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BPOXOEHHASI CEKPETOPHAS XNTOPUOHAA
AOWAPESA 1-ro TUMA 'Y OEBOYKWU 5 NET

Mansicoea A.M.", MapaxuHa [0.B.2, Ipe6beHkuH O.U.2

Hay4HbI pykoBoguTenb: AOKTOP MeA. Hayk,
npocp. A.C. NMotanos

"MepBbIt MOCKOBCKUIA rOCYAapCTBEHHbIN MEAULMHCKAIA
yHuBepcuteT nmeHn N.M. CeveHoBa MuH3gpasa Poccum
(CeueHoBckuii YHuBepcuTeT), Mockea, Poccus;
2HaunoHanbHbIi MeAULMHCKUI NCCneaoBaTeNbCKUA LIEHTP
3popoBbs geten Munsgpasa Poccnn, Mockea, Poccus

KnroueBble cnoBa: demu; kKnuHu4eckul cry4dad;
8POXOEHHasI ceKpemopHasi xnopudHasi duapesi 1-eo muna;
OuacHocmuKa; reqyeHue

AKTyaJIbHOCTb. BpoxX/I€HHAs CeKpeTopHas XJIOpUAHAS TU-
apest 1-ro THIIa — penKoe ayTOCOMHO-pElleCCHBHOE 3a00IieBa-
HUe, o0ycioBiIeHHOe MyTauusMu B rene SLC26A43, xopupyro-
IeM TpaHCMEMOpaHHBII OEI0K-IIePEeHOCUHK, KOTOPBIH perynu-
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pyeT XJIOpHIHO-OMKapOOHATHBIH OOMEH B KHIIedHHKe. YacToTa
MIaTOJIOTMM HU3Kas: MPEHMYIIECTBEHHO B cTpaHax Ilepcuacko-
ro 3amuBa — 1 : 5000, B ®unnsuauun — 1 : 30 000, B ITons-
e — 1 : 200 000. 3aboseBaHue MPOSIBISETCS € MEPBLIX THEH
YKM3HU CTOWKOW BOISTHUCTON Tuapeeid, MeTaboIMYeCcKIM aJIKajo-
30M, TUIIOXJIOPEMHEH, TUIIOKATMEMHUEH, YTO HEpEeIKO NPUBOJUT
K 3aJIepyKKe TUarHOCTHKH 1 TIPOTPECCUPOBAHHUIO AIIEKTPOIUTHBIX
HapylIeHU! y JeTei.

Onucanne KJIMHHYeCKOro cayyasi. JleBouka A., 5 ner, ro-
CHHUTAIM3UPOBaHA C )KajJo0aMu Ha yuaieHue cryna 1o 10-15 pas
B CYTKH, HU3KYIO NIpuOaBKy B Bece. PeOEHOK OT 1-if OepeMeHHO-
CTH, OCJIO)KHEHHOH BBIpa)KEHHBIM MHOTOBOJMEM, PACIIMPEHUEM
MeTeNb KAleyHuKa 1mo qaHasiM Y3U. Ponsr npexaeBpeMeHHbIe
Ha 34-it Henene, Macca Tena Nmpu pokaeHuu 3221 r, nnuHa Te-
na 47 cM, olieHKa 1o mikajie Anrap 7/8 6amnos. B 1-e cyTku xu3-
HU [IPOOIIEPUPOBAHA I10 MTOBOJlY MEKOHHAJILHOTO MIieyca, ObLI 3a-
MOZI03pPEH MYKOBHCLU/I03, IPOBEAEHHOE MOJIEKYJISIPHO-T€HETHYe-
CKO€ HCClIeIoBaHNe — oTpuaresibHo. C poXKIeHHUs COXPaHSIIUCh
BOJSIHUCTAs Juapesi, dU30/bl C1a00CTH, B aHAIN3aX KPOBH —
THITOKAJTUEeMus 10 1,5 MMOJIIB/JI, THIIOXJIOpEMHS 10 64 MMMOJIB/JI,
runoHaTpremMus 10 127 MKMOJIB/JI, MeTaboInuecKui ankanos. beut
BBICTABJICH AUArHO3: HApyHICHUE BCACbIBaHWs KHIICYHUKA HCY-
TOYHEHHOE, Ha3Ha4YajJach CHMITOMAaTHYECKas Tepanusi Kypcamu.
[Ipu noctynnenun — orcraBanue B pusndeckoM pa3sutuu (SDS
pocra—2,2, SDS Beca —3,13, UMT 13,37 xr/m?, SDS UMT —1,68).
Beumn uckimouensl 6ose3Hs [mpnpyHra, neianakus (aHTUTETa
K TKaHEBOH TpaHCIIyTaMHHa3€e, OMOIICHS TOHKOTO KUIIEYHUKA —
OTPULIATENBHO ), TH(EKIUN KETyA0IHO-KHIIIEIHOTo TpakTa. [Ipo-
BEJICHO ITOJTHOAK30MHOE CEKBEHHPOBAHHUE, B PE3YJILTAaTe KOTOPOTO
npu4rHa 3a001eBaHus He Obljla OOHAapy)KeHa, Ha3HAYEHO CEKBe-
HUPOBaHKE ITOJHOTO T€HOMA: JIBA T€TEPO3UTOTHBIX HYKIEOTH/I-
HbIX BapuaHTa B reHe SLC26A43: ¢.2024 2026dup (p.Ile675dup)
u ¢.983dup (p.[1e329TerfsTer4), y poaureneii HOATBEPKIEHO Te-
TEPO3UTOTHOE HOCUTENILCTBO. TakuM 00pa3oM, peOEHKyY ObLT ycTa-
HOBJICH JUAarHo3: BpoxknéHHas cekpeTopHas XJIOpHUIHAs Jua-
pest 1-ro Tuna (OMIM #214700). HazHaueHb! afeKBaTHBINA UTHE-
BOH PEXUM, IOCTOSTHHAS 3aMeCTHTebHas Tepanus 4% pacTBOpoM
KaJus XJIOpUAa MoA KOHTPOJIEM KHCIIOTHO-IIEIOYHOrO OajaHca,
C TIOJIOXKUTENILHONH TUHAMHUKON — 3JIEKTPOIUTHBIC HAPYILICHUS
KyNUPOBaHbI, 3a TOJ JIEBOUKA BeIpocia Ha 8,5 cM, B Bece Ipuda-
BHJIA 2,6 KT.

3akuarouenmue. [IpencraBneHHbIH KIMHUYECKUIT Cirydail moa-
YEPKHUBAET CIOKHOCTD TUArHOCTUKHU XJIOPUAHON JHaped U 3Ha-
YUMOCTb TeHETHYECKOTO HCCIIEJOBAaHUS Y JeTeH ¢ XpOHUUECKOH
ManbabcopOLreli HeICHOTO TeHe3a.
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