO3/IHEE, 3aTPAaruBalOT OHO WX 00a
yXa, BADbUPYIOT OT HE3HAYUTEJIbHBIX IIOTEPD J10 TJIYXOTHI.

- T'eHeTuuecKkune HApyIIEHUs CJIyXa MOTYT ObITh
IIPOTPECCUPYIOIINMU, BPOKIEHHBIMU, BIIEPBbI€ BO3HUKATD yKe
BO B3POCJIOM COCTOSIHHH; BXOJIUTDH B COCTaB CUHIPOMOB U OBITH
BHECUHIPOMAJIbHBIMU;

» TI'eHeTHYecKUe HapYHIIEHHUA CJIyXa MOTYT OBITh C ayTOCOMHO -
pelecCUBHBIM U ayTOCOMHO - IOMUHAHTHBIM THUIIOM
HacJie0BaHusA, X-ClellJIEeHHbIMU.



AyTOCOMHO-JOMMHAHTHbIN

TN HacJie10BaHMA

Tum, mpyu KOTOPOM OJJHOTO MYTaHTHOTO
reHa JIOCTaTOYHO, YTOOBI MPU3HAK 00JIe3HU
OBLJI BBIPAXKEH.

IIpu3HaKu ayTOCOMHO-JOMUHAHTHBIX (OPM
HacCJeJCTBEHHON ATOJIOTHH.

1. bosie3Hb BCTpeyaeTca B KaKI0M
IIOKOJIEHUU POZIOCJIOBHOU, UTO HA3bIBAIOT
repegaven 00JE3HU 110 BEPTUKAIIU.

2. CooTHoIIeHUE OOJIBHBIX U 3J0POBBIX
npubInKaeTes K 1:1.

3. Y HOpMaJIbHBIX JleTel O0JIbHBIX
poauTesien Bce IeTH HOpMaJIbHbIE.

4. CooTHOIIEHNE 00JBPHBIX MAJIBUYUKOB 1
JIEBOYEK PABHOE.

5. BosibHBIE MY?KUHUHBI U JKEHII[UHbI
OJIMHAKOBO NepeaaioT 00JIE3Hb CBOUM
JeTSM - MaJIbUUKaM U JIEBOUKAM.

6. UeM Ts3xesiee 60JIe3Hb OTpayKaeTcs Ha
pPenpoIyKIIUK, TeM OOJIbIIIE TPOMOPIIUA
CIIOpAZINUECKUX CIydaeB (HOBbIE MyTaIUH).

HenopaXeHHbIN
(3goposbin)

BonbHoOM

HOPManbHbl
reH

WN3MEHEHHbIN
(MyTaHTHBIN
rex

BonbHoM

BonbHoOM

HenopaXeHHbI  HEeNOPaXeHHbIN
(3gopos.bin) (3n0oposbii)



IIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIII!!II|IIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIm‘

AyTOCOMHO-peLeCCBHbIU
TMN Hac/ie40BaHMA

 Tur, npu KOTOPOM MyTaHTHBIX

HOCUTENb

HOCUTENb

TeHa JIOJKHO OBITh /1BA: OT
000UX pOoaUTENEN.

Ecau yesr0BeK HacJIeayeT TOJIbKO
OIHY U3MEHEHHYIO KOIIUIO 1
OJHY HOpMAaJIbHYIO, TO B
TI0/1aBJIAOIIEM OOJIBIIIUHCTBE
CJIyJaeB TaKoOU UesIoBeK OyeT
SIBJISITHCSA «3/I0POBBIM
HOCHUTEJIEM », TO €CTh Y HETO HE
OyzieT IMpU3HAKOB 3a00JIeBaHUSI,
TaK KaK HOpMaJibHasl KOIIUs
reHa KOMITEHCHPYEeT QYHKITUIO
M3MEHEHHON KONUU. « BhITh
HOCHUTEJIEM» 03HAYaEeT, UTO
yeJI0BeK He 00JIeH, HO OZlHA U3
KOMUU JAHHOI'O T'eHa Y HETO
M3MeHEeHa.

