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Cunnpom Bapakara (MIM#146255) — penkoe ayToCOMHO-IOMHHAHTHOE 3200JIeBaHNe, BbI3BaHHOe MyTanueii reHa GATA3 u npo-
sapasomeecs runonaparupeo3om (H), HeiipocencopHoii riayxoroii (D) u noyeunoii HenocraroyHoctbio (R). HDR-cunnpom xapaxk-
Tepu3yercsi BbICOKOH KIMHUYECKOH BapuadeibHOCTbI0. TOUYHAsI pacmpoCcTPaHEeHHOCTh 3TOro 3a00JeBaHUs HEM3BECTHA, B JIUTe-
patype omucano 180 cayuaes. IIpencrabiiensl 2 KIMHMYECKHX CJIyYasi. Y 00OMX MAIMEHTOB BbISBJIEHA IeTEPO3MIOTHAS MYTALMS
de novo B rene GATA3. Hamm Ha0moneHnsi 1eMOHCTPUPYIOT BAPUAGEIbHOCTh KIMHMYECKNX ()eHOTHIOB M HEOJIArONpPUATHBIN NpPo-
rHO3 3200J1eBaHus1 y NanueHToB ¢ cuHapomoMm bapakara. Cunzapom ciieyer npeanoarathb B CIy4asx paHHei BbIPAXKeHHOI ITyX0Tbl
U MPU3HAKOB 3200/1eBAHUS MOYEK [UIsi CBOEBPEMEHHOIi IMATHOCTHKY M HA3HAYEHHUS COOTBETCTBYIOIEN Tepanuu, BKI0Yas npodu-
JIAKTUKY MPOrpecCHPOBaHUsI XPOHUYECKO 00J1e3HH MOYeK.
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Barakat Syndrome (MIM#146255) is a rare autosomal dominant disease caused by GATA3 gene mutation and manifested by hypo-
parathyroidism (H), sensorineural deafness (D), and renal disease (R). HDR syndrome characterized by high clinical variability and
prognosis. The exact prevalence of this disease is unknown, 180 cases are reported in the literature. Two clinical cases are presented.
De novo heterozygous mutation in the GATA3 gene was detected in both patients. Our observations demonstrate variability of clinical phe-
notypes and poor prognosis in patients with Barakat Syndrome. The syndrome should be suspected in cases of early high-grade deafness
and kidney disease presentation for the purpose of early diagnosis and appropriate therapy including the prevention of CKD progression.
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3a00JieBaHUE s BbBI3BBAHHOC TarmIoOHEJOCTAaTOYHOCTBIO

CI/IHJIpOM Bapakara (MIM#146255) BniepBble OTU-
reHa GATA-cBsa3biBatoiiero 6enka 3 (GATA3) [2, 3]. I'en

can A.Y. Barakat u coasr. [1] B 1977 1. y cub-

COB C THUITONApaTUPeO30M, HEHPOCEHCOPHOW TIyXOTOM
" u3MeHeHMsIMM B moukax. CuHapoM bapakata, Takxke
u3BecTHbIli Kak cuHapoM HDR (hypoparathyroidism,
sensorineural deafness and various renal tissue abnor-
malities), ayTOCOMHO-JIOMUHAHTHOE TeHETUYeCcKoe
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GATA3 >KcripeccupyeTcsl B pa3BUBAIOIINXCS OKOJIOIIM -
TOBUIHBIX XeJle3aX, BHYTPEHHEM yXe U TMoYKaxX, a TaKKe
B TUMYycCe M IIeHTpajbHOU HepBHOU cucteMe [3]. I'en
GATA3 wrpaet KJIOYEBYIO POJib B pa3BUTUU T-KJIETOK;
daxktuuecku GATAI, GATA2 u GATA3 — daxrTophl,
HeoOXoauMMbIe ISl TeMoroa3a. TpaHC-IelCTBYIOIIUIA
dakrop TpaHckpunuuu GATA3 mipencrasasier coOoi
6eJToK, crielMUUHbBIN T T-KJIeTOK, TTpUHAaIIeXKaIINii
K ceMmeicTBY (akTopoB TpaHcKpumiuu tuna GATA,
konupyeMbix TeHOM GATA3, pacrnoyiokeHHbIM Ha Xpo-
mocoMe 10 uemoBeka. JIIMHA TOIUNENTUAHON IIEeNU
Oenka cocraBiisieT 443 aMMHOKHUCIIOTHI, 2 MOJIEKYJIsSIpHasI
macca — 47 916 (puc. 1) [4].

