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HapyLieHune ceHcopHoe y
AeTeun - 3TO HapyLleHue,
CBA3aHHOE C HapyLUeHneMm
B YaCTU HEPBHOW CUCTEMBI
pebeHKa, OTBETCTBEHHOM
3a sBocnpusartue. K
CEHCOPHbIM HapyLLEHNSM
OTHOCAT HapyLleHns
crnyxa, 3peHusi, OnopHo-
ABuraterisHom PyHKLUUN.




e S PVITENbHASA, CNyX0Basi, 000OHATENbHbIE
e C1ICTEMbI 1 OLLYYLLEHWS C MOBEPXHOCTY

S Tena: A - 3puTeribHaga cmMctema.
[TokasaHbl CBA3W, MayLwme OT NePBUYHbIX
peuenTopoB CeTYaTKM Yyepes
nepenaToyHble aapa TanamMmyca u
rmnotanamyca K nepBMYHON 3pUTESTIbHOMN
30He Kopbl; b - cnyxoBas cucrtema.
[TokasaHbl CBA3W, Maywme OT NePBUYHbIX
pPEeLENTOPOB YINNUTKN Yepes Tanamyc K
NepBNYHOMN CITyXOBOW 30He Kopbl; B -
oboHsATenbHasa cuctema. lNokasaHobl
CBA3U, nayLme ot peLenTopos
CIM3NUCTOWN HOoCca Yepe3 0boHATENBHbIE
NyKoBuUUbI 1 6a3zanbHble sapa nepeaHero
MO3ra K KOHEYHbIM MyHKTaM B
0OoHATENLHON Kope; - owyLeHns ¢
noBepxHocTu Tena. [NpeacraBneHsbl
CBSA3U, Maywme OT KOXXHbIX peLEenTopoB
Yyepes3 BCTaBOYHble HEMPOHbI CIIMHHOIO
MO3ra 1 Tanamyca K nepsuy4HOn
CEHCOpHOM 30He Kopbl (Mo ®.briymy, A.
INNensepcony, J1.Xodctearepy, 1988).




XapaKTepucTtmka CEHCOPHbIX
HapyLUEHUN.

CeHCOopHble HapyLLUEHUS XapaKTepu3yoTCs: OTCYTCTBUEM
peakunn pebeHka Ha 3BYK, CBET, HapyLleHNeM peyn,
HEBO3MO>XHOCTbIO BbINOSTHEHNS MPOU3BOSbHbBIX ABMXKEHUN. [eTu,
cTpagarLlime CEHCOPHbIMN HapyLLUEHUAMW, YacTo MbITalTCH
npuBneYvb K cebe BHMMaHME NOCPeaCTBOM ABUMXEHUN, B X0O€e
pasroBopa BHMMATENbLHO CMOTPAT Ha ABUXEHUA ryd
cobeceniHuKa, UX pedb 3aTpyaHeHa, YaCTb 3BYKOB NPON3HOCUTCS
HenpaBunbHO. Ecnn HapyweHnsa LIHC cepbesHbl, To pebeHok He
MOXET ABuUratbcsl 6€3 NocTopoHHen nomowm (npu OLUIM,
napanuyax v napesax).



HapyLueHuna cnyxa.

HapyweHunsa cnyxa— KkomnnekcHas MeauumnHckas, ncuxosioro-
negarornyeckasi u counansHas npobnema. Mo gaHHbIM BO3
HacrneacTBEHHast HEMPOCEHCOPHAas TYroyXoCTb ABIISIETCS OOAHUM U3
caMblIX YacCTbIX 3abofieBaHnin, HApA4Y CO cnuUHouepebennapHoOu
aTakcueun nepBoro Tmna, MMOTOHNUYeCcKon guctpodomen, Pocconnmo-
Kypwmana-LltenHepa-barteHa cuHopomom. NoTteps cnyxa — ogHa
N3 Hanboree 4YacTbiX NPObeM, OCNOXHALLMX adanTaunio YenoBeka
B obLLIeCTBE U HEPEAKO NPUBOASLLNX K MHBaNuausaunn. Bo Bcem
Mupe HacuuTbiBaetcs bonee 500 MMNNMOHOB ntogen, NoTEPSABLUNX
CIyX.




HacnencTBeHHble HapyLleHWsa criyxa y
peten coctaBnsatoT 30-60% Bcex
cny4vaes v npeacTaBfieHbl Kak
N30NMPOBaHHBbIMU
(MOHOCHMMNTOMATUYECKMMU) GdOPMaMWU,
pasnuyaloLwmnMmncs no TNy aygmorpamMmm
(okono/70%), Tak n cuHAPOManbHbLIMA
(npumepHo 30%). MpuumHon
FreHETUYECKNX HEMPOCEHCOPHbIX
HapyLLUEHNI criyxa SBNaTCA MyTauum B
OTAENbHbIX reHax, KoaupyrLmx
BenkoBble MONEKYsbl, HEOOXOANUMBbIE
Ansa HopMarbHOM paboTbl CYXOBOro
aHanuaartopa. K Takum 6enkam oT-
HOCATCA KOHHEKCUH-26, MMO3WH -7/a u
apyrue. B ocHoBHOM BCe OHU
HacneayTcs MOHOMEHHO: NO
ayTOCOMHO-pPELECCUBHOMY,
ayTOCOMHO-OMUHAHTHOMY, X-



