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HecuHapomarnbHas HelipoceHcopHas TyroyxocTb (HHT) — HacneacTBeHHas noteps cnyxa 6e3 apyrix natonormyeckux CUMTOMOB (130-
NIMPOBaHHast), BbI3BaHHAs NMOPaXXEHVEM 3BYKOBOCTPUHMMAtOLLEro annapata. HHT reHeTnyecky reteporeqHa, Ho B cpefHemM okoso 50% chy-
YaeB ayTOCOMHO-peLieccyBHon HHT BbiaBaHO MyTauysaMy B reHe GJB2. Bpaku mexay crabocnbilualymMy ioabMU SBIISKOTCS NMPUBBIMHBIM
fBJieHneM B COBPEMEHHOM O6LIJ,eCTBe, N KONN4eCTBO Taknx 6paKOB C Ka>kabIM rogoM TOJIbKO yBETN4YNBAETCA. |-|pl/l 3TOM NOKa3aHO, 4YTO BO3-
pacTaeT MHTEPEC K FEHETMYECKOMY TECTVMPOBAHIIIO Nap, COCTOSALLMX B aCCOPTATMBHbIX MO ryxoTe 6pakax. Ha npumepe AByX POLOCOBHbIX,
B KOTOPbIX HAB/01a/10Ch HECKOJLKO aCCOPTATUBHbLIX BPAKoB, aHAIM3MPYIOTCS NPOGAEMbI MEAVKO-TEHETUYECKOTO KOHCY/IETUPOBAHMS Maum-
€HTOB C TYrOYyXOCTbIO C Y4ETOM BO3MOXHOCTeN noareepxaatoLLen JHK-anarHocTvkm. MNpoaeMOHCTPMPOBaHO 3HAYEHME MOSIEKYIIPHO-reHe-
TM4ECKOro 06CNenoBaHVs ais YTOYHEHUS] MPUYKHBI 3a60NEBAHKS 1 ONPEAENEHNs TEHETUYECKOrO PICKa MPU PasHbIX TUnax 6pakos.

KnioyeBble ciioBa: HecuapoMasbHas HEMPOCEHCOpHast TYroyXxocTb, reH GJBZ2, MeanKo-reHeTu4eckoe KOHCYNbTUpOBaHue, ac-
COpPTaTUBHOCTb.
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Analysis of pedigrees with a non-syndromic sensorineural hearing loss
in assortative marriages
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Nonsyndromic sensorineural hearing loss (NSHL) is a hereditary hearing impairment without other pathological symptoms (iso-
lated), caused by damage to the sound-perceiving apparatus. NSHL is genetically heterogeneous, but on average, about 50% of
cases of autosomal recessive NSHL is caused by mutations in the GJB2 gene. Marriages between hard-of-hearing people are a com-
mon occurrence in modern society, and the number of such marriages is increasing every year. At the same time, a growing interest in
genetic testing was shown in couples consisting of assortative deaf marriages. On the example of two pedigrees, in which several
assortative marriages were observed, the problems of medical genetic counseling of patients with hearing loss are analyzed taking
into account the possibilities of confirmatory DNA diagnosis. The importance of molecular genetic examination for clarifying the form
of the disease and determining the genetic risk for different types of marriages is demonstrated.

Keywords: nonsyndromic sensorineural hearing loss, GJB2 gene, medical genetic counseling, assortativeness.

