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IIposeden anaau3 Hacmombt 6CMpeUaemMoCmu Mymayuu 35delG @ eene xonnexcuna 26'y 148 caabocabi-
wawux u enyxux Oemeti. Y demeli ¢ panneli 0emckou neiipocerncoprot myzoyxocmoto (HCT), umerougux po-
dumeneli unu poOCMBEHHUKO8 CO CHUNCEHUEM CAYXA, HACMOma Mymayuu 35delG cocmasuna 86%. Y demeii
¢ He euisieneHHbiMuU eHewnecpedossimu gakmopamu pucka HCT u Heoms2ouseHHbIM CeMeliHbiM aHAMHE30M
dannas mymayus 6voiaa obrapyxcena é 44% cayuaes. Yacmoma mymayuu 35delG cpedu ecex mymanmmbix
anneneii no Kounekcuny 26 cocmasuna 82%. Bvicoxas wacmoma OGHHOU Mymayuu cpedu nayueHmos
¢ panneii demcxoti HCT noseonsem nposooums dppexmugroe MeOUKO-2eHemu1ecK020 KOHCYAbmUposanue

cezuezi, OMA20UW,EHHbIX NO 2AyXome.

Beeoenue

B cTpyKType HacNneICTBEHHOM MaToJOrMH AETCKOro
BO3pAcTa MATOJIOTUsI OPTraHOB Cllyxa 3aHUMaeT CYIUECT-
BEeHHOE MecTO. PaHHee CHUXKEHUe ciryxa o0yCIaB/InBaeT
HEIOpa3BUTHE PEYM, CHUXXEHUE COLMATIbHOW ajamnra-
[IUM, TO3TOMY TaKUe IETH HYXIalOTCS B CBOEBPEMEHHO
HayaToi KOPPEKLMH, & CEMbU HOKHBI ObITb MPOMH-
(OpPMUPOBaHBI O BO3MOXHOCTH MEIMKO-TEHETHIECKO-
ro KOHCYJbTHPOBAHMsI C LIEJbIO YTOYHEHUS NPUYUH
BO3HMKHOBEHUS TYTOYXOCTU U PUCKA POXIEHUS IPYTHX
neTeil ¢ manHoil matonorueil. ITo nanueiM M.T. biio-
MUHOM , B CTPYKTYPE JI€TCKOW TYTOYXOCTH IpeobanaeT
HCT, ona BcTpeuaercs y 91,4% GonbHbIx aereit [2].

ITo cBoeil MPUYMHE TYrOyXOCTb MOXHO pasieiuTh
Ha 7Be GOJIbLLME TPYIIIbl: TEHETUUECKU O0YCIIOBIEHHAs
1 npuobpereHHasi. [IpuoGpeTeHHas TYroyXxoCcTb BO3HH-
KaeT B pe3y/bTaTe NeWCTBHUs PasjIMYHbIX Hebaronpu-
STHBIX BHELLIHECPEIOBbIX (hakTOPOB Ha IJIOA, HOBOPOX-
JeHHOro Wi pebeHka crapiuiero Bospacra. Haubonee
3HAYMMBIMU (haKTOpaMU pHUCKA SBJSIOTCS: BPOXICH-
Hble HHGEKIMN; HU3KUiA BeC PH POXKIEHUU; TUIIEpOU-
AUpyOUHEMUSI, JIEYEHUE OTOTOKCHUYECKMMH JIEKapCT-
BEHHBLIMU IIpernapaTamMu U Ip.

YacToTa HACJIEOICTBEHHOM TYroyxOCTU M TIIYXOThI
oxoy1o 1 6onpHOTO Ha 1000 HOBOPOXKAEHHBIX JAETEM, YTO
cocrapisier okosio 60% Bcex cilyyaeB BPOXIEHHOW M
paHHei geTckoit tyroyxoctu [6, 14]. Pax popm mo3x-
Hell TYTOYXOCTH Y B3POCIIBIX TAKXKE MOXET ONPENeIsITh-
cs1 HacJieICTBEHHBIMU (haKTOpaMM.

