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Bnagumup TPAJKOBCKN

MEHETCKW ACMNEKTW HA TJTYBOCTA

BOBE/],

3a NOMMOT rNyBOCT YeCcTO Ce KOPUCTK AeduHuLmjaTa geka: ,,rnyBoc-
Ta NpeTcTaByBa MOTNO/H ry6UTOK MK OLWITETYBakhe Ha CIYXOT KOe o OHe-
BO3MOXYBa COLUMjaNHUOT KOHTaKT" (Zergolem n cop., 1994).

FnyBocTa npeTcTaByBa roseM XeHAMKen 3a AeTeTo BO pa3Boj, 3apa-
OV TOa LWITO JeTeTo He MOXe fia ' NpUmu 3ByUYHUTE Apasbu, rnacosHuTe
MH(pOopMaL KK, a co Toa He MOXe U Aa Nporosopn. OTTaMy MHOTY e BaXKHO
[a ce Cnpeym Hej3MHOTO HacTaHyBawe, a ako e BpOAeHa, Torawl ja ce auja-
FHOCTMLMpa LWITO NOPaAHO M PaHO Aa ce OTMOYHe co pexabunmTtaumnjata Ha
rNyBOTO feTe.

FnyBocTa Moxe fa 6uge CTeKHaTa (akBupupaHa) n BpofeHa (KoHre-
HUTaNHa). KoHreHMTanHaTa CeH30HeBpasHa ryBOCT Ce CpeKaBa arnpoKcu-
MaTuBHO Kaj 1:1000-2000 geua v Kaj nosoBMHATa € CO FTEHETCKO NOTEK/O.
Okony 75% ce HacnegysaaT aBTOCOMHO peLLECUBHO, Kajie LWTo ce Manupa-
HW Hajmanky gecetuHa redcku nokycu. (Dallapiccola u cop., 1996) MpoTus
NPUYUHUTE 3a CTEeKHaTaTa r1yBOCT OTO/NI03UTe U fekapuTe ce bopart 6na-
rogapejku Ha nogobpeHnTe MPEBEHTUBHU U TepaneBTCKU MepKu. MNpoTus
BpOJAeHaTa rnyBOCT ce 60puMMe MPeKy reHeTCKUTe COBeTyBanuwTa co da-
Bake Ha reHeTcKy MHGpopMaLmyM U co 3rofeMeHo0 BHMMaHWe KOH MOTOM-
CTBOTO Ha PU3NYHUTE amMUINN.

lMocTojaT ABa OCHOBHM TWUMa Ha OLITETYBawe Ha CNYXOT: CNPOBOJEH
(KOHLYKTMBEH) TuN, KOra Ce OWTETEHW MaTuwTaTta 3a CnpoBeAyBake Ha
3BYYHUTE Apa3by [0 BHATPELWHOTO YBO M MepLEenTUBEH TUM Kora e owTe-
TeH MO/XaBOT BO BHaTPeLWHOTO YBO MM H. Statoacusticus Koj ja cnpose-
AyBa fpasbara 40 KopaTa Ha rofieMmMoT MO30K.

Cnopef Hekon nofartoun, HacnefHaTa rnyBocT ce cpekasa Kaj 30%
o4 cuTe npuynHu 3a rnysoct. Okony 10% ce npeno3HaT/IMBU TEHETCKU
cuHgpomu, 20% amunnjapHu 06AMLM HEeA0BOMHO eTUONOLWKK pa3jacHe-
T™; 30% of rnysocTa npunaraar Ha T.H. KDUNTOreHa rnyBoCT CO Herno3Ha-
Ta eTuonoruja, 40% ce ctekHatu (Zergolem u cop., 1994).

MpuynHMTE 33 OLITETYBAKE HA C/IYXOT MOXAT Aa 6uaart reHeTCKu U1 cpe-
AvHckM. O6eTe MOXaAT fia ce u3pasart NpeHaTasHO 1 NOCTHATaHO, a [0 CPeAnH-
CKM OLITETYBawa MOXe fa A0jfe BO TEKOT Ha MOPOAYBaETO - NEpUHaTaHo.
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Llenta Ha 0BOj TPYA € Aa HanpaBW NuTepaTypeH Npersies Ha CUH-
APOMUTE MOBP3aHU CO FyBOCTA M HAF/yBOCTA, YKaXyBajK1 Ha 3HAUEHETO
Ha FeHeTCKOTO COBETYBake Kako (hakTop BO MPEBEHTMBATA Ha OWTeTyBa-
HeTo Ha CIyXoT.

CUHOPOMW ACOLMPAHW CO TNYBOCTA

OnwTo e npucaTeHo feKa HacNefHMNOT rybuToK Ha CnyxoT ce jaBy-
Ba nomery 1:600 n 1. 2000 og cute geuya. Cnopeg nogatouuTe HajaeHU BO
KaTanoroT Ha Mc Kusick MIM (1992) nma okony 40 MOHODaKTOPCKMN EHTU-
TeTW, BO KOW BOAeYKM cumnTom e rnysocTta (Tab. 1). Bo Toj gen ywTe no-
rosem e 6pojoT Ha pasHW CUHAPOMMK CO MYNTU(AKTOPCKA reHesa Kou BO
CBOjaTa CMMNTOMATONONMja ja MMaaT ryBOCTa Kako GUTEH CUMMTOM.

