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ACCOIIMALIMSI AHOMAJIUM PASBUTHA BHEIINHEI'O YXA C HAPYHIEHUSIMH
OYHKIIMOHUPOBAHUSA BBIAEJIUTEJIBHOU CUCTEMbI

Cecoposa U.C.!, Kapacesa E.B.!
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B 00630pe npoaHaJIM3MPOBaHA CBA3b MEXKAY AHOMATHAMH PA3BUTHSI HAPY’KHOTO yXa M OPraHaAMHU BbIIeTUTeIbHOM
cucrembl. B crathe GbL10 paccmoTpeHo Bausinue reHa SALLL (panee — HSALL), oTrBeuyaomero 3a pasBurue
HAPY’KHOI'0, CPeJJHero M BHYTPEHHEro yxa B MepHoj ¢ NATOi 10 BOCbMYI0 HeJe/110 IMOPHOHAILHOIO0 Pa3BUTHS,
YPOPEKTAJbHOM NeperopoAKu U MeTaHe(ppuuecKoi Me3eHXHMbl, Ha (POPMHPOBAHNE YIIHOH PAKOBHHBI H MOYKH.
IIpoananu3npoBaHa BO3MOKHAs CBSI3b MeKIY JAHHBIM FeHOM M HapyIlIeHHeM B CTPOeHMH KUCTH M IOJTHOLEHHBIM
(pyHKIMOHMPOBAHHEM MNHINeBAPUTENbHOH cucTeMbl (cuHApoM TayHca-Bpokca). OTMmeueHsl 3a0oJieBaHus,
HMemmue cX0XKyw c¢ cuHapoMoM TayHca-Bpokca cHMNTOMATHKY, OJHAKO HMeEKINHMe OTJMYHYI0 OT Hero
stuosornio. Usyuyenue rena SALL1 npeacrapisier MCKJIIOUMTENBHBII HHTEpec Aasi MeAnunHbl. Hapymenus B
peann3aluu 3TOro reHa NPUBOASAT K 3HAYMTEIbHBIM H3MEHEHHAM B pa0d0oTe HeCKOJIBKHX CHCTEM U NPOSABIAIOTCSH
KaK BHELIHNMH NPU3HAKAMM, TAK H HAPYIIEHUSAMHU PA3BUTHS BHYTPEHHUX OPraHOB. AHOMAJIUM Pa3BUTHUS YUIHOH
pakoBHuHBI, cB3aHHble ¢ SALLL, MoryT 6bITh 3aMKCHPOBaHBI y JIeTell cpa3y mocje POKIeHUS] U SBISATHCS
PAHHUM NOKA3aTeJIeM PUCKA HapyleHUi (PyHKIMOHNPOBAaHUS BbI/1eJIUTEIbHOM CHCTEMbI, YTO BAKHO VIS paHHel
NMOCTAHOBKH AMArHO3a U pa3padoTKH CTPaTerny Je4eHHsl U yBeJIHYeHUs] BO3MOKHOCTH IOJTHOW MJIM YaCTHYHOI
peaduIuTALUM.

Kitrouessie ciioBa: SALL1, curapom TayHca-bpokca, OpaHXHO-0TO-peHATBHBIN CHHAPOM, OPaHXHO-0TO AUCILIA3HSA,
aHOMAJIMH YIITHOHN PaKOBHHBI, aHOMAJIMH BBIJCIUTEILHOM CUCTEMBI, qrabeTHdeckas peTonaTus.
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The purpose of this review is to analyze the link between the developmental disorders of the external ear and
anomalies in the functioning of the excretory system. In this article, we examined the influence of the SALL1
(HSALZ1), gene on the formation of the auricle and kidney, analyzed the possible connection between said gene and
the structural disorders of the hand as well as proper functioning of the digestive system (Townes-Brocks
syndrome). Moreover, we noted the diseases that have symptoms similar to those of the Townes-Brocks syndrome,
but are of different etiology. The research of the SALL1 gene is of exceptional interest for medicine. Disordered
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both externally and internally. Anomalies in the development of the auricle associated with SALL1 can be found
in children immediately after birth and be an early indicator of the risk of disorders in the functioning of the
excretory system.
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N3yuenne mexaHU3MOB (OPMHPOBAHUS COYETAHHBIX JE(PEKTOB pa3BUTHsS 4YEIOBEKAa B
SMOpHOreHe3e UMeeT BaXHOE KIMHUYECKOE 3HaueHHE, T.K. [IOMOTaeT BBIABUTH MPOrHOCTUYECKHE
MIPU3HAKU Pa3BUTHS TEX WIM UHBIX aHOMAaNui. JIoCTHKEHUSI TEHETUKU U MOJIEKYJIspHOU OHOIOruu
MMOATBEPAWII CYIIECTBOBAHUE TECHOW CBSI3W MEXAY aHOMAIMSAMHU PA3BUTHS YIIHOW PAaKOBHHBI U
CTPYKTYPHBIMH HAPYLICHUSAMH ITOYEK. HacTh U3 HUX aCCOLMUPOBAHBI C CHHIpOMOM TayHca-bpokca,