HecunapomansHas HelipoceHcopHas Tyroyxocts (HHT) — HHT — 3aboneBaHue ¢ 10Ka3aHHOM reHETUYECKOM rete-

HaCJIeICTBeHHAsT TIOTepsl Cyxa 0e3 JAPYrux MaToJOTMYECKUX
CHUMIITOMOB (M30JIMPOBaHHas1), BbI3BAHHASI MOPAXKEHUEM 3BY-
KOBOCTIPMHMMAIOIIIEro arrmapara. Yactora BpOXKIEHHbIX Hapy-
LIEHUH cyxa oueHb BbicoKa M cocTapisieT 1 Ha 500 HOBOpOX-
neHHbIx [1]. K Ity romam pacnpocTpaHeHHOCTbh HEHpOCEeH-
COpHOI TIOTepH cJlyxa yBeauuuBatbes 1o 2,7 Ha 1000 geteit, a
K TIOIPOCTKOBOMY BO3pacTy yxke cocTapiser 3,5 Ha 1000 [2].

poreHHOCTBIO. B HacTosiiee Bpemst u3BectHo Oonee 140 reHe-
TUYECKUX JIOKYCOB M HECKOJIBKO JECSITKOB TEHOB, aCCOLIMMPO-
BaHHBIX C M30JIMPOBAHHOIN TYrOYXOCThIO. AyTOCOMHO-pElIec-
cuBHble (AP) dopmbl cocrapisitor npumepHo 70—80% Bceii
HHT, ayrocomHo-nomuHaHTHBIE — 10—20%, X-clenieHHbIe
1 MuTOXOHApUabHble 1—2% [3]. OmHU U Te Xe TeHbl MOTYT
ObITh TpUuMHOIA Kak AJl, Tak u AP Tyroyxocrtu.
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B cpeanem okono 50% cinydaes AP HHT BbI3BaHO MyTa-
umsimu B reHe GJBZ2 [4], Haxonsiuemcst B jokyce DFNBI1. Ha
CErOMHSIIHUN JeHb 3aperucTpupoBaHo 0Ko1o 400 ayiebHbIX
BapuaHTOB 3TOro reHa, npuBoasaimx K AP HHT [5]. Beicokas
yacToTta MyTtaluii B reHe GJB2 B eBpONeiicKuX MOMyJISIUSIX U
4acToe 3aKJI0UeHUe OpakoB MEXIy IJTyXMMHU JIIOIbMU MPUBO-
JSIT K TOMY, YTO POJOCIOBHBIE YaCTO MMUTUPYIOT AJ] TMI Ha-
CJIeOBaHUST C BEPTUKAIBLHOM Tepenaveli MpH3HaKa, BMECTO
XapakTepHoii 111 AP Haciei0BaHUST TOPU30OHTAJIBHOM Tiepeia-
yu. Bpaku Mexmy caabocablaliMMy JIIOABMU  SIBIISTIOTCS
MPUBBIYHBIM SIBICHHEM B COBPEMEHHOM OOILIECTBE, 1 KOIUYe-
CTBO TaKMX OPAaKOB C KaXIbIM TOJOM TOJIBKO YBEJTMYMBACTCS.
CouyanbHasi U30JIsILMs CIa00CbIIAIIMX W TIYXUX JIIOAeH psi-
JIOM aBTOPOB OOBSICHSIETCSI PACIIPOCTPAHEHUEM CIeLIMATU3U-
POBaHHBIX LIKOJ JUISI TJTyXUX/TYTOYXUX U BHEIPEHUEM «SI3bIKa
KeCTOB». OTH (DAKTOPHI CITOCOOCTBOBAJIM TOMY, UTO B TEUCHUE
nocneaHux 200 ner yacrtorta GJB2-acCOLMUPOBAHHBIX Hapy-
wenuii ciayxa B CLLA yaBounach |2, 6]. [TpoBeaeHHOE KOMITb-
I0TePHOE MOJIETMPOBAHMUE TIOKA3aJI0, YTO YBEIMUESHHE YaCTOThI
TYTOYXOCTH, OOYCIIOBJICHHOW MyTammsiMu reHa GJBZ2, Oymer
MPOAOJIKATBLCS, a MOJIOXUTEIbHasi OpauHasi aCCOPTaTUBHOCTD
«CUMYJIMPYET» CUTYallMIO KPOBHOIO poacTna |7].

