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CuHapom XKunbbepa — A06pOKavYeCTBEHHas Hernpsamas runepouanpyouHeMmus Hacae[CTBEHHOro xapakrepa, 06yci0B/IeH-
Hasi HeJOCTaTO4YHOCTLIO pepMeHTa ypuamHandocoaTrioKypoHuaTpaHcpepassl. lfeH UGT1AL nokaansoBaH Ha 2q37 Xpo-
mMocome. Hanbosiee pacrpoCcTpaHeHHbIM SIBASETCA Ae@EKT Ha MPOMOTOPHOM y4acTKe reHa B 06/1acTh napbl TAMUH-a4EHMH.
O6cnenoBaHo 200 geter B Bo3pacTte oT 8 40 16 /1eT, MMEKLNX KITMHUKO-/1abopaTopHbIE MposiB/IeHNS cuHapomMa Munbbepa.
Bcem aetam npoBeAeHO reHETUYECKOe MCCe[oBaHUe. BbiCYUTaHO, YTO BHELLIHME MPU3HAKM, MPEeAbsBAsSEMbIE Kaiobbl
M n1abopaTopHbIe MPOSIBAEHNS UMEIOT HEAOCTATOYHYIO YyBCTBUTE/ILHOCTb M CIELMPUYHOCTb. ITO rOBOPUT O TOM, 4YTO AaHHbIE
MPU3HaKM He MOryT BbiTb MCMO/Ib30BaHbI KaK KPUTEPUM ANArHOCTUKM cuHApoma unbbepa. [onydyeHHble pe3yabTaTbl N03BO-
JISIIOT PEKOMEHAO0BaTb BCEM AETSAM C runepbuanpybmnHeMuen n nogo3peHmem Ha cuHApom Knabbepa rnpoBoAUTb reHeTnye-
CKO€ uccnejoBaHne KaK MnpuoprUTeTHOE.

KnroyeBble cnoBa: rie4eHb, runepbunampyonHemmus, cuHapom Xuabbepa, reH UGT1AL, guarHocTuKa, 4eTu.

B nocneaHee Bpemsi cpeam AETCKOro HaceneHus oTMeYaeT-
Csl TEHAEHUMSA K POCTYy natonoruun neyveHu [1]. fenatomeranus
3a4yacTylo SBASETCS NepBbiM CMMMNTOMOM, C KOTOPbIM Ha
npaKTUKe CcTanKkuMBaeTcs neguatp. Ha nepsom atane, Kak
npaBuio, Heo6xoaMMo NpoBeaeHMe nabopaTopHbIX Uccne-
[OBaHWM, BKIKOYaOLWMX onpeaeneHne GpepmeHToB neye-
HW, MapKepoB Xxo/ectasa, a TaKXKe TeCToB, MO3BONSIO-
LMX UCKNIOYUTb 3a60EBaAHUS MEYEHN BUPYCHOM MPUPOabI.
M3BECTHO, YTO MeTo4 MMMYHODEPMEHTHOrO aHanu3a And
OMarHoCTUKKM BUPYCHOro renatuta o6bnagaet 100% uyB.-
CTBUTENBHOCTbIO U crneundPuryHocTbio [2]. Topa3ao cnox-
Hee npoBeaeHue anddepeHunanbHON AMarHOCTUKK 3a60-
IeBaHWM MNeYeHn Npu MHTEpnpeTaumn GUOXMMMUYECKOTO
aHannsa KpoBM, o6nafatollero Xopolen YyBCTBUTENbHO-

CTblO, HO HEAOCTAaTOYHOM CcneundUYHOCTbIO ANS pasinyHOM
naTofiorMm neyveHn. Hepeako He O6HapPYKMB AaHHbIX, NOA-
TBEPKAAIOLWMX BUPYCHYIO NPUPOAY MOPaXKeHMs NeYeHu, npu
HaNM4yMM renaTtoMeranunu, XenTyxm u runepobunmpybuHeMmm
OAHOBPEMEHHO WMAW OAHOM0 M3 3TUX MPU3HAKOB, AMArHO-
cTupyetcs cuHapom Munbbepa, U AMarHOCTUYECKUI NOUCK
B Aa/IbHENLLEM NpeKpallaeTcs.

