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Pestome. CuHapom bapae — bians (Cbb) — Lie QBTOCOMHO-PELIeCHBHA LIMAIONQATIS, SIKA XQPAKTEPU3YEThb-
CS1 MITMEHTHUM PETUHITOM, OXKUPIHHSIM | OB I3QHVUMM 3 HUM YCKAQAHEHHSIMM, MOCTAKCIAABHOK MOAIAQKTUAI-
€10, KOTHITUBHUMM MOPRYLLIEHHSIMU, FiMOrOHQAOTOOMHMM FiOrOHQAM3MOM TQ/Q60 CEe4YOCTATEBUMM BOAQMM, O
TAKOXK BAAQMU PO3BUTKY HUPOK TAQ/Q60 3AQXBOPIOBAHHSIM MAPREHXIMU HUPOK. TPAAULIMHO aAiarHocTika Chbb
BiABYBAAQCST HQ OCHOBI KAIHIYHMX MPOSIBIB 3QXBOPKOBAHHST 3 MOAQABLLLVM MIATBELAXKEHHSIM AIQrHO3Y 3Q AOMO-
MOIroK reHeTM4YHOro TectyBaHHsT. OAHQK KAIHIYHI 03HAKKM Cbb MQKOTh PI3HM HOC MAHIipeCTaLil, LLIO MOXKE BiA-
TEPMIHYBATU AIQrHOCTUYHWMY rpoLec. CepeAHiv Bik BCTAHOBAEHHS AlQrHO3y Cbb CTaHOBMTL 89 POKIB, npoTe
HQSIBHICTb BPOAXKEHMX QHOMQAIN HUPOK Y NMOEAHQHHI 3 IHLLIVM O3HAKQAMMU, SIKI MOXXHQ BUSIBUTU MPEHATAABHO
Qb0 rpuv HOPOAXKEHHI, SIK-OT MOAI- Q6O CUHAQKTUAIS, AQKOTb MACTABU ANST BKAKOYEHHST CBb y AIQrHOCTUYHMM
MoLLyK CyTTEBO PaHiLLe. OKpiM TOro, HAsIBHICTb QHOMQAI HUPOK | CEYOCTATEBOI CUCTEMM MPU3BOANTL AO BU-
HUKHEHHST XPOHIHHOI XBOPOOU HPOK (XXH). Y YacTrHm nauieHTiB XXH Moxke rnporpecyBaT AO HUPKOBOI He-
AOCTQTHOCTI, LL{O € OCHOBHOO MPUYNHOKO CMEPTHOCTI cepea navjieHTis i3 Cbb. Y cTaTTi HaBeAEeHI AQHI LLIOAO
MOXKAMBUX O3HAK Cbb, POAI YoQXKEHHSI HUPOK Y AlarHOCTUL Chbb, Q TaKOXX iHLLI CUHAPOMM, KAIHIYHI MposiBuv
SIKMX NOTPEBYIOTL AMPepeHLiaLii 3 Chbb. TaKOXX PO3MASIHYTUM KAIHIYHWA MPUMKAQA nauieHTa 3 Chbb, sk npo-
SIBASIBCST MONIAQKTUAIEIO, ANCTPOQIEIO CITKIBKN, HOQAMIDHOK MQCOK TIAQ, IHLUMMN BPOAXKEHUMIM BOAQMM W
YO QOKEHHSIM HUPOK, LLO AQAO MOXKAMBICTb 3QrMIAO3PUTH TQ BCTAQHOBUTU AidrHO3 CBb y BiLi 3 pokis. Xo4ya Cbb
He Mae crneum®idHOro AiKyBAHHSI, PAHHE BUSIBAEHHST AQE MOXKAMBICTb 3AAYYUTA MYABTUANCLMMIAIHQPHY KO-
MQHAY AO BEAESHHST NALIEHTQ TQ 3HU3UTA PUSNKIN BUHNKHEHHST TSDKKUX YCKAGQAHEHb, TAKuX sIK XXH.

KAIOYOBiI CAOBQ: cuHAPOM bapae — Bianst; LiAIONQATii; HUPKW, HUPKOBA HEAOCTATHICTb, AiTV

Bctyn

CriagkoBi 3aXBOPIOBaHHSI, 1110 MPU3BOJSATH 10 PO3BU-
TKy aHOMaJliii a00 JereHepaTUBHUX 3MiH, SIK-OT TOJiKic-
TO3 HUPOK, He(DPOHOPTU3, IIIrMEHTHUI PETUHIT Ta iHIINX,
BiTHOCSITh JIO LIWJTIOTATiii — Cy4aCHOTO TIOHSTTS, SIKe OMu-
Cye XBOpPOOM, CIIPUYMHEHI MOPYIIeHHSIM (YHKIIii BiliKO-
NOoMiOHMX KIITUHHUX OpTaHes, BifoMuX K 1uiii. OmHuM
i3 TIpeACTaBHUKIB LMIionartiii € cuHapoMm bapae — binnsa
(Cbb) (Bardet-Biedl syndrome (BBC), OMIM 209900).
e MmynbTUCUCTEMHA aBTOCOMHO-pPElIECHBHA IIMJIioMNa-