6paHXI/IO-OTO-pCHaJ'IBHBIM CUHAPOMOM, 6paHXI/IO-0T0 Juciasueil. B mocneanue roasl B MomyJaanun



YeJI0BeKa OTMEYAETCSI PE3KOE YBEIHUCHHUE YaCTOThI BCTPEUACMOCTH aHOMAJIMIA YITHOH pakoBUHBI [1].
[To HammM naHHBIM, B X0/ OHNIAHH-TecTupoBanus 10 684 yenoBek M3MEHEHUS B CTPOSHUU YITHOM
PaKOBHHBI, KOTOPbIE MOXHO HJICHTU()UIIUPOBATh KaK MaJlble aHOMAJIMU pa3BUTHs (06e3 HapylIIeHHUs
ciyXoBo#l (hyHKUHHK), OTMeuaroT y ce0s okoio 21% pecnonnentoB (2 215 uenosek). Cpenu HHUX
OTMEYAIOTCS «KOIIaube yX0», yXxo Bunpaepmyta u gpyrue. Mexay TeM oCcTaeTcsi OTKPBITHIM BOIIPOC,
KaKie HMMEHHO BHEIIHWE TOPOKM Pa3BUTHA yXa MpEanojararoT OOJNBIION PHUCK, B TOM YHUCIIE
MMOYEYHBIX AHOMAJIUH.

[{enwro HaMIETO 0030pa CTaN aHaIU3 JaHHBIX 0 posii TeHa SALLL 1 ero BO3MOXKHBIX MyTaIui
Ha pa3BUTHE HAPYKHOTO yXa U BHYTPEHHHMX OPraHOB, a TAaKKe O €ro CBSI3U ¢ cuHApoMm TayHca-
Bpokca, Opaxmo-0TO-peHaIbHBIM CHHAPOM M  HEKOTOPBIMH JPYTMMH  HACJIEJCTBEHHBIMU
MaTOJIOTUSIMHU.

I'en SALL1. B nacrosimiee BpeMsi U3BECTHO, YTO COUETAaHHBIE aHOMAJIMU HAPYKHOTO yXa,
OpPraHOB BBIJICTUTEIHLHON CUCTEMBI U CBOOOAHON BEpXHEH KOHEYHOCTH MOXKET BBI3BATh MyTallus B
reie SALL1. SALL1 (panee — HSAL1L) sBnsiercs yenoBeueckuM romojorom rexa spalt (sal),
HaiinenHnoro y Drosophila [2]. Ou oTBeuaet 3a KogupoBaHHE OJJHOMMEHHOTO O€JKa, OTHOCSIIErOCs
K pernpeccopaM Tak Ha3bIBACMbIX ITUHKOBBIX MajblieB (ZINC-fingers) — coueTanus aMMHOKHCIIOT B
KOMILJIEKCE ¢ HOHaMH IMHKa [2]. ['eH 3a1efiCTBOBaH B POLIECCaX TPAHCKPHITIIUK U alTbTEPHATHBHOTO
CIUIaiCUHTA.

I'ern SALL1 pacrnionosxeH Ha JUIMHHOM TUIeYe XpOMOCOMBI 16, B cy0-03H1€e 1 69112 2 obnacTu
1 (Chr 16912.1). OH oTBevaeT 3a MO3HUE ATAIbl PA3BUTHS HAPYKHOTO, CPETHETO M BHYTPEHHETO
yXxa B IEpUOA C MATOM IO BOCBMYIO HENEN0 ASMOPHOHAIBHOTO pa3BUTUSA, a TakXke 3a
muddepenimanyo cayxoBoro my3sipbka [3]. bonee Toro, gaHHbI reH ClIOCOOCTBYET pa3pacTaHUIO
MeTaHe()PHUECKONW ME3CHXUMBI U (DOPMUPOBAHHIO YPOPEKTAIHHOMN MEPEeropoaKy. BhisBiIeHa TaKke
CBSI3b MEXKIY OenkoM, KoaupyembiM reHoM SALL1, u pa3Butuem cBoOOIHOI BepXHEH KOHEUHOCTH,
B YaCTHOCTH TanblieB kuctu. Hapymenus B peanuzanuu SALL1 npuBoasT K pa3BUTHIO aHOMAJHIA
BHEIITHETO yXa U MOTepe CIIyXa, a CO CTOPOHBI BBACTUTEIHHON CUCTEMBI — K MTOYEYHOH JNCIUIA3HU
WIA areHe3Wu TOYKH/TIOYeK. B HEKOTOpHIX cilydasX HapylleHHe MPHBOJUT K BO3HUKHOBEHHUIO
MOAKOBOOOPA3HOI MOYKH, 00pa30BaHNUI0 MHOKECTBEHHBIX IHCT [3].

