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AHAAI3 KAIHIYHOTO BUNAAKY CUHAPOMY MNEHAPEAA

Pestome. Y cmammi nooano 0easd aimepamypu ma onuc KAiHiyHoeo eunadxy cunopomy Ilendpeda y xaonuuka

8ikom 2,2 poky.

Karouosi caosa: dimu, cundpom Ilenodpeda, diacnocmuxka.

Cunapom IleHapena (riyxoTa BpomIkKeHa Helpo-
CeHcopHa i 300, AucropMoHajlbHMii 300, Pendred
Syndrome) — cnagkoBa XBopo0Oa, IO XapaKTepusy-
€TbCSI TTIOPYIIEHHSIM 010CMHTE3Y TUPEOITHUX TOPMOHIB,
TIPOSIBIISIETHCST BPO/DKEHUM TilTOTUPEO30M, 3000M i TITy-
xoHiMoToro (MKX-10: nucropmonaisHuii 300 (E07.1),
HoMep i3 Kataory MIM — 274600 Pendred Syndrome;
PDS).

YCcmagkoBYEThCSI 32 aBTOCOMHO-PEIICCHBHUM
TUIIOM. YTIepllle OINUCAHUKA AaHIIIACBKUM JliKapem
Vaughan Pendred (1869—1946). Yacrora cuHIpo-
my Ilenapena cranoButh Big 1 mo 10 % ycix Bumnaakis
cnaakoBoi myxoTu. Tak, yactota cuHapomy [leHnpena
Ha bpuTaHChKMX OCTpoBaxX CTAaHOBUTH 7,5 BUMAAKy Ha
100 000 HoBoHapo KeHUX [3], y CKaHAMHABCHKUX Kpai-
Hax — 6sm3bko 1 Bumnaaky Ha 100 000 HoBoHapOXKEHUX
[4]. Onyo6nikoBaHo npuHaiiMHi 300 BUMagKiB CUHIPO-
my Ilennpena [5]. OyeBUIHO, SIKIIIO BUKOPUCTOBYBATH
JUIS AiarHOCTUKM KJIACUYHI KJIiHIYHI KpUTepil CUHIPO-
my [leHnpena, 3HaYHe YMCIIO BUTIAAKIB 3aTUIITATHCS HE-
BUSBJICHUM. BapiaGenbHa €KCIPECUBHICTb CUHAPOMY
Ilenapena, 0coOaMBO MOTO TUPEOITHUX MPOSIBIB, MOXKE
IITYYHO 3aHMKYBaTU peajibHY YaCTOTY 3aXBOPIOBAHHSI.
CHiBBiTHOILIEHHS cTaTelt CTaHOBUTH 1 : 1.

Y 75 % nauieHTiB BUSIBISIETbCST aedekT reHa PDS
PDS (SLC26A4, solute carrier family 26, member 4),
JIOKaJIi30BaHOTO Ha JOBroMmy Iujiedi 7-1 XpOMOCOMU
(7922-g31) |6]. HopMmanbHuii TeHHUIA TTPOAYKT — I'€H,
mo komye 6imok i3 780 amiHokucior (86 kDa). I'en
SLC26A4 xonye TpaHCMEMOpaHHMII TpPaHCIIOPTHUI
OUIOK meHApUH — OaratopyHKIIOHAIbHUI aHIOHHUMA
OOMIHHUMK, 110 aKTMBHO E€KCIIPECYEThCS B TKAaHWHAX
IIUTOMOMIOHOT 3a7103U, BHYTPIIHBOTO Byxa U HU-
pok. BBaxkaeTbcs, 1110 TeHeTUUHUM 1e(EeKT MOXe OyTH
MOB’sI3aHUI HE TUIBKU 3 MOAyBaHHSIM TUPO3UHY, aje i
3 TIEPETBOPEHHSIM MOHO- ¥ JIilOATUPO3MHY B MOATU-
poHiHu. HagBHiCTh BpOIKEHOT INIyXOTU TIPU CUHIPOMI

IMenapenaiii BincyTHICTh Mpu 3BUYaiiHOMY Je(eKTi op-
raHigikallii 3yMOBIIIOIOTHCS TJICHOTPOMHOIO Ji€I0 reHa,
1110 KOHTPOJIIOE 6I0CUHTE3 TUPEOITHUX TOPMOHIB i PO3-
BUTOK BHYTPIillTHHOT'O ByXa.

