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B ctaTbe npeacTaBneHbl peaynbsraTtel AUarHOCTUHECKOro novcka peHOTUMNOB, COOTBETCTBYIOLLMX KITMHUYECKON kapTuHe cuHapoma MeHapena
(ceHcoHeBpanbHas rnyxoTa, CoyeTaHHasi C HapyleHusiMu paboTbl LUMTOBWMAHOW >Kenesbl, Yalle rMnoTMpeos), NpPoBEeAEeHHOT0 C MOMOLLbIO
WHCTPYMEHTasbHbIX U TabopaTopHbIX METOAOB UCCNENoBaHWS y NaLMEHTOB C HapyLleHusmu cnyxa B Pecnybnuke Bypatus. AHanus nokasan, 4to
Y 7,9% NauneHTOB C TSXKENOoW CTENeHbI0 TYroyXOCTW U IMyXOTbl ObIny 3aperncTprpoBaHbl KIIMHUYECKN 3Ha4YMMble OTKIOHEHWS B YPOBHSAX TOPMOHOB
LLIMTOBMAOHOW Xenesbl. BbisiBneHo 7,3% rnyxvx nauneHToB C rmMnoTMpeo3oM, popMarnibHO COOTBETCTBYIOLLMX KIIMHUYECKON KapTUHe, XapakTepHow
ansa cungpoma MeHppena.

KnioueBble cnoBa: CvHapom NeHapena, HapyLleHus cryxa, TMPeoTpornHbIi ropMoH (TTI), ceoboaHbIv TpuitoaTMpoHuH (cB.T3), cBoboaHbIN
TUPOKCUH (cB.T4), BypaTusa

The article presents the results of the diagnostic search of the hereditary autosomal recessive disease Pendred's syndrome (sensorineural
deafness combined with thyroid disorders) in patients with hearing disorders in Buryatia using instrumental (threshold tone audiometry) and labo-
ratory methods (ELISA analysis of FT3, FT4 and TSH). Threshold tonal audiometry and analysis of thyroid hormone levels were performed in 164
patients with hearing impairment. The analysis showed that 7.9% (13 out of 164 people) of patients with severe hearing loss and deafness can be
assumed to have thyroid disorders (12 people — hypothyroidism, 1 person — hyperthyroidism). Overall, 7.3% of deaf patients with hypothyroidism
(12 of 164) were formally consistent with the clinical features characteristic of Pendred's syndrome.

Keywords: Pendred's syndrome, hearing impairment, thyroid-stimulating hormone (TSH), free triiodothyronine (FT3), free thyroxine (FT4),