3adukcupoBaHbl cllydad OO0pa3oBaHUsA BpPOXKIEHHOTO KJamaHa 3adHEed  ypeTpsl,
BO3HUKHOBEHHUSI  ITy3BIPHO-MOYETOYHHKOBOTO pediokca W IMOYEYHOH  HETOCTaTOYHOCTH.
WuakTrBanms reHa NpuBOIUT K HEJTOPA3BUTHIO METaHE(HPHUUECKOTO TUBEPTHKYIIA H HEBO3MOXKHOCTH
dbopMHupoBaHUsS MOYETOYHHMKA W ToueuHou joxaHku [3]. T'en SALLL umeer 3HaueHuwe u st
MPaBUIBHOTO pPa3BUTHUA OOJBIIOrO Malblla B IMEPUOA MEXAYy CeIbMOM M BOCBMOM Henenen

AMOPHOHAIEHOTO Pa3BUTHs. B penkux ciaydasx myrtanus reHa SALL-1 mpuBoauT K GopMHpPOBAHUIO



TpudamaHroBoro 00bIIOro nanbia. ['ereposurornas myramus rera SALL-1 npuBoauT K pa3BUTHIO
cunapoma TayHca-bpokca.

Cesi3p rena SALL1 ¢ cungpomom Taynca-Bpokca. Cunapom Taynca-bpokca Obin
BriepBble omucaH B 1972 rogy Kak peakoe ayTOCOMHO-JOMHHAHTHOE 3a0osieBaHue. Yacrora
BO3HHUKHOBEHHS JaHHOTO cHHapoMa coctaisieT 1 Ha 250 000 6onbHbIX [4]. B mepuoa 1o 2021 roaa
OBUIO JETaIbHO M3y4eHO OKoJIo 150 ciydaeB BO3HMKHOBeHHs cuHapoma TayHca-bpokca [4-6] ¢
Pa3NUYHBIMU (PEHOTHITNYECKUMU MPOSBICHUSMH, IIPH 3TOM HauboJiee pacpoCTpaHEHHBIMU U3 HUX
ABJIAETCA TpHaza Maidopmaiuii: Manpopmanus yIIHOW PaKOBUHBI M IOYKH, AHOPEKTalbHas
MasipopMmarus, a Takxke Mandopmars kuctu [7]. B 59 cnydasx y 601bHBIX Ha0II01a1aCh TOYCTHAS
HeocTaTouHOCTh [5; 8; 9], nmpu aToM y 8 U3 HUX 3a00JeBaHUE TOCTHUIIIO TEPMUHATIBHOM cTanuu [5;
6; 10].

['maBHBIMH KPUTEPUSMU JUISl TOCTAHOBKHU TUATrHO3a SABIISIOTCS: aHOPEKTaIbHAsE MalihopMarius
(Bo3HHKaeT B 47% cny4aeB, MpOSIBISIETCS B aTPE3UU aHyca, MEepelHEM CMEIICHUH aHyca, CTEHO3€
3aJIHEro Mpoxo/1a), Majadopmalius KUcTd (Bo3HUKaeT B 45% citydaes, MPOsSBIISICTCS B PEaKCHATLHON
MOJUIAKTUINN, HAJMYUU TPUQPATAHTOBOTO OOJBIIOrO Majblla, Pa3ABOSHHOTO OOJIBIIOrO Majblia,
CUHJAKTHINHU), Majx(opMmaliys YIIHOH paKOBUHBI C yXyIlieHHeM ciyxa (Bcrpeuaercs B 71%
ciy4aeB) v MajdopMmarus nodxu [3].

Mandopmarsi yimrHOW pPakOBHHBI TPOSBISETCS B MHUKPOTHH, pexe B aHOTHH. Yacto
HaOmomaercs: cuibHO 3arHyThiid (Overfolded superior helix) 3aBuTOK yIIHOW pPAaKOBHUHBI H
YMEHbIIIEHHBIH MPOTUBO3aBUTOK, HATMYKE MPEAYPUKYIAPHBIX (HUCTyN. Y GONBUIMHCTBA MAallMEHTOB
¢ cungpomoMm TayHca-bpokca umeercs nporpeccupyroniass HEHPOCEHCOpHas TYTOyXxocTb, B
HEKOTOPBIX CIy4yasX MPUBOAIIAs K MOJHON moTepe ciyxa. OTMeuanach TUIOIUIa3Husl MOJIOTOUYKA U
AHOMAJIMY B Pa3BUTUHU OBAJILHOTO OKHa [3].

