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1-4—
Ha LBeTHO OUpeHye — 3T0 reTeporeHHan rpynna HacneACTBEHHbIX U NprobpeTeHHbIX 3a00neBaHui, CBA3aHHbIX C M30bITOUHBIM
BKnefike HAKOMNEHWEM XMPOBOMN TKaHU B OpraHn3m. OBHWM 13 NPUMEPOB CUHAPOMANbHOTO OXMUPEHNA Y ieTel ABNACTCA CUHAPOM
Z:‘g‘;{:ﬁ; bapne-bnana. 310 peaKoe ayTOCOMHO-peLieccBHOe 3ab60MeBaHue U3 rpymnMbl LAAMONATUI, XxapakTepu3yloLleeca AncTpoduei
CETYaTKM, OXMPEHMeM, NONMAAKTUNVEN, 333ePKKON NCUXUUECKOTO Pa3BUTUA, FUMOTOHAAM3MOM, AUChYHKLMel noyek. B cTaTbe
EON: JDIHYF npefcTaBeHbl ABa KAMHWYECKNX Cllydan cuHapoMa bapae-buana. MpriseaeHsl AnarHoCTUYECKME KpUTEpUYM 3300NeBaHMA,

MOKa3aHa HEO6XOLll/IMOCTb npoBeAeHNA MONeKYNAPHO-TEHETNYECKMX METOAOB MCCIEe40BaHMA Ha PAHHWX 3Tanax AUarHoCTi-
4eCkoro noncka. PaCCMOTpeHbI NnepcneKkTBHble HanpaB/ieHWA B NeYeHnn CHApOoMa.

KntoueBble cnoBa: AeTy, CUHAPOMANbHOE OXMPeHNe, CUHAPOM bapae—buana, umnnonaTtua, AMarHoCTUYeCKe KpUTepui,
MyTauuw B reHax BBS10 n BBS8, nepcnekTvBHbIE HANPaBNeHUA B NeYeHun
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summary

Obesity is a heterogeneous group of hereditary and acquired diseases associated with excessive accumulation of adipose tissue
in the body. One example of syndromic obesity in children is Bardet-Bied| syndrome. This is a rare autosomal recessive disease
from the group of ciliopathies, characterized by retinal dystrophy, obesity, polydactyly, mental retardation, hypogonadism,
and renal dysfunction. The article presents two clinical cases of Bardet-Biedl syndrome. Diagnostic criteria for the disease are
given, and the need for molecular genetic research methods in the early stages of the diagnostic search is shown. Promising

directions in the treatment of the syndrome are considered.

Key words: children, syndromic obesity, Bardet-Bied| syndrome, ciliopathy, diagnostic criteria, mutations in the BBS10 and

BBS8 genes, promising directions in treatment

O>XMpeHne — 3TO reTeporeHHas TPyIIa HaclefCTBeH-
HBIX U IpUOOpeTeHHBIX 3a60/IeBaHMII, CBI3aHHBIX
C M30BITOYHBIM HAKOIIEHNMEM XXUPOBOI TKAHU B Op-
ranusme [1].

B 3aBucumocTt 0T k093¢ duIeHTa CTaHAapPTHOTO OT-
K/IOHeHMs1 nHjeKca Maccol Tena (SDS VIMT) pasnuyarot
CTIefyIoIIVie CTeTIeH OXKMPEHA:
¢« SDS IMT 2,0-2,5 — I cremrenn
e« SDS IMT 2,6-3,0 — II cTenenn
e SDS VIMT 3,1-3,9 — III cremenp
o SDS VIMT 24,0 — mop6upgHoe

B 3aBUCMMOCTY OT 3TUOTOTUY BBIIETIAIOT CTIEAYIOIIe
BUJIBI OXKVPEHU:

e IpoCTOe (9K30reHHO-KOHCTUTYLMOHATIBHOE, YVO-

MaTU4eCKOe)

e TUIIOTAIAMUYECKOE

e OXMpeHHUe IPU SHLOKPUHHBIX 3ab0meBaHUIX
(runepkopTHIM3Me, TUIIOTUPEO3E 1 AP.)