HOpManbHbIV
reH

U3MEHEHHbIN
(MyTaHTHbIN)
reH

.......

HenopaxeH HocuTenb HOCUTEnNb BonbHoM
HbIn
(3popoebii)



X-cuenneHHoe Hac/siegoBaHUe

- Tun HaciemoBaHUs,
00yCJIOBJIEHHBIH
MYTalUAMU B 3KEHCKOU
II0JIOBOU XPOMOCOME.

« Hocuresiem Ha3bIBAIOT
yeJI0BeKa, Y KOTOPOTO
OTCYTCTBYIOT IIPU3HAKU
3a00JIeBaHUA, HO
nMeeTcsd U3MeHeHHad
KOIIusd reda. B
HEKOTOPBIX C/Iy4asax y
»KEHII[UH MOTYT
IIPUCYTCTBOBATH
YMEPEHHO BbIPAKEHHBIE
IIPOSABJIEHUA
3a00J1eBaHUA.

KEHLMHE-
HOCHTENbHULA

HENOPaXeHHbIM
(3a0pOBbLIH) MyX4MHa

HeNopaxeHHas
BonbHot (3noposas)
MyX4uHa

KEHWMHa

HOPManbHbIK

reu HOPManbHbIM

l :

13MEHEHHbIN ,

(MyTaHTHBIA V3MEHEHHbIN

rex (MyTaHTHBIN

reH g; %E
HEHLMHA-  HenopaxexH Henopaxerkbil  BonbHON KEHWMHA-  XEHWMWHa-  HeNOPaXEHHbI HEenOpaXeHHbIN
HOCHTENbHALA as (anoposbiit) MyK4MHa HOCUTENbHMLA HOCHTENbHUUA  (30POBLIN) (3noposbin)
(3nopogas) MyX4iHa MyK4MHa MyX4iHa

KeHLLMHa



- ITo BpeMeHH BBISIBJIEHUS U 0COOEHHOCTAM
TEeUEHHUs BCE HACJIEACTBEHHbIE HENPOCEHCOPHEBIE
nedeKThI CIyXa y AeTEU NeJIAT Ha BPOXKIEHHbIE
CO CTAOMJIBHOH IIOTEPEH CIyXa M Ha
BBIABJISIONIYIOCS B IETCKOM BO3pacTe
IIPOTPECCUPYIOIIYI0 HEUPOCEHCOPHYIO
TYTOyXOCTb. Bposk/ieHHbIE Je(PEKTHI COCTABJISIOT
OKOJIO 90%, IeTCKHE IIPOorpeccupyroime — 10%
cpeau BCeX HapyIIEeHNH CJIYXOBOT'O BOCHPUSTHAA.



BpoXKaeHHble peleccUBHbIE
HEUPOCEHCOPHbIE F1yX0Ta U TYroyXoCTb

 BoIZiesieHBI TPU CAaMOCTOATEIBHBIX PELIECCUBHBIX
BPOKIEHHBIX Je(dEKTOB CayXxa:

- 1.BposkzieHHas peniecCHBHAs IJIyX0Ta CO CTaOMILHOM
AKCIIPECCUBHOCTBIO reHa( y BceX MOpakeHHBIX B
CEMbSIX — IJIyX0Ta C HEKOTOPBIMHU OCTAaTKaMHM CJIyXa
Ha CpeJHUX U HU3KUX YaCTOTaX.

* 2.BpoxK/ieHHaA perecCuBHasA rryxorTa C
BapbUPYIOIIENCA SKCIPECCUBHOCTDIO reHa (Iyiyxue u
cy1a0ocCIIBIIIAIINeE)

- BpoxxeHnHas perieccuBHas TyroyxocTh ( y Bcex
IIOPa’KEHHBIX IMMOPOTH ca.Bocap. He Brinie 701b)