Mandopmariust oYKy BhIpa)kaeTcsi B yHUIATepaIbHOU MM OUlaTepaibHON TUIOTUIA3UH UIIH
JUCIIIa3UH TIOYKH, BO3HUKHOBEHUH TOJKOBOOOPA3HOW MOYKH, MHOXECTBEHHBIX IIHCT, MY3BIPHO-
MOYETOYHUKOBOTO peduItoKca M MOYEYHOW HEAOCTATOYHOCTH. Pexe HaOmrogaeTcsi KOCOJIAnoCTh,
NepeKpenMBaroascs aegopmalus najablieB CTOMbI, IUNIOCKOCTONUE U cuHAakTuiaus. Emé Oonee
PEIKUMH SBJISIFOTCS CITyYad HApYyIICHUS 3pUTEIbHOM QYHKIIMH U BPOXKAEHHBIE TOPOKH cepara [3].

Yare Bcero nmpu cunapome TayHca-bpokca coxpaHsieTcss HOpMallbHOE YMCTBEHHOE pa3BUTHE,
OJTHAKO OBUIM 3a(pUKCUPOBAHBI CIIy4aW TOCIECPOIOBOM 3aJEPKKH PAa3BUTHSA U JIETKOW YMCTBEHHOM
orcranoctu [4].

Cungpom Taynca-bpokca Bb3BaH gedektom B rTeHe SALLI1, koTtopslii koaupyet
OTHOUMEHHBIN Oenok. He cymiecTByeT 0AHO3HAUYHOTO OOBSCHEHHS TOMY, KaK MMEHHO MYTaIlus
JTAHHOT'O T€Ha MPUBOAUT K BOZHUKHOBEHHUIO CUMIITOMOB 3a00sieBaHus. OHAKO IPEaNoaraercs, 4To

MyTaluAa BBI3SBIBACT CHHTE3 YKOqueHHOﬁ HOHHHGHTI/IHHOﬁ ey, 410 NpUBOJAUT K WU3MCHCHUIO B



crpoennn Oeinka SALL1 u Hapymenusm B QyHKinoHupoBanuu kietok [11]. HempaBwuibHO
(GYHKIMOHUPYIOUIHA OENOK MPeNnoI0XKHUTEIbHO BCTPAUBACTCS Cpeld HOPMAaJbHBIX KOMHMHA Oeka
SALLI. Takoe BMemaTenabCTBO HApyLIaeT PETYISTOPHYIO AEATEIbHOCTh HEM3MEHEHHBIX KOIHM.
OtmeueHo, 4uto aHoMaibHBIM SALLI MoXeT B3aMMOJEHCTBOBaTH W C JAPYIUMHU O€IKaMH,
aHAJIOTUYHO Hapyllas UX aKTUBHOCTh. B 4acTHOCTH, McciieIoBaHUS MOKa3bIBAIOT, YTO aHOMAJIbHO
kopotkuii Oenmok SALL1 Biusier Ha Oenku, KOHTpoJiupytomue (opMmupoBaHHe pecHuYek [12],
HEOOXOJMMBIX KJIETKaM pa3iM4yHbIX TKaHed. B pesynprare HaOmogaeTcss HapylleHUE B Pa3BUTUU
Cpa3y HECKOJBbKHUX BHJIOB TKaHEW, YTO U MPUBOAMUT K (PEHOTHUIHUYECKOMY MPOSBICHUIO CHHIpOMA
Taynca-bpokca.

[Tokazano, 4ro Gojee peaKue MYyTalMU IMOJIHOCTHIO OCTaHABIMBAIOT mpoaykiuio SALLIL-
oenka. Ilockonbky Oesok siBisiercst perpeccopoM [13; 14], oH cnocoOGeH B3aMMOJCHCTBOBATH C
IPYTUMU TPOTEMHAMH, W3MEHSSl CUJy CHUpPAU3allid XpOMAaTHHA. ODTOT MPOLECC Ha3bIBAETCS
XPOMATHHOBBIM PEMOJICTUPOBAHUEM U SIBISIETCS BaKHBIM STAllOM PETYISALHUU YKCIPECCUU TEHOB —
IKCIIPECCHsI CHIDKEHA TIPU BBICOKOM ypoBHe crupanusanuu. Cokpamienue kommuectBa SALLL
NPUBOANT K M3MEHEHHSIM B YPOBHE AIKCIPECCHHM W BIMSET Ha aHOMAJIbHOE PA3BUTHE IAJIBIICB,
BHEIITHETO yXa, aHAJIbHOT'O OTBEpPCTUs | moyek [11].

AHOMAJINK B Pa3BUTHHU MOYKHU U YIIHOH PaKOBHMHBI, He CBsA3aHHbIe ¢ reHoM SALL-1.
Hecmotpst Ha TO uto TeH SALL-1 sBnsieTcs KIIOYEBBIM JUIsl IPABHIBHOTO (HOPMUPOBAHHS YITHON
PaKOBHHBI, OOJIBIIOTO TAaJbIla, BBIACTUTEILHON CHUCTEMBI W TPOYUX OPTaHOB, JJIS TNPABHILHOU
MIOCTAHOBKM JMarHo3a Ha IMOCIEPOJOBOM JTale Ba)XHO YYHUTHIBATH M JIpyrue 3a00JieBaHUf,
BBI3BIBAIOLIHE TOX0XKHE HAa CUHApOM TayHca-bpokca anomanuu.