MoHoreHeTcKuMTe 60MECTH LWITO Ce acoumMpaHn co rybuToK Ha cnyxoT
ce rpynupaat Ha CNefHNOT HaYVH:

- HacnefgHa rnyBOCT CO MPOMEHM Ha YL HaTa WKOoKa

- HacnefHa rnyBoCT CO KpaHuoaumnjaiHu v LepBuKanHu mandgop-

mMaumum

- HacnefHa rayBoCT CO NPOMEHU Ha QuuUTe

- HacfnefHa rnyBOCT CO MPOMEHM Ha KoXaTta

- HacnefHa rnyBocT co 6ybpexHa gucpyHKLUja

- HacnefgHa rnyBOCT CO HEBPOIOLWKMN MPOMEHMU

- HacnefHa rnyBocCT €O MeTabo/iHU NPOMEHU

- HacnefHa rnysocCT CO AMcCnnasnja Ha KOCKUTe

- JBpyru HacnegHu MOHOTeHCKW 60NecTn co rnyBoCT

- HegudepeHUMpaHa HacnefHa rnyBocT

HACNELQHA TNYBOCT CO KPAHUOOALUWUIJANTHN W LEPBUKANTHN
MAN®OPMALWN

FnyBocTa v LepBUKanHUTE abHOPManHOCTU ce cpeKasaaT kaj Gold-
enhar-osnoT 1 Wildervanck-oBuoT cuHApoMm.

Goldenhar-oBnot cuHgpom (OKyno-aypukyno-sepTebpaneH) Kau-
HUYKKN ce MaHUdecTnpa co: acuMeTpuja Ha NMLeTo, aBHOPMAaNHOCT Ha yLU-
HUTE WKOMIKN, KONOOGOM Ha FOPHMOT OYEH Kanak, ennoynbapHa gepmong-
Ha uucTa, yHunatepanHa uepebpanHa napanvsa, aHOManmm Ha NpLusieHnTe
(Rollnick, 1987). fiocera onuwaHnTe cay4vyam rnaBHo ce CNOpajguMyHu, HO He
Ce UCKJ/y4yyBa U aBTOCOMHO JOMWHaHTHO HacneayBawe (AL) (cn. 1m 2).
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cnukal cnuka 2

Wildervanck-oBroT cuHgpoMm ce kapakTepusupa co: Klippel-Feil-oBa
aHoMmanuja, peTpyanja Ha ounTe, napesa Ha VI KpaHujaneH Heps, Mangopma-
LMK Ha aypuKyuTe, nanatowmsa, Kugockonmosa. CUHAPOMOT MMa pa3nyHa
eKcnpecuja, CUMNTOMUTE Ce BapujabunHu, fujarHosaTa TeWKO Ce NOCTaByBa
BO paHWOT Mepuoj Ha goeweTo. AudepeHynjanHata gnjarHosa co Goldenhar-
OBMOT CUHIPOM € oTeXHaTa. HacnefyBaweTo € BepojaTHO X- BP3aHO AOMU-
HaHTHO, BMAEjKM Ce ONULLIAHW 4eBOjYMHba, @ CUHAPOMOT € fIeTaneH 3a MalWKnTe
peua. Mima mucnewa Kaj Hekown aBtopu (Rollnick u cop., 1987, Wildervanck,
1966) peka ce HacneagyBa aBTOCOMHO peuecuBHo (AP), AL, oypn n Myntudak-
TOPCKO.

Apert-oBUOT CMHAPOM (akpouedanocMHAakTUAMja) TM UMa cneg-
HUTE CUMNTOMMW: NULE CO U3rNef Ha>Kaba co N3JafeHN 04N N NJNTKN OYHU
opbuTKn, XMnonnasuja Ha cpesHUOT AeN Of NULETO, KNYHeCT HOC, MUKPO-
rHaTuja, WenuTe ce BO (POpPMa Ha NaXxuua, OWTeTyBaweTO Ha CAYXOT e 04
KOHAYKTUBEH TUN. CUHAPOMOT ce Hacnegysa A/L.

Crouzon-oBMOT CMHAPOM (KpaHuodalmjanHa [M30CT03a) M KMMa
CNegHNTE CUMNTOMU: MPepPaHo CMojyBawe HA KOCKMTE Ha 4YepenoT (CUMHO-
CT03a) CO KapaKTepWUCTUYEeH U3rNe] Ha NNLeTOo, n3gageHa fonHa BUInUa,
3apajgu xunonnasujata Ha ropHata, HOCOT e Kako ,nanaranckum KayH*,
MPUCYTHO € MeXaHUYKO OLWTeTyBake Ha OUHMOT HepB. HepeTKo ce jaByBa
N MeHTasHa peTapfauuja co 4ecTn rnaBobonku. KpaHnocmHocTosata ce
pewaBa CO XMpypLKa UHTepBeHLMja (OTBOpPawe Ha LIEBOBUTE Ha 4vepe-
noT). HaunmHOT Ha TpaHCMUCKja € aBTOCOMHO-LOMUHAHTEH.