o OXIpeHNe ATPOTeHHOe

o MOHOTEHHOE O)KVpEHUe

o CUHJIpOMa/IbHOE OXXVpEHNe

Hawn6oree pacipocTpaHeHHBIM SIB/IETCS 9K30T€HHO-
KOHCTUTYIIMOHATIbHOE OXXMPEHMe, CBSI3aHHOE C U30bI-
TOYHBIM MOCTYIIJIEHNEM KaZopuil. BRIENA0T TaKxe
TUIIOTA/IAMUYECKOE OXKMPEHME, KOTOPOE CBA3aHHO
C Ha/IM4MEM OITyXOJIel FOIOBHOIO MO3Ta, TPaBMaMM
uyeperna. Takke BBHIJINIAIOT OXXMpPeHNE, KOTOPOEe BO3-
HUKaeT MPpU [JIUTEIbHOM IpUEME JIEKAPCTBEH-
HBIX IIPelapaToB, HAIPUMED, INTIOKOKOPTUKOU/OB.
MoHoreHHOE OXKMpeHNe HabMoaeTCs IIPU HaMYMU My-
TalWil B TeHax (HaIpyMep, TeNTUH, PElleNToOp JIeNTHHA,
pelLenTop MeITaHOKOPTMHOB 3 1 4 Tuma u T.1.).
CuHApOManbHOE OKMPEHNE BCTPeYaeTCs B COCTaBe
Pas/IMYHBIX CUHAPOMOB [1].

B mepmarpudyeckom oTpenenuu VMucTUTyTa Ie-
OVATPUM U HEeTCKOJ XUPYPTUM MMEHM aKafeMu-
ka 10.E. BenpTuiesa HaOMomanTCa IBA HaljedTa
(ManpumKy), ofuH U3 KOTOpbIx 2008 roma poxeHms,
mpyroit — 2016. OnyH 13 HUX O6PATUIICS BIEPBBIE
B MHCTUTYT B BO3pacTe 8 jIeT, pyroit — B BO3pacTe
6 neT. IIpy NOCTYIZIEHNM POJVUTENN 0OOUX MaIBUMKOB
HpebAB/IA/IN JKalIo0bl Ha M30BITOYHbIE BEC, y CTaplie-
TO U3 HUX TaKoKe HaOTIONAMICh XPOHMYECKIIE 3aIl0PbI
U CHVDKEHME OCTPOTHI 3peHUs, Y M/Ia/Iero — HUSKUIA
pocT. bepeMeHHOCTDb 1 POJibI ¥ B TOM, ¥ PYTOM CITydae
HpoTeKanu 6e3 ocobeHHOCTell. PomocoBHas manmeHTa
A.oTArolieHa 1o psy saboneBanuit: y matepu u 6aby1u-
K [I0 MaTePUHCKOI! IMHUY AMATHOCTMPOBAHA A3BEHHA
6071e3Hb JBEHA/IIATUIIEPCTHON KUIIKM, Y OTIIA TUIIep-
XO/IeCTEepMHEMIA, a TAKKe Y 0TI U 6abyIIKY 110 OT-
L[OBCKOI1 IMHUM — CaXapHblil AuabeT BTOPOro THIa,
TUIIEPTOHNYECKasA 60/Ie3Hb, Y AeAYIIKHU [0 OTL{OBCKOI
JMHUM — paK NMpOCTaThl. Bo BTOpoIl ceMbe 6abyIuka
110 MAaTEPUHCKOI IMHUM CTPajiaeT IHeMIYECKUM 30-
60M 1 TO/IIMHO30M, a y OpaTa ImpobaHza HabmoxaeTcs
atormmyeckuit sepmatut (Taom. 1).

ITpu c6ope aHaMHe3a BBLACHUIOCH, YTO Y 060MX
Ma/bIMKOB C PO>KACHNs HaOMIOfaIINCh aHOMAINY Pa3-
BUTVA KOHEYHOCTEIL: Y OHOTO OpaXmAaK TN, CUH/AK-
TVUINA, KTMHOGAKTUINA, y APYTOr0 — IONMAAKTUINA.
Kpome Toro, y o6oux feTeit oTMedanach M36bITOUHASA
Macca Tefa ¢ IepBBIX MeCsIIeB XU3HM, HabII0Hal0TCs
Y SHIOKPMHOJIOTa C 9K30T€HHO-KOHCTHUTYIIIOHAIbHBIM
OXXMPEHMEM.

B 2011 ropy manyeHT A. 6bIT OLIEPUPOBAH 110 IOBO-
Iy runocnanuu. Y o60Mx IaIMeHTOB C TPeX JIeT [iya-
THOCTMPOBAHa 3aJlepXKKa pe4yeBoro paspurus. bomee
TOTO, Y 000MX feTeli BHLABICHO CHIDKEHME OCTPOTEI
3peHIN, B CBA3Y C 4eM HaO/II0faTcA y 0dTanbMoIora.