HacnenctBeHHble  (POPMbI  TYTOYXOCTH/TIIYXOTbI
MpEeACTaBISIOT COOON MFeHETUYECKU U KIIMHUYECKHU reTe-
POTeHHYI0 IpyTIy 3a60JIeBaHMiA, YTO COCTABJISIET OCHOB-
HYIO CJIOKHOCTD JUlsl KIIMHUYECKON TUarHoCTUKM. Yarue
BCETO OHM KIACCU(MULIMPYETCS Ha HECHHAPOMAJLHBbIE
(M30JIMPOBAHHBIE) M CHHAPOMAIbHBIE GOPMBI, IPU KOTO-
PBIX MIOPAXalOTCs U APYTMe OpraHbl U CUCTEMBI.

Hecnuapomaibnas Tyroyxocts coctasiser 70—80%
[8] cpemu Bcex HaciaeACTBEHHBIX (oOpM HapylleHWH
cayxa. Jna necunmpomansHoit HCT mokasansel Bce

TUIBl HACTENOBaHUs, BKIII04ast X-CLEIUIEHHbI U MU-
TOoXOHApUanbHBIA. Ha ceromHsiuHui neHb Gnaromaps
METOIAM aHaJIM3a FeHeTHYECKOTO CLEIUIEHUS UIEHTH-
¢uuupoBaHo okosno 70 FeHHBIX JIOKYCOB, CLETUIeHHbIX
€ HECHHIPOMAJIbHBIMU HACJIEACTBEHHBIMU HapyLUEHU -
MM CJIyXa.

B OTArolEHHBIX CEMbSX IIPeOodIaNaeT ayToCOM-
Ho-peueccuBHblit TUN Hacienosanua HCT, na ero
nomo npuxonurcst 80% seeit HCT [1, 2, 4, 10]. M3sect-
HO 29 reHETUYECKHUX JIOKYCOB ayTOCOMHO-PELECCUBHOM
(AP) HCT, B 10 u3 HUX MAEHTUPULMPOBAHDI TEHbI, MY~
TAllMA B KOTOPBIX MPUBOISAT K PA3BUTHUIO TYTrOYXOCTH
(http://www.uia.ac.be/dnalab/hhh/). AP HCT B GoJib-
LIMHCTBE CBOEM SIBJISIETCSI HETIPOTPECCUPYIOLLEH TYroy-
XOCTBIO C HayaJIoM B nopeudesoit nepuon. K 1999 r. pa-
oM uccienosareneii EBponibl 1 CIIIA 6pU10 nOKa3aHo,
yto okoino 50% Bcex ciyyaeB AP HCT/riyxoTs! B 60J1b-
mux cembsix @paniuu, BenmkoOpuranuu, TyHuca,
CIIA u Hosoit 3enaHauu CB3aHbl C U3MEHEHUSAMU
TONBLKO B onHOM JiIokyce — DFNBI, nokanusoBaHHOM
Ha xpomocome 13q11 [13]. B nanHOM JIOKYyCE pacriosio-
XeH reH KoHHekcuHa 26 (GJB2).