Treacher-Collins-Fraceschetti- eB cuHapoM (maHaubynodatmjanHa
[4MN30CTO3a) e efleH 0 HajuyecTUTe CUMHAPOMU NOBP3aHU CO FNyBOCT (OKONY
2% of cuTe rayeun feua). TUNMYEH e U3rnefoT Ha nuueTto (cn. 3 u 4): mana
MaHAambyna, aHTUMOHTO/IOMAHO NOCTaBEHM OYM CO KOIOGOM Ha AOMHUOT
OYeH Kamnak, /IOWOo CTPYKTYpPUpaHu YLWHU WKOMKN, KOHAYKTMBHA FNyBOCT
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(aHoManuu BO CPeAHOTO YBO MU BO HAABOPELWHWOT cnyweH KaHan). Ce
Hacnefysa 4OMUHAHTHO aBTOCOMHO.

cnuka 3 cnuka 4

Marshal-0B cuHgpom: xunonnasunja Ha CPeLHNOT CETMEHT Ha INLLeTo,
KpaToK cef/IeCT HOC CO MOAMTHATM HOCHULW HArope, WTO NOTCeTYBa Ha Ky-
ye Gyngor, oW TeTyBake Ha BHATPELWHOTO YBO KOe 3aBpluyBa Co rnyBocCT,
MHOLUTBO MPOMEHM HAa OYWTe Kako LUTO Ce: MMONuja, BPOAEHa WK jyBse-
HUMHa KaTapakTa, rnaykom, TpaymaTcka eKkTonuja Ha nekarta, MUrMeHTHa
auctpogumja Ha peTuHata (cn. 5u1 6). Apyrn CMMNTOMU Ce: 100 HacafeHu
3abu 1 yecTo xunoxugposa. Hacnegysarweto e AL.

cnMka b cnnKa 6

NryBoCTA V1 3SABHIN ABHOPMAJTHOCTU

Bo oBaa rpyna cnafaat: gucnnasujata Ha 3abHaTa rnef, xunepnna-
3njaTta Ha TMHIUMBWUTE CO MepuenTuBHa rnyBocT (A/Ll), NnakpuMoaypuKkyno-
feHTanHnoT cuHgpom (Al) v oTofeHTanHaTa gucnnasuja.
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TNYBOCTA N KOXHW ABHOPMAJTHOCTU

FnyBOCTa YeCcTO v NpUAPY>KyBa CUHAPOMWUTE Ha LeNMUTrMeHTauuja,
KaKO WTO Ce: CUHAPOMOT co aTakcuja (ALl), BUTUAUTO, aXxanasmja U HA30K
pacT (AP), napyujaneH anbuHuszam (X-Bp3aHo) U OKYNOKYTaHUOT afibuHu-
3am. lMepuenTuMBHAaTa ryBOCT M MPUAPYXYBa CMHAPOMUTE Ha KyTaHaTa
penurmeHTaymja. ETmonowkara NnoBp3aHOCT CTaHyBa MojacHa Kora Ke ce
noTceTnme feKa Ae/oBUTe Ha CPefHOTO YBO U MeNaHOUUTUTE ce 0f ucTa
embproHanHa OCHOBA.

Leopard- CMHAPOM uve MMe MOTeKHYyBa Of NpBUTE BYKBU HA CUMII-
TOMUTe Ha 60MiecTa HaNULWaHW Ha aHTIUCKK jasukK: lentigines (aamku) (cn.
8), EKT npomeHu, xuneptenopmsam Ha 04uTe, Ny/MOHa/iHA CTeHO3a, ab-
HOpPMaNIHOCT Ha reHuTanuuTe, petapaaynja Bo pactoT, deafness (rnyBocT).
Opyrn cumnTOMU BO KAUMHMUKATa C/MKa Ce: TpuarnecTo fivue, nTo3a Ha
OYHMTE Kamauun, CKefeTHW MPOMEHU, XMMocnaguja U KPUNTOpXuM3am Kaj
MallK1Te fela u xmnonaasnja Ha 0BapuymMuTe Kaj XXeHckuTe. MeHTanHata
peTapjalmja He ce MCKAy4yyBa BO K/NMHUYKaTa CAUKa, a nepuenTuMBHaTa
rnyBOCT e BoAe4Ykn cumntom. Ce Hacnegysa ALl co ronema neHetpabun-
HOCT M BapujabunHa ekcnpecuja.