PazHbiMu aBTOpamMu ObLIO MMOKAa3aHO, YTO 32 MEIUKO-Te-
HETUYECKUM KOHCYJIbTUPOBAHUEM W T€HETUYECKUM TECTH-
pOBaHMEM OOBIYHO OOpalIAlOTCsl CJbIILIALIME POAUTETN
00sIbHOTO pebeHKa, TOoraa Kak MIyXMMU POIUTEISIMU MEAM-
KO-T€HETHUYeCKOe O0C/ieoBaHNe He BCeTrla paclieHUBAETCs
kak nojesHoe [§8, 9]. OnHako Mo Mepe paclMpeHus Mmpo-
rpaMM CKPUHWHIAa HOBOPOXKIEHHBIX Ha HapyLICHUs CiIyxa
KaK ciblllalme, Tak W TIyXue pOJUTEIM 4Yallle MPU3HAIOT
MOJIE3HOCTh reHeTnyeckoro tectupoBaHus [10]. Bo3pacra-
IOLMIT UHTEpeC K TeHETUYECKOMY TeCTUPOBAHMIO TIap, CO-
CTOSILIIMX B aCCOPTATHMBHBIX IO TJIyXOTe Opakax, CBUACTEb-
CTBYET O TOM, YTO YMCJIO UX OOpallleHU B MEAMKO-T€HETH-
YeCKYI0 KOHCYJIbTALUIO MOXKET YBEJTUYUTHCSI.

B npoiiecce reHeTUKO-3MUIEMUOJIOTUUECKOTO 00CIen0-
BaHus HaceneHus: KapawaeBo-Yepkecckoit PecnyOnuku
(KYP) BBISIBIEHO HECKOJIBKO CeMeil, B KOTOPHIX 00a poau-
TeJsg ObuIM Tyroyxue wiM riyxue. Hanbonee mHTEpeCHbIMU
0Ka3aJIMCh IBE POMOCIOBHbBIE, IEMOHCTPUPYIOIINE HEOOXO0-
JIUMOCTB TMpoBeneHust noarsepkaatomieit JJTHK-gunarnoctu-
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Puc. 1. PogocnosHas cembn X ¢ HEMPOCEHCOPHO TyroyxocTbto (111, 114,
115, 118, 119, 13, 1li4, 115 — rnyxue/Tyroyxue ¢ poxaeHus). bonbHeie 114,
115, 13, 1114, koTopbim NpoBeaeHa AHK-anarHocTrka, — koMnayHa-rete-
pPO3WroThl N0 MyTauusm B rene GJB2. 3[0pOBbIM YleHam CEMbU ayamo-
noruyeckoro obcnenosanus n HK-gmarHocTMkM NpoBefieHo He Bbino,
300POBbI CO C/I0B POACTBEHHVKOB.

KU JIJIs1 KOPPEKTHOM OLIEHKH TeHETUYECKOTO PUCKA MPU Me-
JIUKO-TeHEeTUYECKOM KOHCYJIbTHpOBaHUM (puc. 1, 2).

B niepBoii ponocioBHoit (puc. 1) ObLI0 8 YesnoBeK B IBYX MO~
KOJIEHUSIX C BPOXKIEHHBIMU HapyIIEHUSIMU CTyXa pa3Hoii cTerne-
nu (mauwmentsr 111, 114, 115, 118, 119, 1113, 1114, I115), yeTBepbIM
m3 Hux (114, 115, 1113, 1114) npoBeneH MOMCK MyTalyii B IreHe
GJB2 ¢ naboparopuu JIHK-muarsoctiku @I'BHY «MI'HI».