BporKaeHHble JOMMHAHTHbIE
HEMPOCEHCOPHbIE HAPYLLEHUS CyXa

MO2KHO BBIAEJNTH JIBE€ POPMBI IBYCTOPOHHEU
TJIyXOThI M OTHOCTOPOHHIOIO TYTOYXOCTh. ¥ OOJIbHBIX C
JIBYCTOPOHHEM IJIyXOTOHW OTMEUYAIOTCS CHMMETPUYHBIE
IIOPOTU BOCIIPUATHSA Ha 00a yxa. OcraTku cayxa Ha
HU3KHX U CpeJHUX YacTtoTax. [Ipu ogHOCTOpOHHEN
JTOMUHAHTHOMN TYTOYXOCTH CPeAU IMOPaAKEHHbBIX
POJICTBEHHUKOB ObLJIN JIULA C OAHOCTOPOHHEM U
JIBYCTOPOHHUM JepeKTaMM CJIyXa.
HecMMeTPUYHOCTD MOPAKEHUA B 3TUX CEMbSIX
00BSICHAIOT BAPbUPYIOIIENCS SKCIIPECCUBHOCTHIO
reHa. Tak:ke ee MOKHO CBA3aTh C HEIIOJTHOU
IIEHETPAHTHOCTHIO (UaCTOTOU IIPOAB.B IIOIIYJI.) T€HOB.



/leTcKaa nporpeccupytollas TyroyxocTb

PaHHAA 6bICTp0 ME,D,J'IEHHO
nporpeccnpyroan nporpeccnpytoLlan

{ e N\

Bbiasnaerca Ha 2-om rogy
KU3HU BbICOKOYACTOTHAA

\ \_ J

{ 3 e N
[letn 6bICTPO TepAIOT peyb HU3KOYACTOTHAA

\ J \ )

4 R { \
K 5-6 rogam guarHoctupyetca

[IYXOTa ¢ HebObWNMM CpeaHeyvacToTHaA
ocTaTKamu cnyxa

i dyTOCOMHO - peueCCUBHbIM U

ayTOCOMHO - JOMUHAHTHbIM
TUNOM HacneaoBaHus X-CuenneHHas




CuHApPOMaJibHble (POPMbI HApYLLEHUM CAyXa U
CJI0}KHOIO CeHCopHoro aedekTa

- Cungpom BaapaeHOypra
« CHHApOM YIiIepa
- Cungpom llenapena

- Cungpom /Ixkepsesuia-Jlanre-HunbceHa



CuHapom BaapaeH6ypra

« XapakTepusyeTcsa CIASAYIIUMU
CUMIITOMAMU;: Bcerpeuaerces ¢

YJacTOTOH 1:4000

°* TEJIEKAHT

* IITUPOKA BBHICTyIAIOIAs
IIepeHOCUIIA

- cpociuecs 6poBH,

* TeTEepPOXPOMHUS PAAYKHBIX
000JI0UEK,

* CEHCOHeBpaJIbHas IUTyXOTa
(rmyxora),

 Oesas IpAAb BOJIOC HAZO JIOOM,

JeINTrMeHTUPOBAaHHbBIE IISATHA Ha
KOJKe,

° B HEKOTOPBIX CJIydadax
OTMEYAIOTCA IITO3,

* BBICTYIIAIOIASA HUXKHSSA YEJIIOCTD,
pacIie/JIMHa Heba WM BBICOKOE
HeO0o,

« HeOoJIbIIINE CKeJIeTHbIe Cunapom Baapaenbypra —
AilepopMaIiy U TIOPOKH Cep/ila. ABJIgeTcsa Hanbosiee yacToi popMoi
ayTOCOMHO-/IOMUHAHTHOU CHUHAPOMAJIbHOU
II0TEPH CIayXa.




