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AHHOTaANUA

Beenenne. Ha HacTodmmii MOMEHT OXHpEHHE SBISETCS OAHOM M3 mpobieM uyenoBeueckod mnomymanud. OHO
yBEJIMYHMBAEeT PUCK BOSHUKHOBEHHMsI OHK03a00JIeBaHmii, caxapHoro auadeta Il Tuna, runepronun, arepockiiepos3a. OnHoi
U3 NPUYHH 0XXKUPEHUS SIBIsIeTCs CUHAPOM bapae-buais, kotopomy nocesiieHa faHHas cTaths. LleJab necaeqoBanus —
MPOBECTH CUCTEMATHUECKHH 0030p JaHHBIX, MMEIOLIMXCS B COBPEMEHHOW JHMTeparype O KIMHUYECKOl KapTHHe,
NPUYMHAX, OCOOCHHOCTSIX IUArHOCTUKU W JieueHHsl CUHApoMa bappae-Buuis, B 1ensX OCBELICHUS AQHHOW TEMBI.
Matepuana u meroasl. Ha ocHOBe pecypcos elibrary u pabmed.ncbi.nlm.nih.gov 6511 ipoBeieH TUTEpaTypHBIA 0030D,
B XO/i¢ KOTOPOrO BBISBICHBI KIIIOUEBbIC MOMEHTHI B OTHOIICHWH MaToreHe3a cuHapoma bapae-bBumis, nmpousBeneHo
pasfereHHe KIMHMYECKHMX CHMITOMOB HAa JIOTIOJHUTENbHBIE M OCHOBHBIC, H3y4YCHBl HCTOPUH OOJe3HEH,
NPEeNOCTABIICHHBIC YIIOMSHYTHIMH BBILIE 3JIEKTPOHHEIME pecypcamu. PedynbTaThl. B xo1e nmureparypHoro o63opa Obut
0000IIeH M WHTETPUPOBAH CIEKTP IAaHHBIX MO TeMe cuHApoM bapne-bumnsa. BeiBoabl.Teopernyeckuil aHamus
JIMTEPATYPHI MOKA3bIBACT, YTO JAHHOE 3a00JICBaHUE HMEET MHOKECTBO HPOSBICHUH, KOTOPbIE PACCMOTPEHBI TOCTATOYHO
HIMPOKO. B TO e Bpemsi BONPOCHI O MEPEYHe MOPAXKEHHBIX TeHOB U UX BIUSHUE Ha KOHKPETHBIE CUMITOMBI, & TAKXKe
MOKa3aHHsl K KOMIUIEKCHOMY JIUSHHIO OCTAIOTCS Majo pa3pabOTaHHBIMHM, YTO MOBBIIIAET aKTyalbHOCTh UCCIIEA0BAHUN
B JIaHHOM HaIlpaBJICHHH.

KaroueBble ciioBa: HacnencTBeHHoe 3aboneBanue, Cunapom bapae-buis, nnnuonarvs, 0XXApeHHe, MOTUIAKTHINS,
nuchyHKIuMs noyek, ren BBS10

BARDET-BIEDL SYNDROME: CLINICAL FEATURES, DIAGNOSISAND TREATMENT.
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Abstract

Introduction. Obesity is currently one of the problems of the human population. It increases the risk of cancer, type Il
diabetes, hypertension and atherosclerosis. One of the causes of obesity is Bardet-Biedl syndrome, which is the subject
of thisarticle. The aim of the study — To conduct a systematic review of the data available in the current literature on
the clinical picture, causes, features of diagnosis and treatment of Bardet-Biedl syndrome in order to cover this topic.
Material and methods. Based on elibrary and pabmed.ncbi.nlm.nih.gov resources, aliterature review was conducted to
identify key pointsregarding the pathogenesis of Bardet-Biedl syndrome, to divide clinical symptoms into additional and
main symptoms, and to study case histories provided by the above mentioned electronic resource. Results. The literature
review summarized and integrated the range of evidence on the topic of Bardet-Biedl syndrome. Conclusion. Theoretical
analysis of the literature shows that this disease has many manifestations, which are considered quite widely. At the same
time, the questions about the list of affected genes and their influence on specific symptoms, as well as indications for
complex treatment remain poorly developed, which increases the relevance of research in this direction.

Keywords: hereditary disease, Bardet-Biedl syndrome, ciliopathy, obesity, polydactyly, renal dysfunction, BBS10 gene.

BBEJIEHUE

Ha HacTosmuii MOMEHT OKUpPEHHUE SBIISIETCS OJHOHN U3 MPOOIEM YeTIOBEUSCKON MOMYJISIUY.
OHO yBenmMYMBaeT pPHUCK BO3HMKHOBEHMsI OHKoO3aboneBaHuii, caxapHoro nuabera II Tuma,
TUIEPTOHUH, aTepockiiepo3a. ONHON W3 NPUYUH OXXKHUpPEHUs ABIseTcs cuHiapoM bapne-bums,
KOTOpPOMY IIOCBSIILIEHA JJaHHAs CTaThsl.

Heap uccienoBaHusi — IPOBECTH CHCTEMATHYECKHM 0030p JaHHBIX, HUMEIOIIUXCS B
COBPEMEHHOW JMTEpaType O KIMHUYECKOH KapTHHE, MPUYMHAX, OCOOCHHOCTSX JAWArHOCTUKHU U
neueHus cuaapoma bapae-buyis, B nensax oCBEIIeHUsT JaHHOW TEMBI.