B 2010-2011 rr. ucnonuHsietca 110 net ¢ MOmMeHTa nyénu-
Kaumn ABryctuHom Hukonacom Xunbbepom (1858-1927)
neyaTHblX Pab6oT, MOCBSALWEHHbIX CUMMNTOMOKOMMIEKCY,
KOTOpbI HOCUT ero umsa. Cungpom Munbbepa — Hacnea-
CTBEHHas 60/1e3Hb, MPOSABASAOWAACA 3NU30AaMMU KENTy-
XM W pas3BuMBalOLasncs BCMEACTBME MOBbIWEHNUA YPOBHS
HEKOHDBIOTMPOBAHHOITO 6MNMPYOGUHA B CbIBOPOTKE KPOBM
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Gilbert’s syndrome in children: contemporary diagnostic

potentialities

Gilbert’s syndrome is a benign indirect hyperbilirubinemia of the hereditary nature, caused by deficiency of the enzyme uridindiphos-
phatglucuronitransferase. UGT1A1 gene is localized on chromosome 2q37. The most common is a defect in the promoter region of the
gene pairs in the thymine-adenin. 200 children aged 8 to 16 years with clinical and laboratory manifestations of Gilbert syndrome have
been examined. All children undergone to a genetic study. It was calculated that the external signs, the shown complaints and laboratory
manifestations are not enough sensitive and specific. This suggests that these symptoms can not be used as criteria for diagnosis of the
Gilbert syndrome. The obtained results allow to recommend that all children with hyperbilirubinemia and Gilbert’s syndrome suspected
should undergo to a genetic research as a priority.
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OpuruHanbHas ctaTbf

Ha 30—-40% oT HopMbI. B ocHOoBe cuHApoMa Hunbbepa nexuT
CHUXEHWE aKTMBHOCTM GEPMEHTa NeYeHn — ypuamHandoc-
daTtrniokypoHuntTpaHcohepasbl (YOAPIT).

Kak n3BecTHO, pa3paboTka MeToda CEKBEHUMpPOBaHUA GUO-
nonnumMepoBs (6eNKOB U HYKNenHoBbIX Kucnot — AHK 1 PHK),
3aK/oYaloWerocs B onpeaeneHum Ux nNepBUYHOM aMUHO-
KUCNOTHOM WM HYKNEOTUOHOW nocneaoBaTenbHOCTU (aHr.
Sequence — nocneaoBaTtenbHOCTb), MOMOXKWAA Havano
HOBOMY 3Tany pa3BuUTUS MOJIEKYNSPHOM 6uonoruu [3, 4].
OG6bI4YHO [0 HaYaNa CEKBEHMPOBaAHMSA NPOM3BOAAT aMIndHU-
Kauuto ydacTtka JHK, nocnegoBatenbHOCTb KOTOPOro Tpeby-
etca onpenenutb npu nomouwn MUP. Mpn cekBeHUMpoOBaHUKU
NPOUCXOANT TMOPUAN3ALIUA CUHTETUMYECKOrO ONIUIOHYKIEO-
TMaa anmnHonm 17-20 3BEHbEB CO cneuuMPUYEecKUM yyacT-
KOM OAHOW W3 Lenen CeKBeHMpPYyemoro yyacTka. [aHHbin
O/IMFOHYKNEOoTHa SBASieTCs npaiiMepoMm, MOCTaBASOWUM
3'-rMAPOKCUAbHYIO Tpynny AN WHUUMAUMKM CUHTE3a Lenu
KoMMJeMeHTapHoM MaTtpuue. PactBop ¢ npanmepom pac-
npeaensoT No YeTbipeM NPo6UPKaM, B KaxKAoM M3 KOTOPbIX
HaxoasATcs 4YeTblpe Ae30KcuHykneoTtuga: dATP, dCTP, dGTP
n dTTP. B 6o0nee COBpPEMEHHOM BapuvaHTe AWAE30KCUHY-
KNeoTnabl MEeTAT YeTbipbMs pasHbiMU GyOPECLEHTHBIMU
Kpacutenamu u nposogat MNLUP B ogHon npobupke. 3atem
BO BpeMs aneKTpodopesa B NoanakpuiaMmMaHoOM rene ayd
nazepa B onpegeneHHOM MecTe rens Bo36yxaaeT dnyo-
pecueHUMIo Kpacutenen, nu AeTEeKTop onpeaensieT, Kakowu
HYKNeoTHa B HaACTOSLMWA MOMEHT MUIPUPYET 4epes refnb.
bnarogapa 3HaHUIO FEHETMYECKOro Kofa nosiBUAacb BOS3-
MOXHOCTb OMpeaensTb Y4aCTKWM HYKIeOoTUAHbIX nocneno-
BaTeNIbHOCTEN, KOAMPYIOLWMX MOTEHLUMWaNbHblE GEnKu. 3ToT
UCTOYHWMK M CerofHa AaeT Ham OCHOBHYH MHbOpMaLMio
0 OYHKUMOHANbHOM CTPOEHUU HYKIEOTMAHOW nocnenoBa-
TenbHOCTH [5].