[aHHble MaunenTA., 2008 . p. Nauwent C., 2016 1. p.
JKano6ae: U3GBITOYHBII BEC, 3aII0PBI, CHIDKEHVIE OCTPOTHI U36BITOYHBII BEC, HU3KWIT POCT, IOBBIIIEHHBII
) 3peHms AIIeTUT
pe6eHOK OT 30POBBIX PORUTENel, I, 6aronpusiTHO pe6eHOK OT 3KOPOBBIX popuTernei, 11
AHaMHE3 HpoTeKaBllell 6epeMEHHOCTH, CPOYHDIX 6epeMeHHOCTH, TPOTeKaBIleil Ha GOHE PaHHETO
- (bU3MOIOrNYeCKUX POJIOB, MAcCa IIPU POKAEHUN  TOKCUKO3a, CPOYHBIX (PU3NOIOTMYECKUX POLOB,

6anoB.

3800 r, pymHa 48 cM, OLieHKa ITo 1mKane Anrap 8/9

Macca npu poxpgennn 3480 r, gnHa 52 cMm,
OIleHKa II0 1IKaje Amnrap 7/7 6anos.
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Tabnuua 2
AHamHe3
3aboneBaHus.

Ta6nuua 3
JlaHHble UHCTPY-
MeHTaNbHbIX
nccneoBaHuin.

MaumnenTA., 2008 . p.

MauwnenT C., 2016 T. p.

C pOXXZeHNs aHOManuy pasButusi (6paxupakTUIns,
YacTUYHASA CUHIAKTUINS, KITMHOTAKTUISA)

[PV POXZIEHNUM Y pebeHKa ObI/T BBIABIICH IIOPOK Pa3BUTUA
TMOMMAAKTUINA KUCTel 1 cToII (B ceHTs16pe 2017 1.
BBITTOJTHEHO OIlePaTHBHOE BMEIIAaTe/IbCTBO)

C IIEPBOTO TOfla )KM3HYU HabM0AaeTCsA u36bITOUHAS
nprbaBKa Macchl Tea

¢ 6 Mec. oTMeYaeTcs U30BITOYHAS Macca Tela

B 2011 1. — omnepaTuBHOE JIeYeHe TUIIOCTIA UM

B 2017 rofiy KOHCYIbTUPOBaH 9HIOKPUHOIOTOM,
BBICTAaB/IEH IMAarHO3: DK30T€HHOE OXXMpeHue 1 cTeneHn.

3ajiep>KKa IICMXOpedYeBOTro pasBuTHA (pedb II0 C/IOTaM
¢ 3 ner, ¢ppasosas c 4 sier)

B 2019 r. 06paTMINCh K HEBPOJIOTY II0 IIOBOJY 3a[€P>KKI
peYeBOTro PasBUTUA

2012 r. cranuoHapHoe nedenue B IIKb
uM. 3. A. BamnseBoi ¢ fMarHo3oM: 9K30TeHHO-
KOHCTUTYILVIOHAJIbHOE OKMPEHMe 0 a6[OMUHATbHOMY
TUIY; CYOKIMHIYECKUIT TUIIOTIPEO3; 3a/iep>KKa PeIeBOro
Pa3BUTHA.

c ampesns 2019 r. HabrofaeTcs y odranbpmonora
C AMaTHO30M: MUOTIMYECKNIT aCTUTMATI3M, IaTI0YKO-
KOT604YKOBasA AUCTPOISA, aMOIMONN CPEfIHEll CTelleHn

¢ 6 n1eT HabmoKaeTCsA 0P TANTBMOIOTOM I10 TIOBOAY
CHIVDKEHVSI OCTPOTHI 3peHNs (TMIIepMeTPOIMYeCK il
acTUraMaTu3M)

AucHaHcepHoe HabmofeHMe y Hedporora ¢ 2021 r.:
TUITOTI/Ia3M s TT0YeK, OYaTOBbIe N3MEHEHMA B TapeHXMMe
TOYeK.

IManuent C., KpoMe TOro, HabMOaeTCst y Hedposora
110 TIOBOAY TUIIOIIIa3Ms ITO4eK, O4arOBbIX M3MeHEeHNIT
B napeHxuMe mnoyex (Taom. 2).