MATEPUAJI U METO/bI

Ha ocnoBe pecypcos elibrary u pubmed.ncbi.nlm.nih.gov OblT mpoBeneH TUTEpaTypPHBIH
0030p, B X0/1¢ KOTOPOTO BBISIBJICHBI KJIFOUE€BbIE MOMEHTHI B OTHOILICHHUH IaToreHe3a cunapoma bapae-
buuis, mpousBeneHO pasfelieHHne KIMHMYECKHUX CHMIITOMOB Ha JIONOJHUTEIBHBIE U OCHOBHBIE,
M3Y4EHbl UICTOPUM O0JIe3HEHN, IPEJOCTABICHHBIE YIIOMSHYTHIM BBILIE 3JIEKTPOHHBIM PECYPCOM.

PE3YJIbTATBI

Cunapom bapae-bumis. Onpenenenue.

Cunapom bappe-buans — 3T0 miueHoTpornHOE ayTOCOMHO-PELIECCUBHOE 3a00JIeBaHUE M3
IpyNIBl  MOJABWKHBIX  LUIMONATHM.  XapakTepu3yercss TI'E€HETHYECKOM M KIMHWYECKOU
reTepOreHHOCThI0. B OCHOBHOM NpUCYIIH HapyLIeHUs paboThl MOUEOJIOBOTr0 anmnapara, IucTpodus
CeTUaTKH, OXXKHUpEHHEe M monuaakTuiaus. llnefiorponHsie 3Q¢exTsl BbI3BaHbl JePEKTaMU T'€HOB,
KOAMPYIOLMX OEJIKM, OTBETCTBEHHBIC 32 (DYHKLIMOHHPOBAHME PECHHYEK (HA JaHHBI MOMEHT C
CHHPOMOM aCCOLMUPOBAHO 26 FCHOB, YHCIIO KOTOPBIX C TOJaMU yBenn4nuBaetcs [1].

IlepBoe ynoMuHaHue 00 3TOM 3a00JE€BAHUU MPUHAJICKUT AHTIIMHCKOMY OQTalbMOJIOTY
J1.3.Jloypency u amepukanckoMmy odtainsmoiiory P.C.MyHy, koTopsie B 1866r. onucaim CEMbIO C
OKUPEHHMEM, YMCTBEHHBIMH HAPYIIEHUSAMHU M NUIMEHTHbIM petuHUTOM [2,3]. Ilo3xe X.bapne u
A.buuib OTHENBHO ONMCATU CXOKHE KIMHUYECKHE NPOSBIEHUS HapsAdy C MOCTaKCHaIbHOU
MOJUJAKTUIINEN U TUIIOTOHAAN3MOM [4].

PacnipoctpaneHHOCTH 3a0051€BaHMS.

YacToTa BcTpewaemoctd BBS Bapeupyer B 3aBUCHMOCTH OT reorpaguueckoro MmojI0kKeHus.
Haub6onee gacto cunapom bapne-buist Becrpedaercss B MonyJsilusix, B KOTOPBIX pacIpOCTPaHEHBI
6mu3kopoicTBeHHbIE Opaku [5]. HactoTa BcTpeyaemocTu: Ha octpoBe Herodaynanenn 1: 13 500 u
kinaHax OexyumHoB Kyseiita u Caynosckoir ApaBum 1: 16 000, cpenu apaGoB ero
pacripocTpaHeHHOCTh cocTaBisieT 1: 65 000, cpenu xureneir CeBepHoit Amepuku: 1. 140 000,
Espormsr: 1: 160 000 [2].

Mytanuu B reHax BBS1-BBS18 cocrasnstor 70-80% Bcex ciaydaeB pa3BUTUSL CHHIpPOMA
bapne-bunns. Yactora myTanuil B ONMCAaHHBIX T€HAX PA3JIMYaeTCA B NOMYJAIUX. Tak, y ManyeHToB
CEBEPOEBPOIIECHCKOTO MPOUCXOKACHUS MYyTaIllK JoKaan3oBaHHbl B reHax BBS1 u BBS10 (40-50%)
B a3uarckoy nomynsuuu - reasl BBS3 u BBSO.

[Ipy u3y4eHHH COOTHOIIEHUH MEXIy TE€HOTHUIIOM U (PEHOTHIIOM OBUIO OTMEYEHO, YTO
0os1bHBIE, UMetolTe MyTanuu B reHe BBS10, xapakTepu3yroTcsi BEIpa)KeHHBIM TPOrPECCUPYIOLIIM
OKUPEHHMEM, YPOT€HUTAIBHBIMU aHOMAIMSMH U TSKEIIBIM ITIOPAKEHUEM TTOYEK.
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[TaTorenes 3aboneBaHusl.