Buryatia

BBepeHue. BpoxaeHHash CEHCOHEB-
parnbHas rnyxoTa Unm TYroyxocTb Tshke-
1OV CTENEHN PETUCTPUPYETCS C YacTOTON
B cpegHem 1 Ha 1000 HOBOPOXAEHHbIX
[11]. Okono 20-30% HacneaCcTBEHHbIX
HapyLUEeHWUIA Ccriyxa perucTpupyrTcs B
COCTaBe pasnuyHbix cuHgpomos [12].
BbisicHeHne aTuonormv M npaBunbHasi
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NMOCTaHOBKa AmMarHosa npv cMHapomarb-
HbIX (POpMax TYroyxoCTu W FNyXOTbl SB-
naTca  HeobXxoOAMMbIMW  YCIOBUSIMU
0N KOPPEKTHOrO KOHCYMNBTUPOBAHUSA U
BblbOpa TaKTUKM NEYEeHUs TakuMx nauu-
eHTOB. OHOM M3 caMbiX 4acTbIX MPUYMH
CUMHOpOMAaribHON NOTEPYU Criyxa siBMnsieTcst
cvHgpom [Mengpena (OMIM #274600),
Habnogatowmncsa B 10% cnyyaeB BpOXx-
aeHHon rmyxotbl [16, 20]. Pacnpoctpa-
HEHHOCTb cuHapoma leHapena cocTae-
nset ot 7,5 go 10 cnyyaes Ha 100 000
yen. [8, 20]. CuHagpom lMNenapena npea-
cTaBnseTr cobow ayTOCOMHO-peLeccuB-
Hoe 3aboneBaHue, xapakTepusytoLeecst
COYETAHMEM CEHCOHEBPAIIbHOM TYroyxo-
CTM C rMnoTupeosom unu 6e3 Hero [20].
YuntbiBas ero ayToCOMHO-PELIECCUBHbIN
TUN HacnegoBaHWs, PUCK Hacregosa-
HWS OT reTepo3uNroTHbIX POAUTENENn Cco-
ctasnset 25% [5, 20]. N3BecTHO, 4TO B
OOmnbLUINMHCTBE Cry4YyaeB CWUHOPOM Bbl-
3BaH OuannenbHbIMM MyTauusiMu B reHe
SLC26A4, npuBogawumun K AedekTy
6enka neHgpuHa [18]. l'eH SLC26A4 pac-
MonoXxeH Ha 7-in xpomocome (7922.3) u
3KCNPEeCCHpYETCA BO MHOMMX OpraHax U
TKaHSIX, BKMOYas BHYTPEHHEE YXO, MoY-
KW, LWMTOBUAHYIO Xene3y u anutenuarnbs-
Hble knetkn OponxoB [18, 20]. MpoagykT
reHa SLC26A4 6enok neHapuH siBnseT-

€Sl MHOropyHKUMOHAmNbHLEIM  aHMOHOO0-
MEHHWKOM, UMEILLMM CPOACTBO C XIO-
puaom, roanaoMm, GukapboHaToM u apy-
rMMmu aHvoHamu [5, 20].

CnepyeT 3aMeTUTb, YTO MPU CUHAOPO-
Me [leHapenoa He Bcerga NpPOSBMSOT-
Csl OTKMOHeHust B paboTe LWUTOBUAHON
xenesbl. OBbIYHO OHM HabnogatoTes y
XuTenen permoHoB ¢ aeduumTom noaa.
[pakTnyeckn Ha Bcen Tepputopumn Poc-
curickon depepaunmn BbiSBNeH aeouumnt
noga pasnuyHon cTeneHwn Tsxectu [1].
B cBow ouepeab, Pecnybnuka Bypsatus
OTHOCUTCA K permoHam ¢ Hambonee Ha-
NPSKEHHON CUTYyaLUMen No TAXKECTU Npu-
pogHoro nopodecduumuta [1]. B Takmx
pervoHax MoryT HabnogaTbCsi BbICOKUE
nokasarenu no 3aboneBaHVaM LWUTOBUA-
HOW Xenesbl.

B cBA3n ¢ aTum, uenbr JaHHOW pa-
0O0Tbl ABNAETCA aHanM3 ypOBHA FOPMO-
HOB LUUTOBMAHOM >Xemnesbl y NnauueHToB
C HapyweHuaMmn cnyxa B Pecnybnuke
Bypatna ana noucka deHotunos, co-
OTBETCTBYIOLUUX KIUHWUYECKOW KapTuHE
cuHgpoma lMengpena.

MaTtepuanbl U metTogbl.

MauuneHTbI

[nsa paHHoro mnccnegoBaHust Ha Gase
KITMHMKO-AMarHoCTMYeCcKom nadoparopum
PecnybnvkaHckon KnuHnyeckom 60mnbHu-