ITo jaHHBIM 06BEKTMBHOTO OCMOTpa obpamianu
BHMMaHIIE IlepevNCIEHHbIe MHOXXeCTBEHHbIE aHOMA-
mvn pa3putys. OLeHka GU3MYECKOro pasBUTUA Y Ta-
umeHTa A. BeisiBuna oxupenne III cremenn: macca
37,5 K1, > 97-ro nepueHTns; poct 123 cm, 50-11 nepieH-
TIIb; MHAEKC Macchl Tena (VIMT) 24,8 kr/m2,SDS UMT
+3,6. Y nanuenra C. HabI0fa/IcsA HUSKUI POCT U OXKMI-
penue II crenenn: macca 28 xr 90-97 neprieHTUIb, pOCT
109 cm, 3-10 meprenTIb; MHAEKC Macchl Tena (VIMT)
23,6 xr/M2,SDSVIMT +2,67.Y 0601X ITAlMEHTOB, KpOMe
TOTO0, HaO/TIONA/IICh Ba/IbIyCHAS AeOPMALINs HIDKHUX
KOHEYHOCTEeI, IJIOCKOCTonMe. Y manyesTa A. TakxKe
BBISAB/I/IVICH TUIIEP/IOPHO3, AHOMaINM Pa3BUTHA 3y60B,
runorenurtamsm (Puc. 1).

ITpu ob6¢cnenoBanum y o60ux fereil HabMOAAIOCh
HOBBIIIEHE YPOBHS TUIONPOTEN 0B HUKON IIOTHO-
ctu (3,5 1 3,6 MMOJIB/T) 1 CHYDKEHYE YPOBH:A MHCY/IMHA
B KpoBu (4,5 u 3,3 MME/mn) (Puc. 2.).

ITo maHHBIM y/IBTPa3BYKOBOTO uccnenoBanus (Y3I1)
OpraHoB OPIOIIHO IIOTIOCTY U [IOY€EK MalyeHTa A. 6pUIn
IAMAarHOCTVMPOBAHbI- Fe[IaTOMeranusl, y4aCTKI CTeaTo-
3a, [uddysHble U3MEHEHNS TTOAXKETyTOYHOI XKeesbl,
CIVMHNYHbIC KaJIbIIMHATbI B HapeHXI/IMe O6CI/IX IIOYEK.
Y BrOporo naryenTra HabIIOLAIOCh YMeHbIIeHUe 00be-
Ma IIPaBoIl MOYKY, 00BbeM JIEBOIT — Ha HIDKHEI rpaHuIe
HOPMBI, fuby3HbIe U3MEHEHNU IapEHXMMBI [0YeK,
MeJIKye Ka/lbliMHAThl B IIapEeHXMMe IT04eK, HeOObIIIoe
pacupene cobupaTe/IbHOM CUCTEMBI JIEBOII TOYKH,
IIOBBIIIEHME ITOOABVM>XHOCTN O6€I/IX IIOYEeK. HpI/I HPO—
BeJIEHNN 37IeKTPO3HLesIorpaduu y 060X BbIABICHDI
HapylIeHNs KOPKOBOW PUTMUKIU.

O6a ManpbunKa 6pII KOHCY/IBTUPOBaHbI O Talb-
MOJIOroM, ObLIa BBIsIBlIEHa peTUHAIbHAS AUCTPOdUS,
TUIIEPMETPONMYECKMIT ACTUTMATH3M C COOTBETCTBY-
OLMMI U3MEHEHMAMM I/Ia3HOrO AHa. Ilcuxomorom
6BIIO YCTAaHOBJIEHO CHIDKEHUE MHTEIEKTa ¥ 060ux
THaLIMeHTOB.

y‘II/ITbIBaH KJIMHUKO-OMATHOCTUYECKIME TaHHbIC
y Ma/lIb4MKOB 6bU1 3ar10f03peH cuHapom bappe-bumis.

MNauwenTA., 2008 . p.

Maument C., 2016 1. p.

V3W: renaromeranus, y4acTKM CT€aTosa,
nudQy3Hble UBMEHEHU I IO KeTY[OTHOI JKeJIesbl,
e[JMHIYHbIE Ka/IbLIMHATBI B TapEeHXMMe 06eMX IoYeK
(HEeMHOTOYNC/IEHHbIE TUIIEPIXOTeHHbIe BK/IIOYEHM S
10 0,3 cm).