Tisl, IO XapaKTepU3y€EThCS TEePEeBaKHO MIrMEHTHOIO JTUC-
Tpodi€to CiTKiBKU [1], OXUPIHHSIM i MOB’I3aHUMU 3 HUM
YCKJIaIHEHHSIMU [2], TTocTakciaabHOO TMoJjinakTuiieto [3],
KOTHITUBHUMM TOPYIIEHHSIMU [4], TiITOroHagoTPOITHUM
rinoroHaaM3MoM Ta/abo ceyoctaTeBUMU Bagamu [2], a Ta-
KOX BaJlaMM PO3BUTKY HUPOK Ta/ab0 3aXBOPIOBAHHSM Tla-
peHxiMu HUPOK [3, 6]. Ile 3axBoproBaHHS, CIIpUYMHEHE Oi-
aJieJIbHUMU NaTOreHHMMU BapiaHTaMM i3 BTpaTolo (pyHKIIi1
HIOHaiMeHIIIe Y 26 reHax repeBaxHo rpyrnu BBS [7]. My-
tauii y BBS1 — BBSI18 cranoBnath 6nu3bko 70—80 % Bu-
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MajIKiB Y BChOMY CBiTi, 50 % miarHO3iB y 3aXimHMX KpaiHax
3yMOBJICHI MyTalLlisiMu y TeHax BBS1, BBS2Tta BBS10|8].

Kniniuni o3naku ma diaenocmuka. TpanuuiiitHO 3a Bif-
CYTHOCTI TOCTYIMHUX METOJiB MOJIEKYJISIPHOI T€HETUYHOI
niarHoctTuku CBb fgiarHocTyBaBCs 3a CyKYIHICTIO HASSBHUX
kJiHiyHMX o3HaK. KuniniunHi nposssu CBb noninsitorbest Ha
OCHOBHI Ta aApyropsigHi. @opcaiit i bins [9] pekoMeHayI0Th
BCTaHOBTIOBaTU KiiHiuHU giarHo3 CBbb 3a HasBHOCTI 4
OCHOBHUX TPOSIBiB 200 3 OCHOBHUX i 2 10AaTKOBUX O3HAK.

Jlo OCHOBHMX O3HaK HaJleXXaTh IIiIrMEHTHa AUCTPOdis
CiTKiBKM, OXMPiHHS LIEHTPAJbHOIO TeHe3y, MoCTaKcialb-
Ha TIOJIiAaKTUJIis, KOTHITUBHI MOPYIIEHHS, TilIOrOHaaAu3M
i MOPYLIEHHS CeYOCTaTeBO1 CUCTEMU, 3aXBOPIOBaHHSI HU-
pok. [lo ApyropsiiHMX O3HAaK — iHIII HEBPOJOTIYHI Ta
MCUXiaTPUYHI BiIXWJIEHHS, MOPYILIEHHS HIOXY, aHOMaJil
POTOBOI ITOPOXKHUHMU Ta 3y0iB, CeplLieBO-CYyAMHHI 200 Topa-
KaJIbHi aHOMaJTii, aHoMaJIil IIUTyHKOBO-KHUIIIKOBOTO TPaKTy
1 eHIIOKPUHHI 200 MeTa0OoIiuHi MOpyIIeHHS.

OpmHak 3aCcTOCYBaHHS IIMX KPUTEpiiB Ma€ IeBHiI oOMe-
>KeHHs1. BUHMKHEeHHs 0araTthoxX KJIiHIYHUX CUMITOMIB Bil-
OyBa€ThCS y pi3Hi BIKOBI MEPioAM, BIiAIIOBIAHO, YYTIMBICTh
3aIIPONIOHOBAHMX MiarHOCTUYHMX KPUTEPiiB € HU3BKOIO,
0CO0JIMBO Y paHHbOMY Billi. HeoOxinHO mepionuyHo mepe-
ISLIATU KJIiHIYHI TPOSIBY Y MALIIEHTIB i3 MiI03pOI0 Ha /liarHO3
CBb. Takox mist CBbb xapakrepHa 3HauHa BapiaOeIbHICTh
KJIIHIYHMX NPposiBiB, Y MeTaaHasizi 2019 p. [7] Oyno onucaHo,
1110 JesIKi 0co0U, sIKi € rOMO3UTOoTaMu ad0 CKJIaJHUMU reTe-
pPO3UTOTaMU 3a MTATOreHHUMU BapiaHTaMU I'€HiB, acolliiioBa-
Hux i3 Cbb, He BinnoBinatoTh 3a1pONIOHOBAHUM KPUTEPIisIM.