C OTKpbITUEM U pacliMPpPOBKON reHomMa YenoBeKa MosiBU-
nncb cBeaeHuns o reHe UGT1AL, myTaumst KOTOPOro Crnocoo6-
CTBYET CHWXEHUIO PYHKLMOHANbHON aKTUBHOCTU depMeHTa
YA®IT neyeHun, oTBEYAIOLLErO 3a KOHblOrauuio 6unnpybuHa.
l[eH UGT1A1 nokanusoBaH Ha 2037 xpomocome. Hanbonee
pacnpoCTPpaHEeHHbIM TreHeTUY4EeCKMM paedeKToM aBndeT-
csl U3MEHEHWe Ha NPOMOTOPHOM y4yacTKe reHa B o6aacTu
TUMUH-ageHuHa (TA) [6]. Hannuune xoTs 6bl 0AHOro annens
C uHcepuuen (7TA) NpMBOAUT K YMEHbLUEHUIO 3KCNpeccuu
reHa o 20% HopMasbHOro YPOBHS, YTO CNOCOGCTBYET CHU-
WEeHUIO OYHKUMOHaNbHOM aKTMBHOCTM depmeHTa Ha 30%
M HapylweHWo KoHbloraumm 6unupybuHa B renaTtoumtax
Ha 80% NO OTHOLIEHMIO K HOpME. TakuM o6pa3om Gopmupy-
0TCS YCNOBMA A48 pa3BuUTUA cuHapoma Hunobepa.

B ocHoBe rnunepbunmpybuHeMun npu cuHagpome Xunbbepa
NeaT [Ba [MaBHbIX MexaHM3Mma: HapylleHue 3axBaTa CBO-
604HOr0 6MNMpybUHa M3 Naa3mbl renatoumtoMm M aedeKt
KOHbloraunn 6unmpybuHa C [HOKYPOHOBOW KUCNIOTOM B
ne4YeHoO4YHON KneTKe. [pu BbipaKeHHOW HeAoCTaTOYHOCTH
dpepmeHTa YOAPIT xapakTep HacneaoBaHWs naTosioruye-
CKOro npouecca — ayTOCOMHO-PELLECCUBHbBIN, NPU MeHee
Bblpa*KEHHON — ayTOCOMHO-AOMUWHAHTHbIN [7].

MpuBegem [ABa KIMHWYECKMX MpUMepa, HarnsgHo AEMOH-
CTPUPYIOLLMX HEOBXOAMMOCTb MPOBELEHUS TEHETUYECKOro
nccneaoBaHusa y aeten ¢ runepbunnpybrHemMmen 1 nogospe-
HWEM Ha cuHapom Hunbbepa.

KnuHuyeckun npumep 1. ManbymK-nogpoctok 15 ner,
noCTynuAa B CTalMoHap Ha o6cneaoBaHme ¢ HanpaBasoLWmMM
ONarHo3om «XpOHMYECKUM ractpoayodeHuT B cTaguun 060-
CTpeHus, cuHapom Xunbbepar.

Mpn noctynneHuu: anobbl Ha 60U B INUracTpuu, Kynu-
pylolmecs nocne npuema nuilM, TOWHOTY (MePUOaNYECKH).
KoXXHble NMOKpOBbI 6efdHble, Nerkas MKTEPUYHOCTb CKAep.
dusnyeckoe pasBuTne: 6€3 OTKIOHEHUI OT HOPMbI.