KoHHekcMH 26 OTHOCHTCSI K MOpoOOpasyloluM
6eJ1KaM, KOTOpbIe MPENCTABIISIOT COO0M BEICOKOCIIELIM-
JIM3UPOBAHHbIE CTPYKTYPbl, CO3JAIOLIME KaHAJbl s
NPSMOTO MEXKJIETOYHOr0o OOMEHa MOHOB U MalbIX MO-
sekyn. KaHaibl y9acTBYIOT B OBLICTPOM pacrpocTpaHe-
HUM 3JIEKTPUYECKOTO CUTHaJIa U CUHXPOHM3ALMM aK-
TUBHOCTH B BO3GYIMMBIX TKAHSIX, a TAKKe OOMEHE Me-
TaOOJMMTAMUA M CUTHAJBHBIMU MOJIEKYJaMU B HEBO30Y-
IMMBIX TKaHsX. [10Ka3aHO, YTO KOHHEKCHH 26 3KCI-
peccupyercsl TOYTH BO BCEX TUIIaX KJIIETOK BHYTPEHHETO
yXa: B COCYIMCTOM MOJIOCKE YJIUTKH, Oa3UIApHONA MEM-
Opane, B o6yacTu limbus 1 B cmpajibHOM BO3BbILLIEHUH
VIIUTKU. BBIJIO MOKa3aHOo, YTO KJIETKU YJIUTKU COENMHS-
IOTCSI TOCPEICTBOM ITOPOOOPa3yIOIINX OEJIKOB, KOHHEK-
COHBI KOTOPBIX (G OpMUpPYyeT KOHHeKCUH 26 [7]. TIpu Ha-
PYLLEHUM CUHTE3a 3TOro 6e1Ka MMEHHO B TKaHAX BHYT-
PDEHHEro yxa He TMPOMCXOAUT 3aMeHbl Oenka Cx26
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Ha Jpyrod TUN KOHHEKCHHA, YTO IIPOCIIEXUBAETCS
B Ipyrux TKaHsx [15].

MyTtauuu B reHe KOHHEKCHHA 26 OTBETCTBEHHBI
MPUMEPHO 3a 1oJ1I0BUHY Beex ciiyyaeB AP HCT. Ha ce-
FOOHSALUHUIA OE€Hb U3BECTHO 75 pas3iMYHBIX MyTalUil B
aroM reHe [9, 12].

Cpenn Hux, myrauust 35delG (meneuust oqHOro u3
uiecTd ryaHuguHOB B 30—35-if mo3suuuu) sBisieTcst
Haubojiee 4YacTol Cpeou HalUMeHTOB OOJbIIMHCTBA
crpad EBpomnsl, CeBepHoit Abpuku, Hosoit 3enanauu,
CHIA. CpenHsis yacToTa HOCHUTENIbCTBA NaHHOM MyTa-
uuu B EBpone — 1/51,1 [5], B monynsauusx Poccun
(Mapu, KOMH, 9yBallu, sIKYThI, Galukupst) — 1/46,7 [3].
Yacrora Myraumu 35delG cpeay Bcex MyTaHTHBIX ajlie-
JIeH 110 KOHHEKCUHY 26 Bapsupyer oT 55 1o 88%. 3Ha-
YUMOCTb MyTaluu 35delG mist MeIMKO-TeHEeTHYECKOro
KOHCYJIbTUPOBaHHUSI YPE3BBIYAHO BBICOKA, MOCKOJIBKY
€€ 4acToTa Cpeld MallMeHTOB C BPOXIEHHBIM CHUKEHU -
€M CllyXa (CEMEMHBIM WM CITOPaIUYeCKUM) COCTABIISIET
oxoJ1o 40%.

31ech Mbl NPUBOOUM DE3YJLTATHl OLIEHKU YACTOTHI
myraunu 35delG B reHe KOHHeKCHHa 26 y zeTeii, cTpa-
narolmx paHHei merckoit HCT.

Mamepuaavt u memodwt

OO6cnenoBaHo 148 ciaGochbllualMX M DIYXUX He
POICTBEHHBIX MaUMEHTOB. Bo3pacT npo6GaHaoB Bapbu-
posan ot 7 1o 20 sieT. Bce oHM GbIIM yYaIIUMUCS ILKOJ
IUTS C71abOCIIBILIALIMX WM TIyXUX aereit. CTerneHb CHU-
XKEHHUs cilyXa y HUX Obula pa3innyHoit. [Ipeo6nananu na-
UMeHTbl ¢ 3—4-i cTeneHbio Tyroyxoctu (88 mpo6aH-
IIOB) U TJIyXOTOM (48 MpoGaHIOB), XOTs HEKOTOPbIE 06-
CJIEIOBaHHBIC IETH UMEIU 1—2-10 CTENeHb TYTOYXOCTH
(12 npo6aHIOB). AHAMHECTHYECKUE NaHHBIE OBLIA CO-
OpaHbl IyTeM aHKETUPOBAHUS POIUTENIEH.