Ormmcano 47 pisHOMaHITHIX MyTalliii reHa SL C26A4,
1o € mpuyuHolo cuHapomy Ilenapena. Tpu mytalii
L236P, T416Pta 1001+1 I Ha A € maxxopuumu. [IpoBe-
JIEHO aHaii3 myTaliit y redi PDS'y 14 ciMm’s1x i3 cuHapo-
MoM [lennpena 3 7 kpain €Bpornu i BUusiBiieHO 14 pi3HUX
myTaniit (10 miceHc-myTaniii, 1 myTatist crijalicuHry
i 3 mikpozenertii). JIBi 3 ux MyTalliii BUSIBUJIMCS Yac-
TUMU: MyTawis L236P BusiBieHa y 7 ciM’sIX, a MyTallis
T416P —y 4 cim’sx [4].

OCHOBHI AiarHOCTUYHi KpUTEPIi:

— BPOIXKE€Ha Hemporpecyrouya HeiipoceHCOpHa LIy~
XOTa;

— eyTUPEOiTHUI 300;

— Manbdopmaliss MoHIiHI a60 po3IIMpPEHHS Bec-
TUOYJISIPHOTO KaHAITy.

Kuiniyna miarHocTmKa: 300 3me0imblIoro audys-
HU, M’SIKOi KOHCUCTEHIIi, aje B AEIKUX BUITAIKax
CIOCTEPIraloTbCsl BY3JIM. XapakKTepHa eyTUpeoigHa
CTpyMa, OJHaK MOXYTb OyTU O3HAKU TilIOTUPEO3Y, 0CO-
OJIMBO MiCJISI TUPEOIAEKTOMIl. Y TaKOMY BUIAJKY V XBO-
PUX CIIOCTEPIra€eThbcsl 3aTpUMKa POCTY, HaMJIUIIKOBA
Bara, Xoua OXXHpiHHS OyBa€ piKo, OJiliCTh, aHOPEKCis,
CyXiCTh LIKipH, 3aTPUMKaA CTaTeBOI0 PO3BUTKY, Opaau-
Kapaisi. IHKoIM B MaLieHTIB 3 €yTUPEOITHUM 3000M CIO-
cTepiraeTbCsl HaAMipHa BiJAIOBIAb HA BBEIEHHS TUPEO-
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TPOITHOT'O TOPMOHA, 1110 CBITYUTh PO KOMIIEHCOBAaHUI
rinotupeoinuaM [2]. ¥ noHan 75 % naiieHTiB 300 BU-
SIBISIETBCSI TIPU  YJIbTPAaCOHOTpaiuHOMY JOCIiIKEeHHI
[6]. TTicns TpeoineKTOMil By3JIM 4acTO PELUANBYIOTh,
SIKIIIO He OyJie MpU3HaueHa TUPEeOoinHa Tepartisi. Y HOBO-
HapoIXKEHUX Mali€HTIB i3 cuHapoMoM IleHnpena miu-
TomnoiOHa 3ay103a He 36inbineHa. Y 40 % Bumnaakis 300
PO3BHUBAETHCS B CTAPIIOMY IUTSIIOMY Ta IIyOepTaTHOMY
Billi, iHOJI B IOHALIbKOMY, pelliTa BUMAAKIB Mpunaaa-
IOTh Ha JOpOCNii BiK. Y piIKiCHUX BUMagKaxX MOXJIMBA
po3ymoBa BiacTamicTb. Bik, y sIKoMy crocTepira€rbcs
30i7bIIEHHS IIUTOIOAIOHOI 3a/1031, Bapilo€ HaBITh Y
MAalieHTiB 3 OMHIET ciM’1, 110 YCKIaAHIOE AU(EpeHILi-
aJlbHY AiarHOCTUKY cuHApoMy [leHapena it i30J1b0BaHOT
npuriyxyBatocTi. DopMmyBaHHS 300a BiZOYBa€ThCST Uye-
pe3 nopyueHHs opraHigikaliii ifogy B rpolieci 6iocuH-
Te3y TUPEOINHUX TOPMOHIB Y IIIMTOMOAIOHI I 3a/103i.