ubl um. H.A. Cemawko (r. YnaH-Yaa, Pe-
cnybnuka bypaTus) 6bin npoBeaeH NOA-
aHanu3 YpOBHsi TOPMOHOB LUMTOBUOHOMN
Xenesbl: cBOOGOAHOrO TPUMNOATUPOHMHA
(cB.T3), cBobogHoro TupokcuHa (cB.T4)
1 TupeoTponHoro ropmoHa (TTl) y naum-
€HTOB C NPENMYLLECTBEHHO BPOXAEHHOMN
BbIPaXXEHHOW NOTEPEN Cryxa HeyCTaHOB-
neHHon aTnonorun (n=164). BospacT na-
LMeHToB Bapbuposan ot 18 go 82 ner.
CpegHuin BO3PaCT XEHLWMH U MY>KYUH
paBeH 52,6 n 43,2 roga COOTBETCTBEHHO
(tabn. 1). Mo HauuoHanbHOMYy cocTaBy
pons OypsiToB 1 pycckux coctasuna 47,5
1 46,3% cooTBETCTBEHHO. BONbLUNMHCTBO
nawuMeHTOB MMeNW ABYCTOPOHHIOK MTyX0-
Ty (70,7%) n paHHun Bo3pacT (0-12 ner)
MaHudecTauum notepu cnyxa (97,5%). Y
NN C paHee yCTaHOBMNEHHbIM ANarHO30M
naTonornv LWMTOBUOHOW Xernesbl He Bbl-
SIBMEHO.

MoporoBass ToHanbHasi ayauome-
Tpus. [Ns BbISCHEHUSA TUnNa U CTEMNEHU
noTepu criyxa y naumeHToB Obina npo-
BeJeHa MNoporoBasi ToHanbHas ayauo-
METpUS, KOTOPYIO NMPOBOAWUMN C UCMOSb-
30BaHMEM MOPTATMBHOIO ayauomeTtpa
«MAICO ST 20» (F'epmaHusi) no Bo3ayLL-
HOMY npoBedeHu0 Ha 4vactotax 0,25;
0,5; 1,0; 2,0, 4,0, 8,0 k' 1 MO KOCTHOMY
npoeefdeHnio Ha yactorax 0,25, 0,5, 1,0,
4,0 'y warom 5,0 gb. CteneHb noTepwm
crnyxa oueHMBanu no fnoporaMm CrbiLm-
MOCTM Nydlle ChblWaLlero yxa B pede-
BOM AmanasoHe 4vactot 0.5, 1.0, 2.0, 4.0
ku no mexgyHapogHon Krnaccuduka-
UK, cornacHo kotopol | cteneHb Tyro-
yXxocTu cootBeTcTByeT 26-40 ab, Il cTe-
neHb — 41-55 gb, Il cteneHb — 56-70 b,
IV cteneHb — 71-90 ab, rmyxota >90 gb.

NDA-aHanu3 uMpKynupylowmx B
kpoBu cB.T3, cB.T4 n TTI. [1na onpeae-
TNIEHUS KOHLEHTPaLUN LUPKYIMPYIOLLMX B
kpou TTTI, cB.T3 n cB.T4 ucnonb3osanu
cnepywwmne UMMYHOEPMEHTHbIE Ha-
6opbl: T3 cBobogHbIn-MPA-BECT (AO
«BekTop-bect») (4yBcTBUTENBHOCTL: 0,5
nMone/Mn; AnanasoH usmepenun: 0-20
nmonb/Mn); T4 cBo6oaHbI-UOA-BECT
(AO  «Bektop-bect») (4yBCTBUTENDB-
HocTb: 0,5 mmonb/Mn; guanasoH M3me-
peHuii: 0-80 nmone/mn); TTM-NOA-BECT
(AO  «BekTtop-bect»)  (4yBCcTBUTENDL-
HocTb: 0,05 MME/n; ananasoH usamepe-
Hu: 0-16 MME/n). N3amepeHne KOHUEH-
Tpauu TTI, cB.T3 n cB.T4 6bINO NpoO-
BEEHO Ha MVKPOTUTPOBAaNbHOM MnaH-
wert-puaepe VICTORXS5 Multimode Plate
Reader («Perkin Elmer Inc.», CLUA). Pe-
depeHcHble 3HadYeHusa TTI n cBob6oaHbIM
TMpeonaHblx ropmoHoB (cB.T3, cB.T4)
npvBeAeHbl B MOSACHEHUM K Tabn. 2.