KnuHUYecKne aHannabl KPOBM M MOYM HOPMasbHbIE.
buroxmmumyeckoe nccnegoBaHne KpoBu: 06LWUIM GUNNPYOGUH —
59 MKMonb/n (HopMa — A0 21 MKMOSb/N), NPSMON BUInpy-
OWH — 6 MKMONb/N (HOpMa — A0 5 MKMOb/N), OCTalbHble
nokasaTenu B HOpMe.

Ceponornyeckue mccnefoBaHUs KpoBU METOAOM MMMYHO-
dpepmeHTHOoro aHanusa (MPA) n nccnegoBaHme KPOBU METO-
OOM nofnumepasHon uenHon peakuumun (MUP) nossonuau
UCKNOYUTb renatutbl B n C.

Konponorns — B HopMme.

Mpn ynbTpa3ByKOBOM MCCNeAOBaHWKW OpraHoB 6GPHOLWHOM
MONOCTM U MOYEK NATONOrMK He BbISIBNEHO.

Mpn 33odaroracTpogyoaeHOCKONUK BbiSIBAEHbI NPU3HAKK
ractpoayoaeHuTta B ¢dase o60cTpeHns. TeCcT Ha xennKobak-
Tep — MOJIOKUTENbHbIN.

OKI: yncno cepaedyHbix cokpauweHnn — 75-80 B MMUH,
PUTM — CUHYCOBbIN.

MoneKynspHO-reHeTn4ecKoe ucciegoBaHue: Npu wuccie-
poBaHun [AHK, BblAeneHHOM M3 KPOBM MalMeHTa METo-
oM annenb-cneunduyHon TMLUP, B npoméTopHOi obna-
cTn reHa UGT1A1 ycTaHOBAEH TFOMO3MWIOTHbIA TEHOTUM:
A(TA)BTA/AA(TA)BAA. TlonydyeHHble MONEKYNAPHO-TeHETU-
YeCKMe AaHHble He BNSIOTCA OCHOBaHMEM ANS AMarHOCTUKM
cuHapoma Xunbbepa.

KnnHuyeckut guarHo3: XPOHWYECKUMW racTpPOAYOAEHUT
B da3e 060CTPEHMUS, aCCOLIMMPOBAHHbIN C XENTMKOGaKTEPHOM
MHEeKUMEN.

TpebyeTcs yrnybneHHoe nccnegoBaHue naumMeHTa B yCnoBu-
X cneunanM3npoBaHHOro renaTonorMyeckoro oTaeNneHus.
[aHHbI NpMMep HarnsgHO MOKa3biBaeT, YTO CTaHAapTHble
KJIMHUKO-NabopaTopHble METOAbI HE 061aaaloT cneumPrUyHo-
CTblO A4N19 onpeaeneHuns cuHapoma XKunobepa. NMpoBegeHHoe
MOJIEKYNSIPHO-TEHETUYECKOE UCCNeOBaHNe Yy AaHHOro naLum-
€HTa SBNSETCA NOATBEPKAEHNEM.

KnuHuyeckuint npumep 2. Manb4ynK-nogpoctok 12 net. Mpwu
NoCTynM/jeHMM B CTaUMOHap Kanyetcsa Ha 607 B XKMBOTE
B 061aCTK NyrnkKa, CKIOHHOCTb K 3anopam (0auH pa3 B ABa-
TpW AHS) B Te4YEeHUe roga.

Mpn ocMmoTpe: KOXKHble MOKPOBbI GneAHble, CyObUKTEpPUY-
HOCTb CcKJiep. A3blK 06/10XKeH 6enbiM HanetoM. MBOT M4r-
KWK, OCTyneH rnyboKon nanbnauum, 601e3HEeHHbIM B Napa-
ymbununKkanbHon o6nactu. lleyeHb nanbnupyetcs (+2 cm
n3-noa Kpas pebepHon ayru). Pusanyeckoe pa3BUTUE COOT-
BETCTBYET BO3pacTy.