MakpocKOMNiyHO 1IMTONoAi0Ha 3a103a 301JIbIIEeHA B
po3Mipax, Xo4 i MEHIIIOK Mipol0, HixX NpU TUdYy3HOMY
300i. [ToBepxHs 3a103u 3a3BUuaii ropoucta. Ha pospisi
B TOBIIi Tilepria3oBaHOl TKAHWHU 3aJI03M BU3HAYa-
JOTHCS BY3JIM Pi3HOTO pO3Mipy, ApiOHO3epHUCTOI OYI0-
BU, 0J1i10-3KOBTOTO KOJILOPY, 3a3BMUYail y TOHKII Karicy-
JIi. Y BEJIMKUX BYy3J1aX MOXJIMBiI BOTHUIIEBI HEKPOTUYHI
3MiHM, MACUBHI KPOBOBUJIUBU, (POPMYBAHHS KiCTO3HUX
MOPOKHUH.

MikpocKOMiYyHO TinepruiacTUYHUI TpoLeC y LIM-
TOMOJIOHIM 3aJ1031 BUPAXKa€ThCS B YTBOPEHHI BOTHUIIL
npoJidepaliii TUPEOIAHOrO emiTesilo MiKpodOoJTiKy-
JIIPHO-COJIiIHOT Oyn0BU. THOJI BUSIBISIIOTBCSI AOCUTH
BEJIMKI OCEepeAKMN MAIUIIPHOI Tilepruiasii, o Mikpo-
CKOTIIYHO aHAJIOTiYHI TaKUM TIpU O1ru(y3HOMY TOKCHUY-
HoMy 3006i. @opma GostiKy/1iB 3a3BUYail HeIIpaBUJIbHA,
iHOMAI CUJIbHO cIIolIeHa. TUpeoinHi KIITUHU — HU3b-
Ki 3 IpiOHUMU SiApaMu, OJHAK Y MicUgX Mmposidepariii
3YCTPiYalOThCsI BEJMKI TUPOLIUTHU 3 Pi3KO 301IbIIIEHUMU
Tino- abo rirnepXpoMHUMU SIAPAMU.

CryniHb BMpPa)K€HOCTi BTpaTU CJIYXy Moxe OyTu
pizHuM. KitacuuHo — 1e GiatepajibHa BUpaXeHa Impe-
JIIHTBaJIbHA HelipoceHCcopHa riryxoTa. [IprunHo0 mpo-
TPECUBHOI BTpaTH CIIyXY € IWCIUIa3ii 3aBuTKa (cochlea)
Ta PO3IIMPEHHs BeCTUOYISIpHUX KaHaniB. CHUHIpOM
[Tennpena — enuHe BioMe reHETMYHE 3aXBOPIOBAHHS,
JUISL IKOTO XapaKTepHUN IUPOKUI BECTUOYJISIPHUN Ka-
Han (moHan 1,5 mMm). BecTuOynsipHi TTOpyIIeHHS CITO-
crepiralotbes B 66 % maiieHTiB i3 cuHapomom Ilenape-
Ja, KOJMBAIOUMCh Y IIMPOKUX MeXKax BiJl HE3HAUHOTO
OJHOOIYHOIO ypaxkKeHHS J0 TMTOBHOTO BUIAAiHHS (PYHK-
wii. Hemopo3BuHeHi MepeTMHKU B IUCTAIbHUX KiJIbLISIX
3aBUTKa (AedopMauis MoHaiHi) Oyau 3BUYHOIO, ajie
HEIOCTIHOI0 03HAKOIO.

V nitepaTypi € MOBiIOMJIEHHSI PO He3BUYAHHUI
pO3TOMiT TrMeHTy B CiTKiBIi y 3 cubciB [4]. OmHak
iHIIIi aBTOPU HE 3TaAyOTh PO MOAiOHI 3MiHMU.

BaxuBe giarHOCTUYHE 3HAYEHHS MAIOTh:

— KpuBa IOINIMHAHHS PalioakKTUBHOTO iomy —
IIBUAKUI BUCOKUI MigiioM yepe3 2 roauHu i piske
3HUZKEHHS B ITOJAJIBIIIOMY

— mpoba 3 mepxjopaToM abo0 TioOLliaHiAOM Kailo
(TIpu HeTopyIIeHOMY TIpolieci opraHigikarllii ioay mm-
TOITOAIOHOIO 3aJT03010 BiH cTaHOBUTHL MeHIIe Bix 10 %,
y Maui€HTIB i3 cuHapoMoM [leHapena — 3Ha4YHO 3poc-
tae, caraoun 15—80 %). [lepxjopaTHuii TECT € JOCUTh
YYTJIMBUM HiaTHOCTUYHUM TECTOM (XMOHOHEraTUBHI
pe3yJIbTaTu He MePEBUILYIOTh 3 %);