Pesynbratbl u obcyxpeHue. B Ha-
cTosiLlen pabote BhnepBble NpeacTasne-
Hbl pe3ynbraThl AUAarHOCTUYECKOrO MOUC-
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XapakTepuCcTHKA BbIOOPKH NALMEHTOB ¢ HAPYIICHHUSIMHU CJIyXa
u3 PecnyOnuxu BypsaTus

XapakTepHCcTHKa BEIOOPKH | n | %
Ilox

Kenmmubl 96 | 58,5

MyXuuHbI 68 | 41,5
HanuonasibHOCTB

Bypsitet 78 | 47,6

Pycckne 76 | 46,3

Hpyrue* 10 | 6,1

MecTo poxaeHust

Pecny6nuka Bypstust 112] 68,3

YuruHckas 001acTh 10| 6,1

HpkyTckas obnacth 7143

Hpyrue 35 (21,3

Crenenn norepu ciyxa

JIByCTOpOHHSIS IITyX0Ta 116| 70,7

JIByCTOpOHHSISI CEHCOHEBpaJbHASA TYTOyX0CTh [V CT. 1273

JIBycTopoHHSIs ceHceHBpaibHas Tyroyxocts [I-111 ct. 6 | 3,7

JIBycTroponHsist KoHAyKTUBHAs Tyroyxocts II-I11I ct. 1106

CenconeBpainbHas Tyroyxocts 11, 111, IV ct. cipasa/cieBa, miryxora cripaBa/ciesa | 26 | 15,9

CMel1aHHas TyrOyXxocCThb 3118

Bospact MmanudecTanuu rIyXoTbl/TyroyxocTH

0-12 ner 160| 97,6

18 — 30 net 2 11,2

HewussectHo 2 11,2
HacaeacTtBeHHOCTH

Heotsroménneie 123] 75,0

OTSTOIIEHHBIE 391238

Cupora 2112

Bcero 1641100,0
Cpennuii Bo3pact

Kenmmubl 52,6 net

My K9uHBI 43,2 ner

*MOHTOIBI, YBEHKH, HAHANIIEL, y30€KH, TyBallll ¥ WHIUBHIAYYMbI CMEIIAHHOTO STHUYECKOTO

MPOUCXOKICHUSA.

Ka PeHOTUMNOB, COOTBETCTBYIOLUMX KMKW-
HU4YecKon KkapTuHe cuHapoma lNeHapena
(ceHcoHeBparnbHas rnyxora, codeTaHHas
C HapyleHusMu paboTbl LUNMTOBUOHOMN
ernesbl), NPOBEAEHHOIO C MOMOLLBK UH-
CTpyMeHTanbHbIX (MOporoBas ToHanbHas
ayonomMeTpust) U nabopaTopHbIX MeTo-
poB vccnepoBaHusa (M®A-aHanus ce.T3,
¢cB.T4 1 TTl) y naumMeHToB C HapyLLeHW-
amu cnyxa B Pecnybnuke Bypsatusa. U3
164 obcnenoBaHHbIX MAUMEHTOB C Hapy-
WweHuaMn cnyxa 13 uMenu KImMHUYeCKn
3HaYMMble OTKIOHEHMWS OT pedepPEHCHbIX
ypoBHew TTT, ¢B.T3, ¢B.T4. Y 4 yen. 6bin
BbISIBNIEH MaHUMECTHbIV (SIBHbIN) rMno-
TMpeos, y 8 — cybknMHNUYeCKuin runotupe-
03, ny 1 - cyOKNMHMYECKUIA TMNEpPTMPEO3
(Tabn.2, puc.1). Tun n cTeneHb notepu

cnyxa y 13 nauvMeHToB C KIMHUYECKN
3HAYUMbIMU OTKIIOHEHUSMW B YPOBHSIX
FOPMOHOB  LLIUTOBUOHON »Kenesbl npea-
CTaBneHbl B Tabn. 2.