Cepen o3Hak CBb ogHUMU 3 KITIOUYOBUX € ypaskKeHHSI
HUPOK i CEYOBUBITHUX ILISIXiB, OCKIJTbKM BOHM € OIHIEIO
3 OCHOBHUX IIpUYMH cMepTHOCTI mamieHTiB 3 Cbb. Ypa-
KeHHs1 HupoK npu CBbb BKimoyaloTs CTpyKTypHi aHOMaTil,
YpaXeHHs TapeHXiMU, a TaKOX MOXJIUBI YpaKeHHS ce4o-
BUBIIHUX IUISIXiB, TaKi SIK BE3UKOYpeTepaIbHUIA pedIioKC
[6]. Cepen CTPYKTypHUX aHOMAaJiil 3yCTPi4alOThCS ITif-
KOBOMNoAiOHa, eKToMiyHa, MoABiiiHa ab0 BiICyTHSI HUPKA,
a TaKOX JMCIJIACTUYHE KICTO3HE ypaK€HHSI HUPOK, SIKe
MOXe BapiloBaTU BiJl MOOAMHOKMUX OJAHOOIYHMX JIO MHO-
SKUHHUX JIBOOIYHMX KICT.

TMopymienHs: yHKIii i1 aHOMasii pO3BUTKY HUPOK €
MPOBITHUMHU TPUUYMHAMM 3aXBOPIOBAHOCTI Ta CMEPTHOC-
Ti y nauieHTiB i3 CBB, mpoTe iXHs TSXKICTh 3aJIeXKUTh Bifl
KOHKpPETHMX BapiaHTiB MyTailiii [10].

Ilin yac mpeHaraqbHOI AIATHOCTUKU MOXHA BUSIBU-
T He(ppOMETaJlilo i3 MiABUINEHOI €XOIeHHICTI0O HUPOK
i KiCTO3HMMM 3MiHaMM, SIKi 4aCTO MOXHa CIUTyTaTU 3 aB-
TOCOMHO-PELIECHMBHUM I10J1iKicTo30M HuUpoK [11]. Takox
OIUCYIOTHCSI BUITAIKM PaHHbOI CMEPTHOCTI, ITOB’sI3aHOI 3
BUHUKHEHHSM BOASHKM IJIO1a Ta KPUTUYHOTO TTOPYIIEH-
Hsl pyHKIIIT HUPOK [6].

Menie Hixx y 10 % niteii i3 CBbb BUHMKa€E TsKKa HUP-
KOBa HEIOCTATHICTh, a TMPUOJM3HO TPETUHA XBOPUX MA€E
Jierki opmu xpoHiuHoi XxBopoou Hupok (XXH) [5]. I xoua
HUPKOBA HEJOCTATHICTh MOXE BUHUKHYTHU Y OYIb-SIKOMY
Billi, cepen miTeii ii MmaHidecTallisl mepeBakKHO BiIOYBAETh-
CS1 TIPOTSATOM IIEPIIIOTO POKY KUTTS [5].

l'imocreHypiss, TOOTO 3HMXKEHA 3MATHICTh KOHLIEHTPY-
BaTU Cevy, 1110 IIPU3BOAUTH A0 MOJIiypil Ta MOIiAUIICII, CITO-

crepiraetbest Ha Beix cranisx XXH npu CBbB, ii HasgBHICTh
MOXe OyTH MOTeHLIHUM paHHIM MapKepoM HeCTIPUSITIU -
BOTO MPOTHO3Y AJst GyHKILiT HUpoK [12, 13].

[HIII CymyTHiI 3aXBOPIOBAaHHSI, TaKOX XapaKTepHi IS
CBbb, 30kpeMa aprepiajibHa TilepTeH3is Ta IyKpOBUI Iia-
6eT 2-ro tumny (LIJ12), MOXyTb BIJIMBATH Ha MTPOTPECyBaH-
Ha XXH. Takox y mopociux y 5—10 % BumnaakiB MOXYTh
BUHUKATU YPOJIOTIUHI YCKJIQIHEHHS, BKIIOUAIOUM HEWpO-
TeHHUI CeYOBMIA MiXyp i OOCTPYKIIiIO BiITOKY cedi 3 ceuo-
BOTO Mixypa [5].

Hudgpepenuiiina diaenocmuxa. CBbb mae criabHi pucu
3 iHIIMMU CUHApPOMaMM SIK 3a TeHOTUIIOM, TakK i 3a ¢e-
HOTUIIOM, OCOOJIMBO Y KOHTEKCTi ypaxkeHHs1 HupokK. Ha-
MPUKJIIAA, CUHIPOM MeKKesl 4acTo MPU3BOAUTH 10 BHY-
TPILIHBOYTPOOHOI CMEPTi Yepe3 TSXKKi Baau opraHis. st
LIbOTO 3aXBOPIOBAHHSI XapaKTePHi MOTWIMYHE MEHIHTOCH-
nedasonesie, OUCIIIa3is HAPOK, TiMOILIa3is JereHb, situs
inversus i momigaktwiis [14]. Ha nermiomy KiHIIi criekTpa
OJIMH BapiaHTHU ajesib i3 BrpaToto ¢pyHkii reHa CEP290
MOXKe CIIPUIMHUTH HepoHOoPTU3 y Jopociomy Biri. He-
¢poHOGTH3 — YacTa IMpUIMHA TePMiHAILHOI CTaii HUp-
KOBOI HEIOCTAaTHOCTI, IO XapaKTepU3YEThCS HasSIBHICTIO
KiCT Y KOPTUKOMEIY/ISIPHil 30Hi HUPOK.