— BHUXeHi KoHueHTpauii tupokcuny (T,), Tpu-
omruponiny (T,), OyraHon-ekcrparyrodoro iony,
3B’S13aHOTO 3 OIJIKOM oAy, i MiABUIIEHA KOHLEHTpALIisI
tupeoTporiHoro ropmoHa (TT);

— ToMorpadisi CKpOHEBUX KiCTOK (BUSIBJSIOTh aHO-
MaJtii KiCTOK JIabipuHTY: aucruiadis MoHaiHi abo po3-
IIUPEHHST BECTUOYIISIPHOTO BOAOIIPOBO/LY);

— ayaioMeTpis;

— JOCIiKeHHST (DyHKITilt BECTUOYISIPHOTO arapary;

— JIHK-miarHocTMKa (BUSIBJICHHS MyTallii y TeHi
SLC26A4y nokyci 7q22-q31) — nmo3utuBHa B 75 % BU-
MaaKiB.

Takum XxBopuM HeoOXigHa KOHCYIbTALIisI CypaoJiora
JIJIS1 BUBHAYEHHSI CTYIIEHS MOPYIIEHHS Cayxy. Bumis-
IOTh TaKi CTYIEHi:

1) nerkuii (26—40 dB);

2) moMipHuii (41-55 dB);

3) momipHo TsiKkuii (56—70 dB);

4) Tsxxkuii (71-90 dB);

5) rmuboxkwuii (> 90 dB).

s Toro n106 BU3HAYUTHU BiICOTOK BTpaTU CIyXY,
Bim uncroro ToHy yactororo 500, 1000, 2000, 3000 Bix-
HiMaeTbes 25 dB. Pesyabrar MHOXMUTBCS Ha 15, 1100
oTpuMatu Byxocrneuu@iyHuii piBeHb. [lolKomKeHHS
BU3HAYAETHCS YPiBHOBAXKEHHSIM 3HAUEHb ByXa, 1110 Kpa-
e 4Yye, 3 I’ SITUKPaTHUM MHOXEHHSIM 3HaueHb ByXa,
110 TipuIe yye.

Bu3HauaeThCcsl TaKOX YAaCTOTHICTh MPUITYXyBa-
TOCTi:

1) HuzbkouactotHa (< 500 Hz);

2) cepeanapouactoTHa (501—2000 Hz);

3) BucokouactotHa (> 2000 Hz).

AynioMeTpUYHI AOCHTIIXKEHHS 3a3BUYail MOKA3YIOTh
HasIBHICTb JBOCTOPOHHBLOI BPOJKEHOI HEUpoceHcop-
HOI IJIYXOTHU 3i 3HAaYHO BapilOIOYMM CTYIIEHEM BTpaTu
ciyxy B giana3oHi 40—100 dB, pi3kiiie BupaxkeHUM Ha
BUCOKMX yacToTax. binpiie HixX v 50 % Bumankip ne-
dexT cayxy pizko BupaxkeHuii. CepeaHiii Bik, y SKOMy
rIyxoTa Moxe OyTHM BU3Haue€Ha, CTAHOBUTH 2,2 POKY.
Y AUTUHCTBI BTpaTta ciyxXy MOBiIbHO Mporpecye. Jlerke
ypaxkeHHSI CJIyXy CIIOCTEPIira€Tbcsl piIko, iHOII MOXKe
BiJi3HAUaTUCS Malixke HOpMaJIbHUI CIyX Ha OJIHE BYXO.
Moga 3a3Bu4aii pO3BUBAETHCS TTOTAHO.

Tabnuuys 1. MonekynapHo-reHeTu4Hi ocHoBu cuHapomy lNeHapeana

leH Jlokyc

MpoaykT TeHOMHI 6a3u gaHux

SLC26A4 7931

OMIM; HGNC; GeneCards;
HGMD

[MeHapwH
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3 ypaxyBaHHSIM BakKJIMBOCTI PAaHHBOI'O BUSIBJICHHS
Ta CBOEYACHOI KOpEeKIii MmopylleHb CIyXy Iporpama
CKPUHIHTY CJIyXy BCiX HOBOHAPOIKEHUX 3MiMCHIOETh-
cg B JaHui yac Oinbure HixX y 50 kpaiHax. CiayxoBuit
CKPUHIHT HOBOHAPOIXKEHUX € CKJIAJOBOIO YaCTUHOIO
MIpOorpaMu paHHBOTO BUSIBJICHHSI Ta KOPEKIIii TOPYIICHb
CJIyXy B JiTei, CIpsIMOBAHOI Ha TOJIMIIEHHS SKOCTi
SKHUTTS AiTeit i3 BUSIBIICHUMMU ITOPYIICHHSIMU 32 JIOTIOMO-
roro 3anob6iraHHss BTOPMHHUM TOPYILIEHHSIM MOBJIEH-
Hsl, 3aTPUMILII MOBHOI'O PO3BUTKY, HU3bKIN aKageMiuHii
VCITIITHOCTI Ta TICUXOEMOLIITHUM PO3JIalaM.