l'eHeTHyecKre MyTallMU, KOTOPbIE MOTYT BBI3bIBATh
HDR-cuHmpom, BKIIOYAIOT MUCCEHC- WM HOHCEHC-
MaTOreHHbIE BapyUaHThI, HEOOIbIIIME BCTABKU WM Jeje-
1IN, KOTOPBIE BBI3BIBAIOT CTPYKTYPHbBIE BapUalliK B TeHE
GATA3 [5]. K HacTosilieMy BpeMEHM TOYHBIX NaHHBIX
0 pacrnpoCTpaHEHHOCTH 3a00JIeBaHUS B TTOMYJISIIIUN HET,
TaK Kak uaeHTuduipyemoie BapuaHTel GATA3 unme-
J0TCS He y BCeX MAlMeHTOB ¢ KIMHUYECKUMU TIpU3Ha-
KaMU, CXOOHBIMU ¢ cuHApoMoM bapakara [6].
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Knuanyeckuii ciyvaii 1. Manbunk 2008 r.p., oT nep-
BOIi OepeMEHHOCTH, TPEXKIEBPEMEHHBIX CaMOCTOSTEb-
HBIX POJOB Ha 35—36-i1 Henene recrauuu. [lpu poxnae-
HUU BECOPOCTOBBIE TTOKA3aTeJIM HUXKE CPEIHETO: POCT
46 cM, macca 2400 r. CemeiiHbI aHAMHE3 HE OTSTOILIEH
(cyyaeB YMCTBEHHOM OTCTAJOCTH, TUTOKAJIbIIUEMUH,
MOYEYHOM HETOCTATOYHOCTH U TJTYXOThI B CEMbE HE BBISIB-
JIEHO), Opak He OauM3KoponcTBeHHBI. Ha 16-if Hemene
recTalyu Py yIbTPa3BYKOBOM UCCIIEI0BAHUM TTOI03PE-
BaJjlaCch areHe3usi OAHOIM M3 mouek. PaHHee dusznueckoe
pa3BuTHEe pebeHKa TPOXOAMJIO C OTCTaBaHUEM, OTMe-
yajach 3aJepXkKa pedeBoro pasButus. Habmomaercs
C POXIEHUSI OTOJAPUHTOJOTOM-CYpPAOJIOTOM TIO TTOBOIY
HeMpoceHCOpHOI Tyroyxoctu IV cT., TIpoBeneHa KOX-
JleapHasl WMITIAHTAUMS; OMTaJIbMOJIOTOM IO TOBOIY
TUTIEpMETPONMK U acTurMaruisma. HaOGmopmancs nenu-
aTpPOM B CBSI3M C TMAarHOCTUPOBAHHOW B TepUOIe HOBO-
POXIECHHOCTH KWCTO3HOM MUCITIa3neil o0enx IToYeK,
MMOCTOSTHHOM TUTTOKATbIIMEMUEH ¢ 3 MeC XXU3HMU.

BriepBele o0OciienoBaH B OTHOEJIeHMM Hedposo-
run HUKW menmaTtpum v neTCKOl XUpPypruv B BO3-
pacte 13 JeT B CBS3U C MOBBINIEHWEM YPOBHSI KpeaTu-
HUHA B KPOBU, BBISIBJICHHBIM MPU TUIAHOBOM OCMOTpE
y meauatpa. [lo maHHBIM KIMHUYECKOTO OOCIeno-
BaHUS (hU3MYECKOe pa3BUTHE pebeHKa OYeHb BHICO-
koe (poct >97%, macca tema 90—97%), oTMmedaroTcs
TUTIEPMETPOIUST  claboil  CTeMmeHW, AaCTUTMATHU3M
TUTIEPMETPONTMUECKUI MPSIMOTO  THIA, 3KBHUHYCHO-
BapyCHbIE YCTaHOBKM CTOM, CcrubarejbHbIe YyCTa-
HOBKU TOJIeHell, pa3rubaTelibHbIe YCTAHOBKHU Oenep,
crubaTesibHbIe YCTAaHOBKM TalbleB KUCTE, BTOPUY-
Hble HapyuieHusi noxoaku. JlaboparopHoe wuccie-
JIoBaHWE BBIABUIO TumokagbuuemMuio (Ca obmwmit —
2,07 mMonb/n mnpu Hopme oT 2,25 MMonb/n;
Ca woHusupoBaHHbIE — 0,96 MMosb/1 TIpu HOpME
1,16 MMonbp/a wm Belle), THUNEepdochaTeMuIo
(2,45 MMonb/n ipu HOpMe 10 2,26 MMoJb/i), Mar-
HUIl Ha HWXHEH T'paHUllE HOPMBI 0,67 mMMmonb/1
(Hopma 0,66—1,07 ™mMonb/n), HHU3KHA ypOBEHB
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0Puc. 2. Ayauorpamma (a) ¥ yJabTpa3ByKoBasi KAPTHHA NMpaBoii mouku (0) 6ombhoro E., 13 jxer.
Fig. 2. Audiogram (a) and ultrasound picture of the right kidney (6) of patient E., 13 years old.