Bce maumeHTs! GbUIM  pasneneHbl Ha 3 GoNMbLIME
rpynnsl (puc. 1).

B nepBy1o rpymniny BOLUIM JETH C OTATOLUEHHBIM Ce-
MEHHBIM aHaMHE30M. DTa rpymmna cocTosuia u3 49 ma-
UMEHTOB. ¥ 29 neteit 06a poaurens ObUIM C1aGoCbIIIA-
IIMMH WK TTIYXUMH, Y 5 — CHIDKEHUE CIIyXa UMeJT OMUH
13 ponutesiel, 15 npo6aHIoB UMeSH 310POBBIX POLHTE-
JIeit, HO CHUXEHME CIlyXa MMeJIoch JIu6o y cubcoB, u6o
Y POINCTBEHHUKOB 2—3-ii CTENEHM POACTBA.

148 npoGannos
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Puc. 1. Ctpyktypa Bbi6opku 6onbHbix ¢ HCT

Bropas rpynmna nauueHToB cocrosiia u3 70 genosex.
Y HUX ponUTENN UMeNTN HOPMAILHBIH CITyX, B CEMEHHOM
aHaMHe3se He Obuto ciayyaeB HCT, cHuwkenue ciyxa
OBbLIO EAMHUYHBIM B CEMbE, U Y GOILHBIX He ObLIO BBISIB-
JIEHO BIIMSTHUSI BHELLHeCPenoBhIX akTopos pucka HCT.

TpeTbst rpynma BKIIOYANa MALMEHTOB C HEOTSIIO-
IIEHHbIM CEMEWHBIM aHAMHE30M, HO C HaJUYMEM Tex
WIN WHBIX BHEUIHECPenOoBbIX (hakToposB pucka HCT.
YunrbiBanuch 3a601eBaHUS MaTEPH KPACHYXOii BO Bpe-
Msi GEPEeMEHHOCTH, BEC IpU poxaeHuu MeHee 1500 r,
HEJIOHOLLEHHOCTb C 60J1ee BBICOKMM BECOM M TSIKEJIBIM
HEOHATAJIbHBIM  [IEPUONOM, THOMHBIE MEHUHIUTHI
B BO3pacTe 0 ABYX JieT. Takux mauueHToB 6b110 29,

MouneKyaspHO-reHeTHYeCKHii aHAIn3

3abop KpOBM MPOBOAMICA NPU MOMOIIM MEIMIIAH-
CKOTO CKapU(pUKaTOpa M3 Maiblia Ha GUILTPOBATIBHYIO
Oymary B BuIe IBYyX NsiTeH auaMerpoM 15—20 mm. ITsa1-
Ha KPOBH BBICYIINBAIA U XPAHWIN NP KOMHATHOM TEM-
nepatype. JJHK Bbimensnu us neitkomuros nepudepu-
YECKOW KPOBM, MCMONB3Ysh Habop peakTHBoB DIA-
tom™DNA Prep100 (11pousBoncTso hbupMbi “JIluatom”),
NpeaHa3HauYeHHbIH Ui BoiaenaeHust JHK u3 pasmuarbix
OMOIOrMYECKUX TKaHEH, M0 METOAUKE, PEKOMEHIOBAH-
HO M3rOTOBUTEJIEM.

AMITMGUKALMIO MPOBOOMIM C HCIOAb30BAHUEM
npaitmepos: F: 5’—CTTTTCCAGAGCAAACCGCCC;
R: 5-TGCTGGTGGAGTGTTTGTTCAC.

HnvHa ammmudukaumonHoro gparmedra B HOpMe
cocraswia 89 1.H., npu myrauuu 35delG — 88 m.h.