CraHgapTy 30ilICHEHHS MTpOrpaMU PaHHbOTO BUSIB-
JICHHS Ta KOpPEKIIil MopyleHb CyXy B JiTelt cchopmy-
JnpoBaHi O0’enHaHO0 KoMiciero 3i ciyxy aiteit (CLLIA)
y 2007 poui i € 3araJibLHONPUIAHSATUMU B YCbOMY CBITi.
Ie Tak 3BaHMii mpuHUMI 1—3—6, BiAMOBIIHO 10 SIKOTO:

— CKPHUHIHT CJIyXy IIPOBOISITH YCiM HOBOHAPOJIKE-
HUM J10 JOCSITHEHHSI HUMM BiKy 1 Micsilisl, ONTUMaIbHO
J10 MOMEHTY 1X BUTMUCKU 3 TTOJIOTOBOTO Bi/IJILJIEHHS;

— aygioJioriyHa JiarHOCTUKA (BU3HAYEHHST CTYyTIe-
HS I XapakTepy IOPYILICHHS CIyXy) IPU ITO3UTUBHUX
pe3yibTaTax CKpUHIHTY, TOOTO BMSIBJICHHSI TTOPYIIECHb
CIyXy, IPOBOAUTHLCS BCiM IIiTSIM 10 TOCSTHEHHS] HUMU
BiKY 3 MiCSILIiB;

— peabiyiTallito MOpyIIeHb CIYXY (CIyXOIpOTe3y-
BaHHS) BCIM JIiTSIM i3 BUSIBJIEHUMU HEOOOPOTHUMMU MO-
PYILIEHHSIMU CJTyXy MTOYMHAIOTh HE Mi3Hille JOCSATHEHHS
HUMMU BiKy 6 MiCSIIIiB.

B VkpaiHi nporpamMu paHHbOI'O BUSIBJIEHHS Ta KO-
PEeKIlis TTOpYIIeHb CIYXY B IiTeil HA JaHWIA Yac He BIIPO-
BamkeHi [1]. HamaromkeHunii TinbKu 00’ €KTUBHUIN CITy-
XOBUM CKPUHIHT Ha OCHOBI BUKOPUCTAaHHS HaKOLIbII
HaAiiHOTO METOJY CKPUHIHTY — peecTpallii KOpOTKO-
JJATEHTHUX CJYXOBUX BUKJIMKaHUX IoTeHIianiB. Llei
METOJ, CKPUHIHTY 103BOJISIE BUSIBUTU TTOPYILIEHHS CITy-
XY, 3yMOBJIEHI YpaxK€HHSIM CepeIHbOTO, BHYTPILLIHHOTO
ByXa, CJIyXOBOI'O HepBa i1 CTOBOYpa roJIOBHOI'O MO3KY.

YcknanHeHHS:

— TOBHA BTpara ciyxy (IJyxoTa);

— pO3yMOBa BiICTaliCTh;

— CUHIPOM 3/IaBJIIOBAaHHST OTOYYIOUMX OPTaHiB TIpU
3HAYHOMY 301JIbIIEHHI IIUTONOAIOHOI 321031 BHACJi-
JIOK 3004;

— CTIAKMH TiMOTUpEeo3 i3 [OBIYHOIO Teparlieo
TUPEOIAHUMU TOPMOHAMU.

g imocTpaliii BULLIEBUKJIaJEHOTO HAaBOAMMO BUTSIT
3 icTopii 3aXBOproBaHHs xjionmyuka P., 2,2 poky, 6aTbK1
SIKOT'O 3BEPHYJIMCS 32 KOHCYJIbTALIi€10 B 00JIaCHY TUTSIUY
KJIiHIYHY JliKapHIo M. YepHiBLIiB.

