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Knunnuecknii cayyqaii / Clinical case
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Pe3iome

Bseodenue. Cunnpom bapakara (HDR-cunnpowm, ¢ anri. hypoparathyroidism, deafness, renal dysplasia syndrome — cuHIpOM TUTIO-
raparupeosa, IIyXoThl, moyedHoi gucriasun; OMIM — 146255) — 910 HacaeACTBEHHOE MHOTOKOMITOHEHTHOE 3a00JIeBaHUE, JIJIST
KOTOPOTO XapaKTePHBI TUTIONapaTUPE03, TYTOYXOCTh U TToUedHasl MaTojIorusl. BriepBbie CMHIPOM onrcaH aMepUKaHCKUM JOKTOPOM
A. Ix. bapakatom B 1977 r.: 1Ba poJHbIX OpaTa S U 8 JIeT UMEU CTEPOUIPE3UCTEHTHYIO He(pOIaTUIO, TyTOyXOCTh U TUITONapaTu-
peo3. CunapoM bapakara siBjisieTcst peiKuM 3abojieBaHUEM: B MUpPe onmucaHo uyTh 6oJiee 190 ciayyaeB. [ToMruMO Tpex OCHOBHBIX
KOMITOHEHTOB Yy MallMeHTOB C CHHAPOMOM bapakaTa onucaH Takxe psiJi IpYTUX MPOsIBJICHUI 3a00eBaHUsI: HapylleHue paboThl
SHIOKPUHHOM U peNpOAYKTUBHOM CUCTEM, MTaTOJOTMsI HEPBHOM CUCTEMBbI, BpOXKIEHHbIE TOPOKM Ceplla U MOPOKU Pa3BUTHUS JIU1IE-
BOTO yeperna, MNMIMEHTHBI PETUHMUT.

Pesyrvmamet. B cTaTbe mpeacTaBieH KIMHUYECKMH caydaii cuHapoMa bapakaray 15-1eTHero manbunka. M3 KOMIIOHEHTOB 3a001eBaHU ST
y malMeHTa IMarHoCTUPOBAaHBI TUIIONApaTUPEO03 U HEMPOCEHCOPHAs TYyTroyXocTh. [lepBble MposiBIeHU S TUIIONIapaTUpeo3a MOSBUINCH
B Bo3pacTe 4,5 roja B BUJIE CYIOPOXKHOIO CHHAPOMAa, HO Ha TOT MOMEHT TallMeHTY OblJIa yCTAaHOBJIGHA SITUJICTICHUS, a TUTIONapaTupeo3
BBISIBMJIM TUIIB B 13 1eT. B mocnenytomiem Oblita MCKITIOUEHA STUJIericus. Takxke B 12 JleT 1MarHoCTUpOBaHa TYTOyXocTh. Ha MoMeHT
MOCJIEIHETO 00CIeNOBaHM I JaHHBIX 3a MTATOJIOTHIO ITOYEK, a TAKXKe O IPYTUX BO3MOXKHBIX TTPOSIBJICHU X 3a00JIeBaHU S TTOJTyYEeHO
He Ob1J10. JInarHo3 ObLI MOATBEPKICH JaHHBIMU MOJIEKYJISIPHO-TEHETUUECKOTO 00CIICIOBAaHNSI, B Pe3yJbTaTe KOTOPOTO B TPEThEM
9K30He reHa GATA3 oOHapyXeH paHee He OMUCAHHBIN B IUTEpaType BEPOSITHO MAaTOTEHHbI BApUAHT HYKJIEOTUIHOU MOCaen0Ba-
tenbHOCTU HG3E, chrl10:8058622C>T, ¢.559C>T, p.GIn187 Ter.

3axarouenue. 1lenplo TaHHOM CTaThU SIBJISIETCS O3HAKOMJICHHME NEeTCKUX Bpadeil pa3TMYHBIX CIIEIIMaJIbHOCTEN ¢ peIKUM 3a00JIeBaHUEeM
IUJISL yJIyYIIEHU sl €ro IMarHocTUuKU. TakKe ornrMcaHue JaHHOTIo KJIMHUYECKOro cliyyasi MO3BOJUT HOMOJHUTb 3HaHUSI 00 0COOEH-
HOCTSIX TeueHus1 cuHapoMa bapakara.
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Abstract

Background. Barakat syndrome (HDR syndrome, Hypoparathyroidism, Deafness, Renal dysplasia syndrome, OMIM 146255) is a hereditary
disease characterized by hypoparathyroidism, hearing loss and renal disease. The syndrome was first described by the American doctor
A.J. Barakat in 1977: two siblings aged 5 and 8 years had steroidresistant nephropathy, hearing loss and hypoparathyroidism. Barakat
syndrome is an rare disease: just over 190 cases have been described worldwide. In addition to the three main components, a number
of other manifestations of the disease have also been described in patients with Barakat syndrome: disruption of the endocrine and
reproductive systems, pathology of the nervous system, congenital heart defects and facial skull malformations, and retinitis pigmentosa.
Results. This article presents a clinical case of Barakat syndrome in a 15-year-old boy. The patient was diagnosed with hypoparathyroidism
and sensorineural hearing loss. The first signs of hypoparathyroidism appeared at the age of 4.5 years as a seizure syndrome, but at that
time the patient was diagnosed with epilepsy, and hypoparathyroidism was diagnosed only at the age of 13 years. Epilepsy was subsequently
ruled out. Hearing loss was also diagnosed at age 12. At the time of the last examination, there was no evidence of renal disease or other
possible manifestations of the syndrome. The diagnosis was confirmed by genetic tast: previously undescribed probably pathogenic variant
of nucleotide sequence HG38, chr10:8058622C>T, ¢.559C>T, p.GIn187Ter in exon 3 of the GATA3 gene was found.

