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CBepaJs1oBCkUiA 061aCTHOM LEHTP MiaHUPOBaHMA CeEMbU 1 penpoaykunmn, EkatepuHOypr

le/lBOIll/lTCﬂ KJIMHUYECKO€e HAO.TI0/IeHHEe COYeTaAHUS CHHIpOMA Bapue—Bmum Cc OﬁpaTl{blM PacCnoJIO2k€eHUEM BHYTPEHHUX OPraHoB Yy
JIEBOYKH. AHAJIH3 JAHHBIX JIITEPATYPhI MOKA3A4J1, YTO CYLIECTBYET JIMIIb HECKOJIBKO ONMMCAHUI AHAJIOTHYHBIX CJIy4aes.

Karouesvte caosa: cundpom bapoe— buons, obpamuoe pacnonodicenue 6HympeHHUX 0PeaHo8.

The paper describes a case of the Bardet—Biedl syndrome concurrent with visceral inversion in a girl. Analysis of the data available in
the literature has shown that there are only several reports on the similar cases in it.
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BHaqaﬂe 20-x ronoB XX Beka G. Bardet u A. Biedl
onucanu CUMNOTOMOKOMILIEKC, UMEIOIINA
oInpeleSeHHble KIMHUYECKUE paMKU: OXUpEHUe,
YMCTBEHHasl OTCTaJIOCTb, IIMIMEHTHBIA PETUHUT,
TUMOTEHUTATNU3M, MOJUAAKTWIMS. 3a TaHHBIM CHUM-
NTOMOKOMIUIEKCOM B JaJlbHEMIIEM 3aKpenuioch
SMOHUMHUYECKOE HasBaHUe «cuHIpoM bapne—bua-
JIsl». YCTaHOBJICHO, YTO 3TO 3a00JieBaHUE HACJIeayeT-
Cs1 ayTOCOMHO-PELIECCMBHO U BCTPEUYAeTCs C YaCTOTOMU
1:160 000 HOBOpOXIEHHBIX [1].

MoneKynsipHO-TeHeTUYECKHE HUCCaen0BaHuUs
MOCAEIHUX JIeT MOKa3ajJu TIeHETUYECKYl0 TIeTepo-
TEHHOCTh CUHIpoMa. MyTauuu ObLIM BBISIBJICHBI B
11 nmokycax (20pl12, 16921, 15q22.3—q23, 14q32.1,
12q21.2, 11ql3, 9q31—34, 7pl4, 4927, 3pl2—ql3,
2q31). B cooTBeTCTBUM ¢ 3TUM ObLIM BbiAeAEHBI 11
FeHEeTUYECKUX BapUaHTOB 3a00JieBaHMSI, MpPaKTUYe-
CKM He pasuyaroliyrecs no KapAuHaabHbIM MpU3Ha-
KaM. AHaJIM3 JaHHBIX MUPOBOTO F€HETUYECKOIO pe-
rucTpa, BKiatovatoiiero 6osnee 700 ciydyaeB cuHapoMa
bapne—bunng [2], mokazan, 4To y 00JbHBIX TOMUMO
KJIaCCUYECKUX KIMHUYECKUX CUMIITOMOB BCTPeYaroT-
Csl mopaxkeHus IMoYyekK, MOPOKU cepila, caXapHbIi U
HecaxapHbIi AuadeT, TUIMIOTUPEO3.

Hawm ynanoch BBISIBUTH OOJbHYIO ¢ KIMHUYECKUMU
npu3HakamMu cuHapoma bapne—buwist B couetaHuM ¢
00paTHBIM PACITOJOXEHUEM OpraHoB (situs viscerum
inversus). B oTeuyecTBeHHOU auTepaType MOIOOHBIX
OMNMCAHWUK HET.
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Ha momeHT oGcnenoBaHusi 6onbHOI Kpucmune T.
WCITOJTHIIIOCH 7 JieT. PonuTenn 1€BOYKH — MOJIOABIE 1
3I0POBBIE, HE COCTOST B KPOBHOM POJICTBE M HE UMEIOT
npodeCcCHOHATBLHBIX BpeTHOCTE. Pogbl ObICTpEIE, Mac-
ca u nuHa Tesa pederka 2990 r u 51 cM COOTBETCTBEH-
Ho. Ilpu poXxIeHWM BBISIBIIEHA MOCTaKCHaIbHAs I10-
JINTAKTUIINS JIEBO KMCTH, TTO TTOBOY YeTro IpoBeAeHa
Xupyprudeckas Koppekius. C 2 Mec KM3HU Y IeBOYKHI
3aperCTPpUPOBaHa N30BITOYHAS IMPpHOaBKa MacChl Tela,
MOBBIIEHHBIA anmeTnT. C 4-MecIIHOro Bo3pacTa OT-
MeYaJiiCh OOCTPYKTUBHBIE OPOHXUTHI, TTOBTOPSIOIIE-
cs 3aTeM A0 2—3 pa3 B roa. Toraa xe ObLIO BbISIBICHO
3epKaJIbHOE PACITOJIOXKEHE BHYTPEHHNX OPTaHOB.

PannHee MOTOpHOE pa3BUTHE AEBOYKHU MPOTEKAJIO C
He3HaYNTETbHOM 3a7ePKKOM, OTMEUAJIOCh OTCTaBaHNE
B CpOKax MPHUOOPETEHUsI pPeUYeBbIX HABLIKOB. [1o Mepe
pocta pebeHKa OXHMpEeHHEe HapacTajio, TMOSBUIINCH
HapyIIeHNUsT 3peHUs, ObUIO OOHAPY:KEHO YMepeHHOe
CHIDXKEHWE WHTeJeKTa. I MCKITIoYeHusT CUHIPO-
ma KaprareHepa neBoyka Obljla TOCHUTAIU3MPOBaHa
B 0O0JIACTHYIO JETCKYIO KJIMHUYECKYIO0 00JbpHMIYY Nol
ExatepunOypra.