Ille ogHa mumiomnarisi, sika kiaiHiuHo Haragye Cbb, —
CUHAPOM AJIbCTPbOMA, AaBTOCOMHO-PELECUBHE 3aXBOPIO-
BaHHsI, BUKJIMKaHe BapianTamu reHa ALMSI1. ALMSI
Koaye 0iJIoK 6a3aibHOro TUIbLIS BilOK, i 3 YaCOM Oro Bif-
CYTHICTh MPU3BOJAUTH 10 BTpaTH BiliOK, OCOOJMBO Yy IPO-
KCUMasIbHUX KaHablsix HUpoK [15]. I1pu CBb yrBopeHHs
BillOK Maiike He TOPYIIYEThCS, OIHAK MOPYIIYETCS TXHS
(byukuis. TakoX y Mali€HTIB i3 CMUHAPOMOM AJLCTpbOMA
MOXeE CITOCTepiraTucs AUCTpodis CITKIBKM, paHHE OXMU-
piHHS, TIITOTOHAAM3M i MOPYIIEHHS (YHKIIii HUPOK, IO
Takox xapakTepHo 111 Cbb. [l mamieHTiB i3 CMHIpOMOM
AJbCcTpbOMa He XapaKTepHi IOJIigaKTUIis a00 KOTHITUBHI
nopyiieHHs. OnHaK y HUX MOXYThb (biKCyBaTUCS HEHpo-
CEHCOpHa BTpaTa CJyXy, HU3bKUIA 3picT, AujaTalliiiHa Kap-
nioMiornaris i BUIuii pusuk LJ12.

MerTa: nmponeMoHCcTpyBaTH KiiHiuHM Bunagok CBb B
YKpaiHi, a TaKOX 3BEpHYTH yBary JiikapiB-neaiaTpis i Jika-
piB-HedpoJioriB Ha KiiHiYHI o3Haku CBbb Ta iHmmx 1imio-
Tariii y miTei.

KAiHiYHUM BUNQAOK

V BigmineHHs memiaTpii HAmiAIIOB XJIOMUMK 5 POKiB 3i
cKapraMu 0aTbKa Ha XpOHiuUHi 3ammopu (Ha MOMEHT HaJIXo-
JKeHHs 3amop TpuBaB 10 AHIB), BiZcTaBaHHS y IICUXOMO-
TOPHOMY PO3BUTKY (HE TOBOPUTb, MA€E MOPYIIEHHST KOOP-
NMHAallii) Ta HaAMipHY Macy Tija.

B anamHesi xxuTTs: xjonuuk Haponuscs Bim Il Barit-
HOCTI 3 recrauiinumMu BikoM 36 tx., macow 2800 1, 10-
BxuHOW0 51 cM. OwiHka 3a mKkanowo Anrap 7/8 Oaiib.
Marepi nutuHu 42 poku, yKpaiHKa 3a HalliOHaJbHICTIO,
0aTbKOBi — 45 poKiB, KaBKa3bKOI HAIliOHAJILHOCTI (Ha3BaB
cebe MycyJabMaHUHOM). B 000X 6aTbKiB 11e Apyruil muioo.
V matepi crapira nutrHa 15 pokiB, 3mopoBa. Y 0aThKa Ha
OaTbkiBIInHI 2 aiteid, 14 ta 10 pokis, 3moposi. [1ig yac Ba-
TiTHOCTI MaTH IIepeHeca 3arpo3y BukuaHs 1a PBI y tpe-
TbOMY TPUMECTDI.
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I1pu HapoIKeHHi y XJ10murKa Oy BUSBJIEHI MOMigaK-
TWIisE (IIOCTUIA Majiellb Ha KUCTI Ta CTOMi), CUHIAKTUIIisI
(3pomiennst 111 ta IV nanbuiB Ha niBiil KMCTI Ta JiBiil cTO-
i), 1BOOIUHMIT KpUNTOpXi3M. Takox i3 paHHbOTO BiKY Bill-
3HavYaJIuCs 3BY:KEHHSI OUHUX ILIIJIMH, BUPAXEHU JTOpI03,
nedopmattii rooBu. OCKiIbKM TUTUHA HE OTPUMYBaJIa Bi-
TamiH D i3 mpodinakTuuHOO MeToto, nedopmallii KicTKo-
BOI CCTEMU PO3ILIIHIOBAJINCS SIK MOXJIMBI IIPOSIBU PAXITY.