Waardenburg-0BMOT CUHAPOM € HajuecT CUHAPOM MPUAPYXKEH CO
rnyBocT (kaj 3% of rnyBsuTe geua) ce maHugecTmpa co: 6en NpaMeH Ha Ko-
cata, 6eny Tpenku u Befu, XeTepoOXpoMuUja Ha MPUCUTE, XNepTenopmnsam,
JenUrMeHTauum no Koxara, r1yBOCT 0f NepuenTUBEeH TUN CO aHOMaINK Ha
BECTMOYNYMOT, KOX/ieaTa U NONYKPYXXHMTe KaHanu (cn. 7). Ce paboTu 3a
A/l HacnegyBawe, MOPETKO Ce jaByBa crnopagmMyHo. Ce MUCAKN AeKa npome-
HUTe ce NocnejuLa Ha reH cMecTeH Ha 2LLkpomo3om Bo perujata 2935 nnm
2937 (Ishikiriyama, 1989).

cnuka 7 cNnka 8
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MpoMeHWTe Ha HOKTUTE acoumpaHu CO NepPLEenTWBHA TNYBOCT Cce
MHOTY6pPOjHMN: OHUXOAUCTPOPUja CO KOHMPOpMHM 3abn (AL), oHMxoauc-
Tpothuja co TpudananrujaneH naney (AL) n oHuxogucTpoduja co rny-
BocT (AP). Cute oBMe ce MOHO(AKTOPCKM CUHAPOMU KOW ja NnoBp3yBaat
rNyBOCTa CO MPOMEHUTE Ha HOKTUTE.

TYBOCTA I METABOJTHW 3ABOJTYBAHA

Pendred-oBnoT cuHapom Bo CKaHAWHABCKUTE 3eMjU Ce jaByBa CO 3a-
yecTeHocT of 1:10000, a Bo AHramja 8:10000. Ce paboTu 3a BpOAEHO, Tell-
KO 6unatepanHo oW TeTyBawe Ha CAYXOT 04 NepLenTUBEH TUN M NojaBa Ha
CTpyMa BO paHOTO AeTCTBO KOja 04M CO 6/a1ara XxMnoTupeosa WTO LOBefyBa
[0 MeHTanHa petapgauunja. Bo matoreHesata Ha cTpymaTa ce pabotu 3a
fedeKkT BO opraHudukalmjata Ha TUPOMAHMOT XOpMoH. Ce Hacnegysa AP.
leHOT 3a opraHuguKaumjata Ha XOPMOHOT Ce Haofa Ha reHCKUOT I0KYC
7022-31.1. 'eHoT oarosopeH 3a Pendred-oBnoT cugHapom (PDS reH) e Kno-
HupaH Bo 1997 roguHa (Kopp, 1999).

Perrault-oBnoT CMHAPOM Ce KapakTepusmpa Co roHafgHa guareHesa
CO HEBPOCEH30pHA FNYBOCT, HUCTArMycC, OrpaHUYeHn LBUXEHA HA OYHUTE
Kamaum, aTakcuja, pes equinovarus, H130K pacT. Ce HacnegyBa aBTOCOMHO
peLecmBHoO.

TYBOCTA V1 HEBPOJIOLLIK 3ABOJTYBAHA

MepuenTvBHaTa ryBOCT € NOBP3aHa Co NOBEKe Of LeceT CUHAPOMMU,
0f}, KOW BPEAHO € fa ce CMoMeHaT neT 06AMLKM Ha aTakcuja (Co XMNoroHagu-
3am, onuMropeHnja, MUOKIOHNYHA enufiencuja, XMNOTOHKja, KaTapaKkTa
uTH). Cute ce Hacnegysaat AP.

AKYCTUYHMOT HEBPOM 6€3 efleMeHTM WTO 61 yKaxkane Ha HeBpodu-
6pomarto3sa, MMa CUMATOMMW BO BPCKa CO BECTMOYNYMOT, NepLenTmuBHa rny-
BOCT ¥ CUMNTOMM Ha KOMMpecuja Ha KpaHujaseH HePB WAM CUMATOMM Ha
NOKa4YeH MHTpPaKpaHujaneH NPUTUCOK.

TYBOCTA 1 O4YH AHOMAJTUA

CVWHAPOMOT ONTMYKa aTpoduja-rnyBocT YeCTO maTu e 3aBpLleTokK
Ha MHory 60/secTu Kou 3anoyHysaaT CO JereHepalmja Ha peTuHaTta, a 3a-
BpLYyBaaT co atpodmnja Ha H. opticus v NMepLenTuBHa r1yBOCT.

Norrie-Warburg-osnot cuHgpom e X-Bp3aHa peuecuBHa 60necT,
unjwiTto nokyc e Xp 11.3- p 11.2, kafle WTO Ce OTKPUEHU NOBEKe fefeluu.
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OCHOBEH CUMMTOM € NCeBAOIIMOMOT M 060CTPAHO rONEMU 04K, a NO NOPO-
[0yBawEeTO Ce jaByBa CNenuio, KOHBY/3UMM CO MOCTEMNeHOo nporpegupayka
MeHTanHa petapfaumnja. NMokacHo ce pa3BuBa W MepLenTUBHa rNyBOCT.