[MoHwxeHHbIN ypoBeHb TTI C HoOp-
MarnbHbIM ypoBHeM cB.T3 n cB.T4 Ha-
6nopgancs y ogHou naumeHTky (pycckas,
82 ropa), 4YTO COOTBETCTBYET NpeaBapu-
TENbHOMY AMarHo3dy CyOKNMHUYECKUI
runeptupeos. Onsa cuHgpoma lMenapena
rMnepTnpeos, Kak NpaBuno, He XxapakTe-
peH. BoamoxHo, runeptupeongHoe co-
CTOSIHWE y [aHHOW MauMeHTKU CBA3aHO
C COMyTCTBYHOLLMMN BO3PaACTHLIMU U3Me-
HEHUSIMWU N XPOHUYECKMMMK 3aboneBaHu-
aAMU.

[nsi KNMHUYECKON KapTUHBI CUHAPOMA
Menppena 6bonee cneundunyHbIM SBMSET-
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Tun u creneHb nmoTrepu ciayxay 13 nanueHTOB ¢ KJIMHUYECKU 3HAYUMBIMH OTKJIOHEHUSIMH B YPOBHAX TrOPMOHOB IUTOBU/IHOI KeJie3bl

Tud Hatwio- Bospact Hacuen- TTI | c8T3 | cBT4
Ne 1a HerTa [Ton| Bospact Hanb]iliocm Tun/crenens norepu ciyxa MaHU(ecTanuu CTBeHHOI(lITB (MME/|(imous/|(riMoitb/
1 TOTEPH CIyXa Mi)* | Mi)** | )RR
ManwudecTHbIi (SIBHBIN) TUIIOTUPEO3
1 2119  |xen| 57 OypsiTKa JIByCTOpOHHSISI TITyX0Ta 0 orsromena | 8,16 | 5,17 | 10,84
2| 2131 |xen| 69 OypsiTka HABYCTOPOHHA CMELIAHHAA 30 - 85 | 48 | 114
Tyroyxocts IV ct.
3| 2190 |xeH 53 OypsiTka JIByCTOpOHHSIS ITyX0Ta orsaroumeHa | 5,52 | 4,25 | 10,49
4| 2240 |xeH 56 OypsiTka JIBycTOpOHHSIS IITyX0Ta - 15,42 | 3,46 | 9,19
CyOKIMHIYECKUil THIIOTUPE03
50 2152 |wem| 42 OypsiTka Cenconenpansnas 0 - 512 | 54 | 13,71
Tyroyxocts II ¢T. cripaBa, niryxora ciiesa.
2178 |xen| 40 pycckas JIByCTOpOHHSIS IITyX0Ta 0 orsaromena | 4,85 | 6,72 | 15,21
2199  |xen| 75 OypsTKa JIBycTOpOHHSIS IITyX0Ta HEU3BECTHO - 4,86 4,6 13,9
8| 2203 |wen| 65 | pyccxas CenconespaibHas 2 : 13,64 | 436 | 12,22
Tyroyxocts III cT. cieBa, niryxora crpasa
9| 2116 |myx| 69 | pycckuii H1BYCTOPOHHI CCHCOHEBpAILHAS 4 - 4,68 | 43 | 1514
Tyroyxocts IV ct.
10| 2187 |myx| 38 OypsT JIByCTOpOHHSIS ITyX0Ta 0 - 4,72 | 523 | 17,97
CeHcoHeBpanbHast
11| 2238 |myx| 23 OypsT Tyroyxocts TL-II crerenn 3 - 811 | 6,01 | 14,02
12| 2241 |wyx| 23 | Gypsr BYA AmyCTOpOHHs1 KOHAYKTHBHAS 0 otsromena | 5,61 | 51 | 15,
Y YP tyroyxocts I cipasa, II1-cieBa ’ ’ ’
CyOKITMHUYECKUI THIIEPTHPEO3
13] 2193 |wen| 82 [ pyccxas | JlpycroponHsis ryxota 3 - [o0239] 500 | 14,12 |