JHK-nuarHoCTHKa BBITIONMHEHA B TP MTOCIEIOBATEIbHBIX
otana. Ha mepBoM 3Tamne ocyliecTBIeH MOWCK YacToil MyTa-
mu ¢.35delG B KonupymolleM 3k3o0He 2 reHa GJB2. Mytauust
oOHapyXeHa Ha OTHON XpOMOCOME y TpeX WIEHOB CeMbU —
npodanmga (1113), ero matepu u otua (114, 115). Y cectpsr mipo-
oanma (I1114) myranus c¢.35delG He Obuia BbIsiBIeHa. Ha BTO-
POM 3Tarie Mcciea0BaHus MPOBEICHO CEKBEHUPOBAHUE MTOCIEe-
JOBATEIbHOCTU KOAMPYIOLIETo 9K30Ha 2 reHa GJB2, B pe3yib-
Tare KOTOPOTO YIAIOCh BBIIBUTH MyTaumio c.[358 360del-
GAG] y nipobanna (I113), ero matepu (114) u cecrpsr (1114).
Takum obpasom, ycraHoBieH reHoturl npodanna (I1113) u ero
matepu (I14) (c.[35delG];[358 _360delGAG] y oboux), a 'y or-
ua (I115; renorun c.[35delG]/?) u cectpol ipodanna (I1114; re-
Hotun c¢.[358 360delGAG]/?) BTOpOil MATOJOTUYECKUI all-
JieJib He yAaloCch MAEHTU(MULIMPOBATD.

Ha tpetbem stane metonoM ITJIPd-ananusa nposeneH
MOMCK  MyTalMM  caiita  cruaiicudra  c¢.-23+1G>A
(IVS1+1G>A) B untpone 1 rena GJBZ2, xapakTepHOU IS
nonyasaiuii MOHrouu, HO 4acToi M Yy POCCUIMCKHUX Talu-
€HTOB, B ocobeHHOCTH gkyToB [1, 11, 12]. Dra Myramusa
Haiinena y otua (I15) u cectpsl (1114) mpobaHna.

B wutore y Bcex MalMEHTOB NAHHOW SIIEPHON CEMbHU
onpezeseHbl 10 IBe aTOreHHble MyTalluu B reHe GJB2, Ko-
Tophie sBuuch npuunHoiit AP HHT. BrisiBiaeHo 3 pasHbIX
reHotuna (Taénuua).

CpaBHUBasl KJIMHUKY 3a00jeBaHus y OOCIeIOBAaHHBIX
MallMeHTOB, MBI OTMeYaeM, 4YTO HOCUTEIW MyTalluu
¢.35delG umetot Gostee TsKeNbIe TPOSIBIICHUSI 3a001eBaHNs],
4TO COIJIACyeTCsl C paHee ONMyOJMKOBAHHBIMU CTATUCTUYE-
CKM 3HAYMMBIMU KOPPEJSILMSIMU MEXIY THUIIOM MYyTalluu
B reHe GJB2wu creneHbio HapyieHus ciayxa [13, 14]. Cectpa
npobanga ¢ reHoturnoMm c.[358 360delGAG];[-23+1G>A]
MMeeT CJabo BBIPAKEHHYIO TYTOYyXOCTb, N€BOYKA YUMTCS
B 00111c00pa30BaTeILHOI IIIKOJIE.

C yuetoMm Toro, uyto oba cymnpyra crpagairotr AP HHT u
MMEIOT MyTallii B OMTHOM M TOM 3Ke TeHe, PUCK ITOBTOPEHUS
3a00J1eBaHUsI Y TIOTOMKOB JaHHOM cynpyskeckKoii mapsl (114,
1I5) cocrapnsier 100%. Ilpu ompemeleHUW BepOSTHOCTU
poxXneHus: OOJbHBIX OeTeil Y MOTOMKOB 3TOM CYIpPYKeCKOi
napsl (mpobanma 1113 u ero cecrep 1114 u II15), a Takxke
y Opata matepu (II1) cmemyer paccmaTpuBaTh HECKOJBKO
BO3MOXHbBIX BAPUAHTOB B 3aBUCMMOCTHU OT TOrO, 6oJjieH Oy-
OYUIMI CYNPYT WX 3M0POB, U PE3YIbTATOB €0 MOJEKYJISIP-
HO-TEHETUYEeCKOTO O0CIeNOBAHUSI.