CuHgpomoT KpunTohpTanmmuja-rnysoct e AP 60/ecT, Kage WTo o4n-
Te Ce MPeKPUEHN CO KOXa, 06MYHO ce Manu Nno rosnemuHa, HefloBO/IHO pas-
BMEHW, HOCHUTE Kpufa ce XMnonaacTU4Hu, aypukynarta v HagBopeLwHNoT
CNyLWeH KaHa/ ce HenpasWIHO 06/IMKYBaHW, NPCTUTE Ce CUHAAKTUNIUYHW.
FnyBocTa e of MewaH Tum.

FNYBOCTA MW BYBPEXHU 3ABONTYBAKBA

Alport-0B cMHApPOM e yecTa MPUYMHA 33 HEBPOCEH30pPHAa rNyBOCT,

KOja HacTaHyBa BO paHOTO AeTCTBO. boJsiecTa 3anoyHyBa Co xemoparmyex
He()pUTUC KOj BOAN KOH By6pexkHa uHcyuumeHLmja, CUnHa NPOTEeNHYpU-
ja, xunoocharemumja, HeppoKanymMHO3a N CErMeHTHA CKneposa. XuUCTo-
NOWKNOT Haog Ha 6y6peroT He e cneyumgpuyeH. HajaeHn ce UHTepCTU-
LMENHN 1 TNOMepPYiapHU NPOMEHU, NPUCYCTBO Ha NEHECTW KneTku. Alport-
OBMOT CMHAPOM CO BOAEYKMNTE CUMNTOMMK HedppuTuc-raysoct e A/l 6onect.
MerfyToa nof UCTOTO UMe OMULLIAHWN Ce LEeCT CAUYHN eHTUTeTn Bo Mc Ku-
sick-oBmnoT katanor (1990) WTO yKaXyBa Ha XeTepOreHOCT Ha CUHAPOMOT
N Ha pas/iMyeH HaUYUH Ha HaclefyBame;
1. knacuueH jyseHuneH Alport-oB cuHgpom co rnysoct (Af)
X-Bp3aH jyBeHusieH Alport-oB CUHAPOM CO FyBOCT
X-Bp3aH agynTteH 061uK Ha Alport-oB CMHAPOM CO ryBOCT
X-Bp3aH agynTeH 06nuMK 6e3 rnyBocT, YACT HEPPUTUYUEH 06INK
aBTocoMeH Alport-0B cMHApOM O rnyBoCT U TpombouuTonatuja (AL)
aBTOCOMHO JOMWHAHTEH jyBeHUNeH 067K CO rnyBOCT

YwTe gecetmHa 6ybpexHun 3abonyBarba ce acouupaHu co rnyBocTa
(VH(aHTMNHA peHanHa auMpo3a, MakpoTpombouuTonaTnja, KacHa peHan-
Ha auuposa, 6ybpexHa AUCHYHKUMja-UXTMo3a-rnysoct). Cute oBue ce
MOHOTIEHCKMN 6onecTu.

S ok wb

HACNELHA TNYBOCT CO AMCMNNA3NIA HA KOCKWUTE

OBaa rpyna 3a6onyBatba r1 ongaka nmuaTa co 3ae4HNYKO OLITETY-
Batbe Ha C/YXOT W Pa3HM aHOMANMKU Ha KOCKEHMOT cucteM. OBa e XeTepo-
reHa rpyna cocTaBeHa HajManKy of 23 KNMHUYKM CUCTEMATU3MPaHU eaun-
HULM, CO pa3NMyeH TUM Ha HacneayBawe. OWTeTyBakbeTO Ha CNYXOT Ce ja-
BYyBa 06MYHO MNOKACHO, MMa MPOrpPecuBeH TeK, MOXe 1a 6Uae 0f KOHAYKTU-
BEH, MepLEenTUBEH WM NOHEKOrall Of MellaH Tu.
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Kniest-0BMOT CUHAPOM ce KapaKTepuaupa co HenponopLuoHaneH
Man pacT, CO TelKa CnoHAWUI0-eNn-mMmeTauaHa gncnnasmja, gehopmaynja
Ha 'p6eTHMOT cTOoN6 W 3rnoboBuTe. Apyrn CMMNTOMYU ce AUcnnasunja Ha nu-
ueTo (cnsecHarTo nnue), BOB/IEYEH KOPEH Ha HOCOT, ersofyTaimyc, xunep-
Tefopmsam, Kyc Bpat, 6pa3fa Ha HenueTo. OWTeTyBakbeTO Ha CAYXOT € 0f
KOHAYKTUBEH WU MepuenTMBeH Tun. [poMeHUTe Ha o4nTe ce: Tewka
Muonuja, 3amatyBakwe Ha POXHULMTe, abnaumnja Ha peTuHaTa, Katapakra.
HacnefyBaweTo BepojaTHO € aBTOCOMHO AOMWUHAHTHO.