* - pedepencuoe 3uauenue yposus TTT - 0,24-4,3 MME/mi; ** - ¢B.T3 - 3,1-6,8 mmons/Mit; *** - ¢B.T4 - 12-22 nmons/mit. XKupHbiM mpudrom
BBIJICJICHBI OTKJIOHEHHUS OT pe(hepeHCHBIX 3HAYCHHIA, IIPOYEPK - HACIICICTBEHHOCTD HE OTATOIICHA, BYA - BpOK/IeHHAs yIIHAs aTPE3usl.

Cs1 COCTOsIHME rmnoTupeosa. Tak, y 4 na-
LUMEHTOB Mbl Habnoganu MnoBbILLEHHbIN
ypoBeHb TTI npu nNoHWxXeHHOM cB.T4 n
HOpManbHOM ypoBHe CB.T3, UTO COOTBET-
CTBYeT npeaBapuTENbHOMY OMarHosy —
MaHWUECTHbIN (SBHbIA) rMnoTupeos. o
3THUYECKON MNPUHAANEXHOCTU [AaHHble
nauueHTbl Obiny BypsaThl, )KEHCKOro nona,
cpefHero v noxunoro sospacrta. Ceege-
HWIN 06 yCTaHOBMNEHHOM paHee AnarHose,

HEbes runotupeosa
Elvnotrpeos

Oons cnyyaeB runotupeosa cpeay NauumeHToB C HapyLUeHUsIMK Cry-
xa B Pecnybnuke BypsaTus, COOTBETCTBYHOLLMX KIIMHUYECKON KapTuHe

cuHgpoma lMengpena.

Mpumeyanne: TTI — TMPeOTPONHbLIN FOPMOH, €B.T3 — cBOGOAHBIN TPUI-
OOTUPOHWH, CB.T4 — cBOGOAHbBIV TUPOKCUH; 1 - YPOBEHb Bhille pede-
PEHCHbBIX 3HaYEHWUIA; | - YPOBEHb HIDKE pedPepPEeHCHbIX 3HAYEHW.

mTTrT, ce.T4l, ce.T3 B HopMme
BETTrT, cB.T3 v ce.T4 B HOpMe

CBSI3@aHHOM C MaTtonornen LWMTOBUOHON
Xenesbl, B aHaMHe3e He oTMe4eHo. Cyb-
KNVHUYECKMI TMNOTMPEO03 Obirn BbISBNEH
y 8 nauneHToB (5 BypsaTbl, 3 pycckue).
Mpu pasgeneHun no Bo3pacTty 5 nauu-
€HTOB OTHOCMUITUCb K Tpynne MOosiogoro
Bo3pacta, 3 - K MNOXWIOM BO3PaCTHOM
rpynne (tabn. 2). Takum obpasom, gons
crny4aeB rmnoTupeosa cpeav naumeHToB
C HapylweHuaMmu cnyxa B bypatuu, co-
OTBETCTBYHLMUX
KINMHUYECKOW Kap-
TUHE cvHgpoma
MeHgopena, cocta-
Buna 7,3% (67,7%
- cybknMHu4eckui
rmnotnpeos, 33,3
- MaHMEeCTHbIN
rmnoTnpeos) (pucy-
HOK).