POCCUCKWIA BECTHUK MEPUHATOJIONN U MNEANATPUM, 2023; 68:(2)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2023; 68:(2)

Puc. 1. TpexmepHas ctpykrypa reHa GATA3-ZnFI denose-
Ka Ha ocHoBe mMozeau MbimnHOro GATA1 ZnF1 (Katherine U.
Gaynor, 2009) [4].
Fig. 1. Three-dimensional structure of the human GATE 3-Zf1
gene based on the mouse GATE 1 Nfl model (Catherine W.
Gaynor, 2009) [4].

mapatropmona — 7,1 mr/ma (Hopma 16—62 mir/mi).
DyHKIMST TI0YeK CHUDKEHA: YpOBeHb KpeaTMHWHA
B KpoBU 93 MKMOIb/J, MOYEBUHBI 6,6 MMoib/m,
pacueTHasl CKOPOCTb  KJIYyOOUKOBOW  (pUJIbTpaLlMU
73,3 mui/mun/1,73 M?, 9TO COOTBETCTBYET XPOHUYECKOE
6osesnu mouek Il cramuu, Mo KHUCIOTHO-OCHOBHOMY
COCTOSTHUIO KOMIIEHCUPOBaH. MOYeBOI CHHAPOM TpeI-
CTaBJIeH HU3KOMOJIEKYJISIpPHOU MpOoTeuHypuei (B 5 pa3
MOBBIIIEH YPOBEHb b,-MUKPOIIOOy/IMHAa), TUIO/THITED-
KaJbLIMYpUsT W MHMKPOATbOYMUHYpPUSI HEe BBISIBICHBI.
ITo maHHBIM ayauorpaMMbl HEHpPOCEHCOpPHAsl JBYCTO-
poHHsis1 TyroyxocTh IV crenenu (puc. 2, a). [1o naHHBIM
VJIBTPAa3BYKOBOTO MCCIIENOBAHUS TIOYeK IMapeHXuma
nuddepeHIIMpoBaHa clpaBa IJIOXO, ClieBa — HENo-
CTaTOYHO YETKO, YTOJIIEeHA, 3XOT€HHOCTb TOBBHIIIEHA
(HEeCKOJIbKO BBIIIE 3XOTEHHOCTU TI€YEeHM), MO IIBETO-
BOMY JIOTTUIEPOBCKOMY KapTHUPOBAaHMIO — KPOBOTOK
HECKOJIbKO Iuddy3HO oOemHEeH, B MapeHXMMe 00eux
MOYeK BU3YaJTU3UPYIOTCSI HEMHOTOYMCICHHBIE KUCTHI,
MakKcuMaJibHbIMU pa3Mepamu: cripaBa — 0,4x0,3 cwm,
cieBa — 0,3%x0,3 cM, 00beM ITOYEK CHIKEH ¢ 00EMX CTO-
poH — MeHee 25%o (puc. 2, 6). [To JaHHBIM CYyTOYHOTO
MOHUTOPUPOBAHUST apTepHaTbHOTO JaBJIEHUs MMpU3HAa-




KOB apTepUabHOI TUTIep- U TUTIOTEH3UU HE BBISIBIIEHO.
ITo maHHBIM JEHCUTOMETPUU YMEPEHHOE TTOBBIIIEHUE
o01Ieif MUHepaJabHOM MJIOTHOCTU KOCTHOM TKAaHM.

PeGenky mnpoBeneHO MOJEKYISIpPHO-TeHETUYECKOe
WCClIeIOBaHNe: TIOJJHOe BK30MHOE CEeKBEHMPOBAHME,
oOHapy:XeH paHee OITMCAHHBINA ITaTOTeHHBLI Bapu-
aHT (rs1832792205) B TeTepO3UTOTHOM COCTOSIHUU
B 4-M 2K30He U3 6 reHa GATA3, IPUBOISAIINIA K 3aMeHe
AMMHOKWCJIOTBI aPTUHUH Ha TIIyTAMWH B TTOJOXEHUM 276
(p.Arg276 Gln, myTaius Tuma mucceHc). OyHKIIMOHATb-
HBII aHAJTU3 TTOKAa3aJl, YTO HaJMYKe 3TOTO BapyuaHTa Ipu-
BOJWT K HapylIeHUIO (PYHKIIMM Oesika. Dta MyTaliys Oblia
MOATBEpKIeHA MPSIMbIM CeKBeHUpoBaHUeM 1Mo CoHrepy
y MpobaH/a 1 He TTOATBEPXKIeHA Y POUTEIEH.

Takum oOpa3oMmM, Ha OCHOBAaHMM JaHHBIX aHaM-
He3a M MOJIEKYJSIPHO-TEHETUYECKOTO MCCIIeI0BaHUS
y MaJilbuMKa TOATBEPKAEH IWarHo3 cuHapoma bapa-
kata. C HedpOINnpOTEKTUBHON 1IeJIbl0 Ha3HAueH 3Ha-
snanpua B no3e 0,2 Mr/Kr, TIpOBOAUTCS JTUHAMUYECKOE
HaOJII01eHKE.

Knunuyeckuii cayvaii 2. Manpuuk 7 ser (2015 .p.)
HaOJonaeTcst He(hpoJIOroM B CBS3U C BPOXKIEHHOM MaTo-
JIOTHE MoYeK (KUCTO3HasI AUCTIIa3Kst 00eUX ToUYeK, IBY-
CTOPOHHUI ITy3bIPHO-MOYETOUYHUKOBBIN pedrokc 11
CTEIeHU, COCTOSTHUE TTOCTIe DHIOCKOMMYECKON KOppeK-
1 pedIrokca ¢ AByX CTOPOH), OBICTPBIM MPOrpeccupo-
BaHMEM XpPOHUYECKOI 0oJie3HM nouek 1o IV cranumu.