VY xjionuuka BificTaBaHHSI y TICUXOMOTOPHOMY PO3BU-
TKY — CaMOCTIiiHO 1To4aB cuait B 11 micauiB, xooutuy 18
Mics11iB, 1OCi He TOBOPUTh. Bim HapomKeHHs 4acTi 3aIopu.
3 2-ro poKy XUTTs Y AUTUHU IIBUAKE 30iIbIICHHS Macu
Tina, y 3 poku BoHa gocsamia 19 xr, mo Bianosinae 99-my
MEePLECHTUITIO.

Ha 3-my poui kiiHiuHO Oyso 3anigo3peHo CBbb. Byno
MPOBEIECHO MOJIEKYJISIPHO-TEHETUYHE JOCIIIKEHHSI, 3a pe-
3yJibTaTaMU SIKOTO Yy TUTUHU BUSIBIICHO MyTallii B €K30Hi 2
reHa BBS10 ¢.271dupT i c.583G>A (p.G180E) y kommnay-
TreTepo3UroTHOMY CTaHi, yCITaaAKOBaHi Bii 0aTbka Ta Mare-
pi, SIKi € 3MOPOBUMM HOCISIMH, IIIO JAJIO 3MOT'Y BCTAHOBUTH
niarHo3 Cbb.

Ilin yac 06’€KTMBHOTO OOCTEXKEHHSI HA MOMEHT Hajl-
XOIIDKEHHSI y BiIiIeHHSI (DiKCYIOThCSI TaKi O3HAKM: JUC-
Mopdi3M 00Muus (rinepTesopusM, NMIMOOKO po3TallloBaHi
MaJIeHbKi OYi), aHOMaJlil po3TallyBaHHS 3YyOiB (XJIOIMUMK
Ma€ TPYAHOIIL 3 MepeKOBYBAHHSIM 1Xi), BUPAXKEHUIA JOp-
J103, O3HAKM XipypriyHOi KOPEeKIii MajablliB BEPXHiX i HAX-
HiX KiHIIiBOK; Maca TiJla CTAaHOBUTH 25,4 KT, 1110 IIEPEBUIILYE
99-if MepUEeHTUIb; i Yac ONISAY XJIOIMYUK He BCTAHOB-
JIIOE KOHTAKT, HE Bi/IMOBi/Ia€ HA 3BEPHEHHSI, € TIOPYIICHHS
KoopauHalii. 3 00Ky JiereHb Ta cepilsl npu (izikaaTbHOMY
o0cTexkeHHI 3MiH He BUsBIeHO. ’KUBIT depe3 3OyTTSI Ta
HaAMIipHUM 1Iap XXMUPOBOI KITKOBUHU HE ITiagaBaBCs T~
0OKill masibnarii.

JuTurHi 0yJ10 MpoBeNeHO 3araJbHuii i 6ioXiMiuHMI aHa-
JIi3 KpOBi, 3arajJbHUI aHami3 cedi, Y3/l BHYTpillIHix opra-
HiB; AuTHMHa Oyja OMISIHYTa JUTSYUM €HIAOKPUHOJIOIOM,
TUATSYUM O(DTATBEMOJIOTOM, TUTSYUM YPOJIOTOM i TUTSYUM
HebPOJIOroM.

[Toxka3zHMKM 3arajbHOIO aHaJli3y KpOBi Ta ceyi, a TaKOX
GioxiMiyHOTO aHasi3y KpoBi Oy;u B Mexkax HopMu. [ix yac
Y3]1 BHYTpillIHiX opraHiB 0yJi0 BUSIBIEHO 3MiHU: MOJIiKiC-
TO3 HUPOK, renaTomeraisi, 1udy3Hi 3MiHU ITiIUTYHKOBOT
3aJ1031; IIUTOIOAIOHA 3a/103a — 3,6 MM?, TOMOT€HHa.

JAUTSYnM eHTOKPUHOT0JI0M OyB BCTAHOBJIEHU 1iarHO3
oxupinss 11 ct., 3aTpuMKa cTaTeBOro po3BUTKY, HOPMOLJTi-
KeMisl, He3HauHa quciinigemis. JIutsyum opTaabMoI0romMm
mig yac orjsmy Oy/10 BUSIBICHO MOPYLIEHHS IirMeHTallil
CITKiBKU Y BUIVISIIAI Kpam4yaToCTi, pedJieKCu y AUISIHI Ma-
KyJIM HeviTKi. JAUTS49uM yposioroM OyJ0 ONMMCaHO HasiB-
HICTb MiKpOTIEHICYy Ta IBOOIYHOTO KpUNTOpXi3my. JAuTsaunii
Hedposor BctaHoBUB HiarHo3 XXH I cT. 6e3 nmopyiieHHst
(YHKILiT, TTOTiKicTO3 000X HUPOK.