AMIIMGUKALMIO IPOBOAMIIN MO CIIEAYIOLIEH cXeMe:
0,5 mxr renomuoit JTHK, 0,5 MKM KaxIoro OJiuron-
paiimepa, 200 MKM KaXIOro 1e30KCHHYKIIEO3MIATPH-
¢ocdara momelanu B 25 MK OXHOKPATHOTO 6ydepa
s ITHP cnenyroiuero cocrasa: 67 mM Tris-HCI, pH
8,8, 1,6 mM MgCly; 16,6mM (NHy),S04; 0,01%
Twin-20. B nmonyyennyio cmechb mo6GaBIsuIH OIHY enu-
HuLy TepMobunbHoit JIHK -nonumepassr Termus aqua-
ticus IpoU3BOACTBA MHCTUTYTA MPUKIATHOMN SH3MMOJIO-
ruu “@epmenrac” (r. BunbHioc) u 25-30 Mk MUHEpa-
JILHOTO Macja.

ITposoamnu 30 UKMKIOB B crenyoLEM pexuMme:
nepBoHayanbHas geHartypauusi 95°C — 3—5 mun,

94°C — 45 c,

55°C — 45 ¢,

72°C — 45 c,
¢uHanbHas gocrpoiika 72°C — 7 MuH.

PesynbTaTel amruindukanum ouenusamu B 9%-Hom
nomakpunaMunHoM rese (AA:BucAA = 29:1,3) -
Ho# 20 cM. B kauecrse 6ydepa wis aJieKTpodopesa uc-
nonb3osanu 1XTBE. Dnekrpodopes npoBoauiu B Teye-
Hue 3 4 npu 320 B. B xauecTse Mapkepa MOJIEKYJISIPHO-
ro Beca ucnonn3osanrn JHK cara A, obpaborannyio
SHIOHYKJIea3oii Pst 1.

I[Tocne pasnenenus nponyxros I[TIIP remn OKpalllu-
BaJln B pacTBope 6pomucroro stumust (0,1 Mxr/mi) u
¢dororpaduposanu B YO-caere.

MeaunuuHckas reHetuka. T. 1. Ne 6. 2002
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OPUTMHAJIbHBIE UCCNEQOBAHUA

Pezyssmamut

Myrtauus 35delG 6buUta BbIBJIEHA HaMM BO BCeEX
rpynnax GojbHbIX (pUc. 2). PesynbTaThl MOJEKYISAp-
HO-TEHETHYECKUX  MCCIIEIOBaHMM  IMpPENCTaBJICHbBI
BTabn. 1,2 u 3.

Myraiwms 35delG 6buta 0GHapyXeHa Hamu y 76 npo-
GaHIOB: Y 53 B TOMO3UTOTHOM COCTOSIHMM U y 23 — B
TeTepO3UTOTHOM. YUHTHIBasg COOTHOIUEHHE YUCIA rO-
MO- U TeTepO3UTOTHBIX HOCUTENENH MyTallMM, MbI MPO-
BeJM OLeHKY nonu (p) neneunu 35delG cpenu Beex My-
tauuit B mokyce DFNBI.

JIeliCTBUTEIBHO, YUCIO TOMO3UTOTHBIX HOCHTEIEH
MyTaLlMM PaBHO:

p? = 53/N (1),

rne N — obuiee yucsiao npobaHaoB ¢ MyTauUsIMU B
nokyce DFNBI.

Yucao reTrepO3UroTHBIX HOCUTENIEH paBHO:

2p(1 — p) = 23/N (2)

Jlenst paseHcTBO (1) Ha paBeHCTBO (2), MOJyYaeM:
p/2(1 — p) = 53/23.

PerieHye 3TOro JIMHEHHOTO YpaBHEHUSA JAET 3HaYe-

89 .t P
88 Hm.

Negative / 35delG /  35delG / negative /  35delG /
negative  negative  35delG  negative negative

Puc. 2. 9nekTpodoperpamma pesynbTatoB aHanusa mytaumm 35delG
B rene GJB2

35delG cocrasisieT 82% cpeau BceX MyTallMi B TOKyce
DFNBI.