M3 anamHe3a M3BECTHO, UTO OEPEMEHHOCTh TepBasi,
MpoTeKaja ¢ TOKCMKO30M Ha BCeM MpOTSKeHUH. Pombl
CpOYHbIe camocTosiTeNbHbIe. [1py poxkneHUn Macca Tesa
4150 r, nuHa Tena 55 ¢M, olleHKa 1o 1Kane Anrap 7/8
6atoB. CeMeiiHbINI aHaMHEe3 OTSTOIIEH — Y OTLA TUIOo-
IUTa3uss U KUCTHI O0eMX IModeK, Opak He OJIM3KOpOmd-
CTBeHHBIN. PaHHee usnueckoe 1 HEPBHO-TICUXUYECKOE
pa3BUTHE pebeHKa COOTBETCTBOBAJIO BO3PACTY, MPUBUT
Mo UHAMBUAYaIbHOMY IpaduKy. MHGeKImoHHbIe 3a00-
JIEBaHUS: OCTpPBIE pPECMpPaTOpHbie BUPYCHbIE WHMEK-
IIMM YacThle, PEeLUIAMBUPYIONINE WH(MEKINN MOUYEBOM

CHCTEMBbI, BTOPUYHBII OOCTPYKTMBHBI  pELIUIUBU-
r;u;-ﬂwr n;ﬂnviim_ " Wues KK nesaries b1, xad, 0.E..
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pytomnii nuenoHedput. [lo maHHBIM KIMHUYECKOTO
obcnenoBaHusl (pu3UUeckoe pa3BUTHE pPeOEHKa BbIIIE
cpenHero, rapMoHudHoe (poct 75—90%o, Macca Tena
90—97%0). HabmromaeTcsi OTOJIApUHTOJIOTOM-CYPIOJIO-
TOM TIO TTIOBOAY IBYCTOPOHHEN CEHCOHEBPAIBHON TYro-
yxoctu Il ctenenu (puc. 3, a).

JlabopaTopHoe wncciienoBaHWe HE BBISIBWIO THUIIO-

Kanpimemuto,  runepdocharemuro  (Ca  oOwmwmid
2,3 mMonb/n, Ca noHusupoBaHHbIli 1,17 MMonb/n,
dochop 1,56 ™MMonb/a); oTMedascs TUIepra-
patupeo3 (mapatropmoH 122,4 m1r/mn). YpoBeHb

B,-MHMKporio0yiMHa MOBbIIEH B 3 pas3a, OTMeyasach
yMepeHHass MUKpoaiaboymuHypusi (150 mkr/mr kpea-
TUHUHA). BbIsIBIIEHO HapyllleHre a30TOBbIASIUTEIbHOMN
¢yHkuun novek (MoueBumHa 17,1 mMMonab/n, Kpeatu-
HUH 209 MKMOJIb/JT), pacyeTHasi CKOPOCTb KITYOOUKOBOI
dunbrpaunu 22,5 mia/muH/1,73 M?, KUCIOTHO-OCHOB-
HOE COCTOSIHME — CYOKOMIIEHCUPOBAHHBIN MeTaboM-
yeckuit antmao3 (pH kposu 7,36, BE (b) — 4,9 MMoob/n,
HCO, std 21 MMonb/n, pCO, 34 MM pT.CT.).

Ilpy CcyTOYHOM MOHUTOPUPOBAHUU apTepUab-
HOTO JaBJICHUS] PETUCTPUPYIOTCST TIPU3HAKU  CTa-
OWUJIbHOW  CUCTOJIONMACTOJIMYECKON  apTepualibHOM
TUTIEPTEH3UU B HOYHOe BpeMs. [1o JaHHBIM YIbTpa3By-
KOBOTO WCCJIEMOBAHUST TOYKU TIOX0 IU(depeHIpy-
JOTCS OT OKPYKAIOIIWX TKaHel, MOABMKHOCTDL TPaBOIA
mouku — 5,3%, nesoit mouku — 3,7% (Hopma 1o 1,8%);
OTMEYaeTCsl poTalusl MOYeK B OPTOCTa3e, KOHTYp 00enx
MOYeK HEPOBHBIM, YMEHBIIEHWE pa3MepoB 00eHX
rouek (rpasast 6x4,2x4.2 cm, o0beM 36,9 cm®; jeBast
5,7x4,5%4,5 cm, oobeM 48,3 cMm’), 0ObeM ITOYEK COOT-
BercTByeT 10%0; mapenxuma He auddepeHIpoBaHa,
SXOT€HHOCTD TOBBIIIEHA (BBIIIE 9XOT€HHOCTH TTeYEHU),
WCTOHYEHA Ha TIolrocax 00eux IoYeK, MPU OCMOTpE
BBICOKOYACTOTHBIM JIMHEMHBIM TaTYMKOM B TTUPaAMUIKAX
OTPENETISIOTCS TOUeYHbIE TUTIEPIXOTEHHBIE BKITIOUECHMST,
KpoBOTOK muddy3HO 00eTHEeH, LIEHTPATBbHBIA SXOKOM-
miekc aedopMupoBaH. JIBYCTOPOHHSST KaJTUKOIKTA3USI,
JIBYCTOPOHHUIT MeraypeTep. [MIomiasusi o6enx mouyek

HHMKW Neauarpum
16/06/20 13:17:50

Puc. 3. Aynnorpamma (a) u yJIbTpa3ByKoBasi KapTuHa noyek (0) y oossHoro C., 7 jert.
Fig. 3. Audiogram (a) and ultrasound picture of kidneys (0) in patient C, 7 years old.
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¢ kucto3oM. CocTosiHMe MocJie SHAOCKOMUYECKON KO-
PEKILMM  JBYCTOPOHHETO ITy3bIPHO-MOYETOYHUKOBOTO
pedutokca (puc. 3, 0).