HCT( HenmpoceHcopHasa TYroyxoTb) onpeaeasieT pasHble
reHbl. Takoe siBreHmne nonyvynno Ha3BaHne reHeTU4YEeCKom
reTeporeHHocTu. [eHeTn4yeckasi reTeporeHHOCTb XapakTepHa
He TOMbKO A5t MOHOCUMMITOMAaTUYECKUX (POPM rMyXoTbl, HO U
ans cnHapomarnbHbIX. [pyuBegem npumepbl FreHETUYECKOM
reTeporeHHoCcTn Hanbonee Yyactbix cuHapomoB. 3-10% Bcex
CrnyYaeB rmyxoTbl NpuxoanTcsa Ha cuHapom BaapaeHbypra.
[eH MOXeT ObITb NoKanmM3oBaH Ha AJIMHHOM nfieye
aABaguaton xpomocomsbl (20gl13.2, EDN3 sHaoTenuH-3);
B0 Ha KOPOTKOM nrieve nepBon Xxpomocomsl (1p21-p13.3,
WS?2B, tnn 2B); nnbo Ha AnnHHOM nre4ve BTOpou
xpomocomsbl (2935 PAX3 WSI, tun 1 n 3). leneTnyeckun
reTeporeHHbIM ABsgeTca n cuHapom Yuwepa (crnenornyxoTta
11g13.5, USHIB n gp.). OTHOCUTENBbHO YacTbIM ABRAETCS
cuHgpom Nenapena (rmnoTnpeonaHsin 300, ryxo- Ta,
BecTubynspHble pacctponcTea (8q24 PDS). bonee peakum
aBngeTca cmHapom PotmyHaa- TomMncoHa:
TeneaHrnakTaTn4eckumn gepmartos ¢ katapakton (Xp8, RTS).



BbIro Takke nokasaHo, YTO HEKOTOpPLIE reHbl MUTOXoHApWansHon JHK moryT
o0ycnoBnuBaTb rMNep4YyBCTBUTENBHOCTb K OTOKCUMYECKUM aHTUBNOTHKaM,
BbI3bIBaOLLUM noTepto cnyxa. PubocomansHasa PHK BOnockoBbIX KNeToK
OKasblBaeTCH MULLEHbLIO ANS npenapaToB aMUHOIIMKO3UOHOIO psaa, Hapsaay C
PHK GakTepuanbHbIX KNeTok




[lnarHocTuka.

YrydwmnTb AMarHocTuKy CUHAPOMarbHbIX HAPYLLUEHUW CIlyXa Morna
6bl opraHnsauma obsisaTernibHOro HanpaeBieEHNA BCEX AETEN CO
CTOMKNM HapyLLUEHUEM CIlyXa HEBOCNASIUTESNIbHOIO Xapakrepa K
Bpayy reHeTUKY C KOHLeHTpauuen oden otT4eTHOCTU Unun 6asbl
OaHHbIX N0 HacneacTBEHHOM MNaTosIorMmn y reHeTuKa ropoackoro
CypaoLeHTpa.




HacnenctBeHHble OPMb
NETCKOW CNEenoThbl U
crnaboBunageHus.

50-70% Bcex cnyyaes cnenoTbl U cnaboBnaeHnst 06ycnoBneHbl FEHETUYECKUMMU
drakTopamun. COOTHOLLEHME N30NNPOBAHHbBIX M CUHAPOMAaSTbHbIX OPM MPUMEPHO Takoe
Xe, Kak U Npu HapyLleHnax crnyxa. HacnegoBaHne Takke NOYTU UCKIKOYUTENBHO
MOHOreHHoe. Habntogaetcs reHeTndeckasi reteporeHHoOCTb.

MoHoOreHHbIM Ha3blBaEeTCA TAKOW TUMN HACNe4oBaHUS, Koraa HacneacTBEHHbIN NPU3HaK
KOHTpoOnunpyeTcs ogHUM reHoOM. 3aKOHOMEPHOCTUM MOHOFEHHOW HAacNe4CTBEHHOCTU U3y4dar
Bblaatowmmncs yyeHoin I. MeHgens. OH akcnepuMeHTanbHO 060cHOBan Hanuyne eauHnL
HacneagCcTBEHHOCTU (HaCJ'Ie,EI,CTBeHHbIX 3aaTKOB, HaCJ'IeJJ,CTBeHHbIX cpaKTopOB N onmcan ux
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[ eHeTn4yecKkad reteporeHHOCTb
HacrneacTBEHHbIX
3aborneBaHu.

[eHeTuyeckasi reTeporeHHOCTb- 3TO O3HAYAET, YTO OAHO U TO XKE MO
KITMHUYECKNUM NPOABIIEHNAM 3aboneBaHne MOXeET ObITb
00yCnoBneHo pasnnyHbIMM reHETUYECKUMM AeddeKTaMu. TO MOryT
ObITb MyTaUNK B HECKOSTbKMX FreHax (FTOKyCHasi FreTePOreHHOCTb),
U pasHble MyTaLun B 0AHOM U TOM Xe reHe (annenbHas
reTepOreHHOCTb).