V3U: anomanus GopMbl, yBeTMYeHNe )KeTIHOTO ITy3bIPSI.
PeakTnBHbIE U3MEHEHNA
MOZKeTYTOYHOII XKele3bl. YMeHbllIeH1e 06'beMa
[IPaBOJi IIOYKY, 06'beM JIEBOJI — Ha HVDKHeN IpaHuIe
HOpMBL. [JuddysHble N3MeHeHN I TAPEHXMMBI [I0YeK.
MeKue KaabliMHaThI B IapeHXuMe 1mo4yek. He6onpimoe
pacuMpeHne co6MpaTeIbHOI CUCTeMBbI IEBOI IOYKN.
TToBbllIeHe ITOABIKHOCTY 06€MX IIOYeK.

MPT romroBHOro Mmo3ra:
0YaroBBIX M3MEHEHNT MHTEHCUBHOCTI
MP-curHana ot BellecTBa
TOJIOBHOTO MO3Ta He BBISIBIEHO
99T B ponoBOI D3I yMepeHHas AUSPUTMIU, 3aiePrKKa
dbopMIpOBaHMS BO3PACTHO KOPKOBOI PUTMMUKIL.
ITpu runepBeHTHIALUN GOPMIUPOBAHIE
HecrennUIeCKoil MapOKCU3MaNTbHOI aKTUBHOCTI
73 BOJIH TeTa- fAe/bTa- AManasoHa (AMchyHKLMs
AusHIedaTbHBIX CTPYKTYP B paMKaX BO3PaCTHOI!
HOPMBI). MeXIIONyLIapHOIT aCUMMETPUI,
anmnentudOpMHON AKTUBHOCTHU B FTaHHOM
VICCTIENOBAHNM He 3apeTMCTPUPOBAHO.

MPT romoBHOro Mo3ra:
0YaroBBIX MI3MEHEHU I MHTEHCUBHOCTI
MP-curHana ot BeljecTBa
TOJIOBHOTO MO3Ia He BBIAB/IEHO
99T B ponosoit DT nerkue AuddysHble HAPYIICHN S
KOPKOBOJ pUTMMKM. MeXII0nyIapHOi aCUMMeTPUM,
SMMIeNTUPOPMHOI AKTUBHOCTY B JaHHOM
MICCIIelOBAaHNY He 3aperMCTPUPOBAHO.
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Tabnuua 4
KoHcynbTaunsa
cneunanncToB.

Tabnuua 5
KnuHnueckne
nposABneHuns
cnHapoma bappe-
Bbugna.
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MaunenTA., 2008 . p.

Maywnent C., 2016 1. p.

KoHcynbranusa odranbmornora:
nucTpodusa ceTYaTKM, CMelIaHHas GopMa; TUIepMeTpo-
MUYeCKUI aCTUTMATU3M.

I'masHoe FHO: [UICK 3pUTETLHOTO HepBa 6/1eHO-PO30BBIiL,
TpaHULIBI YETKNE, COCyI[I)I HE3HAYUTE/IbHO Cy)KeHbI;
110 BCelt ceT4aTKe, BKI0YasA MaKy/Iy, BbIpa)KeHHOE Ha-
py]_HeHI/[e NOUTMEHTAalMM B BUI€ KPalr4aToOCTH, ped)HeKCbI
B MaKy/IAPHOI 06/1acTy HeYeTKIe.
KoncynbTanus HeBponmora:
3ajlep>KKa IICMXOPeYeBOT0 Pa3BUTHA;
dbobuyeckye TpeBOXKHbIE PaCCTPOIICTBA
(HeBpO3 TpeBOTH, CTpaxa).

IIcuX0mor: CHIDKEHNME MHTE/IeKTa.

Koncynpranus odramrpmonora:
HacC/lIeOCTBEHHAasA peTHA/IbHAA L[I/ICTPO(i)I/[H; ACTUTMAaTU3M
IUIepPMeTPONMYECKMIA.

KoHcynbTanus ncuxonora:

CHIKEHME MHTEN/IEKTa.