Ecnu Oynyiimii cynpyr 310poB, TO IpU pacyeTe reHeTr-
YECKOTo prcKa CJIeayeT UCXOAUTh U3 CIICAYIOIIETO:

1. Byayiuemy cynpyry MpoBeaeHO MOJIEKYJISIPHO-TeHETH -
yeckKoe MCClieoBaHue, B pe3ysbTaTe KOTOPOTO YCTaHOBIIE-
HO, YTO OH He SIBJISIETCS] TeTEPO3UTOTHBIM HOCUTEJIEM MyTa-
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Tabmua
FeHoTUNBI 06CNEeA0BaHHbIX NALUEHTOB U3 ceMbu X
O6cnepyembie [eHoTUMbI deHoTuMbI
Mpob6aHg 1113 c.[35delG];[358_360delGAG] TyroyxocTb 4 CT.
Cwube 1114 c.[358_360delGAG];[-23+1G>A] Tyroyxoctb 2 CT.
Martb 114 c.[35delG];[358_360delGAG] Tyroyxoctb 4 CT.
Orey, 115 c.[35delG];[-23+1G>A] nyxoHemom

uuit B reHe GJB2, uau 4To OH SIBJISIETCSI TETEPO3UTOTHBIM
HOCHUTeJIeM MYyTalluil B APYTUX TeHaX, MPUBOISLINX K pelec-
CUBHBIM (hopMaM IJIyXOTbl. Takum 00pa3om, Bpay-TeHeTHK
HMMeeT JeJI0 ¢ 6pakKoM KOMITayHIHOM TeTepO3UTOTHI TI0 MY-
TauusiM B reHe GJBZ2 ¢ TOMO3UTOTOl 110 HOPMaJIbHOMY aJiie-
mo. B aToMm ciyyae Bce aeTw OyayT 3M0pPOBBIMHU TeTepO3u-
TOTHBIMU HOCHUTEJISIMU MyTalluu B reHe GJBZ2.

2. B pesynbrare obcnenoBaHMs Oyayllero Cyrnpyra ycra-
HOBJIEHO, UTO OH SIBJISIETCSI TETEPO3UTOTHBIM HOCUTEIEM MY-
Tauuu B reHe GJB2 (Opak KOMITayHIHOW TreTepo3UroThl 1O
MaTOJOTMYECKUM aJUIEJISIM U TeTePO3UTOThl MO MYTALUSIM
B reHe GJB2). B takom Gpake GonbHbI OynyT 50% nereit, a
50% OymyT reTepO3UrOTHBIMU HOCUTEIISIMU.

3. Byaymmii cyrpyr He 00cieqoBaH, T.€. UIMeeT MeCTO OpakK
KOMITayH/IHOM Te€TePO3UTOTHI 110 PELIECCUBHBIM aJIJIC/ISIM C Ye-
JIOBEKOM, Yeit TeHOTUIT HeusBecTeH. [Ipu pacueTte pucka B Ta-
KOM Clydae CliefyeT YUUThIBATh YaCTOTY TeTePO3UTOTHOTO HO-
CUTEJIbCTBA MyTallMy B reHe GJBZ2 B TOmyJsiuu, U3 KOTOPOi
MPOUCXOIUT Cyrpyr. Puck 3a0os1eBaHust 1J1s1 TOTOMKOB TaKOTO
Opaka ¢ y4eToM IMOTyYEeHHBIX JaHHBIX PaBeH MOMYJISLIMOHHON
4acTOTe TeTepO3UToT, yMHOXKeHHOI Ha 0,5. Panee Obutn mmosry-
YeHBI JaHHBIE O YaCcTOTe TeTepo3uror Imo Myramuu c.35delG
B reHe GJBZ2y npencraButeseil pasHbix HaponoB KYP u Bkia-
ne atoit myrauuu B pazsutue AP HHT B pecriyonuke [15].
YyuTbIBasi 9TU JaHHBIE MOXKHO TOJTYYMTh OLEHKY pucka AP
HHT y notoMkoB Takoro Opaka.