O6roBopeHHs

Cbb — 1e pinkicHe TeHeTUYHE 3aXBOPIOBAHHS, SIKE IIIe
piale 3ycTpidyaeThCs Ha TepuTopii YKpainu. Bucoka Bapia-
OEJIbHICTD 32 TEHOTUIIOM i (DEHOTUITOM ITPOSIBIB YCKIIAMHIOE
JiarHOCTUKY LIbOT0 3aXBoproBaHHs. CepenHili Bik BCTAHOB-

neHHs giarHo3y CBB y niteit cranoBuTh 8—9 pokis [16]. Le
3YMOBJIEHO TOCTYITOBUM BUHUKHEHHSM OCHOBHMX MpO-
SIBIiB 3aXBOPIOBAaHHSI, SIK-OT HaJIMipHa Maca Tijla, 3aTpUMKa
PO3YMOBOT'O PO3BUTKY Ta ITiIrMEHTHA JTUCTPOdis CITKiBKH.
[IpoTe HasIBHICTB iHIINMX O3HAK, SIKi MOXYTh TTPOSIBIISITUCS
SIK BPOJIKEHI BaJld PO3BUTKY, 30KpeMa TOJiIaKTuIis, na-
10Th TiactaBu 3anino3put CBB y 6inbll paHHROMY Billi.
J1o TaKMX TPOSIBiB HaJIeXKaTh aHOMAaJIii HUPOK i CEUOBUBII-
HOi cucTteMu. Y poOoTi Simonini Ta CITiBaBT. 3a3HAYA€THCS,
mo y 94,7 % mauieHTiB i3 HmuIionaTisiMu Oyl10 BUSIBJICHO
MIiIBUILIEHY €XOTeHHICTh HUPOK, a y 1ioxaiB i3 Cbb Haii-
OiJbII TIOLIMPEHOI OCHOBHOIO aHOMAali€l0 HUPOK OYB
rinpoHedpos [17]. ABTopu 3a3HayarOTh, 10 IOPYIIEHHS
cevocrareBoi cuctemu nepeBaxkatotb npu Cbb. HasiBHiCTh
30ibIIEHNX, TIMePEeXOreHHUX HUPOK, $SIKi iMITYIOTh COHO-
rpadiyHy KapTUHY MOJIiKiCTO3y HUPOK, MOXEe OYyTH OTHUM
i3 giarHocTnyHMx MapkepiB CBb, 1o 6ys10 Takox mpome-
MOHCTPOBAHO Y JOCiKeHHsIX Mary Ta ctiBaBT. [18].

Nowak-Ciotek, Szczepanska Ta criBaBT. MpeacTaBUIN
koropty 3 BocbMu aiteit 3 Cbb [19]. Haii6inbin mommpe-
HUMU CUMIITOMaMU OyJIM 3aXBOPIOBAHHSI HUPOK, BUSIBJIEH]
y BCix miTeit, i monmigakTuiis, 3acdikcoBaHa y 6 Mali€HTiB.
ABTOpM 3a3HayalOTh, 110 IMOYATKOBI O3HAKM YypaxKeHHs
HUPOK i CeYOCTaTeBOI CUCTEMM OY/IM BUSIBJICHI 1€ i yac
MpeHaTaJbHOI 1iarHOCTUKM, OJHAK JIMILIe HE3HAYHIl Kilb-
KOCTi XBOpHX OyJI0O BCTAaHOBJIEHO AiarHO3 Ha TaKiil paHHil
craaii. BonHouac y »xonHoro naiieHTa He OyJi0 BUSIBIEHO
MoJIifakTUiIit0 TpeHataabHo. CepefHiil BiK MOCTAaHOBKU
IiaTHO3y CTaHOBUB 22 Micsii. Ha MOMeHT 3BepHEHHS 110
Jlikapsi mopyiieHHs QyHKIIii HUPOK CIIOCTEePIrajiucsl y ceMu
TMAaIiE€HTIB, MOJIAAKTUIIISI — Yy IIECTH TMAaI[iEHTIB 3 OXUPiH-
HSIM, a 3aTPUMKA IICUXOMOTOPHOTO PO3BUTKY — Yy IBOX.