KoncynpTanus opronena:

BaJIbT'yCHbIE feOpMalL My HIDKHIX KOHEYHOCTEl;
IIJTOCKO-BaJIbI'yCHbIE
YCTaHOBKM CTOII; HAPYILIEHNE€ OCAHKN

Cunppom bapme-Bupns (anrn. Bardet-Biedl
syndrome, OMIM 209900) — 3T0 pefKO€e ay TOCOMHO-
perieccuBHOe 3a00/IeBaHe 13 TPYIIIIbI LIMIMOIATHI, Xa-
pakTepusyloleecs AUCTPOodMeil CeTYATKN, OXXKVMPEHMEM,
MONUAKTUINEN, 3a/IEPXKKOI IICUXUYECKOTO Pa3sBUTHUS,
TUIIOTOHAAM3MOM, AMCYHKIMel modek [2,3].

PacnpocTpaHeHHOCTD 3a00/IeBaHMA 3HAUNTEIBHO
BapbUpYeT B Pa3/MYHBIX IPYIIIaX HaceneHus. Hanbonee
PeIKO aHHBI CMH[IPOM BCTPEYAETCS CPef XKUTe-
neit CeBepHoit Amepuku u Espomnsr (1: 140000 u 1:
160000) [4,5], 4aIiie pacpOCTpaHEHHOCTH 3a60/IeBAHMSA
perucTpupyercs cpenu apa6os (1: 65000) [6].

LunuonaTuy — 9TO IPyIIa 3a00IeBaHNIt, CBA3aH-
HBIX C HapylueHueM GyHKIu pecHudek. Ecim ropoputs
o cunppome bappe-bupia, oH pasBuBaeTcs BCIECTBIE
medexToB B reHax BBS, koTopble KomMpyIoT 6enku, pe-
rynupylomye GyHKIVO pecHUYeK. PeCHIYKY MMPOKO
IIpefCTaBIeHbl B PA3/IMYHBIX OPraHaX M TKaHIX Op-
raHI3Ma YelloBeKa ¥ [e/MATCA Ha IepBUYHble (paHee
TaK HasblBaeMble HEIO/IBYDKHbIE) U BTOPUYHBIE (ITOZ-
BroxHble). [Tpu cungpome bappe-Bupia Hapymaercs
(YHKIVOHMpPOBaHMe [IePBUYHBIX PECHNYEK, KOTOPbIE
Y4YacTBYIOT B KJIETOYHOIT Ilepefjaue CUTHA/IOB, OPMEHTa-
LIMU IUTOCKOCTH [€/IEeHNs, OPTaHOTeHe3e 1 TOMeOCTa3e.
Borbloe cofepkaHye HEIIOLBIDKHBIX PeCHUYEK B Pas-
JIMYHBIX OpraHaX M TKaHAX M MX MHOTOQYHKI[VOHA Ib-
HOCTb OOBACHAIOT 60/IbIIOE pasHOOOpasue KIMHNYe-
CKMX CUMITTOMOB Ipy faHHOM 3a6onmeBannn (Puc. 3.) [7].

B nacrosee Bpems onucas 21 reH, OTBETCTBEHHBbII
3a pa3BuUTHE JAaHHOTO 3ab6oneBanns (Puc. 3).

MyTtauun B renax BBSI-BBS18 cocraBnamoT 70—
80% [8] Bcex cmyyaes pasBuTyA cuHApoma bapre-bupis.
YacToTa MyTalMil B ONVICAaHHBIX TeHAX Pa3InyaeTcs
B IIonmy/AnmsaAX. Tak, y HaIeHTOB CeBepO-eBPOIIeIiCKOro
MIPOVICXOXK/IEHN A YIe/NbHbI BeC My Taluii, IOKaIn30-
BaHHBIX B reHax BBS1 u BBS10, cocrasnser 40-50% [9],
B TO BpeMsI KaK B a3aTCKOII HOMy/IALNY Hanbolee 4acTo
3aTpoHyTHI reHbl BBS3 n BBS9 [10, 11].

B tabnuie Ne 5 mpuBefeHbI CHMITOMBI, KOTOpPbIe
HabmogatoTcs npu cuHapome bappe-buns. B ckobkax
yKasaHa pacIpoCTpaHeHHOCTb HEKOTOPBIX CMIITOMOB
cornacHo E. Forsythe u coasr. [12].

B2006r.].L. Badano u coasr. [13] paspa6oranu gna-
THOCTUYeCKue KpuTepun cuuapoma bapae-bupns, no-
3BOJISIIOLME AMAaTHOCTUPOBATh 3ab0IeBaHMe 110 K/IU-
HuYeckuM npusHakam (Ta6. 6).

st MOCTAaHOBKM [MarHo3a HeoOXOMMMO UMETh
3 OCHOBHBIX U 2 MOTIOTHUTENBHBIX MU 4 OCHOBHBIX
IpK3HaKa. Y HAIINX NMAaIlMEeHTOB ¥ OCHOBHBIX, U [O-
[OTTHUTE/BbHBIX KpUTEpUeB 6Oblile, YTO C GOBIION
ToJeil BepOATHOCTY CBUAETEIbCTBYET O CUHJpOME
bappe-bupna.