Cunapom bapne-bumist oTHocuTes K IMIMONATUSAM - Tpymie 3a00JieBaHUM, CBI3aHHBIX C
nedexramu B reHax BBS, kogupyronmx 6enku, perynupyronpe GyHKIU0 pecHudek. Yaie Bcero
oTMedaroTcs MyTanuu B jokycax BBS1(11g13), BBS2 (16q22), BBS3 (3p13) BBS4 (15q21), Takke
B juTeparype yacto ynomuHaercs reH BSDI10 (9q33). B rene BBS moryr mpucyTcTBOBaTH
pa3IUYHbBIC TUIBI MyTalUi, TAKME KaK: MUCCEHC MJIM HOHCEHC, CIIAaliCMHTOBbIE 3aMEHBI, HEOOJIbIIIHE
Jenenuu, rpyOble Jenenuu, HeOONbIINE BCTAaBKM WM IYIUIMKAIUH, TIpyOble BCTAaBKH WM
NyTUIMKAIUU, CJOXKHble TnepecTpodku [6]. [unuu (pecHUYKH) JAenarcss Ha MEepBUYHBIC
«HETOJIB)KHBIE» W BTOPUYHBIE «IIOJIBH)KHBIEY». [lepBUYHBIE PECHMYKH Yy4YacTBYIOT B KJIETOYHOU
1epelaye CUrHajloB, OpPraHOreHe3€e, TOMEOCTa3e U OPUEHTALUH INIOCKOCTH AeneHus [7].

BcenenctBue AMCKUHE3WU LUIUN BOSHUKAIOT HAPYIIEHUS B IBUYKEHUU LiepeOpOCIUHaIbHON
KHUJIKOCTHU, YXyIILIEHUE TPAHCIIOPTA.

[Ipu cunnpome bapne-bumis nHapymaercs (QyHKIMOHHUPOBAHUE MEPBUYHBIX PECHHUYEK.
Bosbiioe conepkanre HEMOABM)KHBIX PECHUYEK B Pa3IMYHBIX OpraHax U TKaHsAX ((hoTopenenTopsl,
OCTEOLHUTHI, KIETKH [OYEHYHOI'O0 DIUTENHS, OCTEOLUUTHI, KIETKH JKETYEBBIBOIAILIUX U
MAaHKPEATHYECKUX TPOTOKOB) M HMX MHOTO(PYHKIHMOHAIBHOCTh OOBACHSIIOT BapHaOEIbHOCTH
KJIIMHUYECKUX CUMIITOMOB.

Knunuueckue cuMnTomsl

Haubonee dacto BCcTpeyaroTcs JaHHBIE CUMITOMBI (OCHOBHBIC): U3MEHEHHUS KOHEYHOCTEH:
cunaaktuiaus (8-95%), nomunakrunus (63-81%), Opaxunaktunus (46-100%) ; nmopaxeHue riuas:
MUOMHMS, aCTUTMATU3M, KaTapakTa, CTpaOu3M, aTpodusi 3pUTEIbHOIO HEPBAa, OTEK U JIEreHepalus
MaKyJbl (KENTOE MATHO), TUCTPO(HS CETYATKH; YHIOKPHUHHBIC HapylIeHus: oxupenue (72-92%),
MYKCKOU rumnoroHaausMm (59-98%); nuchyHKIus ModYek: MOJMKHUCTO3, THAPOHEPPO3, aHOMAIIUU
nouku (68%); cumkenue unreiekta (53%), 3anepxka peueBoro pazsutus (59-91%), nedextsl peun
(54-81%), 3aeprKKa peueBOro pa3BUTHs, TAKXKE HE HCKITIOYCHA COXPAHHOCTh HHTEIICKTA.

Oxupenue

XapakTepHbIM NPOSBICHUEM JIaHHOIO CHUHJApOMa siBiisgeTcs oxupenue. llpu poxxnenun
MAlUEHThl UMEIOT HOPMaJIbHYIO MaccCy TeJla, OJJHAKO B TEUEHUU NEPBBIX TPEX JIET )KU3HU OKUPEHUE
CTAHOBUTCS BbIpaXeHHbIM, jnocturas Il u IV crenenu [§8]. MexaHu3M OXUPEHHUS B OCHOBHOM
OCHOBaH Ha TpaHCHOpTHON (yHkunMKu OenkoB BBC B OTHOIIEHMM NEPBUYHBIX PECHUYEK WIIU
I1a3MaTudeckux MemOpaH. Hapyrienue TpaHcnopTta, CBI3aHHOE C HApyIIEHUEM CTPOSHMSI IIMJUTHN
00yCIIaBJIMBAET TMOSBJIEHUE JIEITUHOPE3UCTEHTHOCTH. YPOBEHb JIENTHHA B IUIa3M€ KPOBH Yy
nanueHTos ¢ BBS Brie, yeM B koHTposibHOM rpymnne [3]. Kpome Toro, 1aHHOE HapyIIEHUE MOKET
CIIPOBOILIMPOBATH MHCYJIMHOPE3UCTEHTHOCTD, T.€. caxapHblid quadet I1 Tuna.

Hapymenus 3peHns.

JIoBOJIBHO paHO HayMHAETCA HapylIeHHWs 3peHus. V3HauanbHO pa3BUBAEeTCs HUKTAJIONMS,
3aTeM MPOrpeccCUpyIollee CHUKEHUE MepePpUpPUIEecKOro 3peHUsl 1 B KOHEYHOM UTOre — CHUXKEHHE
LIBETOBOT'O 3pEHUS U €ro ocTpoThl. Kpome Toro, y 601bHBIX ObUIH 3apEruCTPUPOBAHBl ACTUMATH3M,
KaTapakTa, cTpabu3M, aTpous 3pUTEIbHOTO HepBa. VI3MeHeHHsI 3IeKTPOPETUHOTPAMMBI BBISIBIISIOT
y 90% 00NbHBIX, OJHAKO AUATHOCTUYECKYIO 3HAUMMOCTh UMEIOT B PAHHENOJIPOCTKOBOM BO3PACTE.