Atmus 3i ciiBaBT. y 2019 p. onrcanu koropry 3 23 giteit
3 Cbb 3 anomanisimu Hupok [20]. Menmiana BiKy Ha MoO-
MEHT ITOCTAaHOBKM JiarHO3y cTaHOBMJIA 84 Micsali. ¥ Bcix
23 piTeid OyaM BUSBIEHI aHOMaJlil CEYOBMBIIHUX IILISI-
xiB 3a ganuMu Y3/I. Lli aHoMauii BKJItoYaJu IOJIiKiCTO3
(34,8 %), migBuIeHY rinmepexoreHHicTb HUPOK (34,8 %),
rirmoruiasito mpuHaiiMHi oxHiel Hupku (21,7 %) i rigpo-
Hedpo3 nmpuHaitMHi onHiel Hupku (17,4 %). MixypoBo-
CEUYOBITHUI pedIIIOKC i HEWpPOTeHHUN CEYOBMH MiXxyp
BusiBiieHi B 11,1 i 22,2 % nauieHTiB (3a JaHUMU LIUCTOY-
peTporpaMu) BiImoBigHoO, mporeinypis — y 39 %, rimep-
TeHsist —y 21,7 %. Y mectu 3 23 nmiteit (26 %) y 1iii Ko-
ropti Oynm goBeneHi MyTaiiii y renax BBS. [T’sarepo 3 Hux
(83,3 %) masnu roMO3UTOTHI MyTallii B reHi BBS10, a omHa
3 HHX MaJla TOMO3MTOTHY MyTallilo B reHi BBS2. ¥ Bcix 23
JiTeii OyB MiIrMeHTHUI peTuHIT, y 22 i3 Hux (95,6 %) Oynu
TPYAHOILLI 3 HAaBYAHHSIM/KOTHITUBHI MOpyIlIeHHs, a 'y 17
(82,6 %) — oxkupiHHS. YpaxkeHHsSI HUPOK 3apa3 BUSHAETh-
csl KapAMHAJIbHOI O3HAKOI Ta HAWBaXXJIUBILIUM (haKTO-
poM, 110 cripuuyrHsie cMepTHicTh pu CHB.

Kwuraiiceki mocmignuku Wang i criiBaBT. MpOBeJd KOMIT-
JIeKcHUM aHani3 4 minTBepaxenux Bunankis Cbb y miteit
BikoM 8—10 poKiB, 1110 criocTepiraiaucs y HepoJoriyHOMY
BimminenHi IlexiHchkoi quTsdoi nikapHi [21]. ¥V Bumagkax
1, 2 Ta 3 BaHamHe3i Oya IMoJIiypist Ta TOTiAUIICIS, Y BUTIAd -
Ky 4 3aXBOPIOBaHHsI pO3II0YAIOCcs 3 HAOPSIKIB Ta OJIrypii.
V Bcix ciocTepiranucs He3HaYHi 3MiHUA B pyTUHHOMY aHa-
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Ji3i ceui. Y Bumazgkax 3 i 4 cocTepiraiacst HeBeJiMKa abo
CepenHsT MPOTeIHypisl. Y KOAHOI TUTUHU He OyJIO MiKpo-
CKOITIYHOI reMatypii. ¥ BCix criocTepiraBcs pi3HUIA CTYITiHb
ypaxkeHHsI HUPOK, Y BUIagkax 1 Ta 3 OyJ0 BCTaHOBJIEHO
XXH III cr., y Bumanky 4 — XXH V ct. 3 moTpe6oio y mia-
Jizi. Y Bcix BUMaaKax CIOCTepiraaucs O4eBUIHI aHOMAaJTil
Y3]1 ceyoBUBIIHUX NUISIXiB, Y 3 3 HUX OyJIM XpOHIiUHi qu-
Gy3Hi ypaxkeHHs 3 YTBOPEHHSIM KicT 000X HUPOK. B omHiel
MATUHYU OyJia TUCTUIA3isl MpaBoi HUPKM Ta 3pollieHa HUPKa.

V Hamoro mauieHTa 5 poxiB € Bci ocHOBHi ntposiBu CBb:
MOJIiJaKTUIIisl, TIirMeHTHA AUCTPOdis CiTKiBKM, KOTHITUBHI
MOPYIIEHHS, OKUPiHHS, TiIMOroHaAU3M Ta YpakKeHHST HU-
pok. Cepen ApYropsiIHUX O3HAK — MOPYILIEHHSI KOOpAUHA-
11i1, 3aXBOPIOBaHHS KUIIEYHUKA Ta MeviHKu. | xouya nmepuri
o3Haku CBb Oynu BusiBIeHi ofpa3dy Micjisi HapOIKEeHHSI,
BiK BCTaHOBJIEHHSI JiarHO3y OyB 3 pOKM, KOJU BigOyiacs
MaHidecranis iHmux o3Hak CBbb, sk-or HaamipHa maca
TiJla Ta KOTHITUBHI MopylieHHs1. Bapro 3ayBaxkuTu, 1o y
XJIOIYMKa Oysia BUsiBJieHa MyTallisi reHa BBS10. Taka my-
Tallis 4YacTillle acOIIOEThCS 3 YPaXKeHHSIMU HUPOK i IT0-
nmigakTwiiero [1], a TakoX BUIIMM iHIEKCOM MacH Tiia y
Bili 2—11 pokiB, 1110 OyJIO XapaKTepHO B OIIMCAHOMY HAMU
Bunaaky [22]. He3Baxkaiouu Ha ypaxkKeHHsI HUPOK, y IIpe-
CTaBJIEHOTO MalliEHTA HA LIeif MOMEHT HEMAa€ 03HaK PO3BU-
TKy XXH.