K TakuMm 3a0oneBaHMSIM OTHOCUTCS OpaHXHO-OTO-peHalbHBbI cuHIApoM. Kak u cuHapom
Taynca-bpokca, OH SIBIII€TCSI ayTOCOMHO-JOMHUHAHTHBIM 3a0ojeBanuem [15; 16]. JIns Hero Taxxke
XapaKTepHbl HAPYIICHUS B CTPOCHUU YIIHOW PAaKOBHHBI, IPOSBISIOIIMECS, B MEPBYIO OYepellb, B
HUIMYUM TIpeaypuKyJIspHBIX OTBEpCTUHl (PHCTya) M Hporpeccupyromeid HeHpoceHCOpHOU
Tyroyxoctd. Co CTOpPOHBI BBIIEIUTEIHFHOW CHCTEMBl HAONIONAeTCs peHaJdbHAs THIEPILIa3us,
HaJu4he IMCT, areHe3Ws OJHOM WM o00eux moyek. OTIUYUTENBHOW 4YepTod OpaHXHO-0TO-
PEHAJIBHOIO CHHApOMa SBISETCS dYacTas AyIUIMKAlUs ModeToyHuka. [Ipm 3ToM cuHApPOM He
3aTparuBaeT pa3BUTHE aHAIBHOTO OTBEPCTHS WJIM KUCTH, a HAPYUIEHUs B CTPOEHHH yXa B MEPBYIO
oYepe/b CBA3aHbl CO CTEHO30M HApPY)KHOTO CIyXOBOTO MPOXO0/Ia U HEJOPa3BUTOH yauTkoi [15].

3abosieBaHre BbI3BAHO MyTanmeil (daie Bcero jaenerei) rpymmbsl renoB [15] — EYAL
[8913.3], SIX1 [14923.1], SIX5 [19913.32].

Bapuanmeit 3Toro cuHIpoMa SIBISIOTCS: OpaHXHO-OTO-ypeTepaibHbli cuHiapom [17] u

Opanxuo-oto-guciiasus [18], mpum KoTopoii 0ojee BBIPAKCHBI AHOMAJIWW BHEIIHErO yxa



("qameBuIHAs yITHAs paKOBHHA) M, HAOOOPOT, MEHEE BBIPAXKCHBI HAPYIICHHUS (HYHKIIMOHUPOBAHUS
BBIIEJIUTEIILHON CUCTEMBI.

B 06oux ciydasix y HOBOPOKIEHHBIX C BBICOKOW YacCTOTOW BCTpeYaeTcs paciieianHa HEOa,
MaJIeHbKOE U y3Koe HEOO, pa3ABOCHHUE SI3bIUKA, SIPKO BBIPAXKEHHBIN HEMPaBWIbHBIHN IPUKYC, IITMHHOE
Y ACUMMETPUYHOE JIUIO0, TapaIny JIMLEBBIX MBIIII. DTH CUMIITOMBI T03BOJISIFOT UCKIIIOYUTH CHHIIPOM
Taynca-bpokca mpu auarHocTuke 3a0O0JIeBaHMs, YTO BaXHO JUIS JAJbHEHIIEro OKa3aHus
MEIHUIMHCKON TTOMOIIIH.

KianHuyeckue mccie10BaHusl, CBA3bIBAIOLIHE AHOMAJIMU PAa3BUTHS NMOYKU M YIUIHOM
pakoBUHBI. [IpakTHyecKkuM H3ydEHHEM CBS3M DPA3BUTUS MEXKIY HAJIUYHEM NpeaypUKYISPHBIX
GbucTyn u HapylIeHHEeM B pa3BUTHH ouku 3anuManuchk X.Y. Huang ¢ coasropamu (2007) [19]. Umu
OBUIN MCCIIEJOBAHBI TAIIUEHTHI MY>KCKOTO M0J1a, COCTOSIHUE KOTOPBIX OLIEHUBAJIOCH IEPE]] IPU3BIBOM
B apMui0. MyX4YMHBI C BBISBICHHBIMU (UCTYJIaMH VYIIHON paKOBUHBI ObUIM HANpaBlIEHBl Ha
n000ceI0BaHHbIE METOJAaMH YUCTOTOHAIBHON ayAMOMETPUU U YIbTPA3BYKOBOTO HCCIEAOBAHUS
mouek. M3 10734 obGcnenyembix (16-26 nernero Bospacta) 121 wmyxumna (1,36%) umen
npeaypukyisipabie GucTynbl. M3 HuX 29 yenoBek jKaloBaIKUCh HA HAJTMYNE CHHYCOBBIX BBIJCIICHHIH,
a'y CeMH U3 HUX CUMIITOMBI IIPOSBIISUINCH TONIBKO nocie 16 ser. Tonpko 1,7% u 2,6% obcnenyeMbix
YMMEeNH HapyUIeHHsI CyXa U HEe3HAYUTENbHYIO Jedopmannio movyek, coorBeTcTBeHHo. [Ipu 3Tom, B
cllydae IOCIEJHUX, AHOMAIMS IMpeJCTaBisula COOOM YaCTUYHYIO WM TOJHYI AYIUIMKAILUIo
YalleYHO-JIOXaHOYHOM CHUCTEMBbl. OJTH HapyLIEHHs] CUMITOMATUYECKH HE MPOSIBISUINCH. TakuMm
obpazom, X.Y. Huang (2007) ormeuaet kpaiite peaKyro BCTPEUYaeMOCTh AaHOMAJIHiA YIITHON PAaKOBHHBI
U TIOYKM OJHOBPEMEHHO M AaKIEHTHPYET BHUMAaHHME HA CIOKHOCTH JMArHOCTHKM B Cllydae
HE3HAYUTENIbHBIX CTPYKTYPHBIX U3MEHEHUH, HE POSBISIONINXCS BHEIIHUMU CUMIITOMaMH.