OpnHaKO [UIs1 MOATBEP)KAEHNS [aTHO3a HE0OXO-
VMO OBITIO IIpOBefjeHNe TeHeTIIeCKOTO MCCIefoBa-
Hys. IIpu IpoBefieHNN KapUOTUIIMPOBAHUS Y 060UX
Ma/Ib4MKOB OBI/I BBISIBIEH HOPMaJIbHBII KaPUOTHUII
(46 XV). ITonck 9acTeIX MyTaLMii, OTBETCTBEHHBIX
3a pa3BuTHe cuHApoMa bapae-bupns BeIaBuMI MyTa-
LMY Y 000MX AL MEHTOB, HO3BOJIAIOIMX IIOATBEPAUTD
nuarHo3 Tak, y nanyeHTa A. OblIi 0OHapy>KeHbI ITaTo-
TeHHBble BAPMAHTHI B 9K30He 2 reHa BBSIO c. 271dupT
uc. 583G>A B KOMIIayHJI-TeTEPO3UTOTHOM COCTOSHUM,
YTO I03BOJINJIO AUATHOCTUPOBATD y MaljMeHTa CUH-
npoM bappe-bupns.

C 1enpo BaTuAanuy pe3yabTaToOB MOTEKYIAPHO-
TeHeTUYeCKOTO MUCCIeNOBaHNA IIPOBOMUIOCH CeKBe-
HuposaHue 1Mo CaHTepy yKa3aHHBIX T€HOB y Y/T€HOB
cembu. Pogurenu pebeHka OKa3aauch 340pOBBIMU
HOCKTE/IAMM JBYX Pa3IM4YHbIX MyTaLuii B reHe BBSI0,
MIajas cecTpa npobaHpa, poguurascs B 2018 r.,
yHacemoBanza MyTallMio OTIIa B TeTePO3UTOTHOM CO-
CTOAHMU U TaK>Ke SAB/IAETCS 3[[0POBBIM HOCKTENIEM.
Y BTOpOrO manueHTa OblIu BISAB/IEHBI [{BE IIATOTEH-
Hple MyTanuu c. 871_875del B rene BBS8 B romosu-
TOTHOM COCTOSIHMM, YTO TaKye ITO3BOJIMIIO IO/ TBEp-
ouTh cuHapoM bappe-bupna y manbpunka. B fanHoM

ITopa>kenue rnas

puctpodus ceruatku (93%), MUOM A, aCTUIMATIU3M, KOCOT/Ia3ne, KaTapakTa

Vi3sMeHeHM ST KOHEYHOCTEN

nonupakTunus (63-81%), 6paxupgaktunus (46-100%), cungaxtunus (8-95%)

OHIOKPUMHHbIE HAPYMIEHN A

oxupenue (72-92%), TUIIOTOHAAM3M MYXCKoit (59-98%), caxapHblit uadet
(6-48%), TMnepxonecTepuHEeMIA, HUSKMIT POCT

3anep>x1{a YMCTBEHHOTO pa3BUTUA

cHIDKeHMe nHTenIekTa (53%), 3afiepxka pedeBoro passutus (59-91%),

nedexTs! peun (54-81%)

JuchyHKIua novex

HOJMKICTO3, TUPOHedPO3, aHOManuy Houku (68%)

HeBponormyecknue HapymeHus

aTaKcus/HapyiueHns KoopanHanun (40-86%), anocmus/runocmust (60%)

ITopaxenue neyeHn

$pnbpo3 neveHn

CepaevyHo-COCYyAUCTasA NATONOTH A

BpO>KJeHHbIe TIOPOKU ceppua (7%).

ITatonorus 3y6os

aHoManuu 3y60B (51%)
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Tabnuua 6
[narHoctnueckne
KpuTepum
cuHapoma bappge-
buans.

Ta6bnuua 7
Pe3synbrathbl
reHeTMyeckoro
nccnepoBaHma
YIeHOB CeMbM
(naumeHTA.)

Tabnuua 8
Pe3ynbratbl
reHeTMUYecKoro
1CcnenoBaHns
Y/IeHOB CEMbM
(naument C.)