Obcyxcdenue

PasnuyHble ciiyyad BpOXICHHONM HEWPOCEHCOPHOM
TYTOYXOCTU MOTYT MMETb OIWHAKOBYIO KIMHHUYECKYIO
KapTHHY, a OTUOJIOTMYECKUI [AMarHo3 MOXET ObITh
oueHb BaxeH i OonblumHCTBa cemed. [IpoBenenue

uue p, pasHoe 0,822. TakuMm 0Gpa3oM, IO MyTallMM  MEIMKO-TEHETHYECKOTO  KOHCYJIBTUPOBAHMS  CeMEi,
Tabauya 1
Pacnpenenenne mytauun 35delG B reHe GJB2 y cnabocnbilwalumnx v riyxvx nauneHTos
I II 111 Bcero
I'pynna
Yucno % Yucno % Yucno % Yucno %

Bcero cemeit 49 100 70 100 29 100 148 100
35delG/35delG 32 65 21 30 — — 53 36
35delG/negative 10 21 10 14 3 10 23 16
Negative/negative 7 14 39 56 26 90 72 48

Tabauya 2

Pacnpenenenve mytauun 35delG B reHe GJB2 B rpynne npo6aHAoB C OTAOLWEHHbIM CEMEVHbIM
aHamHe3oMm (rpynna I)

C oByMs TITyXUMHU C oZHMM IIIyXUM Co cipIualiMmMu PoUTENIMH 1 Beero
[oarpyrnna pOIUTENSIMA ponuTteneM OTATOLIEHHBIM CEMEWHBIM aHaMHE30M
Yucio % Yucno % Yucio % Yucno %
Bcero cemeit 29 100 5 100 15 100 49 100
35delG/35delG 23 79 — — 60 32 65
35delG/negative 5 17 1 20 27 10 21
Negative/negative 1 3,5 4 80 13 7 14
Tabaruya 3
YacToTta xpomocom ¢ mytaumen 35delG no rpynnam 60nbHbIX
Tpynna YHUCIO HEPOACTBEHHBIX 35delG
XpOMOCOM Yycio %
1 98 74 76
11 140 52 37
111 58 3 5
Bcero 296 129 44
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UMEIOLIMX [IyXOro pebeHKa, OO IMOCAeIHEr0o BpPeEMEHHM
OCYLUECTBIISUIOCH TOJIBKO C UCITOJIb30BAHUEM 3MITUPHYE-
CKUX TabJMLl IOBTOPHOTO pricka. MBI MPOBEIN OLIEHKY
YacTOTbl MaXOpHOM MyTtauuu B Jiokyce DFNBI1 B BbI-
6opke poccurickux 6onbHbIX ¢ HCT, pasnuuaromuxcs
CTEIIEHbIO OTATOLLIEHHOCTH CEMEITHOTO aHaMHe3a U BIIU-
SIHMEM BHELIHECPENOBbIX (DAaKTOPOB pPUCKA TYTOYXOCTH.

Myrauus 35delG 6buta BhisiBiIeHa Y OOJIbIIEH YacTH
OOJBHBIX, UTO COMIACYETCS C JIMTEPATYPHBIMU JaHHBI-
Mu. OcoGeHHO BbICOKast yacTora Myrauuu 35delG o6-
HapyXeHa y IIpoOaHAOB, B CEMbSIX KOTOPBIX PETMCTPU-
POBaIMCH TOBTOPHBIE Cilyyau 3aboneBaHus (rpyrmma I).
Jlonst Takux MalMEeHTOB B IPYIIIe COCTaBUIa 86%.