Emte B 1983 rony F.C. Fraser u coaBTOpBI MPOBEIIH MCCIIEAOBAHUS, TOKA3BIBAIONINE TECHYIO
CBSI3b MEXY OMHMCAHHBIMH HapylieHUsMH [17]. ABTOpPBI MPOBOIUIN 00CIIEIOBAHHS IBYX CEMEH, B
KOTOPBIX HaOsofanach TsDKENAas CEHCOHEBpalibHAas TYTOyXOCTh, HpeaypHUKyJspHas ¢(uctyna, a
TaKXe TYIUIMKALUS MOYETOUYHUKOB MM yIBOCHHE MOYEYHOM JIOXaHKU. Y JaJbHUX POACTBEHHUKOB
o0crenyeMbIX TaKke HaOJII0JaJIuCh TEPEUrCICHHbIE aHOMAJIMHU, BCTPEYAaEMOCTh KOTOPBIX MTO3BOJIUIIA
OIIpeJIeNIUTh AyTOCOMHOE JJOMUHAHTHOE HACJIEJIOBaHUE C MAJIOHM MIEHETPAHTHOCTHIO U KoJsleOroencs
JKCIIPECCUEH.

[IpoGann B mepBoii ceMbe — YETHIPEXJIETHSS IEBOUKa — POAMIIACh B CPOK, Becuia 4 kr. [Ipu
3ToM OEpeMEeHHOCTh y MaTepu MpoTekana 0e3 HapyuieHuid. B mepBble AHM mocie pPOXACHUS Y
JeBOYKH OblIa OOHapyXeHa AYIUIMKalus Oo0OMX MOYETOYHHMKOB, a B TpPH roja Obla yaajeHa
He(YHKIMOHUPYIOIIAs MpaBas 1Mouka. B Bo3zpacre rojga y 1eBoYKM ObIJIO OOHAPYXKEHO YXYALICHHE
CllyXa, IPOrPeCcCUpYIOIIee B TKEITYI0 CEHCOHEBPAIBbHYIO TYrOyXOCTh, YTO ObUIO MOATBEPKIACHO

ayIuorpaMMoi, 3auKCHpoBaBIIeld OTCyTCTBHE peakiuu Ha vactoty 1000 I'm. Ilpu stom y Hee



HMMeJIach TaKXKe MpeaypuKysipHas PUCTyJia Ha MpaBOM yITHOM pakoBHUHE. Y €€ MaTepu Ha0JI101a710Ch
yIBOCHHE JIEBOTO MOYETOYHHMKA M YXYJIIEHHE CIyXa TOJIBKO C NpaBoil cTopoHbl. OTen umen
CEHCOHEBPAIIbHYIO TYTOYXOCTh CpPEeHEH TsDKeCTH. Y crapiuiero Oparta HaOmronanachk KOHIYKTUBHAs
TYroyxocTb, MJIQAIINI OpaT He UMel aHOMaJIUH.