Conclusion. The purpose of this article is to inform pediatricians about a rare disease to improve the diagnosis of the syndrome. Also, the

description of this clinical case will help to supplement the knowledge on peculiarities of the course of Barakat syndrome.
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unapom bapakara (HDR-cunapowm, ¢ anria. hypo-

parathyroidism, deafness, renal dysplasia syndrome — cuH-

JPOM TUIIONapaTHpeo3a, IIIYXOThI, IOYSYHOM TUCTIIA3HHY;

OMIM — 146255) — 3T0 penkoe HacaeACTBEHHOE MHOI0-
KOMITOHEHTHOe 3a60JeBaHre. OHO XapaKTepu3yeTcsl HaJlnurueM
y manueHToB runonapatupeos3a (H — hypoprathyroidism), Heitpo-
ceHcopHoli Tyroyxoctu (D — deafness) 1 xpoHudeckoii 60J1e3HI
nouek (R — renal disease). JInst cunnpoma bapakara xapakTep-
HO ayTOCOMHO-IOMUHAHTHOE HACJIeIOBAHUE C HEITOJIHOM MeHe-
TPaHTHOCTBIO. [IpuunHOI 3a00JIeBaHKS SIBJISIIOTCSI BADUAHTEI
reHa GATA3 (OMIM — 131320). Jauusrii ren kKogupyetr GATA-
CBSI3BIBAIOIIN I GEJIOK 3, KOTOPBIH SIBJIsIeTCST (PaKTOPOM TpaHC-
kpunuu. Pabota aToro 6esika BaxkHa JIJIsl TPaBUJIBHOTO Pa3BUTHS
MapalIMTOBUIHBIX XeJle3, ToUeK U HelpOCEHCOPHOTO arapara
yesoBeKa. TaKkke JaHHBIN TeH 9KCIIPEeCCUPYETCsI B TUMYCE U y4a-
CTBYET B CO3pEeBaHMU UMMYHHBIX KJIeTOK [1, 2]. CorniacHo 1uTepa-
TYPHBIM TaHHBIM, Y OOJIBIIMHCTBA MallMEHTOB OOHAPY X1 BAIOTCS
naroreHHble BapraHThl B reHe GATAS3. ITpu aToM y 22% mauneHToB
TeHETUYECKOE TECTUPOBAaHME HE TPOBOANIIOCH, a B 9,4% ciyuya-
€B MyTalluK He ObLIM OOHAPYKEeHbI, HO UMEJICSI KIMHUYEeCKUI
denorun cunapoma bapakara, YT0 MOXET FOBOPUTH O TOM, 4TO,
BO3MOXKHO, CXOXKasl KJIIMHUYECKAast KAPTUHA CIIOCOOHA BOSHUKATD
npu aeeKTax psaa IpyTrux reHos [3].

BriepBbie CUHIPOM OIKMCAaH aMEPUKAHCKHUM JOKTOPOM
A.Y. Barakat B 1977 .: nBa poagHbIX OpaTa 5 1 8 JIeT UMeJIU CTEPO-
HUIPE3UCTEHTHYIO He(POIaTHIo, TyTOyXOCTh U TUTIONapaTupeos
[4]. C Tex mop onucaHo 4yTh 0oJjiee 190 maumueHToB BO BCEM MUPE.

ITo pe3ynbraTam cucTeMaTHyeckoro 003opa, Boimeniero B 2024 r.,
C aHaJIM30M paHee OnyOJIMKOBAHHbBIX JaHHBIX 0 173 manueHTax,
YCTaHOBJIEHO, YTO TYTOYXOCTh SIBJISETCSI CAMBIM YaCThIM ITPOSIB-
JIeHUeM 3a060JieBaHKs 1 OOHapyXKUBaeTcs B 96,9% ciiyyaes, TUIIO-
mapatupeos BcTpevaercs y 83,2%, a nopaxeHue rmouek — y 65,1%.
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OrnucaHbl KIMHAYECKHE CTyYar MallMeHTOB TOJBKO C TYTOYXOCThIO
WJTY TOJIBKO C TTOpaskeHHMeM MOYeK, HO M30JIMPOBAHHBIM TMITONa-
patupeo3s He BcTpeyadcs [5].

ITopakeHMe TOYEK MOXET UMETh FreTePOreHHbII XapakTep:
OIMCAHbBI pa3IMYHbIC MOPOKHU PA3BUTHUS MOYEK, HEDPOTUIECKM A
CUHIPOM, FeMaTypusl, IPOTEUHYPU I, IOYSUHBII TYOYIsIpHBIIA
anumo3s [3].