KnuHW4yeckne aHanusbl KPOBM M Mo4yM 6e3 naTosioruu.
B 6MOXMMHWYECKOM aHann3e KpoBU: OOLWMA BUINPYOUH —
26 MKmONnb/n (Hopma — Ao 21 MKMOnb/n), npsmon —
4 MKMOJb/N (HopMa — A0 5 MKMOSb/N), OCTajlbHble MOKa-
3aTenun B HopMe.

Ceponoruyeckue mccnegoBaHusa metogom MDA n nuccnepo-
BaHWe Kposu mMetogoM [P no3sBonunuM MUCKIOYUTL rena-
TMTbl Bn C.

Konponorns — B HopMme.

330daroractTpoayoqeHOCKOMNUs: NaTtoorMm He BbISIBIEHO.
Y3W opraHoB 6pPIOWHOM MOMOCTU U MOYEK: NEYEHb — yMe-
PEHHO YyBenW4yeHa, CTPYKTypa OAHOPOAHA, 3XOreHHOCTb
noBbilleHa. enyHbiv Ny3bipb: CTEHKA TOHKAsA, NPOCBET 3X0-
HeraTuBHbIN. CO CTOPOHbI APYrMX OpraHoB OPIOLHOW MOono-
CTM MaTonornu He BbigBNEHO. 3akntodveHune: Oudody3Hbie
M3MEHEHMS neyveHn. YMepeHHasa renatomMeranus.

Mppurorpadusa: npusHaknm TrUNOMOTOPHOW AUCKUHE3UHU
KULLIEeYHMKa.

PeKTOopoMaHoCKoMus: NaToNormm He BbISIBAEHO.

OKI: HopMma.

MoneKynsipHo-reHeTM4ecKoe Mccae[0BaHme: Npu uccneno-
BaHun [OHK, BblgeneHHoW M3 KpoBM MauueHTa METoAoM
MUP, anektpodopesHoi AETEKLUM B NPOMOTOPHON 06Gna-



ctn reHa UGT1A1, ycTtaHOBMEH TFOMO3WIOTHbIM TEHOTUM:
A(TA)7TA/AA(TA)7AA. Tlonly4eHHble MONEKYNAPHO-TeHeTnYec-
KWe AaHHble ABASIOTCA OCHOBaHMEM ANS AUArHOCTUKKU CHH-
apoma Xunbbepa.

KnnHuyeckuit gnarHo3: PyHKLMOHaNbHbIE HapyweHUs Ton-
CTOW KMULWKKW. XpoHuyecKun 3sanop. CuHapom Xunbbepa.
[enaTomeranus.

3TOT KIAMHUYECKUIA NPUMEP CAYKWUT AOKa3aTe/bCTBOM TOro,
YTO JaxKe MNpW HEe3HaYUTENbHOM YBENWYEHUU COAEPIKAHUS
HenpsMoro 6unupybuHa B CbIBOPOTKE KPOBKU TpebyeTtcs
reHeTM4yecKoe uccnegoBaHue AN UCKIKYEHUS CUHApOMA
Hunbbepa.

B cBSI3K C 3TUM LieNbio Halero nccneaoBaHus ctana onTuMu-
3aUus AMarHoCTUKK cuHapoma Hunbbepa U yTo4YHEHUE ero
CTPYKTYpbl Ha OCHOBaHWUM FrEHETUYECKOr0 UCCNIeA0BaHMS.
[Ons BbINONHEHUS HaMeYeHHOW uenu 6b1o ob6cnegoBaHoO
200 peten B Bo3pacTe oT 8 o 16 net (144 [OeBOYKM

n 56 mManb4yMKoB, cpeaHui Bo3pacT geten — 12,5 ner),
UMEIOLWMX KIMHUKO-NabopaTopHble MPOSBAEHUS CUHAPOMA
Hunbbepa.

Bcem pgetam ¢ nogospeHnem Ha cuHapom Munbbepa npo-
BoAMnacb reHetnyeckas [AHK-anarHocTuKa, BKAo4Yalowas
CeKBeHWpoBaHne npoMOTopHOM obnacti reHa UGT1A1.
Hamn npoBoauMnocb wuccnegoBaHWMe 4YacToTbl BCTpeva-
€MOCTU AUHYK/IEOTUAHON WHCEpUMU B MNPOMOTOPHOM
obnactu reHa UGT1A1. WccnepoBaHue MNpoBOAMIOCH
naéopartopuen «[MMHHW» (MoCcTreHOMHblE M HaHOTEX-
Honormyeckne wuHHoBauuu PYNNY), co3gaHHoM Ha 6ase
MHHOBALMOHHOIO LeHTpPa MEeAULIMHCKMX HaHOBUOTEXHONO-
rmin TY HUN dunsmko-xummyeckon meauunHbl Peaepanb-
Horo MeanKko-6unonornyeckoro AreHtcTea (akageMuk PAMH
B. . CepruneHko).