CuHapom Yulepa.

OgHou U3 camMblX pacrnpoCTpPaHEHHbIX CUHAPOMASTbHLIX hopM,
BbISABMAIOLLMXCA cpeamn O0MbHbIX C COMETAHHBIMU NOBPEXAEHNAMMN
3peHns u criyxa asnsaetcs cuHgpom Ywepa. CuHgpowm Ywepa
XapaKkTepusyeTcs BpoXXaeHHOW HEUPOCEHCOPHON NOTEPEU cryxa
OT YMEPEHHOW A0 PE3KO BblIPpaXXEeHHOW CTENMEHU, BECTUOYNAPHON
OUCYHKUMEN N MeaSIEHHO NPOrpeccupyowLnm NUMrMeHTHbIM
PETUHUTOM.

N3BecTHO, 4TO OT 8% A0 33% B0onbHbLIX C ANAarHO30M
«TaneTopeTnHanbHasa abnotpodus cetyatkn» (TPA) nmetot
PasfNYyHyo CTeNEHb NOTEPU CrlyXa B CBA3W C CUHOPOMOM Yllepa.
[onst 6oNbHbIX C 3TUM CUHAPOMOM Cpean AETEN C IITyXOTON MOXET
pocturatb 10%. CnHapom Yiwepa aBnsietcst NpMYnHOn notepu
cnyxay 3-10% peten c rmyxoton ny 50% geten co
CITENOrsyXoTOW.

Hanbonee pacnpocTpaHeHHbIM SIBNSIETCS NepBbIN TUMN 3aboneBaHus,

KOTOPbIN XapaKkTepusyeTcsa BPOXOEHHOW rMyX0TOWN, BeCTUOYNSpHON
AncyHKUMEN N nepepacnpeneneHmem NMrMeHTa Ha rnasHom gHe.






PACCTPOUNCTB PEYEBOIO
annapara.

HapyLueHns peyn Takke MoryT onpegenartbscd MHOrMMN
Bronornyecknmm, B TOM Yncrie reHeTu4eCckuMm paktopamm B
coveTaHnn ¢ HebnaronpusaTHbIMK dpakTopamu cpeabl. [lonureHHbIn
XapakTep HacnegoBaHUA npeanonaraeTcy, HanpuMep, Npu 3ankaHuu.
HapyweHyg pneur tabnionaigred oo MU LA
MOHOreH

XODOMOCONMHBRILX 1/




[Tpumepbi.

B kauecTBe npMmepoB MOXHO NPUBECTM pacLlenneHune rybol ¢ nnm 6es
paclwienneHna Heba (6p24.3, OFCI, CL; cnHopom BaHH- oep-Byaa
(pacwenneHue rydbl n Heba) (1932, VWS), cuHgpom Mebuyca (139
12.2-q13, MBS); aucnekcuto, cneumduydeckyto 2 (6p21.3, DYLX2, DLX) n




[lnarHocTuKa.

MeaOuko-reHeTn4ecKkoe KOHCYNLTUPOBaHME HanpasieHo Ha
NpoMUNaKTUKy HacneacTBeHHbIX 3abonieBaHNK, onpeaeneHue
NPOrHo3a poxaeHns pebeHka ¢ HacneacTBEHHOM NaTonornen,
OKasaHue NOMOLLUN CEMbE, MMetoLLIEN DONBbHOIo pebeHka, NPUHATUE

peLleHns o ganbHenwem getopoxaeHnn. Ha nepsom atane

KOHCYJIbTUPOBaHNS Bpay-reHeTUK onpeaensier MexaHnu3m
HacrneacTBEHHOW NATOSIOMMM N YTOMHAET AmnarHos. bornbluoe
3Ha4YeHne NMMEIOT reHearorM4eckoe n LMTo- reHeTUYEeCKoe
obcrnenoBaHus. eHETUYECKN METO OCHOBAH Ha TLUATENbHOM
aHanmae pogocrnosHon. LintoreHeTnyeckoe nccnegosaHue
NO3BOSIAET ONpPeaennTb NPOrHO3 pasBUTUS NOTOMCTBA Npu
XPOMOCOMHbIX DOSIE3HSIX, @ TaKXKe YTOYHUTb AMnarHos npu
BPOXOEHHbIX MOpOKax pa3Butusa. Kak npasuno, obcrenyorca He

TOJIbKO pe6eH0|<, HO N ero poanTeEslnN.



VIU 1 OHAVIRN.
MockoBkuHa A.l'., Opnosa H..

- «KINMMHUKO-reHeTn4yecKkue
OCHOBbI ETCKOW
oeeKkTonorum»

http://medalbum.ru/sympto

ms/disorders/narushenie-se
nsornoe-u-detel,

http://humbio.ru/humbio/psic
h._dis/x00080¢thtm .



Cnacunbo 3a
BHUMaHMe!