Kak mnpaBumo, mnpu OOJBIIMHCTBE LUIUONMATUH TOpaXkaeTcs ceTdaTrka: TaK Kak
CBETOUYYBCTBHUTEJbHbIE HApYKHbIE CETMEHTHI (POTOPELENTOPOB SIBJISAIOTCS CHENUAIN3UPOBAHHBIMU
pecHuyKamu [7].

['unoreHuTaIn3M 1 aHOMAJIMK MOYEIOJIOBOTO aIlapara.

['MnoreHnTanu3M ¥ aHOMaJIMKM MOYENOJIOBOIO ammnapara Bcrpedarores y 59 % mun ¢ BBS.
MosxeT HabmI01aThCs 3aJepHKKa MOSIBICHNS BTOPUYHBIX MOJIOBBIX MPU3HAKOB (3TUM U 00YyCIIOBJIEHA
MO3/IHsAS TOCTAHOBKA TUAarHo3a), KpUITOPXU3M, MUKPOIICHUC, SIMUKU MAJIOro 00beMa, OJIUro- WIN
aMUHOppes, HenpaBuibHas (opMa MaTKH, OJUKUCTO3 SIMUHUKOB [2,9,10].

Hapymenus untennexkra

IIpucyTCTBYIOT Takke HEHpOIICMXHMaTpU4ecKue paccrporcrTBa. lIpu3Haku, cBs3aHHBIE C
ayTU3MOM, MOBEJCHYECKHE aHOMaJIUU (00CECCMBHO-KOMITYJIbCUBHOE U PHUTyallbHOE MOBEICHHE,
SMOLIMOHANIbHAS HE3PENOCTh U JTAOUIbHOCTh, TPEBOKHOCTh, PACTOPMOKEHHOCTh, TUIIEPAKTHBHOCTD. )
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Tak)ke MOXKET BO3HUKHYTh ICPECCHs, KOT1a YeJIOBEK OCO3HAET MocieacTBusA cunapoma. benku BBS
HOPMaJIbHO SKCIIPECCUPYIOTCS B TUIIIOKAaMIIE U Mo3re 4enoBeka. CyliecTByeT NpeArnoaoKEeHUE, O
POJIU IEPBUYHBIX PECHUYEK B MPOIIECcCe TMIMOKAMITaIbHOTO HelporeHesa [9].

W3 anamHue3a: "Pe0€HOK Hadan XoAWTh B 2 roja, IEpBBIE CIIOBAa BHITOBAPUBAThH B 2 TOJa,
3aroBopw (ppazamu B 3-4 rona. [lo xapakrepy peOEHOK CIIOKOWHBIN, BOCITUTHIBAICS B JOMAITHUX
ycioBusx. B HacTosmiee BpeMs B peyeBOM KOHTAKT IPAaKTHUYECKH HE BCTYyMAeT. 3ajepiKKa
MICUXUYECKOTO PA3BUTHS HE MO3BOJIMIIA 00ydaThCsi B 00bIYHOM mikose" [11].

[TopaxeHue nmoyek

[TaTorene3 3abosieBaHMs MOYEK B 3HAYUTEIBHOW CTeNeHUW HeusBecTeH. OJHAKO JaHHAA
KaTeropusi UMEET BapHallMI0: KOPTUKAJIbHBIE MU MHAYJUISIPHBIE KHUCTBI, THUIIOILJIA3UsI, pPa3JInYHBIC
dbopmbl  mucrnazued U Gubpo30B. Ily3bIpHO-MOYETOUYHUKOBBIA PEQIIIOKC C MHUETOHEHPUTOM,
THIPOHEPPO3, 00CTPYKIIMS MOUEBOTO ITy3bIps, HOJKOBOOOpa3Has OYKa M SKTONHS MOYKH. [laxke mpu
COXPaHHBIX (DYHKUHUAX OpraHa y OOJbHOTO MOXXHO BBISIBUTH Pa3HOOOpa3Hble MATOJOTHUU: KUCTHI,
1 Py3HYIO U JTOKIbHYIO THIIOIUIA3HIO KOPTUKAIBHOTO cios [12].

Hapymenust crpoenust 1 pyHKIUNA OYEK, COYETaEMOE C OKUPEHUEM, SBISIOTCA MPUUUHOM
apTepuanbHOM runepren3uu. [1oBbIIeHHOE apTepualbHOE 1aBJIeHHE BCTpedaeTcs y 66% MaineHToB.

[ToctakcuanpHast HOTUAAKTHIINS

[TocrakcwanbHash TOMUAAKTHIIAS BCTpedYaeTcsl OBOJIbHO Yacto (63-81%). I'emsr BBS
B3aMMOJICHCTBYIOT ¢ reHamu rpynnbl SHH, ydacTByrommx B (GOpPMUPOBAHUUM KOHEUYHOCTEH.
Hapymenne B3anmoaeicTBrst 3THX TeHoB (HapymeHus Gpynkiun BBS) npuBoaut k monumaktuimy,
Kak nedexTy hopMUpOBaHUS KOHEYHOCTH. Y OOJBIIMHCTBA MAIMEHTOB MOJHOCTHIO CPOPMUPOBAHA
JIOTIOJIHUTENBHBIN Tajiel] Ha JaTepaJlbHOM IpaHulle CTONbl WiM KUCTU. [lonupakTuimus Moxer
MIPUCYTCTBOBATh Ha BCEX YeThIpeX KOHEYHOCTAX (21%), Tonbko Ha KUCTIX (8%) WM TONBKO Ha
cronax (21%) [13].