IToMM1MO TpeX OCHOBHBIX KOMIIOHEHTOB Y MALIMEHTOB C CUH-
npomoM bapakara ormucaH Takke psiI IpYTUX IPOSIBICHMHA 3200~
JIEBaHUS: HapyLIeHNe pabOThl 9HIOKPUHHONM 1 PEPONLYKTUBHOI
cHUCTeM (TUTIEPrOHAIOTPOIHBIN TUITOTOHAIN3M, CUHIPOM MOJIH-
KHMCTO3HBIX SUIHUKOB, TUTIOIMMUTYUTaApU3M), TTATOJIOTUSI HEPBHOI
cucteMbl (cuHIpoM Papa, KOTHUTUBHBIC HAPYIICHU S, Ay TU3M,
WIIEMUYECKUE WHCYJIBTHI), BPOXKICHHBIE ITOPOKH CepaLia M TIOPOKHU
Pa3BUTHS JIMIEBOrO Uyeperna, MMTMeHTHBII peTUHUT [5-16]. Pan
13 3TUX 3a00JIeBaHUIT MOXET ObITh KaK OCJI0K HEHUEM OCHOBHBIX
KOMITOHEHTOB IaToJIOruu (Harmpumep, cuHapom Mapa — ociioxHe-
HMe TMIonapaTupeo3a, a KOrHUTUBHBIM 1eDUILIMT MOXKET ObITh CBSI-
3aH C HECBOEBPEMEHHO TMArHOCTUPOBAHHBIM CHMXKEHHEM CIIyXa),
TaK U IIPOCTO COBMAAECHUEM, WJIH XKe MallMeHThl UMeIH KaKyI0-TO
IPYTYIO IPUYKNHY 3a00IeBaHUsI (HalIpuMep, CaXapHblil 1uadeT
U TUIIONUTYUTAPU3M OIMCAHBI JIMIID Y OMHOIO 00JIBLHOI0, KOTO-
POMY He IIPOBOAMJIACH TeHETHYECKas BepudUKaLKs IMarHo3a).

JleueHue Kaxk10r0 KOMITOHEHTa B paMKax 3a00JIeBaHUSI ITPOBO-
TIIUTCS OTAEJIBHO, a eT0 IMMPOTHO3 BO MHOTOM OITpEeIeJISIeTCs TTopa-
JKeHUEeM Iouek [3-5].

YuuTheiBag, 4TO 3a00JIcBaHNe SIBJISIETCS KpaifHe peAKUM U 11
HETO XapaKTepeH MoJIUMOPOU3M KIMHUISCKHUX ITPOSIBJICHUIMA,
KOTja y MalieHTa MOr'yT IIPUCYTCTBOBATh He BCE KOMITOHEHThI
CHUHApPOMa, MMallMeHThl MOI'YT OCTaBaThCs 6€3 IMarHo3a B TeUeHHe
IJIMTEIbHOrO Iepuoa Xu3Hu. ECTh TakKe CJI0XXHOCTH B IMAarHO-
CTHUKE TUIIONApaTUPeo3a — 3TO PEAKOE COCTOSIHUE, a CYyA0POXKHbIIA
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CUHIIPOM TIPU TSIKEJIOI TMTIOKAaJbIIUEMU U MOXET UMETh TeHepa-
JIM30BAHHBIM XapaKTep M MACKUPOBATHCS MO SITUJICIITUYCCKUC
mpucTymbl. CyIIeCTBYIOT U CJIOXKHOCTHU C IMaTHOCTUKOM TYTO-
YXOCTH — OHA IJINTEIIbHO MOXKET OBITh HEpACITO3HAHHOM U MaCKM-
pOBaThCS MOA KOTHUTUBHBIN IeUILINT WJIU AeULIUT BHUMAHUS.

B mocTymHOI HaM pOCCHUIICKOI TUTEepaType ONKUCaHO TPU KJTU-
HUUYecKuX ciayvas cuHapoMa bapakara. Bo Bcex 3abojieBaHMe
MaHUGbECTUPOBAJIO B IETCTBE, Y BCEX MALlMEHTOB €CTh HapyIlIEeHUE
GYHKIIMU MOYeK, Y ABYX NeTell AMarHOCTUPOBaHA TYTOYXOCTh,
W'y IByX €CTh MIPU3HAKY TUIIONapaTUpeosa, a y OMHOro — rumepnapa-
TUPEO03a, BEPOSITHO, BTOPUYHOIO, Ha (poHe ropakeHus rmoyek [17, 18].

JlaHHas cTaThsl MOCBSIIIIEHA OMTMCAHUIO KIMHUYECKOTO Cyydas
cuHapoma bapakara, yHUKaJdbHOCTH M TTOJIE3HOCTh KOTOPOT'O
3aKJTI0YAETCS B CIICAYIOIIEM:

1. 3aboneBaHre UMEET MOJUMOPGHU3M KIMHUICCKUX ITPOSTB-
JICHUM, U MBI IEMOHCTPUPYEM TeueHUe 3a00JIeBaHUS Y TAllUCH-
Ta. Ero 0co06eHHOCTHU: OTCYTCTBUE HAapYIIEHU S PYHKIIMU TTOYEK
K MOMEHTY ONUCAHWSI, HAaJIMYKe BPOXKICHHOTO e eKTa yITHOMN
PaKOBHUHBI y ITallMEHTA.