HekoTopoit HEOXHIaHHOCTBIO 0Ka3aJ0Ch TO, YTO Y
23 13 29 nereii ¢ NByMs IJIyXUMM POAMTENSIMU Mbl OGHA-
pyxunu mytauuio 35delG B roMO3UIOTHOM COCTOSIHUH,
ay 5 — B reTepo3uroTHoM. Yacrora BCTpeYaeMOCTH My-
TallMK B 3TOH noarpymmne cocraBuna 97%! Tak Kak cpe-
AW TJIYXUX OY€Hb PacIpOCTPaHEHBl aCCOPTATUBHbIE Opa-
KW, OUEHUTb TUIl HACJIEHOBAaHUSI TYTOYXOCTH IO POIO-
CJIOBHOM HENpPOCTO. B CBs13M ¢ 6onbl1Ioi pacnpocTpaHeH-
HOCTBIO TYTOYXOCTH, OOYCJIOBJIEHHOM MyTallUsIMU B TeHE
KOHHEKCHMHA 26, CyIIECTBYeT BEPOSTHOCTb TOTO, YTO B
Opak BCTYIIAT CyNpyrH, UMEIOLMeE PeLeCCUBHYIO (opMy
TYTOYXOCTH, OOYCIIOBJIEHHYIO MyTallUsIMA B F€éHE KOHHEK-
cuHa 26. [1pu 3ToM poIoC/IOBHBIE GyIyT IPHOGPETATh He-
TUIIMYHBINA )11 ayTOCOMHO-PELIECCMBHOIO HACIEI0BAHUS
BEPTUKAIBHBbIM TUII nepenayu rayxotsl [11, 16]. IMomy-
YEHHbIE HAMH JaHHbIE CBUAETEIBCTBYIOT O IPEBATUPYIO-
e pomu Myraumu 35delG B rpymme cemeii ¢ accopra-
TUMBHBIMU OpakaMH B U3YYEHHOM BBLIGOPKE GONBHBIX.

Bricokas yactora myrauu 35delG 6bl1a o6Hapyxe-
Ha B [TOArpYIMNe AETeil U3 CEMEN CO CIIbIIAILIMMHA POLHU-
TEJIAMU M POACTBEHHUKAMMU C TYroyxoctblo. OHa cocra-
Buiaa 87%, MpuYeM YMCIIO FOMO3UTOTHBIX HOCHUTEJNEi
MyTauuu 6bU10 6ojiee YyeM B 2 pasa BbILIE, YEM IETEpO-
3UroTHbiX. [loyuyeHHBlE NaHHbIE TMOATBEPOWIN ayTO-
COMHO-PELIECCUBHBIA XapaKTep [1aTOJOTMU B 3TOi
IpyIre ceMei, MPEeUMYLIECTBEHHO OOYCIOBIEHHBbII
MYTallUSIMU B TeHe KOHHEKCHHA 26.

B moarpynmne neteit, rae 6bi1 6051eH pebeHOK M OIUH
U3 ponureseit, Myrauus 35delG Oblia BHISIBIEHA TOJb-
KO y OTHOTO U3 IIATH MPOOAHIOB B reTEPO3UTOTHOM CO-
crosiHud. [lonyyeHHble NaHHBIE CBMAETENLCTBYIOT O
HanboJIee BEPOSITHOM ayTOCOMHO-IOMUHAHTHOM THIIE
HacnenoBanus HCT B 3THX CeMbsiX M O HEMPUYACTHO-
cti Myraimu 35delG K pasBuUTHIO maHHO#M GOPMBI 3a-
6osieBaHusA.

B rpynne II — B ceMbsiX ¢ eAMHUYHBIMU ClTyYasMu
CHMXEHMS Cliyxa y peGeHKa — 4acToTa BCTPEYaeMOCTH
myTtauuu 35delG cocraBuna 44%, 30% npo6aHIOB MMe-
JIM MYTallMIO B FOMO3UTOTHOM COCTOSHUH, 14% — B re-
TepO3UroTHOM. TakuM 006pa3oM, 3abojeBaHHE B 3THX
Cllydadx HMMEeT TeHETHYECKYIO MPUPOAY M MYyTalust
35delG oTBeyaer 3a 3HAYUTENBHYIO LOJIO U30JIMpPOBaH-
HbIX cnydaeB HCT B u3yuyeHHoit BhIGOpKeE.