JlononHuTe IbHbIE KITMHUYECKUE CUMITOMBI

Haumenee yacto BcTpedaroTcsi JaHHbIE TaTOJIOTUN: 3HIOKPUHHBIE HAPYIIEHUs: HU3KUM POCT,
TUIEePXOJIETepPUHEMUS, HeCaXapHbld 1UabeT, )KeHCKUIM TMIIOrOHaAu3M, caxapHblid nuader Il tuma;
aTakcusi WM HapyuieHus: koopauHauuu (40-86%); HEBpOJIOrMYECKUE HApYIIEHUS: aHOCMMS WU
runocmus (60%); anomanuu 3y00B (51%): TecHO ocakeHHbIE 3yObl, THIIOJIOHTHSI, KOPOTKHE KOPHU
3y0OB, BBICOKO MOJIHATOE HEOO, HENMPABUIIBHBIN MPUKYC, MUKPOJIOHTHSL.

A Takxke (QuOpo3 meueHu, BPOXKIEHHBIE MOpOKW cepana (7%), monuypus, Jerkas
CHAaCTUYHOCTb, OCOOCHHO HMKHUX KOHEYHOCTEH, 3a00JIeBaHUS KeENyJOYHO-KHUILIEYHOIO TpaKTa
(6one3ns ['mpuimpyHra, nenuakus, BOCHAIUTEIbHbIEC 3a00JI€BaHUS KUIIICUHUKA).

Huarnoctuka Cunnpoma bapae-bumis

TpyaHOCTH paHHEW AMArHOCTUKM cuHiapoma bapnae-buansa 3akmtouaroTcs B: MOCTENEHHOM
MPOSIBJICHUU KJIMHUYECKUX TMPU3HAKOB, BBHICOKOW (PEHOTHIMHYECKOW BapHaOeIbHOCTH IMPU3HAKOB,
(EeHOTUITMYECKOM COBMAJACHUU C APYyruMH Immuonatusmu (cuaapom Cenuopa-JIokeHa, CHHIpOM
Ansctpema). Kinuanueckuii nuarao3 bbC ocHoBbIBaeTCSst Ha MOJM(GUIIUPOBAHHBIX THAarHOCTHYECKUX
KpuTepusix buica, KoTopeie TpeOyrOT HaTWYHs YeThIpeX MEPBUYHBIX MPHU3HAKOB WM TpeEX
MEPBUYHBIX MPHU3HAKOB IUIIOC JIBYX BTOPHYHBIX NpHU3HAaKoOB. OJHAKO, CYLIECTBYIOT Cllyyau, He
OTBEYAIOIINE JAaHHOMY KpUTEpHIO. J(MarHo3 B HUX CTAaBUTCS 3a CUET MOATBEPKICHUS MYTAllUHM B
reHax rpynnsl BBS. Oanum u3 ontumaneHbeix MeronoB siBiasercs [IOC - momHo3KpaHHOE
cexkBeHHpoBaHue [15]. OHO OCHOBaHO Ha OIIEHKE BCEX KOAUPYIOLIUX MOCIEI0BATEIbHOCTEW FEHOMA
[14,16].

B KnunudeckoM peructpe uccinenoBanuii cunapoma bapae-bumis (CRIBBS) cpennwmii
BO3pacT IOCTAHOBKHM [UarHo3a COCTaBIseT 5 JieT, OJHAKO HE HCKJIYEHO M OoJiee Mo3/Hee
nuarHoctupoBanue [17].

Jlewenune npu Cunapome bapae-buis.

Ha nanHBIII MOMEHT IieJIeHaNnpaBI€HHOIO0 KOMIUIEKCHOTO JIEYEHUsl JaHHOTO CHUHApPOMAa He
CYILECTBYET, OCTAETCS TOJIBKO CUMITOMAaTHYECKOE. YUUThIBasi HEOAHOPOIHOCTh (DEHOTUITHMUECKUX
MPOSIBIICHU M, HEOOXOIUM MYJIbTUAUCIUIITUNHAPHBINA MOAXO]I.
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Hapymienust 3peHus sBISIOTCS HEOOPAaTUMBIM IPOLIECCOM, TO3TOMY IIPUMEHSETCS pa3BUTHE
HaBBIKOB CaMOOOCITyKMBaHUs MIPH MOJHOM MoTepe 3peHus, o0yueHue uTeHuio no mpudty bpaitns,
ncuxojiorudeckass pabora. lcnonp3oBaHMEe IpU  MOSIBJIEHHMM CBETOOOSI3HM  HCHOJIb30BAHUE
COJIHIIE3AIIUTHBIX TOHUPOBAHHBIX OYKOB [18]. Ha maHHBIE MOMEHT MNPOXOAAT HCCIEIOBAHUS
CyOpeTHHAIBbHOM Tepanmuu Ui BOCCTAHOBJICHUS DJJIGKTpHUYeCKOoW GyHKIMH Koibodek [19].
Hekortopele xorHutuBHble HapylieHus U 3IIP KoppeKkTHpylOTCs clenuaiucTaMy JIOTONeAaMHu-
neddexronoramu, ¢uznorepaneBramMu. KOHTpPOIb OXHUPEHHS TakKe BaXKEH I COXpPaHEHUs
310pOBbs NanMeHTa. JJis ero 3ameneHus IPUMEHSIOTCS pa3JInyHble KOppeKTUpyromue auetsl [20].