2. Takke HAMM OMKUCAHO AJUTEIbHOE TeUEHME TUTonapaTupe-
03a 0e3 Tepanuu, pa3BUTHE €ro OCJOXHEHUI B BUIe CHHIpOMa
dapa, ynyudlieHre 00I1IEero COCTOSTHUS U YCIIEXOB B IIIKOJIE TTOCIIe
HOpMaJIM3alluy MoKa3aTeael Kaablusl, BO3SMOXHOCTb MOJTHOMI
OTMEHBI TPOTUBOCYAOPOXHOI Tepanuu. [1yTh Hallero namueHTa
OT MEPBBIX KIMHUYECKUX IMPOSIBICHU I 1O AUATHOCTUKU TUITO-
nmapatupeo3sa 3aHsi 8 1eT. K coxaeHuto, 3To He yHUKaJbHas
cutyauus: B Poccun 60JBIIMHCTBO AETEl ¢ TUIIOTIapaTUPEO-
30M B HauaJje cBOero 3aboJieBaHU s HAOII0IaI0TCS C IMaTHO30M
«MUJICTICUSI» ¥ YaCTO TOJIYYalOT ITPOTUBOCYIOPOXHBIC ITpeTa-
paThl 6¢3 HEOOXOMMMOCTH, HE TIoJTydast Teparmnio aKTUBHBIMU
aHajioramu ButaMuHa D. [1yOGiukanust onucaHui mogoOHbIX
cJyJaeB yBEJIMYUT OCBEIOMJIEHHOCTD O 3a00IeBAaHUH U TTIOBBICUT
HACTOPOXEHHOCTH MeIMaTPOB U APYTHX IETCKUX CITELUaTUCTOB
B OTHOILIEHU U TUITOKAJIbLIMEMUU U TUIIONapaTupeo3a.

3. Y Halero nauveHTa BbISIBJICH HEe ONMMCAHHBINM paHee Bapu-
aHT reHa GATA3. Mbl cuuTaeM, 4TO MyoaMKauus nHGopMauumu
0 paHee HeM3BECTHBIX BapMaHTaX reHa B COYeTaAHUM C TTIOAPOOHBIM
onucaHueM (peHOTUIIa CIIOCOOHA TTOMOYb B YTOYHEHUU TUAarHo3a
TIPYTUX MAIMEHTOB, HATIPUMED, CO CTEPTOI KIIMHUYECKOW KapTUHOI,
IIpY OOHAPYKEHNH Y HUX JAaHHOTO BapraHTa, 0COOEHHO IMTpUHUMAsT
BO BHUMAaHME, UYTO FTeHETUYECKIE TeCTHI CTAHOBSITCSI BCe OoJiee
TIOCTYTTHBIMM, TIOKA3aHWS K HUM PacIIMPSIOTCS U Bpaull CTaIK1Ba-
I0TCSI € TIPOOJIEMOI MHTEPIPETALUY TIOTYYEHHBIX BADUAHTOB FeHOB,
ornpeeeHIs MX TaTOT€HHOCTH U CBSI3U C KITMHUYECKOM KapTHHOM.

OMUCAHUE KAUHUYECKOIO CAYYAA

Manbuuk A. poauIcs OT BTOPBIX CPOUYHBIX pofioB. Macca Tesa
npu poxaeHuu — 3980 r, nimHa — 53 cM. PazBuTHe Ha mepBoM
roay XMU3Hu — 0e3 ocobeHHocTel. Pa3roBapuBaTh Hayas B TpU
rofa. B nanpHeiileM ponuTeau U enaroru oopaiiaiyd BHUMaHUe
Ha HeBHUMATEJIbHOCTh U paccesTHHOCTD pebeHKa. CiyX BIiepBbIe
OLIEHUJIN B 12 JIET Ipu 00CIeI0OBaHUY CYyPIOJIOTOM, TTOATBEPINB-
IITAM IBYCTOPOHHIOI HEITPOCEHCOPHYIO TyroyxocTh I-11 crenenn.