IIpu ocmotpe ObLIO oTMeuyeHOo oxupeHue II cre-
neHu (puc. 1). Obpaniaiu Ha ceOsl BHUMaHUE JIETKUM
SHO(MTATBM, IPEXOASIINI CTpad13M, HEPOBHBIM POCT
3y00B, MaJIecHbKIE pa3MepPbl KUCTEW PYK, ITOMepedHast
JIaloHHas 0opo3naa cjeBa, MOCIeoIepallMOHHbBIN py-
Oel1 Ha ieBoM MU3HMHIIE. O0clienoBaHue oPTaaIbMOIO-
ra BBISIBUJIO CJIOKHBINA THITEPMETPOIMUYECKUIA aCTHT-
MaTu3M, MUTMEHTALMIO BOKPYT IMCKOB 3PUTEIbHBIX
HepBoB. OTMEUEeHO OTCTaBaHME IEBOYKMU B IMCHUXUYE-
CKOM Pa3BUTHU: YPOBEHb MHTEJJIEKTa — TMOTPaHWY-
HBI, TpeOyeTCs MHINBHUIYyAIbHOE O0yYeHHE.
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Puc. 1. ®enorun omnoii Kpuctunsi T. 7 et ¢ cunapomom Bap-
Jne—Bunis  00paTHBIM PACIIO/IOKEHHEM BHYTPEHHHUX OPraHOB.

ITpu ynbpTpa3ByKOBOM CKAaHUPOBAHWM U PEHTIE-
HOJIOTMYECKOM 00CJIeNOBAHMH BBISIBJICHO 3¢PKaJIbHOE
pacIojoXeHUe OPraHOB OPIOITHOM MOJ0CTH (pUC. 2),

Puc. 2. 3epkanbhoe pacnosiokeHue neTeb KMIIEYHAKA HA HP-
purorpamme Kpuctunsr T.
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nexkcrpokapaus (puc. 3). [Ipy npoBeaeHUU KOMITbIO-
TEpHOI ToMorpacduu TpyaHOM KJICTKH, Iepdy3noH-
HOI cLIMHTUTpaduy HapyILIEHUIA He BBISIBIICHO.

Cunapom KaprareHepa ObLJT MCKJIIOYEH BBUAY OT-
CYTCTBUSI OpOHXO3KTa30B M CHHYCHTOB. Kapuorur
JTuM@doLUTOB Nnepudepuueckoil KpoBu pedeHka 0e3
OTKJIOHEHU OT HOpMBI — 46, XX.

Takum 00pa3oM, KapAMHaIbHbIC IPU3HAKH IT03BO-
JIWJIA TIOCTaBUTh AMArHo3 cuHapoma bapne—bumist B
COYETaHUM C OOPATHBIM PACIIOI0XEHUEM BHYTPEHHUX
OpraHoB.

AHaJIM3 JaHHBIX IMTePaTyPhbl IIOKA3aJI, YTO CYILIECTBY-
€T JINILIb HECKOIbKO OMMCAHWM aHAJIOTMUHBIX CTydaeB [ 3].
Ecnu paccmarpuBath 3a60ieBaHre HAOII01aeMOr0 HaMu
pebeHKa KaK coYeTaHUE IBYX CAMOCTOSITEIbHBIX CHHIIPO-
MOB, TO BEPOSITHOCTb POXKICHUSI TAKOTO OOJILHOTO JOJIK-
Ha cocTtaBuTh 1:80 MiH—140 MJIH. HOBOPOKIEHHBIX, YTO
conocTaBuMoO ¢ HaceneHueM Poccun. C npyroii cTopo-
HbI, MOXHO IIPEIITIOJIOXUTh, YTO JaHHOE COYeTaHUE He

Puc. 3. Pentrenorpamma rpynnoii kietkn Kpucrunsi T.: 1ek-
CTpOKapausl.

SIBJISIETCS CJTyYaifHbIM OMOJIOTMYECKUM (TEHETUUECKIM)
COOBITUEM, a CIIY>KUT TMPOSIBICHUEM T€HETUYECKOM re-
TepOreHHOCTH cuHapoma bapae—bumisa u cieactBuem
TUIEAOTPOITHOIO IEUCTBUS TeHAa.

Hame nHaGmomeHue CBUIETENLCTBYET O HEOOXO-
JUMOCTU BHUMMATEJbHOTO OTHOIIEHUSI KJIMHULIMCTA
K J1I0O0OMy OOJILHOMY C TIpOSIBIEHUSIMU CUHApPOMA
Bapne—bumis u/unu cuHapoMa 00paTHOTO pacojio-
JKEHUs BHYTPEHHUX OpraHoB. BeposiTHO TpeOyeTcs
MpoBOAUTH AU depeHINATIBHYIO TUaTHOCTUKY C CUH-
apomoM bapne—bumnst npu obcnenoBaHUM MaLUEH-
TOB C mogo3peHneM Ha cuHapoM KaprareHepa.
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3. Lorda-Sanchez I., Ayuso C., Ibanez A. Situs inversus and
Hirschsprung disease: two uncommon manifestations in
Bardet—Biedl syndrome (Letter). Am J Med Genet 2000;
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