Bo BTOpoii cembe mpoOaHIOM TaKXKe SABIIACH J€BOYKA, POJIMBIIAACA B CPOK B XOJ€
HOpMaJbHOU OepeMeHnHocTH M BecuBias 3,09 xr. B Bo3pacre 1 roma y Hee HabMIOIAIOCH PE3KOE
YXYIIIEHUE CIIyXa M TOJHOE OTCYTCTBHE PEAKIMH HAa TPOMKHE 3BYKH. OOe yIIHbIE PaKOBHUHBI
JI€BOYKM HMEIIM KOHYCOBHJHYIO (opMy, HaAOIIOAANOCh HajIuuue OWIaTepalibHO YIBOEHHOM
MIOYEYHON JIOXaHKU. Poaureny NeBOYKH ABISUIMCH TPOIOPOIHBIMU OpaToOM M CECTPOM, MaTh UMelna
YBEIUYEHHYIO MPaBYIO MOYKY, YTO aBTOPHI CBSA3BIBAIOT C MEPEHECEHHBIM KEHITUHON MEPUTOHUTOM
u anmneHgpkToMueil. OTeln MMen MOJMHYK AYIUIMKAIUI MOYETOYHMKOB M HE3HAUYUTEIIbHOE
yXyJIIeHue cityxa rnocie 33 jgeT. AHaJIOTHYHbIE CUMIITOMBI HMEJT €T0 OTEll, a TAK)KE CeCTpa U €€ ChIH.

HccnenoBaTeny MoJIaratoT, YTO BbISBICHHBIE AHOMAJIMM HMEIOT TECHYIO CBs3b U
MPEJCTABISAIOT COOO0W HE aTUITMYHOE TeUCHHE OPaHXMO-0TO-PEHATBHOTO CHHAPOMA, a OTIUYHOE OT
Hero 3a0oneBanue. Hanuuue yiBOEHHON MMOYEYHON JIOXaHKU IpPU HApyIIEHUU B CTPOEHUU YIIHON
PaKOBMHBI ITPUBEIM aBTOPOB K BBIBOJY O TOM, YTO B KadecTBE MOJABHJIA OPaHXHO-OTO-PEHAIBHOTO
CHHJIpOMa HeOOXOAMMO BBIIEIHUTH €IlE U OPaHXHO0-0TO-ypeTepaIbHbII CUHIPOM.

M.A. Weerd ¢ coaBropamu (2008) ynanocs 00HapyKUTh CEMbIO, B KOTOpOii cuuapoM TayHca-
Bbpoxkca Ob1 nepenan ot otua K chiny [20]. [Ipobana umen 3a0cTpéHHYIO GOPMY YIIHOW PAKOBHHBI
(nedopmanus ymHoi paxoBuHbl umeHu lllTans) m JBa mpeaypuKyJIsSpHBIX OTBEPCTUS C JIEBOM
cTopoHbl. Takxe HaOIr0AaMMCh: TPEX(PamaHroBbIil 60IBIION MaJiell, mepeiHee CMEleHIe aHATbHOTO
OTBEpCTHsI W THUIOIUIA3us TIoueK. Y oTna mnpobdanma Oblla OTMEYEHa MPOrpecCHpyIoas
CEHCOHEBpAJIbHAS TYTOYXOCTh, aHOMAIIUH B CTPOSHUH KUCTH, TPEX (haTaHTOBBIN NaJel] ¥ THITOTUIA3HS
00enx MoYex.

Raymond Y. Wang ¢ coasropamu (2001) npoBesu Mcciea0BaHus, B X0/1€ KOTOPBIX IETATBHO
M3YYWIH, KakKhue UMEHHO MaJ(OopMaluu HAapyKHOTO yxa TMPEAINoNIaraloT 0ojiee BBICOKHN PHCK
aHOMAaJIMH BBIICIHUTENLHON cucteMbl [21]. B xoze uccienoBaHuii WMu ObUTH OOHApyKeHbI 42
MalMeHTa ¢ HapyIEeHUsIMU CTPOEHHs BHEIIHETO yxa. B Xoje yibTpa3BykoBOro uccienoBanus y 12
U3 HUX OBUTM BBISBJIEHBl aHOMAJIUHU BBIIECIMTEIBHON CHUCTEMBbI M JHArHOCTUPOBAHBI HE TOJBKO
BBIIIEYTIOMSHYTBIE 3a00s1eBanus (cuHapoM TayHca-bpokca, OpaHXH0-0TO-peHaNbHbBIN CUHIPOM), HO
u cu"apoMm Harepa (mposiBisiomuiics BHENIHE B HApYHIEHUHM pPa3BUTHUS YETHOCTHO-TUIEBOU
cuctembl) [22], a Tarkke auabermueckas ¢eronmarus. B cimydae mocnemHed (yHKIHOHAIBHO-
CTPYKTYpHBIE HapyleHUs OOHApY>KUBAIUCH Y JIeTeH, UbH MaTepU CTpajail KaK UCTHHHBIM, TaK U
reCTallMOHHBIM caxapHbiM jauadetom [23-25]. B pesynbTare McclieloBaHUN aBTOPBI BBISBUIIN, YTO

)Ie(l)eKTI)I Pa3sBUTUA BBI)I@J'IPITGJ'IBHOﬁ CHUCTEMBI BO BCEX paCCMAaTPUBACMBIX CIIYUasX COIMMPOBOXIAOTCA



TaKMMH aHOMAJIUSIMU HApPYXXKHOTO yXa, KaK IpeaypuKyysipHble (UCTYNbl U YamieoOpa3Has yIIHas
paxoBuHa (CUp ears). Accoruaius peHaJbHBIX HAPYIICHUH ¢ 100ABOYHBIMHU YITHBIMU PAKOBUHAMHU
He Ha0J01a1ach.