3 aHaMHe3y XUTTS 1 3aXBOPIOBaHHSI BiOMO, IO
JUTUHA Bifl TPETbOI BariTHOCTI, 1110 Mepediraja Ha Ti
a”eMii. ITonoru npyri, B TepMiHi recraiii 39 TUXKHIB.
Maca tina mpu HapomkeHHi 3500 rpamiB, Ha IITyIHOMY
BUTOJIOBYBaHHI 3 HAPOIKEHHS. XJIOMYUK A0 POKY CIO-
cTepiraBcsl B HEBpoJiora 3 AiarHO30M TiITOKCUYHO-iIlIe-
MiuHOi eHiledanonatii. ¥ Biui 1 poky 4 Mmics1iB TuTUHI
odopmIIeHA iIHBATIIHICTD 3 IIPUBOLY YPOIKEHOI HEMpO-
ceHcopHoi Tayxotu. Cepen MEpeHECEHUX 3aXBOPIO-
BaHb — IMOBTOPHI TOCTPi pecrnipaTOpHi BipycHi iH(peK-
11ii, OOCTPYKTUBHI OPOHXITH.

IIpu ornsiai BCTaHOBJICHO, IO XJIOMYMK BiACTa€ B
TMICUXOMOTOPHOMY PO3BUTKY (CTOITh i XOOMTh i3 Tij-
TPUMKOIO, BHMMOBJISIE OKPEMi CKJIaJv, HamMararouuch
MOEAHATU iX Yy CJIOBa, PO3YMi€ 3BEpHEHY OO HBOTO
MoBy). [IpuBeptae yBary (heHOTUT TUTUHU: MAaKPOTJIO-
cisl, BUCTyMalouuii Jo0, IIMPOKEe MEepeHiccsl, KOpoTKa
must. Maca Tina 15 xr. 3pict 80 cm. IinmkipHO-K1pO-
Ba KJIITKOBAHA PO3BMHEHA HAIMIPHO, PO3MOILJIEHA He-
PIBHOMIpHO, 3 TIepeBaxkaHHSIM Ha IpyasiX, XXUBOTI, CTer-
Hax. HaOpsxkiB Hemae. ToHyc M’43iB i Typrop TKaHUH
3agoBinbHuii. LKipHi MOKpuBM O1imi, cyxi, BiIbHI Bif
Bucumanb. [lepiop6itanbHi TiHi. Cnu30Ba 3iBa poxkena,
BoJsiora, yrcTa. [lanbnytoTbes migeaenHi asiMpaTudHi
By3nu — 110 0,7—0,9 cMm y niameTpi, pyxoMi, 6€300JTiCHi.
HocoBe nuxaHHs yTpyaHeHe, BUAiieHb Hemae. JIuxaH-
Hs 25 pyXiB 3a XBUJIUHY. [IepKyTOpHO Hall JIETeHSIMU Jie-
TeHEBMH 3BYK, ayCKYJbTaTUBHO — OcCJIabjieHe MTUXaHHS.
Hinguka cepus 0e3 suanmux aedopmarriii. YCC 100
TMOIITOBXIB 3a XBWIWHY. TOHU ceplst pUTMidHi, TOMip-
HO MIPUDIYLIEH]. 31K 30UIbLIEHUIA, JEUI0 BUCTYIIAE i3
MOPOXKHUHM POTa, YNCTUI. 2ZKUBIT M’ IKWIA, JOCTYITHUIA
rmbokiit manpnaiii. [Tewinka +2,5 cMm HDK4Ye Big Kpato
pebepHoOi ayru, Kpait exactuuHuii, 6e36omicHuit. Ce-
JIe3iHKa He TMaJbIyeThes. BUunopoxHeHHs oopMIIeHi,
0e3 nmaTosioriyHux gomiok. CedyoBUITyCKaHHS BiJbHE,
6e30outicHe. liype3 ageKBaTHUIA.

VY kJiHiYHOMY aHaji3i KpoBi: BimHOCHa jimdore-
Hist (38 %), aHeMmist (remMorsio6iH 92 I'/a, epuTpoLUTH
3,2 I'/m, KIT 0,87). KniniuHuii aHaii3 cedi — B HOPMi.
bioximiuHe mociimkeHHsT KpOBi: KpeaTuHiH KpoBi 54,2
(N 27—62 mxMoib/i), ceyoBruHa Kposi 4,33 (N 1,8—
6,4 mmoib/n); docdop 1,50 (N 1,45—1,78 Mmosb/1);
marhHiin 0,7 (N 0,7-0,95mmonb/n); kanbuit 2,1
(N 2,02—2,6 MMOJib/J1); TJII0KO3a KPOBi 5,3 MMOJIb/IL.
[Teuinkosi npoou: AJIT 22,7 MO/a (N 5-30 MO/n),
ACT 20,6 MO/n (N 7—40 MO/n), 3aranbHuii OiTipy-
6in 10,8 Mxmounb/i1 (N 8,6—20,5 MKMOJIb/T1), 3B’ I3aHUIA
3,7 mxmonp/n (N go 5,1 MKMOJb/N), BiIbHMI
7,1 mxmonb/a (N 10 15,4 MKMOJIb/J).