Van der Hoeve cuHgpoMOT ce MaHU(ecTMpa co: MaTo/oLW Ka KL n-
BOCT Ha JONITUTEe KOCKU, CUHN BENKM Ha 0YMTE N KOHAYKTUBEH TUM Ha OLW-
TeTyBawe Ha cnyxoT. OBoOj cMHAPOM e BcywHocT Osteogenesis imperfecta
Tun Lobstein, HAAOMOMHET CO CMHU CKIEPU U OWITETYBak e Ha CNYXOT. CUH-
4POMOT Ce jaByBa 3apaju rpewka Bo umsrpagbara Ha NnOTNOPHOTO TKMBO,
KocKknTe ce HeXHu, HeMaaT JOBOIHO MATPUKC, SIeCHO ce Kpwausu. Ou-
HUTe GenKu ce CUHW 3apajmn Toa LTO Ce TEHKU W MPOSUPHU, TaKa LWTO ce
rnefa cuHata 60ja Ha cafloBHMLATa Ha OKOTO. OWTEeTyBaweTO Ha CNYyXOoT
ce jaByBa KOH KpajoT Ha AeTCTBOTO MM NOKACHO W MMa NPOrpecunBeH Tek.
MpomMeHNTEe BO CPeAHOTO YBO Ce C/IMYHM Ha OTOCKaeposata. Bo cepymor
e 3roNemMeHa KOHUeHTpaumjaTa Ha ankanHa pocdartasa. HacnegysaweTo
e Ad.

Mayo-Stickler-oBMOT CUHAPOM (apTpo-oTasiMONaTCKU CUHZAPOM)
M uma crefHuTe CUMNTOMU: KOHFEHUTaNHA U CUIHO M3paseHa Muonuja,
JereHepayuja Ha peTuHaTa co yecta abnayuja n ry6buToK Ha BMAOT, AWC-
nnasuja Ha KOCKMTe CO paHa fereHepatusHa aptponatuja, MaphaHounieH
xabutyc. FyOUTOKOT Ha CNyxoT e of NepuenTUBEH TWUM, a HaclefyBakwbeTo
€ aBTOCOMHO JOMMWHAHTHO.

HACNEAHA ritysocT CO AHOMA/IMN HA HABOPELLHOTO YBO

MocToM NOBP3aHOCT Ha F/TYBOCTA CO aHOMA/IMUTE HA HA4BOPELIHOTO
YBO, Ha yLIHATa WKOAKA MW CNYWHNOT KaHan. OLWTeTyBaweTo Ha CMYXOT
e 04 KOHAYKTWUBEH UK MewaH Tum.

Escher-Hirt-OB cuHgpom: xunepnnasunja U HabpaHocT Ha n106ynycoT
Ha aypukynaTta. CnpoBOfeH TUM Ha OLITETYBake Ha CMyXOT, 3apaju aHo-
Ma/iun Ha CNyWHUTe KoBUYNHbA. HacneayBaweTo e AL,

Fara-Chlupack-Hrivnak-0BMOT CMHAPOMOT e okapakTepusnpaH co:
Aucnnasnja Ha aypukynuTe, TUe ce TONEMU MW Manw, NoLWOo 061UKYBaHU,
HWCKO MoCTaBeHU. OWTEeTYBaETO HA C/IYXOT € Of BPOAEH CMPOBOAEH TUM.
Nuueto e gmaMopduyHO, ce cpekaBa MTEPUIMYM Ha BPaToT, Maj pacT,
MeHTanHa petapgauuja. Ce Hacnegysa AfL.
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Fourman-Fourman cuHgpoMm: egHocTpaHa uau 6unatepanHa yuHa
(hucTyna BO NpeAenoT Ha XeNNKCOT, HEKOTALL ¥ Ha BPaTOT, /IOLWO CTPYKTY-
pupaHa aypukyna. MporpecuBeH 061K Ha ry6UTOKOT Ha CAYXOT, 06UYHO
[0 fBaeceTTara roguHa, o NOTNOMIHA NEPLENTMUBHA FNYyBOCT. HaunHOT Ha
TpaHcMmucuja e Af.

Mengel-Konigsmark-Berlin-Mc Kusick CMHAPOM: cuiHo n3paseHa guc-
nnasunja Ha aypuKynMTe KOM Ce HUCKO MOCTaBeHw, Aucnia3nja Ha IMLEeTo, aH-
TUMOHTO/I0MAHO MOCTABEHMN 04K, Mas PacT, MeHTanHa peTapgauuja, cnposo-
JeH TUN Ha oW TeTyBawe Ha cnyxoT. Ce Hacnefysa aBTOCOMHO PeLleCUBHO.

HEAWOEPEHLWPAHW OBAMUW HA HACNEAHATA TTYBOCT

OBaa rpyna ondaka HajroneM Aen Of MOHOTEHEeTCKM MpuymMHeTata
rnyBocT, Aypu 2/3. He nocTojaT KAMHUYKN HUTY APy eHOTUMCKN NPOMEHN
BP3 OCHOBA Ha KoM 61 MOXeno fja ce onpejenu rpynata Ha Koja u npunaraat
BONMHMTe CO 0BOj TMN HacnefHa rnyBocT. Hajronem fen ce aBTOCOMHO pelie-
CVBHW, MOMasnKy ce aBTOCOMHO JOMWHAHTHM, a HajManky X-Bp3aHu obauum.