Mo gaHHbIM 06CNef0oBaHUS, }anobbl raCTpoO3HTEpPOormye-
CKOro xapaktepa oTMe4Yanncb Npu MOCTYMJEHUU B CTaLMO-
Hap y nonoBuHbl (50%) nauneHToB; ocTanbHble aetn (50%)
CcTann 06beKTOM BHUMaHMUS B CBA3K C OGHapPYXEHUEM runep-
6unnpybrHemumm B npoLecce NpoBoAMMON HaMK AuUcnaHce-
pu3aLmn OeBOYEK-NoAPOCTKOB B [TaHCMOHE BOCMUTaAHHUL,
MuHucTepcTBa 060poHbI Poccuitckon ®enepaunu.

Hanobbl racTpoaHTEPONOrMYECKOrO XapaKTepa y [aeTteun
OblM Pa3HOM CTeneHu Bblpa*KEeHHOCTH, Haubonee 4yacTble
M3 HWUX: TOWHOTA, M3ora, 601 B XKMBOTE, HapyweHus
anneTtuTa, YyBCTBO TAXKECTW MOC/E eAbl, CKNOHHOCTb K 3ano-
pam. ToBbIWEHHYO YTOMASEMOCTb, 1abUlbHOCTb HacTpoe-
HWS, TONOBHbIE 60NN HaNPSKEHUS, NOTAMBOCTb OTMEYanu
y cebq Bce uccnegyemole getu (p < 0,01), a TakKe BHellHWe
NPOSIBAEHUS, TaKWe KaK CYyOUKTEPUYHOCTb CKNep, CU3u-
CTbIX 060/104eK M KOXMW. CTeneHb BblpaXeHHOCTU AaHHbIX
KNMHUYECKMX MPOSIBNEHWUI BapbMpoBana oT NErKux 4o pKo
Bblpa*KeHHbIX (p < 0,01).

Mo peaynbTaTaM NPOBELEHHOIO MOJEKYASAPHO-reHeTuyec-
KOro uccnegoBaHusl, o6¢cnefoBaHHbIe AETU UMEeNU pasnny-

Ta6nuua 1. Monumopduam reHa UGT1AL y o6CnefoBaHHbIX AeTen

Hble reHoTMNnbl. Bce nonyyeHHble AgaHHble NpeacTaBieHbl
B Tab6n. 1.

B pesynbraTe NpoBeAEHHOro reHEeTUYECKOro UccneaoBaHus
yCTaHoBMeHo, 4To 38% 06CcnefoBaHHbIX HaMK AeTen OKa3a-
JINCb reTepo3unroTHbl No 6TA/7TA n 37% neten — romosu-
rotHbl no 7TA/7TA. OctanbHble aetn (no 0,5% ob6cneayembix)
OKaszanucb HocUTensMK cneaylowmx reHotunos: 5TA/6TA,
6TA/8TA n 7TA/8TA. Tpu atom 23,5% aeten 6biv roMo3u-
roTHbl N0 6TA/6TA, 4TO He ABNSETCS OCHOBaHWEM AN1s nocTa-
HOBKWM AuarHosa cuHapom Munbbepa. [ofyd4eHHble HaMu
[aHHble NoATBePXKAatoT, 4To Y 25% aeTen noj «<MacKom» CUH-
apoma unbbepa CKpblBalOTCa APYrMe nNpUUYUHbI HEKOHBIO-
TMPOBAaHHbIX TMNEePOUINPYGUHEMUI, TPeBYIOLLMX BEPUDUKA-
LMK gMarHosa.