Amnaniz kposi Ha ropmonu: T, BitbHMIA 8,6 MTMOIb/T
(N 9-25 nmonb/n), T, BinbHwuii 2,0 nmmons/mi (N 2,6—

O

PucyHok 1. @parmeHTt pogosoay. NMpobaHa
rnyxwuii (reH SLC26A4). Batbku npob6aHaa MaioTh
HOpMaJsibHWiA C/TyX, reHETUYHO He 06CTeXeHi
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5,7 nMonb/n), TupeoTporHuil ropmoH 10,03 MkMO/Ma
(N 0,23-3,4 MmxMO/min), T3I' 28,81 mr/m (N 25—
50 mr/m), AT TT' 8 O /mi (N 0—18 Ol /M), AT TI1O
12 (N no 30 MO/mmn).

IDA Ha cymapHi aHTUTIIA O TeJIBMiHTIB: JISIMOJIl,
tokcokapu, ackapunu (AT IgG neratuHmii). [1poba 3
MepxJIopaToM Kajito mo3utuBHa — 65 % (N o 10 %).

VYbTpa3ByKoBE NOCTIIXKEHHS IIUTOMOAIOHOT 3aJ10-
31: 00°em 3,2 cm? (N 2,2 cm?), eXoCTpyKTypa He 3MiHe-
Ha, 00’eMHi YTBOPEHHS BiJICYTHi.

ViabTpa3BykoBe JOCTiIXKEHHS OpraHiB UepeBHOI 0~
POXHUHU: TediHKa 30iiblIeHa (BepTUKaIbHUI KOCHUIA
po3mip 96 MM (N 1o 85 MM)), Kpail rOCTpuii, KOHTYpU
roCTpi, CTPYKTypa OJHOPiAHA, €eXOreHHICTh He 3MiHEeHA.
Kosunuii mixyp: 46 x 16 MM, IlepervH aAHa Ta LIUHAKH,
CTiHKM He TOTOBIIEHi, KaMeHiB Hemae. IligmmyHkoBa
3aji03a — 0e3 ocobnuBocTeit. Cenesinka: 71 x 32 MM,
He 30inblieHa. Hupku — mpaBa 61 x 26 MM, JiBa
63 x 35 MM, mapeHxiMa 13 MM, OZHOpiIHA, YaIIKOBO-
MHCKOBa CHCTeMa He po3IIMpeHa, KaMeHiB Hemae. Ce-
YOBUI MiXyp Y MeXax HOPMH.

EKTI: YCC = 102 cKopoUYeHHS 3a XBWJIMHY, CHHYCO-
Ba OpamuKapmisi, amInIiTyaa 3youis R, P ta koMrmuiekcy
QRS 3HMKeHa, HeraTuBHUI 3yoeub T.

HenoBHa Oyiokana mpaBoi Hixku mnydka Ilica. Ha
EEI’ BU3HaualoThCsl MaTOJIOTIYHI YIOBiJIbHEHI XBUJIi Ta
HEeAOCTaTHSI BUpaXXeHicThb aibda-purmy. MPT ckpoHe-
BUX KiCTOK — aHOMaJiiss MoHiHi.

l'enetnune pocmimkeHHs. Myranis ¢.919-24>G
(7-1 iHTPOH y caiTi crutaiicuHTy 8-TO €K30HY B TeHi
SLC26A4.

HeBpogor: 3aTpyMKa IICUXOMOTOPHOTO PO3BUTKY.
Ennoxpunosnor: qudy3uuii 306. Iimotupeos. Odraib-
MOJIOT: TTaTOJIOTIi He BUsIBJIeHO. CypaoJIOT: JBOCTOPOH-
HSI BpPOJKEHA HEMpPOCEHCOpPHA TIIyXOTa TSKKOIO CTy-
neHs (80 dB), BucokouacrotHa (2020 Hz). I'eHeTuk:
cunapom Ilenapena. Ha puc. 1 mogaHo poaoBia mpo-
OaHpa.