PeGenky mpoBeneHO MOJIEKYISIpHO-TeHETUYECKoe
WccienoBaHre, 10 pe3yJabTaTaM KOTOPOro OOHapykeH
paHee HEONMUCAHHBI BEpPOSATHO MATOTEHHBI Bapu-
aHT B FeTePO3UTOTHOM COCTOSIHMM B 3K30HE 4 U3 5 reHa
GATA3, mpuBomsIIMiAi K pa3pylieHUuI0 KaHOHWYe-
CKOToO caifTa crutaficuHra. 9rta MyTaiusl TOATBEepXIAeHA
NpsIMBIM ceKBeHHpoBaHueM Io CoHrepy y mnpobaHma
U He BBISIBJIEHA Y POIUTEIEH.

YyuTbiBasi JaHHbIE aHaMHe3a 3a00JieBaHUs, HAJTUYKe
TUTIOTUIa3UuM 00euX TIOYeK, JIBYCTOPOHHErO ITy3bIpHO-
MOYETOYHMKOBOTO peditoKkca, HapyllleHWe a30TOBbIIE-
JIUTENIbHON (DYHKUIMU — XPOHUYECKOU OOJIE3HU TTOYEeK
I1I6 craguu, w maHHBIE MOJEKYJISIPHO-TEHETUYECKOTO
WCCIIeIOBaHNSI M BBICTaBJIEH OuMarHo3 cuHapoMm bapa-
Kara. ['mnepnapaTupeos sIBisieTcsl CAeACTBUEM ITOYeUHOM
HEIOCTaTOYHOCTH TTOC/Ie TIEPEHECEHHOTO TBYCTOPOHHETO
My3bIPHO-MOYETOUHUKOBOTO peduitokca C pa3BUTHEM
BTOPUYHO-CMOPILIEHHOW Touku. B Hactosiiiee Bpemsi
B CBSI3M C XpOHMYECKOW Oojie3Hbio mouek IV craguum
peObeHOK  MpPOJOJIKAaeT IoayvyaTh MeTabOJIMYECcKYIo,
HePOMPOTEKTUBHYIO U CUMIITOMATUYECKYIO Teparuio,
MPOXOAUT BaKIIMHAILIMIO TI0 TIpOrpaMMe JIeTeil, TOTOBsI-
IIMXCS K TPAHCIUIAHTALlUU TIOYKH.

00cyxaeHue

TouHast pacrpocTpaHeHHOCTh 3a00JIeBaHUSI HEU3-
BecTHa, Tak Kak cuHipoM HDR BechbMma rereporeHeH
[7—10]. B HacTosmee Bpems onmcaHbl okoyio 180 mamm-
eHtoB n3 CIIA, fnonun, WUumum, Kwutas, EBporibi
n bmxaero Boctoka. CyiecTByeT onmmHaKOBasI paciipo-
CTpaHEHHOCTh 3a00JIeBaHUSI CPeAV ASTHUYECKUX TPYIII,
noJioB 1 Bo3pactoB. Yucino moneit ¢ HDR-cunapomowm,
0e3ycIoBHO, OyJeT YBeUUYMBATLCS TIO0 Mepe pocTa KIIM-
HUYECKOI OCBEIOMJICHHOCTH 00 3TO# 60Jie3HM [9].

TunuyHas KIMHUYECKasl Tpuaga cuHapoma bapa-
Kara BKJIIOYAeT HaJlMuue TEepBUYHOTO TUIIONapaTupe-
032, HEWPOCEHCOPHOW TIJIYXOThl M aHOMaJMil TMoYek.
MMeHHO rarloHeI0CTaTOYHOCTh TE€HOB, CBS3aHHBIX
C pa3BUTHEM OKOJIOIIIUTOBUIHBIX KeJie3, TTOYeK U CTPYK-

Typ BHYTPEHHErO yXa, MpeaaBepHO-YJIUTKOBOIO HepBa
(VIII), ueHTpaibHBIX OTAEJIOB CIYXOBOI'O aHaIMW3aTopa,
MPUBOIUT K IIIMPOKOMY JMANa30Hy MeHETPAHTHOCTH U,
cJIeI0BaTeIbHO, K KJIMHUYECKOMY TIPOSIBICHUIO CUH-
npoma [11]. Tpuama rumomnapaTupeos, HelpOCeHCOp-
Hasl TJyXoTa W TMOYeYyHash HeIOCTaTOUHOCTh OOBIYHO
Habmonaercs y 62,3% mauueHToB, y 28,6% TMalmeHTOB
BBISIBJISIFOTCSI TOJIBKO TMTIOTNIapaTUpPE03 U TJyX0Ta, OKOJIO
2,6% malMeHTOB MMEIOT TOJILKO TJIYXOTYy M 3aboJieBa-
Hus nouek [12, 13]. upokuit crniekTp eHoTUnmnIe-
CKOIl M3MEHYMBOCTU OIMCAaH W B JPYTMX MCCIIEeI0Ba-
HUSIX, OMYOJIMKOBAaHHBIX B HAYYHOM tutepatype (puc. 4)
[7,10, 11, 13—16].