B 4,5 roma y manmeHTa CIyquics IepBbIii SMTM30] KIOHUYECKUX
CYZIOpOT ¢ TTIoTepeii co3HaHus. Yepe3 Mecs Il MOA0OHBIN 3ITU30]
CyJOpOT C TOTepeil CoO3HAHUS U TPU3MOM MoBTOpuJcs. [laimeHty
ObLJT yCTAHOBJIEH MMATHO3 «3MUJIETICUSI» M Ha3HaYeHa Tepartus
MperapaTaMy BaJIbIIPOeBoOii KMCIOTHI. CyI0opOru POmOIKain
BO3HUKATh C IEPUOIUIHOCTHIO pa3 B 6 MecsIIIeB, ObLIM KPaTKO-
BPEMEHHBIMU U YACTO C MOTEPEN MM TOMYTHEHUEM CO3HAHMS.
B cBsi31 ¢ HecneM(PUYHOCTBIO KIMHUYECKON KAPTUHBI MATbUUKY
MPOBEIN MarHUTHO-Pe30HaHCHY10 ToMorpaduto (MPT) ronos-
Horo Mo3ra (I'M) B Bo3pacrte 8 jieT, BEISIBUBIIYIO KaJblIMHATHI
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0azanbHbiX TaHTAMEB ['M. [1pu paccMOTpeHUM MEIMIIMHCKUX
MOKYMEHTOB IMAalleHTa BBISICHUJIOCH, YTO B €0 aHATN3aX KPOBU
HECKOJIbKO pa3 BCTpevasicss HU3KUi ypOBEHb Kabliusl (MOHU3U-
poBaHHBIT — 0,63 MMOJIB/T), HO peOEHOK TaK U He ObLIT HATIPaBJIeH
K 9H/IOKPUHOJIOTY.

Torpa xe, B Bo3pacte 12,8 rona, mpoBegeHa KOMITbIOTEPHAs TOMO-
rpadus (KT) I'M o pekoMeHJaliuu HEBPOJIOra, BbIsIBUBLIAS MHO-
>KECTBEHHbIE KaJIbLIMHATHI B 0a3aJbHbIX TAHTIM X, CYOKOPTUKAJb-
HO 1 B reMucdepax Mo3xeuka. [TalnueHTy OblIM peKOMEHI0BaH bl
HCCJIeIOBAaHME YPOBHSI KaIbLIMsI U KOHCYJIbTALIM s 9HIOKPUHOJIOTA.

B 13 neT mo pekoMeHaa1uu SHAOKPUHOJOra pedeHKY ObLIO
BBITTOJIHEHO OMOXMMUYECKOe UCCIIeIoBAaHUE MToKa3aTeell KpoBH,
HEOOXOAMMBIX 7151 yTOUHEHU I TeHe3a TMTOKATbIIUEMUU: BhISIBIIE-
Ha TUTIOKaJbIIMeMU s (KaJblIMii oOmuii — 1,3 MMOJIb/J, HIOHU3U-
poBaHHBbI — 0,65 MMoIb/11, anbOymMuH — 39,1 r/71), runepdocda-
Temus (4,26 MMOJIb/7T), HU3KUI1 ypoBeHb mapatropmona (ITTT —
0,8 mvoub/71 ipu HopMe — 2,32-9,28), ypoBensb 25-OH-ButamMmuHa D
6bLT B HOpMe (36 HT/MIT).

Ha momeHT niepBoro ocmorpa nauveHta B HMUL sHaokpu-
HOJIOTMM MaJIbuMKY OblL10 13 JIeT, U OH HaXOAUJICS Ha Teparuu
BaJIbITpoeBoit KucaoToi. Poct (148,5 cm, SDS = -1,68) n macca
tena (45,5 kr, nHIeKc Macchl Tena — UMT = 20,6 kr/m2, SDS
UMT = +0,55) cooTBeTCTBOBaJIM HOPMaJbHBIM ITOKAa3aTEaIM JJIsI
naHHoro Bo3pacTa. [lojioBoe pa3BuTHe HAXOIMJIOCH Ha cTaauu 1
no mKkaje TaHHepa, SMYKU ObIJIU B MOILLIOHKE, 00bEMOM I10 4 MJI
¢ Kaxaoi ctopoHbl. CO CTOPOHBI CEPAEYHO-COCYIUCTON CUCTEMBI
U OPTaHOB MUIIEBAPEHUST OCOOEHHOCTE TTPU OCMOTPE HE BBISIB-
sieHo. OTMeyvaJsicst pe3Ko MOJIOKUTETbHBII CUMIITOM XBOCTEKa.
®eHoTunuuecku obpaiiaga Ha ceOst BHUMaHUE TOJIBKO OCOOEH-
HOCTB (POPMUPOBAHMSI OTHOM U3 YITHBIX pAKOBUH (€€ Hemopas-
BUTHE U fehopManuns cyieBa).

YcTaHOBIIEH JUArHO3 «TUITONapaTUpPeo3». YUUThIBasi BO3pacT
MaHHubeCcTalluy U HaJIndue IPYTruX NPOsTBIeHUH, Oblia 3211010~
3peHa MOHOTreHHasl opMa 3aboneBaHusl.

Ilocne BrIsIBAEHU S TUNIONapaTUpeo3a UHULIMMPOBaHA Tepa-
nus npenaparaMmu ajibdakaablUuagoaa U Kaablus KapooHara,
Ha (oHe Yero Mpou30IiJia HopMaau3alus OOIIEro CaMOUyBCTBUS
MalyeHTa u nmoxkasareneit Kposu. B mocienyioiiem Majipunka
MIPOKOHCYJIBTUPOBAJ HEBPOJIOT, PEKOMEHI0BaBIIN A TOCTENEeH-
HYIO OTMEHY TIPeTapaToB BaJbIIPOEBOI KUCIOTHI IO KOHTPOJIEM
anekTposHuedanorpadpuu (D3I'), 4To 1 OBLIO caeaHo 63 BO300-
HOBJIEHUSI CymopoxkHOTro cruHapoMa. [1o nanusiM DOI B tTuHaMuKe
SMUJIENTTU(HOPMHOM AKTUBHOCTU HE OTMEYaJIOCh.