Kuiniunmii mpiarHos: cunapom Ilenapena. I'imotu-
peos.

CynyTHiii: nedinutHa aHeMmis I cTyrieHss. AHOMaTisT
JKOBUYHOTO Mixypa.

JWTUHI TPU3HAYEHO JIiKYBaHHS: JIEBOTUPOKCUH
5 MKT/KT/n00y, aHTHAaHEeMiuHi 3ac00u (TIpenapaTu 3ai-
3a, Bitaminu B, i B ,, oniesa xucuora); HOOTpoOMi, ec-
CeHIliajie, Macax, JIiKyBaJibHa (i3kyabTypa. I[ToBTOpHA
aymioMeTpist 3 BUPILIEHHSIM MTUTaHHSI PO iIMITJIAaHTALlil0
3aBUTKa. PeKOMEHIOBAaHO CIIOCTEpEXEeHHs MeaiaTpa,
€HIOKPUHOJIOTa, Cypaojora, ICUXOHEBPOJIora ABivui Ha

CopokmaH T.B., NNonearok A.-M.B.
BYKOBUHCKIV FOCYAQPRCTBEHHBIV MEAMLIMHCKUA YHUBEDCUTET,
r. YepHosBLbl, YKpauHA

AHAAU3 KAMHAYECKOTO CAYYAS
CUHAPOMA MEHAPEAA

Pesiome. B craThe npeicraBieHbl 0030p JIUTEPATYPhI U ONU-
caHMe KIIMHUYECKOTOo ciydast cuHapoma [lennpena y Mmaibam-
Ka B Bo3pacre 2,2 roja.

Koouessie ciioBa: netu, cuHapom [lenapena, nmarHoctuka.

pik. Meauko-reHeTUYHe KOHCYJIbTYBaHHS MallieHTa 3
cuHapomoM Ilenapena ta oro HaMOAMKIUX POANUYIB,
1110 MOX€ BUSIBUTH XBOPUX i3 cuHIpoMoM IleHapena ce-
pen cubciB. OCKiIbKY MOBTOPHUM PU3UK 3aXBOPIOBAH-
HS B CiM'T 3 ypaxkeHUM NTPoOaHIoOM € BUCOKKUM (25 %),
PEKOMEHIIYEThCSI TIpoBeneHHs mpeHaTanbHol JIHK-
JIIaTHOCTUKM 1UIsixoM Oiorcii xopioHa Ha 10—12-my
THKHI BariTHOCTi. BaxnuBuM € 3amobiraHHsST BUHUK-
HEHHIO YCKJIAJHEHb Y XBOpUX i3 cuHapoMoM IleHnpe-
Ja. 3 METOI0 3MEHIIEHHSI MPOrpecylouoi BTpaTh CIyXy
HEOOXimHO:

— YHUKATH y4acTi B KOHTAKTHUX BUIaX CIIOPTY;

— 3axMILAaTy TOJIOBY Bill Pi3HMX IOLIKOIXEHb MiJ
yac BUJIB MisUTbHOCTI, MPU SIKUX iCHye Hebe3IeKka Mmo-
IIKOAUTHU TOJIOBY;

— YHUKATU CUTYyallili, TPU SIKUX MOXJIUBO OTPUMATHU
OGapoTpaBMy (pi3Ka 3MiHa TUCKY), aKyCTUUHY TPaBMY.

BucHoBoK

XapakTeprucTnka cuHIpoMy IleHapema BKITIOUYaE:
1) aBTOCOMHO-pelieCMBHE YCIaJKyBaHHS; 2) 300, 110
PO3BUBAETLCS IO ITyOEPTATHOTO BiKY; 3) IO3UTUBHY
nepxJopaTHy MpoOy BUBIIbHEHHS Hoay; 4) CUMEeTpUY-
Hy, 3a3BUYail MOOKY BPOJKEHY HEMPOCEHCOPHY TJly-
XOTYy.

KonduikT inTepeciB. ABTOpU 3asIBJISIIOTh PO BiACYT-
HIiCTh KOH(ITIKTY iHTEepECIB.
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ANALYSIS OF CLINICAL CASE OF PENDRED SYNDROME

Summary. The article presents the literature review and clini-
cal case of Pendred syndrome in a boy of 2.2 years old.
Key words: children, Pendred syndrome, diagnosis.
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