Raymond Y. Wang ¢ coaBropamu (2001) orMeuaroT, 4TO MpH HAIWYUH BBIIIEYIIOMSIHYTHIX
Masndopmanuii 1eheKkTsl pa3BUTHS IPYTUX CUCTEM OPraHOB BCTPEUaIOTCs ¢ yacToTou oT 5% 10 40%
[21]. DTO sBAsIETCA TOBOAOM it OOCIICAOBAHUS HA HAJIMYUE YCITIOCTHO-THUIICBONH aCMMMETPHH,
KOJIOOOMBI pajy’KKH, COCYAUCTONH OOOJIOUKH, BEK, aTPE3UH XOaH, TMIIOIJIa3UU HIDKHEH YeoCTH,
OpaHXHMABbHBIX LUCT WIM CHHYCOB, CEpACUHBIX IIyMOB, aHOMAJIW{ KOHEYHOCTEH W aHOMAaJIHii
aHasibHOTO OTBepcTus. [Ipu HanMUUKM Ja’ke OAHOTO U3 HUX CYIIECTBYET BHICOKHMM PUCK HapyIIEHUIN
B Pa3BUTUM BBIICIUTEIBHON cHUCTeMbl. B WHBIX cCilydasix aBTOpPhl HE PEKOMEHJYIOT paHHEe
IIPOBEJICHUE YIIbTPA3BYKOBOI'O UCCIIEA0BAHUS [TOYEK.

TakuMm 00pazoM, MpoBeIEHHBIE KIMHUYECKUE UCCIeIOBAHUS, HAMPABICHHBIE HA W3YYCHHE
MATH Pa3UYHBIX 3a00J€BaHUI, BBIABISIIOT OOILIME CHUMIOTOMBI, CBS3BIBAIOIIME MEXAY COOOMH
QHOMAJIMH B PA3BUTUU MOYKH U YIIIHOW PAKOBUHBI, CPEIU KOTOPHIX CTAOUIILHO BBIJICTSETCS HATUIHE
MpeaypuKyIspHBIX (QUCTYIL.

3akarouenue. ['en SALL1 yyacTByeT B peryisliuy pa3BUTHs KaK HAPYKHOTO yXa, Tak U psaa
Opyrux opraHoB. JlokazaHo, 4YTO aHOMalIMHM YIIHOW paKOBUHBI HMMEIOT TECHYIO CBS3b C
BO3HMKHOBEHHEM CTPYKTYPHBIX HApYIICHUH MOYEK M aCCOIMUPOBAHBI C TAKMMH 3a00JIEBaHUSIMH,
kak cunapoMm TayHca-bpokca, OpaHXHO-OTO-pEHAJIbHBI CUHAPOM, OpaHXHO-OTO JUCILUIA3HSL.
VIMeHHO MOATOMY MallMeHThI ¢ BU3YaJbHO Pa3IMUMMBIMH HAPYLICHUSIMH CTPOCHMS BHEIIHETO yxa
JOJKHBI OBITh TIIATEIFHO OOCIENOBaHbl HAa MPEIAMET COMYTCTBYIOIIMX AaHOMAIHMA: JHMIIEBON
ACUMMETPHUH, 3PUTEIbHBIX HAPYIICHWH, aHOMaJuii B CTPOCHUU CBOOOJHOM KOHEUYHOCTH,
HENPAaBWJIBHOTO PACIIOJIOKEHUSI aHAJBHOTO OTBEPCTUS M JApyrux. B ciyyae Hanuuus OAHOTO U3
JAHHBIX CUMITOMOB HEOOXOIUMO TPOBEACHHUE YJIHTPA3BYKOBOTO HCCIEIOBAHUS JUIS BBISBICHUS
BO3MOXXHBIX pEHANTbHBIX aHoManuii. OgHako He Bce MAe(PEeKThl pa3BUTHUS MOTYT CIYKUTh
MIPOTHOCTUYECKUM Tpu3HaKoM. [ToaToMy HEOOXOIMMBI JaTbHEHIITNE UCCIICIOBAHMS IO BBISIBIICHUIO
3HAYUMBIX B JIMarHOCTUYECKOM IIJIaHE AHOMAJMM, B TOM 4YMCII€ HapYyXHOTO yXa, YTO IMO3BOJIUT
JOCTUYh TPAaBUIBLHOM TOCTAaHOBKH JAMarHo3a Ha Oojiee paHHUX »JTamax pa3BUTHUA peOeHKa,

OIPCACIIUTD IJIaH JICUHCHUS U YBCIIMYUTH BO3MOXKHOCTDb MOJIHOM MJIM YaCTUIHOH pea6I/IHI/ITaHI/II/I.
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