VHiKanbHICTh TAKOI'O BUITAAKy — Yy oro maHigecra-
il B YKpaini. JluTnHa ycnaakysaja aBa PeLECUBHI TeHU
Cbb Bin 6aTbka KaBKa3bKoi HALLIOHATBHOCTI (151 KUTEJTiB
KaBKa3bKOTO PeTioHy XapakTepHi nedekty B reHi BBS10)
Ta XXiHKW €BPOIEChKOI HALIIOHAILHOCTI — YKpaiHKu. O~
Hak y TMorepenHix 1uiodax B 000X 60aTbKiB OyIu 310pOBi
TITH.

BuUCHOBKMU

Cbb oxorutioe MMpoKuii CIEKTP KIiHIYHUX 03HAK, SIKi
JIOAATKOBO BapilOIOThCS 3aI€KHO Bill T€HOTUITY 3aXBOPIO-
BaHHsI. Po3mizHaBaHHSI paHHIX O3HAK, TaKUX SK MOJigaK-
TWJIisl TA CHHIAKTUWIIIS, BDOKEHI Baly CE40CTATEBOI CUCTE-
MM # ypaxeHHSI HUPOK a0o 1X CTPYKTYPHi aHOMaJlii, MatoTh
HACTOPOXYBATH KJIiHILMCTIB IIOAO0 MOXKJIWBOTO AiarHO3Y
CBb no momeHTy MaHiecTallii iHIIMX KITiHIYHUX O3HAK.
PanHg niarHocTrKa Ta BigITOBiIHE KJTiHIYHE CITOCTePEKeH-
H$I 1al0Th MOXJIMBICTh BUaCHO pearyBaTH Ha IporpecyBaH-
HST KJTIHIYHUX O3HAK 3aXBOPIOBAHHS, TAKUX SIK BUHUKHEH-
HSI HUPKOBOI HEIOCTATHOCTI, 1110 € OCHOBHOIO TIPUYNHOIO
cMmepTHocTi manieHTiB i3 Chb.

KonduikT inTepeciB. ABropu 3asIBIsIIOTH PO BiACYT-
HiCTh KOHQJIIKTY iHTepeciB i B1acHO1 (hiHaHCOBOI 3alliKaB-
JIEHOCTI TIPY MiATOTOBILi JAHOI CTATTi.

Indopmania npo dinancyBanng. OrpumaHHs GhiHaH-
COBOI BUMHAaropoau 3a y4acTb Yy JOCJiIXKE€HHi a0o Hamu-
CaHHSI pyKOITHCY He Oyno. [xepena ¢piHaHCYBaHHS TOCITi-
JKeHb BiJl (hapMalleBTUYHUX KOMITaHili, 3alliKaBIeHUX Y
MPOAAXY MOCTiTHULIBKUX TIpernapaTiB, He Oyso, BCi AOCITi-
JDKeHHST Ta JIIKYBaHHS TalliEHTa, OMMCAaHOTO B PYKOIHCI,
MPOBOIMIINCS 3a BIACHUI KOIIT. Bynb-sikoro dhiHaHCyBaH-
HS Bif opraHi3aliii, 3alliKaBIeHUX y IIeBHUX pe3ybTaTax
IOCJiIXKeHb, il Yac HallMCaHHS PYKOIIUCY He 0YJI0.
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Nephrological aspects of Bardet-Biedl syndrome in pediatric practice: a clinical case and literature review

Abstract. Bardet-Biedl syndrome (BBS) is an autosomal recessive
ciliopathy characterized by retinitis pigmentosa, obesity and re-
lated complications, postaxial polydactyly, cognitive impairments,
hypogonadotropic hypogonadism and/or genitourinary anomalies,
as well as developmental defects and/or parenchymal diseases of
the kidneys. Traditionally, diagnosis of BBS has relied on the pres-
ence of clinical manifestations, with subsequent confirmation
through genetic testing. However, clinical features of BBS manifest
at various ages, which may delay diagnostic processes. The average
age of BBS diagnosis is 8—9 years, but the presence of congenital
renal anomalies together with other features, such as polydactyly or
syndactyly, which can be detected prenatally or at birth, provides
grounds for including BBS in the differential diagnosis much earli-
er. Additionally, the presence of renal and genitourinary anomalies

results in chronic kidney disease (CKD). In some patients, CKD
may progress to renal failure, which is the main cause of mortality
among individuals with BBS. This article presents data on possible
manifestations of BBS, the role of kidney injury in its diagnosis, as
well as other syndromes and clinical features that require differen-
tiation from BBS. A clinical case is also described of a patient with
BBS presenting with polydactyly, retinal dystrophy, overweight,
other congenital anomalies, and, notably, renal involvement, which
enabled suspicion and diagnosis of BBS at the age of 3 years. Al-
though BBS has no specific treatment, early detection allows for
the involvement of a multidisciplinary team in patient management
and may reduce the risk of severe complications, such as CKD.
Keywords: Bardet-Biedl syndrome; ciliopathies; kidneys; kidney
failure; children
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