Ha aBTOCOMHO peLiecvBeH Tun Tpeba fa ce MUCAKU aKo poauTenuTe
Ce 34paBM U aKO0 HeMa MoAaTouM 3a CPefUHCKO BavjaHue. Fy6UTOKOT Ha
CNyX0T CKOPO CeKorawl e of nepuenTuBeH Tun. MocToun ronema pasHoBUj-
HOCT BO TeXMWHaTa ¥ BO BPEMETO Ha MPOjaBHOCT.

ABTOCOMHO JOMWHAHTEH TWN: Kaj OBOj TUM MOCTOW rosema pasHo-
BMAHOCT BO K/IMHMYKaTa ekcnpecuja. O6nMunTe Moxart ga 6ugart Tewwku,
paHo MpojaBHM CO MPOrpecuBeH TEK, CO HUCKA, CPefHa UauM BMCOKa (hpek-
BeHUmja. CuTe ce of nepuenTWBeH TuN.

X- Bp3aHMOT TWM BO ronema Mepka rv aduuupa MalwkuTe fela, a BO
MHOTY Man 6poj n XeHCcKuTe geua. MnaBHO ce paboTw 3a nepuenTnBeH 06-
NIMK, HO MOXXEH € W MeLlaH TUN Ha rybewe Ha CAyxoT. BpemeTo Ha npojas-
HOCT € pa3/InyHo.

XPOMO3OMONATUN W TNYBOCTA

AKO ce 3eMe MnpefBuj WMpoKaTa gucTpubyunja Ha reHnTe 3a Cayx,
TOraw BOOMWTO HE € YYAHO WTO MHOFY XPOMO30MCK/ abHOPManHOCTHU ja
UMaaT ryBOCTa Kako cMMnTom. Kaj roHocomonaTumTe, Turner CMHAPOMOT
(cn.10) ro npuapyxyBa 6n1ara nepuenTuBHa rayBocT. ['1lyBOCTa Kaj aBTO-
comonaTtunTe (Down-0B NpukaxaH Ha cn.9, Edwards-os 1 Patau cuHgpom) e
NpUAPY>KeH CUMNTOM, HO 4YecTo, 3apafu MeHTanHaTa petapfauuja u cna-
6aTa BUTaNHOCT Kaj eaguHKuTe co Edwards-oB u Patau cMHApPOM, ja OHeBO3-
MOXYBa 06jeKTMBM3aLMjaTa Ha TOj HAOL.
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cnuka 9 cnunka 10

3AKJTYUOK

3a npeumsHo fpaBakbe Ha reHeTCcKa MH(oOpMaunja BO pamMKKUTE Ha
FTEHEeTUYKOTO COBETYBake, HEOMXOAHO € Mpe3emMare Ha HM3a NocTanku:
- n3paboTKa Ha poAoCcCnoBHO cTebo
- OMWKMpHa aHamHe3a 3a 6peMeHOCTa Ha MajkaTta, 3a nepuHaran-
HUOT Nepuoj Ha LeTeTo, 32 NOCTNAPTaNTHUOT NEPUOL
- OMWMWPHA aHaMHe3a 3a MOYETOKOT M Nporpecujata Ha rnyBocTa
- OMWMpHa aHamHe3a 3a Pa3BMTOKOT Ha roBOpoT
- cneyujannucTMyKy OTONOLWKWN Npernes
- YNTpa3By4YHa AMjarHoCTMKa M KOMMjyTepusnpaHa Tomorpapuja
- RTG cHumawa (ToMorpamMu Ha BHATpeLWHOTO YBO, ayanorpaguja,
BecTubynorpaguja)
- Mpernej Ha KpBTa M ypuHata
- LMTOreHeTCKN UcnefyBama.
MHoOry e BaXXHO JOHECYBaweTO Ha OANlyKa BO ciy4vyauTe Kora fABaj-
La rnyBu poaguTeNn cakaat ga umaaT moTomMcTBO. Ha npumep, ako egHUOT
poauTen e HacnegHo rays co AP 60/ecT, a ApyruoT nMma cTekHaTa rayBocT
(3apagm pybeona Ha MajkaTa Bo 6pemeHocTa), 61 6MN0 TparMyHo Aa ce Aa-
Je norpewHa uHgpopmaymja 3a NOTOMCTBOTO, 30LITO BO BaKOB CAy4aj no-
CTOM ronema BepojaTHOCT 3a pafawe Ha 34paBo aete. [peHaTanHata guja-
rHO3a MMa onpaBAyBake caMO aKo r/lyBOCTa € BOAEYKM CUMNTOM (Ha mpu-
Mep, Kaj Hekoja meTabonHa 6onecT). PaHaTa xabunutaumja n pexabmnnura-
Lnja Ha rnyBuTe fela Cé ywWTe urpa rnaBHa ynora BO NpeBeHTMBATa Ha
rnyBocTa.
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Tabena 1. HacnegHalua rnyBocLl Kako MNn BOLEUYKN CUMULLOM
(nosajmeHo of kaTtanoroT Mendelian Inheritance in Man, McKusick, 1992)
Ha3nB Ha MOHOGhaKTOpCKaTa r/lyBocT Hacnenysarse