OCHOBHble Naument A. Maument C. HOononHutenbHbie Maynent A. Maument C.
BUCTPOUA CeTYATKM + + ¢$ubpos nevenn - -
M3MeHEeHU I KOHEYHOCTeN 9HJOKPMHHDbIE
(monupaxkTUINA, + + HapyieHns (caXapHbIit - -
OpaxMAaKTUIN, CUHFAKTVUINS) nuaber)
OXNPpEHNE + TUIEPXO/IECTEPUHEMM A + +
CHVJKE€HME NHTEITIEKTA + + KOPOTKM]Z pocT - +
TUIIOTOHAOAM3M MY)KCKOI‘/’I + - SajiepyKKa peuesoro + +
Ppa3BUTNA
rmovyevHast fUCHYHKIUA + + nedeKTsI peun - +
YneHbl cembu BBS10 MpumeyaHune
Orerny c.271dupT T'eTepo3UTOTHOE COCTOAHME
Marb ¢.539G>A TeTepo3uroTHoe cocTosgsHMe
CprH (mpobaHp) €-339G>A KomnayHp-reTeposuroTHoe COCTOsIHME
c.271dupT
Joub c.271dupT TeTepo3uroTHoe cocTosHNME
YneHbl cembm BBS8 MpumeyuaHne

Orern

c.871_875del

FeTeposerTHoe COCTOAHUE

Marp

c.871_875del

FeTeposerTHoe COCTOAHUE

Cort (mpobaHp)

c.871_875del
c.871_875del

TomosurorHoe cocrossHMe

CpIH

c.871_875del

FeTeposr/[mTﬂoe COCTOAHUE

cydae TaK>Ke IIPOBOAM/IACH BalUJaLuA pe3ynbTa-
TOB MOJIEKY/IAPHO-T€HETUYECKOIO UCCIeJOBAHMA.
Popgurenu peberka u 6par mpobaH/a OKasamuch 310-
POBBIMM HOCUTEIAMMU OVHAKOBBIX MyTaIluil B TeHe
BBS8 (Tabn. 7 u 8).

Jleyenvie 60bHBIX C cHAPOMOM bapre-Bupis B Ha-
cTosilllee BpeMsA OCTaeTCA ABIAETCA CUMITOMAaTHYe-
cKMM. Bepyuiasa ponb npuHamnesxxuT 6opbbe ¢ 0xu-
pennem. [lagnenTam peKOMEHYIOTCS IIOCTOSHHBIN
KOHTPOJIb MacChl Tejla, TMIIOKA/JIOpUITHOe NNTaHNe,
IosupoBaHHas GpuUsMYeCcKas HarpysKa.

KpoMe nporpeccupyolero oXxupennsi, 601y
po6/eMy A/ MAlMeHTOB ¢ cuHApoMoM bapre-bupnsa
B IIJIaHE IIPOTHO3a COCTaB/IAET NPOrpeccupyomas
MaTO/IOTYAA OPTAHOB 3peHNA U rmovek. ITo JaHHBIM 1T1-
TepaTypbl, CTIETIOTA Pa3BUBAETCA Y 98% Mal[MEHTOB yKe
K TPeTbeMY JeCATUIeTHIO K13HN [14], a y 8% marjueH-
TOB, KaK IIPaBUJIO, B IeTCKOM BO3pacTe JUarHoCTUpy-
eTcsl TepMUHAJIbHAA CTafl}isA XPOHMYECKOI I04edHOI
HemocTaTouHoCTH [15].

IlepcrieKTMBHBIMYM HAIIPABIEHMAMM B IEYEHNH Pa3-
MYHBIX 3a00/IeBaHNII ABAETCSA TeHHAsI U TapreT-
Has TepanuA. B Poccuu sapeructpupoBaH npemnapar
JIykcTypHa (BOpeTUreH HenapBOBeK), IPeCTaBIsa-
IOLMI aJIeHOACCOLMMPOBAHHBIN BUPYCHBIN BEKTOP
TeHHOU TePaINM [/ JIedeHN A MAI[IeHTOB C MyTal el
reHa RPE65. Ilpepgnonaraercs, 4To A1 OTAENbHBIX
MaLMEeHTOB C CMHAPpoMoM bapae-Bunnsa stor npemapar
TaK)Xe MOXeT ObITh 3¢ dexTUBHBIM [16,18].
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