He crout 3a0b1BaTh 1 0 ICUXOJOTMYECKOM MOMOIIM MALlMEHTaM, y3HABILUM CBOW TUarHo3 AJs
NpOUIAKTUKN AETTPECCUOHHBIX COCTOSHHIA.

OBCYXJIEHHUE

Ha ocHoBe n3yueHHBIX MaTEpHUaIOB MOXHO ClI€1aTh BBIBOJ O TOM, 4TO cuHApoM bapae-buis
BCTPEYAETCs] KpailHe pesiKo, U JIOAU C JaHHBIM 3a00J€BaHHEM Pa30pocaHbl 10 BCEMY MHUPY, YTO
3aTpyIHSAET CBOEBPEMEHHOE TUAarHOCTUPOBAHUE U JIEUEHHE NTaTojoruu. M3yuenue cunipoma nmeer
3HAYEHUE B MEIUATPUYECCKON NTPAKTUKE, B CIIy4assX PAHHErO OKUPEHMS C HapyLICHUSIMU 3PEHUS WIH
paboThl MoOYenosoBoro ammapara. s MpakTUKYIOMIEro Bpadya Ba)KHO MMETh IPEJICTAaBICHHE O
cuapome bapne-bumns Ui CBOEBpEeMEHHOIO BBIABICHHS 3a00JI€BaHUS U IJIAHUPOBAHUS
JaJIbHENIIeN TaKTUKY JICYEHUS JUIs [TOBBIILICHUS KaUeCTBA KU3HU MAIUEHTOB.

BbIBO/IbI

1. B coBpeMeHHOH IUTEpaType OMUCAHO MHOKECTBO Pa3IMUHBIX O KIMHUYECKOH KapTUHE
cllydaeB NposiBiIeHUs cuHapoma bapae-buns.

2. OCHOBHbIE KJIIMHUYECKHE IIPU3HAKH CBA3aHbI C padOTOI MOUYEII0JIOBOrO anmapara, HEpBHOU
CUCTEMBI, a TAK)KE HEKOTOPBIMU IIOPOKAMH Pa3BUTHS.

3. Jlo cux Mop He BBISBJICH IOJIHBII MepevyeHb MOPAaXECHHBIX I'€HOB, a B JUTEPAType PEIKO
BCTPEYAIOTCS METO/Ibl pAHHEN TMAarHOCTUKU U METO/bl HECUMIITOMaTHYECKOT' O JICUEHMUS.

4. He cymecTtByeT crienmupuIecKoil KOMIDICKCHOW TEpaInu.

5. OCHOBHBIM METOJOM JICUEHUS NALUEHTOB SABJIAETCS MOAACPKUBAIOLIAs TEpaIusl.

6 Takum 00pa3om, CyIIEeCTBYET aKTyaJIbHOCTh HCCIEIOBAHNHN PA3IMIHOTO MPO(UIIS B JAHHOM
HaIPaBJICHUU.

CIIMCOK UCTOYHHUKOB

1Solarat C, Valverde D. Clinical and molecular diagnosis of Bardet-Biedl syndrome (BBS). Methods Cell Biol. 2023;176:125-137.
doi: 10.1016/bs.mcb.2022.12.014. Epub 2023 Jan 9. PMID: 37164534.

2. Cunppom Bapne-bumis / E. A. Tlotpoxosa, M. JI. Ba6asH, JI. C. Banesa [u ap.] // Poccuiickuii BECTHHK MEPUHATOIOTHH H
nexuarpun. — 2020. — T. 65, Ne 6. — C. 76-83. — DOI 10.21508/1027-4065-2020-65-6-76-83. - EDN RVDRAA.

3.Mélluso A, Secondulfo F, Capolongo G, Capasso G, ZacchiaM. Bardet-Biedl Syndrome: Current Perspectives and Clinical Outlook.
Ther Clin Risk Manag. 2023 Jan 30;19:115-132. doi: 10.2147/TCRM.S338653. PMID: 36741589; PMCID: PMC9896974.
4.GuptaN, D'Acierno M, Zona E, Capasso G, Zacchia M. Bardet-Biedl syndrome: The pleiotropic role of the chaperonin-like BBSG,
10, and 12 proteins. Am J Med Genet C Semin Med Genet. 2022 Mar;190(1):9-19. doi: 10.1002/gjmg.c.31970. Epub 2022 Apr 4.
PMID: 35373910; PMCID: PMC9325507.

5.Elawad OAMA, Dafdlah MA, Ahmed MMM, Albashir AAD, AbdallaSMA, Yousif HHM, Daw Elbait AAE, Mohammed ME, Ali
HIH, Ahmed MMM, Mohammed NFN, Osman FHM, Mohammed MAY, Abu Shama EAE. Bardet-Biedl syndrome: a case series. J
Med Case Rep. 2022 Apr 29;16(1):169. doi: 10.1186/s13256-022-03396-6. PMID: 35484558; PMCID: PMC9052695.

6. Florea L, Caba L, Gorduza EV. Bardet-Biedl Syndrome-Multiple Kaleidoscope Images. Insight into Mechanisms of Genotype-
Phenotype Correlations. Genes (Basel). 2021 Aug 29;12(9):1353. doi: 10.3390/genes12091353. PMID: 34573333; PMCID:
PM C8465569.