B COOTBETCTBMM C MONYYEHHLIMU MONEKYNSAPHO-TEHETU-
YECKMMMU JaHHbIMU wWccnegyemble AeTu Oblin pasgeneHbl
Ha 2 rpynnbl. [lepByto rpynny coctaBuan romMo- U retepo-
3uUrotbl No 7TA, BO BTOPYK (rpynny CpaBHEHUS) BOLUAM
nauueHTbl ¢ OCTalbHbIMW BapuaHTamu reHotuna UGT1AL.
B Tabn. 2 npeacTtaBneHbl }anobbl AeETEN C pacCHUTAHHOW ANg
HWX YYBCTBUTENBHOCTbLIO M CMEeLMdUYHOCTBIO.

Kak BWMAHO M3 Tabnuubl, 4yBCTBUTENbHOCTb HEKOTOPbIX
ano6 oKasanacb BbICOKOW, HO WX cneumdpuyHOCTb Oblia
HaCTONbKO HU3KOW, YTO AaHHble MPU3HAKW He MOryT 6biTb
MCNO/Ib30BaHbl B Ka4eCTBE KPUTEPUS AMArHOCTUKM CUHAPO-
Ma Hunbbepa. BonbWHUHCTBO NpeacTaBlEHHbIX Kanob cBOW-
CTBEHHbI 60/IbHbIM C pa3nuyHon natonormven KT, U OHKM
He SBASOTCH MaTOFHOMOHMYHBIMK 1S KAKOro-To onpeae-
JIEHHOro 3abosieBaHus.

Mpn ocMoTpe AeTen OTMEYEHbl BHELHWE KIMHUYECKUE Npo-
ABMIEHUS: XKENTYWHOE MPOKPaLLMBAHUE KOXHbIX NMOKPOBOB,
WKTEPUYHOCTb CKJIEP U CIM3UCTOM 060M0YKM MATKOro Heba
(tabn. 3).

AHanu3upys AaHHble Tabnuubl, MOXHO MNOAYEPKHYTb, YTO
KENTYWHblE M3MEHEHMUSI KOMXHbIX MOKPOBOB M CAM3UCTbIX
060/104€EK ABNAIOTCA BbICOKOYYBCTBUTENbHbLIM, HO Manocne-
UMDUYHBIM NPU3HAKOM Ansa cuHapoma Kunobepa.

Mpn wnccnepoBaHnn GYHKUMOHANbHBLIX MEYEHOYHbIX MNPO6
HaMu M3y4aaucb TakKue noKasaTenu, Kak o6LMK 6enok,
obuwmn 6UnnpybuH, ero ¢pakumu, wenodyHas docdartasa,
acnaptaTamuMHoTpaHcdepasda, alaHMHaMUHOTpaHchepa-
3a, XONecTepuH, TPUIIMLEpUAbl, NaKTatgerMaporeHasa u
y-rnytammntpaHcdepasa. B xoge aHanMsza GUOXMMUYECKUX
nokasartenen y ob6bcrneayembix OeTer OOGHapy*KEeHO MNOoBbl-
LIeHWe ypoBHeN acnaptatamuHoTpaHcdepasbl — y 6 (3%),
naktatgermaporeHassl — y 3 (1,5%), anaHMHaMUHOTPaHC-
depasbl — y 4 (2%), wenoyHon pocdatasbl — y 17 (8,5%)
(p > 0,05). OctanbHble NOKasaTenu ocTaBanucCb B npegenax
BO3pPacTHOM HOPMbl. [aHHble M3MEHEHUS pacueHMBaNUChb
HaMM KaK OTpayKeHue COMyTCTBYKOLWEN natonoruv BBUAY
HMU3KoW pocTtoBepHocT (p > 0,05). Habniogaemoe noBbl-
LeHne coaepKaHmsa obLero 6unnupybrHa 3a CHET HENPSMOWN

UGT1A1 reHoTun Yucno pereti (n) %
5TA/6TA 1 0,5
6TA/6TA 47 23,5
6TA/7TA 76 38
7TA/TTA 74 37
6TA/8TA 1 0,5
7TA/8TA 1 0,5
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OpuruHanbHas ctaTbf

Ta6nuua 2. YyBCTBUTENBHOCTb M cneunMdUYHOCTb Kanob o6cneoBaHHbIX AeTen

UGT1A1 reHoTun

MpusHak ()kano6a)