B nHamem mnccnenoBaHuu y 000MX MajJb4MKOB BBISIB-
JIeHa HeWpOoCeHCOpHasi TYTOYXOCTb M JUCILIA3Us TTOYeK
C KHMCTO30M, M TOJIbKO B TIEPBOM CJiyyae BCTpeyascs
runonapaTepro3. MMeHHO y 3Toro mauuveHta oOHapy-
’KeHa TaTOoTeHHasl MyTallMsl TUIa MUCCEHC B TeTepO3U-
TOTHOM COCTOSTHMU B 4-M 3K30He reHa GATA3, mpuso-
Isias K 3aMeHe aMUHOKUCIIOThl aprMHUH Ha TJIyTaMUH
B nojioxxeHuu 276 (p.Arg276Gln,), 4To ¥ BBI3BIBAET MOJI-
Hylo Tpuany cuHapoMa bapakata. ¥ BTOporo maimeHTa
MO TaHHBIM MOJIEKYJIIPHO-TEHETUYECKOTO UCCIeOBAHUST
oOHapy:KeH paHee HEOIMMCAaHHBIN BEPOSITHO MAaTOreHHBIN
BapuaHT B TETEPO3UTOTHOM COCTOSIHUM B 4-M B5K30HE
reHa GATA3, npuBoasIIUi K pa3pylIeHWIO KaHOHUYE-
CKOTO caliTa CIUIaliCUHTa, YTO, BO3MOXHO, MPOSIBIISIIIOCH
HETOJHBIM CUHIpoMOoM bapakara (KucTosHasi mucriia-
31sl TIOYEK M HelpoceHcopHasi TyroyxocTh Il crernenu
W OTCYTCTBUE TMITIOIapaTepro3a), y ero OTla BbISIBJIEHbI
TUTIOTUTA3UsST M KUCTHI 00eux modek. Bo3mMoxkHO, Tmopok
pa3BUTHS TIOYEK Yy OTIIa HE CBSI3aH C MyTallMeil reHa
GATA3, omHAKO HeIb3sI UCKIIIOYAaTh BO3MOXKXHOCTh HAJIM -
yusl y OTIA MO3aWYHOI comaTudyeckoit myrauuu GATA3
B moykax. Takum oOpa3om, HaMM TToKa3aHa BapuadeIb-
HOCTb KJIMHUWYECKHUX TIpOsIBJIeHUI cuHapoma bapakara
B 3aBUCMMOCTH OT MyTallu¥ TeHa.

HauGosiee TOCTOSIHHBIM TIPU3HAKOM CHHApOMA
bapakata ciy>XuT n1BYCTOPOHHSISI HEipOCeHCOpHas TJTy-
X0Ta, KOTopasi OObIYHO MosIBisieTcsl B netcTBe [14, 17].
VY manueHTOB Ha paHHUX 3Tarax pa3BUBAETCS yMEPEH-
HOE WJIM TSIXKeJloe CEHCOHEBpaJIbHOe HapyllleHUe cliyxa,
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Puc.4. Tpadmyeckas cetb u3 20 0OCHOBHBIX 3200.1eBaHMii, cBa3anHbIX ¢ cuHapomomM HDR (Nesbit MA, 2004) [16].
Fig. 4. Graphical network of 20 major diseases associated with HDR syndrome (Nesbit MA, 2004) [16].
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MPEUMYIIECTBEHHO JBYCTOPDOHHEE U CHUMMETpUY-
Hoe [14]. V3BecTHO, YTO BHICOKOYACTOTHBIE CEHCOHEB-
paJibHble HapylIeHUsT cliyXa y OOJBHBIX C CUHIPOMOM
bapakata mnporpecCMBHO YXyIIIalOTCSI C BO3pacTOM
[12, 18]. ¥ oboux MaqbuMKOB C POXIAEHUSI OTMEUYaIOCh
HapyuieHue ciyxa. OmHaKO HECMOTPSI Ha TO UTO B JIUTE-
parype cooOIlaeTcsi 0 HeMPOCEHCOPHOM TIyXoTe, TOY-
HOEe BpeMsl ee Hayaja He OYEeHb XOpOIIO M3BECTHO,
MOCKOJIbKY 3TO MEJIEHHO TIporpeccupyloliee 3adosie-
BaHME W OOJIBIIMHCTBO ITAIIMEHTOB OOBIYHO He oOpa-
IIAIOTCS 32 paHHE MEeIUIIMHCKOM rmoMoIbio. Bo Bpemst
KJIMHUYECKOTO OOCJieoBaHUs, €C/IM y TMalMeHTa TIy-
Ookasi UM OYeBUAHAS TJIyXOTa WU MMEETCS CceMeli-
Hasi UCTOPUSI TJIYXOThI, 3TO MOXKET JaThb KJIIOY K paH-
Heil mmarHoctuke cuHapoma HDR. Ecam rimyxora
JIETKOM WJIM CPEeIHEe# CTETEeHM TSIKECTU He BBISIBJISIETCS
BO BpeMs OOBIYHOTO KJIMHMYECKOTO OO0Cea0BaHUS
M MalMEeHT TakKe He 3HaeT O ee HaJIWuUMUu, TUarHo3 CUH-
npoma HDR craHoBuTCSI COMHUTENBHBIM. DTO «cepast
30Ha» YKa3aHHOI 00JIe3HU, TIpU MOTalaHUu pe3yIbTaTa
B «CEpYyI0 30HY» OH HE MOXET OJHO3HAYHO pacleHHU-
BaTbCSl HM KaK HOpMa, HU KakK TaToJIOTus U paccMaTpu-
BaeTCcsT KaK COMHUTENbHBIN [7, 10, 14].