JloMVHaHTHa ryBOCT €O OHUXOAMCTPOdUja Al
["yBOCT €O aHXVApaTUYHA EKTOAEPMHA AvicTiasvja Al
KoxneapHa rnyBocT co mvonuja n MP AP
["yBOCT €O ryLIaBoCT AP
["nyBOCT-X1NOroHaaM3am CUHAPOM X-Bp3aHo
["yBOCT ¥ KpaHWodaLmjaneH cMHapoM AL
["yBOCT ¥ O/MrofoHUMja AP
["nyBOCT 1 oNTUYKa aTpogmja Al
["NyBOCT ¥ CUHZaKTUMja Al
["yBOCT M YLUHM Aynyukba All
KoHAyKTVBHa rnyBOCT

CO Ma/ihopMaLn Ha HafBOPELLHO YBO AP
KOHAYyKTMBHa F/lyBOCT, MTO3a 11 aHOMa/IMM Ha CKENETOT AP
KoHAyKTMBHA r/yBOCT,

YLUHW MasihopMaLim 1 napesa Ha HYT1 Al
KOHAYyKTMBHA rNyBOCT CO (PUKCMpaH cTarec X-Bp3aHo
KoHreHuTasnHa rnysoct

1 hammnmjapHa MUOK/IOHA enuercuja AP
KoHreHuTanHa riyBocT v cpuesa 60/1ecT AP
KoHreHuTanHa rnyBoCT CO OHUXoAUCTpodmja AP
KoHreHuTanHa riysoct

CO ManopMMpaHK LLaku 1 cTonana AP
KoHreHuTasHa riysocT Tun | AP
KoHreHuTasHa rayBocT Tvn Il AP
KoHreHvTanHa r/iyBocT, nepuenTuBeH Tun X-Bp3aHo
KoHreHuTasHa ryBoCT, NoyneTaieH Tvn AP
KoHreHuTasHa ryBOCT €O KepatonaxmaepmMuja AL
KoHreHuTanHa rayBocT co NOTMO/H a/ibyHU3aMm AP
KoOHreHuTanHa rnyBocT co BUTWIMIO U axanasuwja AP
KOoHreHuTanHa riyBocT, CeH30HeBpasIeH TN Al
MeLuaHa FlyBOCT CO HIMCKa C3peKBeHLMja Al
HepsHa r/lyBOCT €O cpeaHa C3peKBeHLyja All
HepsHa rnyBocT (BUCOKU TOHOBW) X-Bp3aHo
HepsHa rnyBOCT CO MPOrpecuBHa Hesponaruja AP
HepBHa KOHreHWTanHa riyBoCT Of CPefeH CTerneH AP
HepsHa ryBOCT €O paH NOYETOK AP
HepBHa r/yBOCT, MPOrPecuBHa, AETCKU 06MK AP
HepBHa rnyBOCT €O aTunuyeH aTonuyeH AepMaTuTAC AP
HeBpoceH30pKa ryBOCT CO XWUMNOGIM3EH LIYLIECT pacT AP
[NporpecusHa raysocTt X-Bp3aHo
lMporpecvBHa rnyBOCT, HEPBHA, CO BUCOK TOH Al
[porpecnBHa rnyBocT CO HU30K TOH AL
CeH30HeBpasHa [lyBOCT CO MMMEPQOpUPaH aHyc,

XUNONAaCTUYHN Masiuy X-Bp3aHo
CeH30HeBpa/iHa ryBOCT CO NeputepHa HeBponaTuja ;

1 BONECTN Ha apTepumTe AL
CeH30HeBpasHa ryBoCT 1 anbrHu3am X-Bp3aHo

HacneaHa rnyBocT npeavsBuKaHa co Streptomycin Al
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SUMMARY

Vladimir TRAJKOVSKI
GENETIC ASPECTS OF DEAFNESS
Key words: deafness, genetic.

The deafness means a total losing sense of hearing or hearing's damage
which make impossible the social contact. It can be aquired and congenital. The
statistics data show that from all factors that cause the deafness about 10% are
well know genetic syndroms, 20% are familiar forms etiological insufficiently
explain; to the group so called criptogen deafness belong about 30% with un-
known etiology and about 40% are aquired. The hearing's damage is caused by
genetic and enviroumental reasons. Monogenetic diseases followed by losing a
hearing are grouped in ten main groups.

In the genetic counselings today giving genetic informations and paying
attention more to posterity of risky families, including the early rehabilitation of
deaf children still plays main role in preventives of deafness.