Ecau Oynyuiuit cyripyr 6oJieH, TO CIeayeT y4ecTh Cley-
folMe 00CTOSTENbCTRA:

1. B pesynbraTe o0cienoBaHusI Y Hero BbisgBieHa AP
HHT, cBg3anHasi ¢ mytauusiMi B reHe GJBZ2. Puck mis mo-
TOMKOB Takoro opaka paseH 100%

2. bynymmit cynpyr 6onen AP HHT, Ho ero 3aboieBa-
HUE HE CBSI3aHO ¢ MyTalusiMU B TeHe GJB2, oOHapyXeHbl
MyTallMy B IPYTOM JIOKYCE. YUUTbIBasl, YTO 1O HACTOSILIETO
BPEMEHU HET JI0Ka3aTeIbCTB AUTeHHOTO HAC/IENOBaHUS Ty-
TOYXOCTH, BCE IETH OT TAKOTO Opaka OyIyT 3M0POBBIMU reTe-
PO3UTOTHBIMU HOCUTEISIMUA MYTalIMii B 0OOUX TeHaXx, BbI3bI-
BalolMX 3200/eBaHUE Y POAUTENE.

3. Ecim y 6ynyiuero cynpyra AJII HHT, to puck A/l riyxo-
ThI Y IOTOMKOB cocTaBiisieT 50%, 1 Bce OHU OymyT IeTepO3UIoT-
HBIMU HOCUTEJISIMU PELICCCUBHOI MyTaluu B reHe GJBZ.

4. Ecmu renorun Oymyiiero cympyra, mmetomiero HHT,
HEM3BECTeH, TO NP pacyeTe prcKa CJIeAyeT YUUThIBaTh COOT-
HOllIEHUe Pa3HbIX (OPM IIyXOThl B M3YYyaeMOil MOIMYJISILIUK.
B KYP BrisgBieHo 197 naiMeHToB ¢ IIyXOTOM U TyTOyXOCThIO,
u3 Hux 191 (97%) — ¢ AP HHT (13 HUX TIOUTH TIOJIOBUHA CITy-
yaeB — 48,45% — oOyciioBneHa MytauusMu B rebe GJB2) u 6

(3%) — A HHT. X-cuemieHHBIX ¥ MUTOXOHIPHUATbHBIX
¢opM BbIsIBIIEHO He ObL10. PrcK poxkneHust 60JbHOro pebeHKa
cocraisteT (3 x 0,5)+ (48,5 x 1) = 50%. [16].

AHAJIOTUYHBIE PACCYXICHUS JOJKHBI OBITh CHETaHbI
MpY pacueTe prucka ajst cynpyxeckoit mapsl 118 u 119, koro-
pble He ObLIM 00C/IeIOBaHbl. YUUTBIBAsI, UTO B O0EUX SAep-
HBIX ceMbsix 111-4 u 115-8 TyroyxocTh accouumpoBaHa ¢ My-
TauusiMu B reHe GJB2, uneHbl ceMeil MH(MOPMUPOBAHBI O
Bo3MoxxHocTu JIHK-nuarHocTuku apyrux 4jeHoOB CeMbU U
OyayIIMX CYTPYTOB M O IOPOAOBOM TUAarHOCTUKE TIIYXOTHI.

Bo BTOpoit pomocnoBHoit (puc. 2) JHK-uccnenoBanue
MPOBEICHO JEBATH MallMEHTaM C HapylIeHUeM cliyXa B IBYX
TTOKOJIEHUSIX.

