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AKTyaqabHocTh: cuHApoM Bardet-Biedl — peakuii ayToCOMHO-pElIECCHBHBIH CHHAPOM
(ORPHA:110) xapakTepu3yIomuicss aHoManueil moyex, TucTpopueil ceTyaTku, OKUPEHUEM, TOJU-
JAKTWINEH, 3a1epKKOM ICUXUYECKOTO Pa3BUTHUs, TUIIOroHaau3mMom[1-3].

Lesan uccaeq0BaHUA: TIPEACTABUTH 0COOCHHOCTH TIATOJIOTHH TTOUEK mpu cuHapoMe Bardet —Biedl
1 (bapne —bumia 1) ¢ ayTocOMHO-pEIIeCCHBHBIM THIIOM HACNOBAaHUA Y MajbauKa 14 jer.

MarepuaJjibl H MeTO/IBI: TPUMEHEHBI KITMHIUYECKHE, JIa0opaTopHbIe, PYHKIMOHATIBHBIC U PEHTTe-
HOJIOTHYECKHE METOABI HccieqoBanus. Mcrnonp30Bana kiacCupUKays XpOHHUECKONW O0JIC3HH MTOYEK
(XBIT) mo KDOQI (2002).

Pe3ynbTarhl: MIMPOKUI CHEKTP KIMHUYECKUX CHMIITOMOB mpu cuHapome Bardet-Biedl memomn-
CTpUpYeT KIMHUYECKUM ciaydail manueHTa b., 14 mer. B pesynbraTre mpoOBENCHHBIX HCCIIECIOBAHUI
YCTaHOBJICHBI COYETaHHBIE aHOMAJIHMU MOYeK W MoueBbiX myTeil (Cakut), mposBISIIOIIUXCS ITY3BIP-
HO-MOYETOYHHKOBO-JTIOXaHOYHBIM peditokcom ([IMJIP) aBycTOpoHHUM, THIIOIIIA3UEH JIEBOH IMOYKH,
BTOPUYHBIM CMOPIITUBAHUEM THUITOTIIIA3UPOBAHHON JIeBOU TTOUKH (pedurroke Hedpomnatus 4 cT1.). Enqun-
CTBEHHAs TpaBasi MI0YKa BCJIEJACTBHE HE(PPIKTOMHU KOHTpajarepalibHOU (110 MoBoay pedirokc Hed-
ponatun). Cocrosinue ¢pynkuuu nodek: XBII C3 (CK®D 64 mn B MuH 1 nporeunypust 1.64r/i). Bro-
PHUYHBIA XpOHUYECKUH MHETOHE()PUT, BHE 000CTpeHNs. ApTepraibHas THIePTeH3Us (HeporeHHas).
Kpome coderanHO# MaTonoTuy MoYeK U MOYEBBIBOSIINX MyTEH JUArHOCTUPOBAHBI OXKHpEHNe 3 cTe-
MIeH!, IPABOCTOPOHHUN KPUTITOPXHU3M, aHOMAJIHS KOCTHON CUCTEMBI (BaJbrycHas nedopManns HIxK-
HHUX KOHEYHOCTEH), TaJhEBUTHO-TIATOUHAS KOATHUIIUS JIEBOM CTOIBI, YKOPOUEHUE JIEBON HIDKHEH KO-
HEYHOCTH, aCHMMETPUS JUIMHBI CTO M KUCTeH, OpaxuaakTuiaus OOJNBLIOrO Maiblia MPaBOWd KHUCTH.
Jnst uckmouennst oppannoro cuaapoma Bardet —Biedl mokazanHo MonexymsipHO-TEHETHYECKOE HC-
ciaenoBanue 3-x reHoB cuHApoMa Bardet —Biedl 1: rema BBS1 (omim 209901) xaptupoBaHoro Ha
xpomocome 11q 13/2, rena ARL6 (omim 608845) xaprtupoBanHoro Ha xpomocome 3q 11/2, rena
CCDC 28B (omim 610162) kaptupoBaHHOr0 Ha xpoMocome 1p 35.2 ¢ ayTOCOMHO-JIOMHUHAHTHBIM
WJIM ayTOCOMHO-PELECCUBHBIM THUITOM HaciefoBanus [1].

BeiBoabl: MBI TIOKa3aqd OCOOCHHOCTH TIIATOJNIOTHH TIOYEeK Ipu opdaHHOM 3a001IeBaHUU
(ORPHA:110) cuaapome Bardet-Biedl, mposBnsromerocs Cakut, ¢ mporpeccupoanueM B XbI1 C3.

Jluteparypa
1. https://www.orpha.net/.

2. https://omim.org/.
3. CasenxoBa H.J/l., JlenamBuiu X.I., AnapeeBa 3.®., CemenoBa O.A., Ilanmasu K.A. Hacnen-
cTBeHHBIe Oone3nu rmouek y nerei. [log pemaxnumeit H.J[. CaBenkoBoil. — Cn6.: OO0 «W3narens-

ctBo JleBma. Caukrt-IletepOypr», 2020. — 440 c.

©000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000 o

FORCIPE TOM 4 CMNELUBbLIMYCK 2021 elSSN 2658-4182