6TA/7TA; 7TA/7TA

YyBCTBUTENBHOCTD (%) CneuunduyHocTb (%)

TowHoTa 82,5 25

M3xora 55,2 27,8
Bonu B unBoTe 75,6 54,9
HapyweHnus annetuta 64,9 19,5
TAXKecCTb B XXMBOTE NOCNE efbl 77 42

XpoHWYecKui 3anop 60,2 14,5
MNoBbllWEHHas YTOMASEMOCTb 68,3 58,8
JTabunbHOCTb HACTPOEHUS 79,8 39,6
[onoBHble 6011 HaNpPsXeHUs 37,8 44,9
[MotnnBoOCTb 74 35,4

Ta6nuua 3. HYyBCTBUTENBHOCTb M CNeLMOUYHOCTb UBMEHEHUIM KOXKHbIX MOKPOBOB U CIN3UCTLIX 060104eK

UGT1A1 reHotun

Mpu3Hak

6TA/7TA; 7TA/7TA

YyBCcTBUTENbHOCTD (%)

CneuuduiHocTb (%)

HKenTywHOCTb KOXHbIX MOKPOBOB 98 35,7
NKTepuyHoCTb CKep 87,6 55
MKTEPUYHOCTb CIN3UCTOM 0B0N0YKM MATKOro Heba 92 38,4

dpakrumn nmeno 100% 4yBCTBUTENBHOCTb U HU3KYIO (67%)
cneumdnyHOCTb Ans cuHapoma Xunobbepa.

Mpu npoBefeHnn yNbTPa3BYKOBOIrO UCCNEA0BaHUS OpraHoB
GPIOLIHOM NONOCTU HaMWU BbISIBIEHO YBEMYEHWE TMHENHBbIX
pa3mepoB nevyexHn y 50% Habnogaembix aeten (p < 0,05).
YyBCTBUTENLHOCTb [JAHHOrO0 MeToAa WCCnefoBaHua cocTa-
Buna 93%, a cneundunyHocTb — ToNbKO 70%. Jedopmanma
¥enyHoro ny3blps Habnoganack B 28,5% cnyyasx (p < 0,05).
[aHHbIR Npu3HaK ang cuHapoMa Munbbepa MMen HU3KYI0
(50%) 4yBCTBUTENBHOCTL M cneunduyHoCTb (63%). Mpu ynb-
TPa3BYKOBOM UCCNefOBaHWUM CENE3EHKN 3MEHEHWUI CO CTO-
POHbI MAaPEeHXMMbl OpraHa, ee NTMHeNHbIX Pa3MepoB U APYrux
YNbTPa3BYKOBbIX NMOKa3aTeNeN He BbIIBIEHO.

Mpn M3y4yeHUM remMoAMHaMMUYECKUX MOoKalaTenen neyveHu
HaMu nccnefoBanvcb BOPOTHas, BEpPXHEOPbIXKeeyHas, cene-
3eHOoYHas, nevyeHoYHble BeHbl M obLas neyeHo4yHasa apTe-
pus. B aTUx cocyaax OLEeHUBaANUCL TaKWe NnoKasaTenu, Kak
LvMameTp cocyfa, CKOPOCTb U MHAEKC PE3UCTEHTHOCTU AN

CMUCOK JIUTEPATYPbI

1. Tato4yeHko B.K. lNo60o4HOEe AencTBUE NEKAPCTB B AETCKOM MpaK-
TUKe // Oetckun goktop. — 2000; 4: 37-41.

2. HazapeHko I W., KnwkyH A. A. KnnHn4YecKkas oLeHKa pedynibTtaToB
nabopaTtopHbIx uccnegosaHun. — M.: MeauumHa, 2006. — 544 c.

3. Lee C.R., Goldstein J.A., Pieper J.A. Cytochrome P4502C9
polymorphisms: a comprehensive review of the in-vitro and human
data // Review. Pharmacogenetics. — 2002; 12 (3): 251-263.

4. Tsujitay., Baba S., Yamauchi R. et al. Association analyses
between genetic polymorphisms of endothelial nitric oxide
synthase gene and hypertension in Japanese: the Suita study //
J. Hypertens. — 2001; 19: 1941-1948.
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