[IpoBeneHHBI  MOJNEKYISIPHO-TEHETUUECKUIT — aHaIu3
Tpex OOJbHBIX WIEHOB IEPBOM SIAEPHOM CEMbH U3 3TOI poO-
nocinoBHol (poautenu I1 u 12 u ux netn 112-4) nokaszan, yto
mauuentsl 112, 113, 114 sBasitorcss roMo3urotTaMu 1o MyTa-
uu ¢.35delG B rene GJB2 (renotun c.[35delG];[35delG]).
DTO MO3BOJIWIO MOATBEPAUTh B 3TOil ceMbe auarHo3 AP
HHT, Boi3BanHOIT MyTanueii B reHe GJB2. Ponutenu 11 u 12
SIBJISIIOTCSI ~ TETEPO3UTOTHBIMM ~ HOCUTEISIMU ~ MYTalluu
¢.35delG B rede GJB2, puck MOBTOPHOIO POXKIECHUS 00JIb-
HOro pebeHKa y HUX cocTaBiseT 25%.

Bo Bropoii simepHoii cembe Math 112 1 mous [111 nmeror re-
Hoturl ¢.[35delG];[35delG], oterr 111 He obcienoBaH — co OB
KeHbl 310poB 1o ciyxy. [lpu reHorune c.[35delG];[35delG]
y 111 Obu1a OBI TSDKENas creneHb Tyroyxoctu [13, 14], ciemosa-
TeJIbHO, HanboJIee BEPOSITHO, UTO OH SIBJISIETCSI TETEPO3UTOTHBIM
HocuteneM Mmytaumu c.35delG B reHe GJB2, M TOBTOpHBIN
puck poxieHus: 6obHbIX aereit B Opake 111(c.[35delG];[?]) u
112 (c.[35delG];[35delG]) cocraBnsieT He MeHee 50%.

Bun ponocioBHOI TpeTkell siIepHON ceMbu (pOAMTETN
14 u 15, metm 115, 116 u 118) xapakrepen mist AP HHT ¢ mo-
BTOPHBIM PUCKOM POXKIEHMSI O0JIbHOrO pebeHka B Opake 14
u 15 ¢ BeposiTHOCTBIO 25%, OMHAKO IIPU MOJIEKY/ISIPHO-T€HE-
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Puc. 2. PopocnoBHasi CeMbU C HEMPOCEHCOPHOW TYroyXocTblo (y naum-
entoB 112, 113, 114, 1 renotun c.[35delG];[35delG] no reny GJB2,
y 6onbHbIX 115, 116, 117 reHoTunbl [wt];[wt] no reny GJB2).
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TUYeCKOM obcienoBaHnu nux 6oabHbIX geteit (115 u 116) my-
Tauuii B reHe GJB2 BbISIBUTH HE yAaloCh.

AHalM3 4eTBEPTOU SIIEPHOI CeMbU U3 3TOM POAOCIOB-
Hoit mokaszan, yto AP HHT y pomuteneii (114 n 115) cBs3ana
¢ MyTauMsiMM B pa3Hbix reHax: y 114 B rene GJB2, ay II5
B HE MACHTU(DUIMPOBAHHOM B HallleM MCCJIENOBAHUU TeHE.
B pesynbTare y HUX pOAUIMCH HOPMAIBHO CJIbILIAIIWE IE€TH
1112 u 1113, KoTOphIe SIBISIOTCS T€TEPO3UTOTHBIMU HOCUTE-
JIIMU Kak MyTaluil B reHe GJB2, Tak v B He UACHTUDULIN-
poBaHHOM B Hauiem uccienoBaHuu rene AP HHT. Yuurtsr-
Basi 3TO OOCTOSATENbCTBO, MPU pacyeTe TEHETUYECKOTo prckKa
st 1112 m 1113 caemyer aHanm3upoBaTh pasHbIE CIEHAPUU
B 3aBUCUMOCTHM OT TOro, O0JieH Oynyuivii cynpyr uiau 3/10-
POB, Pe3yJbTaTOB €r0 MOJIEKYJISIPHO-TEHETUUYECKOTO o0ciie-
noBaHus. Eciu o06cnenoBaHue Oymyliero cympyra He mpoBoO-
JIUJIOCh, TIPY pacyeTe puUcka ClielyeT YYUThIBATh OCOOEHHO-
CTH pacCIpOCTPAaHEHHOCTH pPa3HbIX TeHEeTHYeCKuX (GopM
HHT B nonynsitiuu, U3 KOTOPOU MPOUCXOAUT OYAYILIUIA Cy-
Mpyr, Kak 3TO MOKA3aHO BhILIE.