B rpynne nauueHToB ¢ BHeluHecpenoBbIMH (HaKTO-
pamu pucka HCT (rpynmna III), Hu y ogHOro M3 mereit

He ObUIO BbIsIBNIEeHO MyTauuu 35delG B roMO3HMIOTHOM
COCTOSSHMH. B reTepo3urotHoM cocrossHum Myraiust
6bU1a BbIsIBIIEHA Yy 1 U3 9 meTell, MMEOUMX B aHAMHe3e
yKa3aHue Ha 3a60JieBaHMe MaTepy KPaCHYXOM BO BpeMst
GepeMeHHOCTH, y 1 U3 5 meTeil, UMEBILKMX BEC P POX-
neHuun menee 1500 rp., y 1 u3 10 geteit, nepe6oseBimx
THOMHBIM MEHUMHTMTOM B BO3pacTe [0 JBYX JIET.
Hu y oHOTO M3 5 ManmeHToB, NMEBLIMX TSXKEIBIA MepH-
HaTaJbHBIA IIEPUON, MyTallUsl BLIABJIEHA HE ObIIA.
Taxum obpasom, y 3 u3 29 nauuenTos (10%), uMeBLINX
B aHaMHe3¢ yKa3aHHWe Ha JeCTBUE pa3IMYHbIX BHEILl-
HECpeoBbIX (pakTOpoB puCKa, GbUIa BHIABIEHA MYTa-
st 35delG B reTepo3urotHoM coctossHuM. Ilonyuen-
Hbl€ NaHHbIE CBMIETEJILCTBYIOT O MPUOOPETEHHOM Xa-
paKkTepe TYroyxoctu y 60Jblieif YacTi GOJIbHBIX B AaH-
HOM TpyIIe.

YyuThIBas COOTHOILEHUE YUC/IA TETEPO- U FOMO3U-
TOTHBIX Hocuteneir Myrauuu 35delG, Mbl omeHuIU
AOJIIO 9TOW MYTallMM CPeau BCEX MYTalMil B JIOKyce
DFNBI. Ona okasanoch paBHO# 82%, yto ewe pas
MOMYEPKUBAET IUATHOCTUYECKYIO 3HAYMMOCTb JAHHOM
MYyTallMH.

Taxum o6Gpa3om, Ipy NPOBEAEHUM MEIUKO-TeHETH-
YECKOT0 KOHCYJIBTUPOBAaHMS IMOUCK MyTammu 35delG
B IeHe KOHHEKCHMHAa 26 MOXeT ObITb pPEeKOMEHIOBaH
BCEM ceMbsM ¢ paHHel nerckoil HCT. O6GuapyxeHue
MyTallMi B JAHHOM Ie€HE MOXET SIBIAThCS auddepeH-
UMaJIbHO-TUarHOCTUYECKUM KPUTEPUEM [UISl pasrpaHu-
YEHHS NIPUOOPETEHHBIX ¥ HACIEACTBEHHBIX (GOPM Tyro-
YXOCTH, YTO MOXET OBITb OUEHb CYILECTBEHHBIM TSI 1a-
JIbHEMILETO MEIHKO-TeHETUYECKOTO IPOrHo3a.

Takum obpasom, Haiua paGorta moarepauia daxr,
4ro cpean npuyuH gopedeBoir HCT cywectBeHHoe
MECTO 3aHUMAIOT MYTallM1 B FeHe KOHHEKCHHA 26, Hau-
Gosbliiee pacnmpocTpaHeHue umeeT Myrtauusi 35delG.
WUccnenosanne JTHK naumeHTOB ¢ paHHeil meTckoii
HCT na npeamer BoistBienust Mmytauuu 35delG sBisier-
st 3¢ PEKTUBHBIM MOJIEKYJIAPHO-TEHETUYECKUM TECTOM
C LEJIBIO YCTAHOBJIEHUSI STUOJIOTMYECKOTO TUATHO34.

Menuko-reHeTHYECKOE KOHCYIBTUPOBAHUE C UCIIO-
JIb30BAHUEM  MOJIEKYJIIPHO-TEHETUYECKUX  METOI0B
HaunboJiee MEePCIIEKTUBHO U MO3BOJISET MaTh CEMbE 0O-
Jiee TOYHBIA PHUCK POXIEHWs peGeHKa, CTPanaiollero
HapylICHUAMH CIIyXa, a TAakXe NPOBOLHUTH JOPOIOBYIO
MUarHOCTUKY U MPOCIIEKTUBHOE KOHCYJIbTUPOBAHUE Ce-
MEii, OTATOLUEHHBIX IO IJIyXOTe.
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