HccnenoBanue reHa AI/RE MeTOIOM MPSIMOTO CEKBEHUPOBAHU S
1o CaHTepy MO3BOJIMIIO UCKITIOYNTH Ay TOMMMYHHBII TIOJIUTIIaH-
NYJSIPHBII CUHIpOM nepBoro Tumna. [1pu nanpHelinemM nmouc-
K€ IPUYMHBI 3a00JI€BaHU ST METOIOM CEKBEHUPOBAHUSI HOBOTO
MOKOJIEHU S B TpeTheM 9K30He reHa GATA3 oOHapyXeH paHee
He OMUCAaHHBII B IUTEpaType BapuaHT HYKJIEOTUIHOI Mmoce-
noBatenbHOCTU HG38, chrl0:8058622C>T, ¢.559C>T, p.GIn187Ter
B T€TEPO3UTOTHOM COCTOSIHUU, TIPUBOASIIIN I K (POPMUPOBAHUIO
CTOII-KOJOHA M MPEXAEBPEMEHHON TEPMUHAIINY TPAHCISIIIUU.
BapuanT He BcTpevaeTcs B 6a3e JaHHBIX MTOMYISIITUOHHBIX YaCTOT
gnomAD u ¢ 6071b1110¥ BEpOSITHOCTBIO TPUBOAUT K MTOTEPE (DYyHK-
LIUY COOTBETCTBYIOIIEH KOTNY TeHa.

TTo coBOKYITHOCTHM CBeleHU 1 HAliIEHHBIT BapUaHT OBLT pac-
LIEHEH KakK BeposiTHO naToreHHblit (Moaenu SIFT u PolyPhen-2).
Hanuyue y nmaiiueHTa yKa3aHHOTO BapMaHTa MOATBEPXKIACHO MPU
TOMOILM METOJIa MPSIMOTo cekBeHUpoBaHust o Canrepy. Takxke
METOJIOM MPSIMOT0 CeKBEeHUPOBaHUsI 110 CaHTepy MPOBEIEHO 1cce-
noBaHue reHa GATA3 y ponuTeneli mauueHTa u cuoca (ctapiias
cecTpa) — NaHHbII BapMaHT He OOHAPYKEH Y OCTAIbHbBIX YJIEHOB
CEeMbH, UTO TOBOPUT B TI0JIb3y BO3HUKHOBEH U ST OOHAPYKEHHOTO
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y IariieHTa BapraHTa de novo. KImHUYeCKUX TPOSIBICHMI 3200~
JIEBaHMS Y OCTAJIbHBIX YJICHOB CEMbH HET.

TakuM 06pa3oM, yUUTHIBasI COYeTaHUE TUIOIIapaTupeos3a
W HEWPOCEHCOPHON TYTOYXOCTH, a TaKXKe JaHHBIC MOJICKYJISIp-
HO-T€HETUYECKOro UCCIeIOBaAHN S, TAlIMEHTY ObLJT YyCTAHOBJIEH
nuarHo3: «Cunapom bapakara. Tun HaciegoBaHUSI — ayTOCOM-
HO-IIOMMHaHTHBI». [Ipu o6cenoBaHuM yOeAUTETbHBIX TaHHbIX
3a MaToJIOTHIO MOYeK Yy MallMeHTa He MOJyYeHO — OTCYTCTBUE
MOPOKOB Pa3BUTHSI TTOYEK MO TAHHBIM YJIbTPa3ByKOBOI'O UCCIIEI0-
BaHus (Y3U), HopMmajibHasi CKOPOCTb KJYOOUKOBOI (hUJIBTPALIUN.