7. Nnpevikuy, ©. A. Hunuu u upmvonatun / @. A. Nuneiikun, M. O. Masiukees, P. B. Iees // Tenst u Knetku. — 2020. — T. 15, Ne 2.
— C. 20-32. — DOI 10.23868/202004013. — EDN XQMOPC.

8.Vlaardingerbroek H, van den Akker ELT, Hokken-Koelega ACS. Appetite- and weight-inducing and -inhibiting neuroendocrine
factorsin Prader-Willi syndrome, Bardet-Biedl syndrome and craniopharyngiomaversus anorexianervosa. Endocr Connect. 2021 May
19;10(5):R175-R188. doi: 10.1530/EC-21-0111. PMID: 33884958; PMCID: PMC8183618.

9.Guo D, RuJ, XieL,WuM, SuY,ZhuS, XuS, ZouB, Wei Y, Liu X, LiuY, Liu C. Tmem138islocalized to the connecting cilium
essential for rhodopsin localization and outer segment biogenesis. Proc Natl Acad Sci U S A. 2022 Apr 12;119(15):€2109934119. doi:
10.1073/pnas.2109934119. Epub 2022 Apr . PMID: 35394880; PMCID: PMC9169668.

10. bypnyuxas, A. B. Cungpom bapae - bunsst ¢ BpoxxneHHO# aHoManuei pa3Butus nmodek y nesouku 14 ner / A. B. Bypaynkas, H.
B. CagesbeBa // KybaHckuii HayuHbIi MeauimHCKui BecTHUK. — 2019. — T. 26, Ne 3. — C. 129-134. — DOI 10.25207/1608-6228-2019-
26-3-129-134. - EDN ZXRBVJ

11. Hlax6a3oB, . b. Kmuandeckuii cmyvaii: cuanpom bapne-bumns / 1. b. llax6azos, T. B. Uckenneposa, 3. B. Kazumzane //
I'enetnka B cucreMe MeOMIMHCKHX Hayk : Marepuansr FOOuneitnoit V Mexsy3osckoit (I Beepoccniickoil) MexXauCIUIIIMHAPHON
CTYICHYECKOW HAyYHO-TIPAKTHIECKON KOHPEPEHIINH C MEeXIyHapoaHbIM ydactuem, Mocksa, 08—09 nexabps 2022 roma. — Mocksa:

1310



OT'AOY BO Ieprrit MI'MVY um. .M. Ceuenosa Munsnpasa Poccun (CeuenoBckuii Yausepcurer), 2023. — C. 170-172. — EDN
ECKJINP.

12.Meyer JR, Krentz AD, Berg RL, Richardson JG, Pomeroy J, Hebbring SJ, Haws RM. Kidney failure in Bardet-Biedl syndrome.
Clin Genet. 2022 Apr;101(4):429-441. doi: 10.1111/cge.14119. PMID: 35112343; PMCID: PMC9311438.

13. Pomeroy J, Krentz AD, Richardson JG, Berg RL, VanWormer JJ, Haws RM. Bardet-Biedl syndrome: Weight patterns and genetics
in a rare obesity syndrome. Pediatr Obes. 2021 Feb;16(2):€12703. doi: 10.1111V/ijpo.12703. Epub 2020 Jul 22. PMID: 32700463;
PMCID: PMC7816264

14.Atypica phenotype of a patient with Bardet—Biedl syndrome type 4 / N. Sloboda, L. Lambert, V. Ciorna [et a.] // Molecular
Genetics and Genomic Medicine. — 2022. — Val. 10, No. 5. — DOI 10.1002/mgg3.1869. — EDN HOCDRQ.

15.I'yceBa M.B.,Mycarosa E.B.,.XmenskoBa /I.H., KotoB U.H., Tonmauesa E.P., Konosanos ®.A., [Toonoukas U.C., Muponosa
N.B., Kaiimonos B.C., [Tomepannesa E.A. " OnsIT npuMeHEeHUS OIHOIKPAHHOTO CEKBEHUPOBAHUS B TUATHOCTUKE HACIEACTBEHHBIX
CHHIPOMOB C YHJOKPHHHBIMH HapyLIeHUIMH"

16.Van Roy N, Heerwegh S, Husein D, Ruys J, Coremans P. A diagnostic conundrum in Bardet-Biedl syndrome: when genetic
diagnosis precedes clinical diagnosis. Endocrinol Diabetes Metab Case Rep. 2023 Nov 24;2023(4):23-0055. doi: 10.1530/EDM-23-
0055. PMID: 37997784; PMCID: PMC10762549.

17.Cabal, Florea L, Braha EE, Lupu VV, Gorduza EV. Monitoring and Management of Bardet-Biedl Syndrome: What the Multi-
Disciplinary Team Can Do. J Multidiscip Hedlthc. 2022 Sep 27;15:2153-2167. doi: 10.2147/JMDH.S274739. PMID: 36193191;
PMCID: PMC9526427.

18. Shikwambana MM, Fourie V. Supporting a Tsonga learner living with Bardet-Biedl syndrome, a rare complex disability. Afr J
Disabil. 2023 Dec 4;12:1181. doi: 10.4102/gjod.v12i0.1181. PMID: 38204908; PMCID: PMC10777427.