I'unomnaparupeos npu cunapome HDR Moxxer Bapbu-
poBaTh OT OECCUMITTOMHOTO T€UeHHSI 10 BOSHUKHOBEHUS
MMAJITUU, HapyIIeHUI HEPBHO-MBIIIEYHON BO3OYINMO-
ctH, HedeOPUIbHBIX CyTOpOT WU BbIpaXXEHHOW TeTa-
HUU, BBI3BAHHOW TsDKeol runokanbimemuei [10, 19,
20]. boapmmHceTBo 60sbHBIX ¢ HDR-cuHapomom usHa-
YaJIbHO JISYMJIMCh KaK TallMeHThl C TIePBUYHBIM TUTIOTA-
patupeos3oM [9, 18]. B Hammx HaGIIOIEHUSIX Y TIEPBOTO
MalyeHTa BBISBJICH TUIIONApaTUpPe03 C BbIpakKeHHOM
TUTIOKAJIbIIMEMUE 0e3 TTPU3HAKOB TeTaHUM, Y BTOPOTO
OTMEYEH TuIeprnapaTupeo3 ¢ HOPMaJIbHBIM YpPOBHEM
KajaplMsl B KpoBU. CHUMNTOMOB TOpaXXeHUs] HEPBHOM
CHCTEMBI C CYIOPOXHBIM CUHIPOMOM Yy HAIlIMX TalMeH-
TOB HE OBLIO BBISIBICHO.

IMTouyeunbie mposiBieHus1 BceTpedaoTest B 90%
cllydyaeB, SIBJISIIOTCSI HauOoJjiee TeTepPOTeHHBIM KJIW-
HUYECKUM KOMIIOHEHTOM, MOTYT OBbITh (PYHKIIMO-
HaJbHBIMU WM CTPYKTYPHBIMM U BKJIIOYAOT Hehpo-
TUYECKUI CUHAPOM, KMCTO3HYIO TMOYKY, AWCILIA3UIO
MoveK, TUIO- WIW arjasuio, aedopMalnuio JIOXaHKH,
My3bIPHO-MOYETOUHUKOBBIN pedokec u Hedpockie-
poO3, 4TO BBISIBJIEHO M y HalllMX MauueHTtoB [18, 21].
Kpowme Toro, numermTcsi 1aHHbIE O BBISIBJIEHUU Y Tally-
eHTOB ¢ cuHApoMoM bapakara mpoTenHypuu, remary-
puH, TTOYEUYHOTO KaHAIbIIEBOTO alli103a U He(hppoKaib-
nmHo3a [8]. ¥ Hamux manueHTOB MOYEBOW CUHAPOM
ObLT MpeacTaBeH HU3KOMOJIEKYJISIPHOW TIPOTEUHY-
pueit 1 Mukpoanboymunypueit. [IporHos y O0JbHBIX
¢ cuHapomoM bapakaTta oOBIYHO 3aBUCHUT OT TSIKECTHU
moyeuyHoll HemoctatroyHoctu [17, 22]. B nurepartype
OMMCAHO, 4YTO y OOJBIIMHCTBA TMallMEHTOB HaOJI0-
aeTcsl Tporpeccupylolliee TeYeHUe XPOHUYECKOM
0O0JIe3HN TIOYEK BIUIOTH 0 Pa3BUTHUSI TEPMUHAIbHOM
CTaiuM TIOYEYHON HEeAOCTaTOYHOCTH, YTO TpedoBalio

UHUYECKUE CJTYHAU

MpoBeneHUsI 3amelanieil (yHKINI MoYeK Teparnuu.
Y onucaHHOro HaMM BTOPOTO TallMEHTa paHO HaCTy-
MU TIPU3HAKK TTOYEYHOM HeTOCTATOYHOCTH.