Kak npaswuno, y
NaunMeHToB C CUH-
apomom lNenapena
B TKaHSX LUTOBMA-
HOW eresbl Ha-
oniogaeTca  Hapy-
LeHne opraHmgu-
Kauumn nopa, onoc-

ABHbIN
runoTMpeos
33,3%

pefoBaHHOE HapyLlUeHVWeM HopMarbHOW
KoHopmaummn Genka neHapuHa (aHuo-
HOOOMEHHWK) Ha anvKanbHoON MembpaHe
TUPEOUNTOB, KOTOPbIA [OIMKEH TpPaHC-
nopTMpoBath o n3 TupeouuTa B dor-
NUKyn. AnuvkanbHbIA  MOAUCTBIA  OTTOK
ctumynupyetca TTT [17]. B ycnosusx go-
CTaToO4YHOro noTpebneHns nuLLEeBOro Mo-
anaa 6onbLUMHCTBO Ntoaen ¢ CUHAPOMOM
MeHnapena KNMHUYECKM 1 BUOXMMUYECKM
3yTUpeounaHbl (YPOBHM TOPMOHOB LUUTO-
BUHOW Xene3bl HaxoasaTcs B pedhepeHc-
HbIX 3HadeHusix) [4, 10, 12, 19], ogHako
eCcnv NULLEeBOro noamnaa HeAOCTaTOuHO, Y
naumeHToB ¢ cuHapomoM lNeHapena mo-
XKEeT HabnwpaTbCa CyOKNMMHUYECKUIA Unn
MaHUMECTHbIN (SBHbIA) rMNOTUPEO3 [2,
9]. Hanpumep, naumMeHTbl C OOKYMEHTU-
pOBaHHbIMK GuannenbHbIMU MyTaLMaMN
B reHe SLC26A4 13 cTpaH C BbICOKMM MO-
TpebneHmem 1roaa, Takux Kak AnoHus un
Kopes, Bcerga ayTtupeoungHsbl [3, 6, 13].
B HacTosilee Bpemsa 306 He cumuTaetcd
NOCTOSIHHBIM MPU3HAKOM MNpU CUHAPOME
Menapena, NOCKONbKY OH MPUCYTCTBYET Y
60-80% nauueHToB [14, 18]. Bo3moxHO,
ABHbIA U CYOKINMHUYECKUIA TMNOTUPEO3 Y
12 rmyxmx nauMeHToB ONocpeaoBaH BO3-



pacToM MINU HEeLOCTaTOYHOCTbIO MoTpe-
6neHunsa roga, TeM HE MEHEE He UCKIo-
YeHO, YTO NPUYMHONM TMNOTMPEOD3a y AaH-
HbIX MaUMEHTOB MOXET CIyXUTb AedeKT
6enka neHApvHa, KOTOpLIV Hapyllaert
opraHvudVKaumio hoga B TKaHSX LWMUTO-
BUAHOW >Kernesbl U BbI3blBAET CUHOPOM
Mengpena. nga aTou rpynnbl naunMeHToB
TpebyeTca npoBeaeHne LOMNOMHUTENb-
HbIX UCCNELOBaHMI C MOMOLLbIO KOMIMbHO-
TEepHOM TOMOrpadmm BUCOYHOM KOCTU
(cuHppomo-cneunduyeckne aHomanuu
BHYTpPeHHero yxa no Tuny EVA/ Mondini),
nepxrnopaTHoro tecta (4ns BbIACHEHMS
nedekrta nogugHom opraHudukaumm B
LUMTOBUOHOWN Kenese) U MOMeKynsipHo-
reHeTUYecKUx MccrnegoBaHUM Anst Nouc-
Ka KasyaTMBHbIX BAPUaHTOB, OTBETCTBEH-
HbIX 3a pa3BuTue cuHapoma [leHapena
(reH SLC26A4).
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BVHOW Xenesbl y NaumneHToB C HapyLue-
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€HTOB MOXHO NPeAnonoXnTb HapyLle-
HMe HopMmarnbHOW pPaboThl LMTOBUAHOWM
xenesbl.

2. B uenom 7,3% rnyxmx nayneHToB C
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