19. Hsu Y, Bhattarai S, Thompson JM, Mahoney A, Thomas J, Mayer SK, Datta P, Garrison J, Searby CC, Vandenberghe LH, Seo S,
Sheffield VC, Drack AV. Subretina gene therapy delays vision loss in a Bardet-Biedl Syndrome type 10 mouse model. Mol Ther
Nucleic Acids. 2022 Dec 12;31:164-181. doi: 10.1016/j.0mtn.2022.12.007. PMID: 36700052; PMCID: PMC9841241.

20. Kalinderi K, Goula V, Sapountzi E, Tsinopoulou VR, Fidani L. Syndromic and Monogenic Obesity: New Opportunities Due to
Genetic-Based Pharmacological Treatment. Children (Basel). 2024 Jan 25;11(2):153. doi: 10.3390/children11020153. PMID:
38397265; PMCID: PMC10886848.

Caenenusi 00 aBTopax

A.A XakumMoBa* — CTyICHT MEAUATPUICCKOTO (PaKyIbTeTa

E.A. JlecoBoii — cTyIeHT JIeYeOHO-TIPOPHITAKTHIECKOTO (haKyIbTeTa

O.b. T'unéera - mpodeccop, TOKTOp OHOTOTHIECKUX HAYK, TOICHT

Information about the authors

A.A. Khakimova - student of pediatric faculty

E.A. Lesovoy - student of the Faculty of Medicine and Preventive Medicine
O.B. Gilyova - Professor, Doctor of Biological Sciences, Associate Professor
* ABTOp, OTBeTCTBEeHHBIH 3a nepenucky (Corresponding author):
ahakimova967@gmail.com

YJK: 616-007-053.1

YACTOTA BCTPEYAEMOCTHY NEPBUYHOM IIUJIMAPHOM JIJUCKWUHE3WUHA CPEIN
HOBOPOXJIEHHBIX B CBEPJJIOBCKOM OBJIACTH 3A 2019-2023 TOJA: AHAJIA3
CJIYYAEB U ®AKTOPOB PUCKA

Xanunosa Temn Buganu kei3b1, Anuesa llapa6ansr Tapen ko131, KateipeBa FOnus EBrenbeBHa
Kadenpa menunmnackoit OMOIOTHN U TEHETUKH

OI'bOY BO «Ypanbckuil Tocy1apCTBEHHBIN MEIULIMHCKNAN YHUBEpcUTET» MuH3apasa Poccun
ExarepunOypr, Poccus

AHHOTAUA

Beenenne. IlepBrnunas nmnmapnas nuckuHesus (ITL/1) Be3BaHa neeKTOM PECHHUYEK B ABIXATENbHBIX IYTAX, a
TeHeTHYeCKHe BapuaHThl, Bb3bIBaronme I1I[/l, MoryT ObITH pa3HOOOpa3HBIMH M HACIEIOBATHCA KAaK ayTOCOMHO-
peneccuBHbIe, ayTOCOMHO-JOMHHAHTHBIE WM X-CIeIuleHHble 3aboineBanus. Ileab wHccaegoBaHMsi — TPOBECTH
JUTEpaTypHBIN 0030p 0 TakoM 3aboJieBaHNM, KakK NMEpBUYHAS HMJIMApHAs TUCKUHE3WA Yy JeTel M CTPYKTYpPHBIA aHAIIN3
3aboneBaemMoct B CBepminoBckoidl obmactu 3a 2019-2023 roma. Martepmaa u Meroabl. llpoBeneH anamus
3aboneBaemoct III[J] B CBeptoBCKOM 00JAaCTH W BBIABICHHI KIMHUYECKUE TNPU3HAKHA, TEHETHYECKHE TECTHl H
oOcrnetoBaHusi, HEOOXOJUMBIC JUIS TOYHOW JTMArHOCTHUKH 3TOro 3aboseBaHus. HeoOXOMUMM KOMIUIEKCHBIW ITOIXOJI,
BKH}O‘{a}OHU/Iﬁ KIIMHAYECKUEC JTaHHBIC, TCHCTUYCCKUC W HHCTPYMCHTAJIBHBIC HMCCICAOBAaHUA, IJIA MOATBEPKIACHUA
nmuarHoza [ILJI. Pesyastathl. B CsepanoBckoii obmactm 3a 2019-2023 roma poawiock TpUHAALATH JETeH C
YCTAQHOBJICHHBIM JIMarHO30M, YTO COOTBETCTBYET CPETHECTATUCTUUECKUM JIAHHBIM COTJIACHO MCCIIEIOBAaHUAM. BbIBOBI.
Craructuka 1o 3a00JIeBa€MOCTH BPOXKIAEHHON IMiMapHOW anuckuHe3nn B CBEpIUIOBCKOM 00JacTH yKasblBaeT Ha
BO3MOXKHOE IIPEBBINICHUE CPEIHEr0 YPOBHS B JIPYTMX DPErHoHax, TpeOyeTcsi JOTOJHHUTEIBHOE HCCIEAOBaHUE JUIs
BBISIBJICHUSI IPUYMH U OpraHU3aluy NPO(QUIAKTHUECKUX MEPONIPUSTHI s CHHXKEHUSI pUCKa 3a00J1eBaHMS.

KoaioueBble ci10Ba: nepBuyHast MJIMAPHAS TUCKUHE3HS, CTPYKTYpa 3a00IeBaHMsl, TeHETHKA
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