B nipencrasiieHHO# Ha pUC. 2 POAOCTOBHOM €CTh elle O~
Ha siiepHast ceMbst: 6onbHble poxutenu 116 u 117 u ux Tpoe
3nopoBbix aeteil 1114-6. PoxaeHue Tpex 3MOpOBBIX AeTeit
C BBICOKOI BEpOSITHOCTBIO yKa3biBaeT Ha AP Tum Hacieno-
BaHus HHT B aToit cembe, a pe3yabTaTbl MOJIEKYJISIPHO-Te-
HETUYECKOTO aHaJiM3a CBUIETEIbCTBYIOT O TOM, YTO Y 000MX
ponureneil 3aboeBaHME HE CBSI3aHO C MYTALMSIMU B T€HE
GJB2. BeposITHO, UTO Yy HUX pa3Hble TeHeTH4YecKre GopMbl
AP HHT, puck poxmeHust 60JIbHOTO peOeHKa B 3TOI CeMbe
HU3KUN.

I1Ipu MenMKO-reHeTMYEeCKOT0 KOHCYJIbTUPOBAHUYN CEMEN
¢ HHT, cocrosiuux B acCOpTaTUBHLIX OpaKkax, HEOOXOIMMbI
00s13aTeIbHOE  ayqUOJIOTUYECKOE  HMCCIeloBaHUEe U
JHK-nuarHoctrka naxe 3710pOBbIX WIEHOB CEMbU JIJISI UCK-
JIIOYEHUS] MSTKUX PELIECCUBHBIX MYTalMi, MPUBOISLLIAX
K JIETKOI CTENEHU TYTOyXOCTH, KOTOPYIO 3a4acTylo MalueH-
Thl HE BOCIIPMHUMAIOT KaK 0OJIE3Hb.

IIpencraBieHHbIe KIMHUYECKUE MPUMEPbI HATJISIAHO J1e-
MOHCTPUPYIOT HEOOXOAMMOCTb TIIATEIbHOTO aHAJIM3a KaxX-
JIOI SIAEPHOI CeMbU IIJIs1 OIpeneaeHus] IPUIMHBI 3a0071eBa-
HUSI Y KaXI0TO M3 CYMPYroB, a TakXke y4eT COOTHOIICHUS
pas3IMYHBIX 10 THUITy HacjenoBaHusl (opMm 3abosieBaHUST U
YacTOTbl HOCUTEJIbCTBA MyTallMii B MOMYJISILIMU, U3 KOTOPOW
OHU MPOUCXOMST MPU OIPENEICHUN PUCKA POXIECHUS 00Jb-
HbBIX JIETEl B aCCOPTATUBHBIX 1O IIyxoTe Opakax. Kpome To-
ro, IPOJEMOHCTPUPOBAHO 3HAUCHUE MOJICKYJISIPHO-TEHETH -
YecKoro o0cyieloBaHus sl yTouHeHus1 (HhopMbl 3aboJieBa-
HUSI U ONpeJiesIeHUs] TEHETUUYECKOr0 pUCcKa MPpU Pa3HbIX TU-
max OpakoB, MPUYEM BBISIBJIEHUSI TOJbKO YACThIX MYTallUii
HEI0OCTaTOYHO IS KOPPEKTHOTO FeHETMUECKOTO MPOTHO3A.
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