Takum 06pa3oM, TOJBKO Y OTHOTO OITMCAHHOTO HaMU
nauueHTa (KIMHUYEeCKUi ciaydait 1) BbISBIeHA BCS TPU-
ama cuHApoma bapakara (rumomapaTMpeo3, Helpo-
CEHCOpHasl TYrOyXOCTb M KUCTO3Hasl AUCIUIa3Usl 00erx
nouek). OTCyTCTBME MyTallMM y YJEHOB O0OEUX cemei
MpearojaraeT, YTo 3To MyTalus de novo, XOTss 0ObIYHO
coobmaetcs, yto ciaydau cuHapoma HDR Hacnemyiorcs
momuHaHTHO [10, 23]. B Tabnuue mpencraBieHBI OITH-
CaHHbIC B JIUTEpaType KJIMHUYECKUE CIydyau CHHApOMa
bapakara [10, 12, 17, 19, 20, 22]. B npencraBieHHbIX
B JIUTEpaType KJIMHUUYECKUX CIIydyasix KpoMme TUIOTHpE-
03a, TUTIOKAJIbIIUEMUUN U CEHCOHEBPAJIbHON TYrOyXOCTH
OCHOBHBIM CMMMTOMOM 3a00JieBaHUsI ObL CYT0POXHBIN
CUHIPOM, KOTOPBI HE BCTpeUasCsl y HallIUX MallieHTOB;
mouTH B 42% ciydaeB ONpeaessIiCh KUCTO3HAsT JUCTIA-
31sI Y TUTIOTLIa3Usl TTOYEK, Y MAJIbUMKOB U AEBOYEK 3a00-
JIeBaHME BBISIBJISUIOCH B pAaBHOI TTPOTIOPIIUM.

3aknovyeHue

Takum oOpa3zom, HECMOTPSI Ha OJMHAKOBBIN, MO/ -
TBEPXIEHHBIN MOJIEKYISIPHO-TEHETUYECKUM METOIOM
NMarHo3 cuHapoma bapakata B 000MX TpPUBEAECHHBIX
KJIMHUYECKUX CIy4asix, MPOTHO3 ISl XKU3HU pa3InyeH.
YuuTteiBas OoJjiee paHHee U 0ojiee 3HAUYUTEIbHOE CHU-
KEHNE CKOPOCTH KIIYOOUKOBOU (UIBTpPAllMA y BTO-
poro rmnainueHTa, AMaan3 W, BEPOSITHO, TpaHCIJIaHTa-
1IMS TIOYeK MOTpeOylTCsl eMy Topa3lo paHblle, YeM
MEepBOMY, 3HAYUTENbHO YXYIIIUB KauyeCTBO >XU3HMU.
OnHaKO CTOUT OTMETUTh, YTO, HECMOTpPS Ha 3HA4YU-
TeJIbHO 00Jiee BHICOKYIO CKOPOCTb KJIYOOUKOBOW (pUJIb-
TpallMu y IepBOTo peOeHKa, CTeNeHb HEHPOCEHCOPHOM
TYTOYXOCTH Y HEro TsiXkejiee, YeM y BTOPOTO peOeHKa,
M 3TO TaKXKe CHUXKaeT KauyeCcTBO XKU3HU natueHTa. [1pu-
BeEHHbIC MaHHBIEC TMOATBEPXKIAIOT (PEHOTUTTMYECKYIO
reTeporeHHOCTh CHUHIApoMa bapakara, TpOSIBISIIONLY-
IOCST Pa3HOW CTETEHBIO HEWPOCEHCOPHOW TYTOYXOCTH,
TUTNONapaTupeo3oM, pa3IMYHbBIMU aHOMATUSIMU MOYe-
BOI CUCTEMBI U Pa3HOM CTEMEHBbIO MPOrpeCcCUpPOBaAHUS
MoYevyHOI HepocTaTouHOCTU. bojiee paHHee CHUXeHUe
CKOPOCTH KJIYOOUYKOBOU (DMIBTpAllIM U TIPOTPECCUPO-
BaHWE XPOHUYECKON 0OJIe3HU MOYEeK MPUBOJIUT, COOT-
BETCTBEHHO, K paHHel MOTpeOHOCTU B 3aMellarollei
(GYHKIMIO TIOUEK Teparnu, YTO U OmpeaessieT TPOrHOo3
NIl )KM3HU KaXJA0ro ralueHTa ¢ cuHapomoM bapa-
Kata. Paznuuus mo yactore oOHapy>KeHUsT WU Bapu-
a0eJIbHOCTh OCHOBHBIX CUMIITOMOB W paHHEe pa3BU-
THE TIOYEYHOW HEeIOCTaTOYHOCTH, OOHapyXMBaeMbie
npu HDR-cuHnpome, 060CHOBBIBAIOT paHHEE MPOBE-
NeHUE MOJIEKYJISIPHO-TEHETUUYECKOr0 MCClIeIOBaHMUSI.
CBoeBpeMeHHasl TMOCTAaHOBKA JMarHo3a CHHJIpoMa
bapakara mo3BoiMT paHO Ha3HAYUTh HePPOMPOTEK-
TUBHYIO TEparuio U CHU3UTb CKOPOCThb MPOTPECCUPO-
BaHUSI XpOHUYECKON OOJIE3HU MOYEK.
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