INocnennee o6¢caenoBanue B Bo3dpacte 15 neT: poct — 156 ¢,
SDS pocra = -1,72, ckopoctb pocta — 6,23 cM Bron (SDS = +0,734),
Mmacca tesna — 54 xr, UMT — 22,2 kr/m2 (SDS UMT = +0,734).
[TonoBoe pa3BuUTHE COOTBETCTBOBAJIO CTaANM 2 1o IiKajie TaHHepa
(G2, P2), 114KM B MOIIOHKE 0OGHEMOM 110 6 MII C IBYX CTOPOH
o opxunometpy [lpamepa (mocTerneHHas MpoOrpeccus MoJ0BOTO
pa3BUTUS MO CPABHEHUIO € 00cieioBaHUEM B 13 ieT), ypoBeHb
TECTOCTEePOHA COCTaBIISLI 6,2 HMOJIb/J1. OTMevaach CyOKOM-
MeHcaus TUIoInapaTupeo3a: KaJblIuii MOHU3UPOBAHHBINA —
0,99 mMmoub/1, obnit — 2,14 MMonb/, anboyMuH — 42,7 1/x,
dochop — 1,88 MMosb/11 (mokazaTeau KpoBu). Tak:ke BbIsIBIIe-
Ha xeJie3o1eUIIMTHAs aHEMU S JIETKOI CTENEeHU U MOBbIIIEHUE
YPOBHS# IIIMKMPOBAHHOTr0 reMoriaobuHa 1o 6,1%. ITo nosony
TMOCJIEIHErO IMPOBEIECH CTAHAAPTHBIN MEepOpaJIbHbIM IIIIOKO-
30TOJIEPAHTHBIN TECT: JaHHBIX 3a HapyIlIEeHNE TOJEPaHTHOCTH
K yIJIeBOJaM, CaXapHbIii 1MabeT 1 MHCYJIUHOPE3UCTEHTHOCTD
He MoJy4eHo. JJomoTHUTeIbHO UCCIeIOBAaHbl aHTUTENA K TITyTa-
marnekapookcuiase u Tupo3uHdocdarase, KOTopble He ObLIN
MOBbIIIEeHKI. [IpoBOAMIICS CKPUHUHT TTOYEYHOI MATOJIOTUH: HOP-
MaJIbHbIE YJIbTPa3ByKOBbBIE XapaKTEPUCTUKHU ITOUEK, CKOPOCTH KITy-
00uKoBOI1 husbTpanuu o hopmyJe LIBapiia cooTBeTcTBOBaNA
Hopme (111 Mor/MuH/1,72 M2), B 06IIEM aHAIN3e MOYM JAHHBIX
3a IIPOTEUHYPUI0, JISHKOLUMTYPHUIO, TeMaTypurIo He ObL1o. B oTe-
JICHUM CKOPPEKTUPOBaHa Teparnus runomnapatupeosa. [Ipu KoH-
TPOJILHOM aMOyJJaTOPHOM 00CJIeNOBaHMM Yyepe3 3 Mecsiia 3Have-
HMS KaJIbLIMSI COOTBETCTBOBAM LIEJEBbIM (KaJbLIU OOIIMIA —
2,24 MMOJb/1, NOHU3MPOBaHHBIN — 1,01 MMOJIB/J, aTIBOYMUH —
42,15 r/m), IMKUPOBAaHHBII TeMOrIo0nH — 5,8%.

Y4YuTHIBasg OTCYTCTBHME B HACTOSIIIIEE BPEM S ITATOJIOT MU ITOYEK,
MporHo3 3adojieBaHus OaronpusaTHbIN. [1aneHT HaOMOHaeTCs
CYPIOJIOTOM C IBYCTOPOHHEI HEMPOCEHCOPHOM TYTOYXOCThIO
I1 cTerieHN, TTOIB3YETCST CIIYXOBBIM aIlllapaToOM TOJBKO BO BpeMs
3aHSATHUI B IKoJie. MaJIb9MK TTPOOJIKaeT HAaXOMUThCS Ha T HA-
muyeckoM HabmoaeHuu B HMULI sH10KpuHOJOTU Y, TIPOBOAMUTCS
KOHTPOJIb 3 GhEKTUBHOCTU U 6€30MaCHOCTH JIEYEHU S, PETYJIsip-
HbI{ CKPUHMHT APYTUX BO3MOXHBIX KOMITOHEHTOB 3a00J1€BaHU .

OBCY)XAEHMUE

Hamu onycaH KJIMHUYECKUI Clydyail maliMeHTa ¢ CMUHIPOMOM
Bapakara, 13 KOMIIOHEHTOB KOTOPOTO UMEIN MECTO rUIonapa-
TUPEO3 U CHUXKEHUE CIyXa. YUYUTHIBASI, YTO TUTIONAPATUPEO3
U TYTOYXOCTb SIBJISTIOTCSI CAMBIMU PACTIPOCTPAHEHHBIMU CUMIITO-
MaM¥, KTMHIYECKYI0 KapTUHY 00JIE3HN MOKHO PAaclIEHUBATh Kak
TUNIMYHYI0. HecMOTps Ha OTCYTCTBHE TOPOKOB Pa3BUTHUSI TIOUEK
no pesyjbratam Y 3U, HeoOxonrmMo HabJloeH e C OLIEHKON (PyHK-
LIMU TIOYEK B TMHAMUKE, TaK KaK IIpU 9TOM 3a00J1eBaHUU BCTpeva-
IOTCS HE TOJIbKO MOPOKU UX Pa3BUTH S, HO U HE(DPOTUUYECKU I CUH-
TIPOM, TeMaTypu s, TPOTEUHYPU S, TOUYECUHbII TYOYISIPHBII allUA03.
Tak:xe y MaJpuMKa OTMEYAETCsl yMEPEHHasI 3a/1epXKKa IM0J0BOrO
pPa3BUTHSI, HO C IPOrPECCUE ero cTaluu B AMHAMUKE, yBeInye-
HUEM 00beMa SIMUYeK Y TOBBILLIEHUEM YPOBHS TECTOCTEPOHA, UTO
paclieHUBaeTcsl Kak OTCyTCTBMe runoroHaauima. Heodxonumo
HabJI0eHe 32 JaJTbHEHILINM XOJ0M TIOJIOBOTO Pa3BUTHSI.
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BrisiBieHHbIe KaabuPUKaTH CTPYKTYp I'M aBasitorcs
TUITUYHBIM OCJIOKHEHHMEM TUTIONIapaTpeo3a JI00ii STUOJIOTU N
¥ B OOJIBIIMHCTBE CJIy4aeB HE UMEIOT KJIMHUUECKUX TTPOSIB-
sneHui [19]. TummomapaTrpeos MOTHOCThIO KOMIIEHCUPOBAaH
Ha (hoHe Teparuu aKTUBHBIMU aHajoraMu ButamuHa D (anbga-
KaJblLMA0J) U NipenaparaMu Kajiblius. [lanueHT HaGatonaeTcs
HEBPOJIOTOM: B HACTOSIIIM I MOMEHT HEBPOJIOTMYECKU I CTATyC
0e3 0coOeHHOCTel, SIUJIeTNCH s Oblla UCKJII0YeHa, TepanuIo MPo-
TUBOCYAIOPOXHBIMU MperaparaMy He MoJIyyaeT, HeT U3MEHEeH Ui
10 pe3yJbTaTaM HOUHOro MoHUTOpUHTa DOI. JIpyrux BO3MOKHbIX
MPOSIBJCHU 1 3a001eBaHUSI HE IMArHOCTUPOBAHO.