CuHApOM YLiepa

- CunapoM Yiepa XxapaKTepu3yeTcs

BPOKJI€HHOH HEUPOCEHCOPHOU
IIOTEpPE cIyxa OT yMEPEHHOH J10

PE3KO BBIPAKEHHOU CTEIIEHH, Yiepa cuuapomM — HanboJsiee yacras
(dopMa ayToCOMHO-peleCCUBHOM
 BeCTHOYJIApHOU TUTIODYHKIIHEMH, CUH/IPOMAaJIbHOM ITOTEPH CIIyXa.
BrutroyaeTt moBpexieHuA B 2
* MEJJIEHHO IIPOTrPECCUPYIOIIUM OCHOBHBIX CEHCOPHBIX CHCTEMAX.
IIUTMEHTHBIM PETUHUTOM, [TopakeHHBIE JTIIOAU POK/IAIOTCS C
CEHCOHEBPAJIbHOU MMOTEPEN CIIyxa,
» MOTYT Ha0OJII0/IaThCSI YMCTBEHHAs 3aTeM pa3BUBAETCSA MUTMEHTHBIU
OTCTAJIOCTDb U ITIO3JHUE IICUXO3HbI. PETHUHHUT.
. PacripocTpaHeHHOCTh CHHPOMA

Yimepa cpeau aeTen ¢ riryoOKOU
[JIYXOTOU COCTaBJIAET OT 3 0 10 %.

« I'ed cuHapOoMa Yiepa NpuXOgUTCA
Ha KaXXble 100 YesI0BEK.



CuHapom lleHapena

« XapaKTepusyercs CunznpoM Ienzpena,
CJIEAYIOIIMMUA CUMIITOMAaMU: BBIABJIAETCA Y 10 % BCEX JIIOAEU
C HACJIEACTBEHHbBIMU
 [IporpeccuBHOE yXyallleHHE
cjlyXa ¢ TeHEeHUEM BpeMEHU

« OOGBIYHO YXY/AIIIEHHE CIIyXa Yy
JIeTed OTMeUaeTcsd ¢ 00eux
CTOPOH, HO HEPAaBHOMEPHO

Y zieTeu ¢ CHHAPOMOM
Ilenapena MokeT OBITD
yBeJIMUeHa IIUTOBUIHAST
kesie3a (300)

e HApYILIEHHEM PAaBHOBECUA U
HHOTJa KOOPpAUHAIIUU

HapYyILIEHUAMH CIIyxa




CuHapom xepsenna-J/laHre-HunbceHa

« Penxkast HacsiencTBeHHAsA IIATOJIOTHSA,
KOTOpas MPOABJIAETCA BPOKIAEHHOU
IJTyXOTOU ¥ MHO>KECTBEHHBIMH OcHoOBHble KpuTEpUN *
IIOPOKAMHU cepAalia. TsaKecThb
CUMIITOMOB, KOTOPpbI€ BOGHHUKAIOT IIPU — NPOAOSTKUTENBHOCTb QTc bonee
JAHHOM 3a00JI€BaHUHU, BADBUPYET OT () 44 ¢
cJlydad K CJIydaro, Y HEKOTOPBIX
JTIOZIeH SIBHBIX CHMIITOMOB MOJKET 1~/ MKONATIBHBIC COCTOARNA,
He HabsoaTbesd. Y Apyrux ske Moxer C©BA3aHHBIE CO CTPECCOM
OBITH BbIpAXKEHHAS TaXUKaP/Us, — BPOXAEHHbIN cuHapom yQT y
BHe3aIllHasA OCTAHOBKA cepAla 1 POACTBEHHUKOB
BHE3AIIHAA CMEPTD. [lononHUTEnbHbIE KpUTEpUM *

dusznyeckasa Harpys3kKa, CUJIbHOE

BO30Yy>K/leHe UJIN BOJIHEHUE, CTPECC

MOTYT CIIPOBOIIUPOBATH CUMIITOMBI

— BPOXOEHHas rnyxoTa
— anbTtepaumus 3ybua T

NaHHOTO 3a6osieBaHusA. CHUHAPOM — APyrve HapylleHus
J>xepBesuia-Jlanre-HuibceHa, kaxk penonsipusaunn
IIPABUJIO, MOKHO OOHAPYKUTH B — Bpaavikapansa (y geten)

paHHEM JIeTCTBE, OH HACJIEAYETCA 110
ayTOCOMHO-PEIECCUBHOMY THUILY.
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