OTCYyTCTBUE HACTOPOXKEHHOCTHU TEIUATPOB U HEBPOJIOTOB
10 TOBOY TUTIOKAJbIIMEMHU U TIOPOY MPUBOIUT K IJTUTEIbHO-
MYy HEIMarHOCTHPOBAaHHOMY T€UYEHM IO TUTIONapaTupeos3a 6e3
TIOJIKHOU Tepanuu 1 (MJIK) ¢ Ha3HauYeHeM aHTUKOHBYJIbCAHTOB.
Tak, mepro OT MOSIBJICHUS TTEPBBIX TPU3HAKOB IMITONapaTupeo3a
IO YCTAHOBJICHUS IMArHO3a M Ha3HAUYCHU S Tepariy aHaJoraMu
BUTaMKHa D y JaHHOTO IMaliMeHTa COCTABUII 8 JIeT.

3AKAKOUYEHHUE

Cunnpom bapakarta — penkoe HacieACTBEHHOe 3aboie-
BaHUeE, B paMKax KOTOPOTO y MallMEHTOB MOT'YT Pa3BUBATbCH
TUATIONAapaTupe03, pa3anuyHas naToJorus noyek u TyroyxocThb.
VYyuteiBast HecrieUUGUUYHOCTh KJIUHUYECKUX IPOSIBICHU I
U KPAalHIO PEAKOCTb MaTOJIOTUU, YCTAHOBJICHUE BEPHOIO AUa-
THO3a MOXET 3aHSTh AIJUTEJbHbII Iepuon. ['mnokanbuueMus
y IeTel ABISIETCI KpallHe peAKON MPUYNHON CYAOPOXKHOTO CUH-
poma, MO3TOMY TAKMM NaLlMEHTaM YaCTO OIIMOOYHO YCTAHABIIU-
BalOT IUATHO3 «3MUJIENICUSI», UTO 3aIep>KMBAET HAUYaJI0 TepaAuu
akTUBHbIMU (popmamu BuTamuHa D. Tak, B ciydyae, OmMcaHHOM
B 3TOW CTaThe, OT MEPBOTO CYJAOPOXKHOIO NPUCTYIIA A0 BbISIBJIEHU S
ruronaparupeosa v Hayajia COOTBETCTBYIOLIETO JIEYEH U S ITPOIILIO
8 71eT. YcTaHOBJIEHUE BEPHOTO JMAarHO3a MOMOTIJIO MOCTENEHHO
OTMEHUTH MPOTUBOAMMUIECIITUYECKYIO TEPAIIMIO U HOPMAJIU30BaTh
1oKa3areJiv KaJbLusl, YTO IIPUBEJIO K YIYUYLIEHUIO CAMOYYBCTBU S
Y TIOBBIIIEH M0 KaYeCTBa XXU3HU O0JbHOT0. YCTaHOBJIEHHUE qUa-
THO3a TAKXe BAXHO AJI5 ONPEACICHUS TAKTUKHU JaJlbHEHIero
HaOJIIOICH NS 32 TAIIMEHTOM B CBSI3U C BO3MOXHBIMU APYTUMU
KOMIIOHEHTaMu 3a60jeBaHus. Llesbio TaHHO# cTaTby ObLIO MOBbI-
[IeHYe OCBEIOMJIEHHOCTH Bpavell pa3TMuHBIX TPOodUIeil 0 KiTu-
HUYECKOI KapTUHE M BapUaHTaxX Tunonaparupeosa y nereit. JIB

NHdpopmupoBaHHoe cornacue

OT poanTeAs (maTepu) naumueHTa NoAyYeHO NOANUCaHHOEe MHGOPMUPO-
BaHHOE Cornacue Ha NyBAMKaLmMio Pe3yALTaToB 00CAEAOBAHHMS U AEUYEHNS
naumeHTa (pata noanucanusa — 21.12.2023).

Informed consent

A signed informed consent was received from the patient's parent
(mother) to publish the results of the patient's examination and
treatment (signed on 12/21/2023).
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