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AnHoTaums

CemeitHas runepxorectepuremust (CFXC) siBasieTcst POPMOM reHETUUECKM AETEPMUHUPOBAHHOTO MOBBILWEHUS YPOBHS AUMMAOB B KPOBH,
ACCOLIMMPOBAHHOW C BbICOKMM PUCKOM CEPAEUHO-COCYAUCTbIX 3a00AEBaHUI, KaK NPaBUAO, B MOAOAOM Bo3pacTe. CTXC — pacnpocTpaHeHHoe
MOHOreHHOe 3a60AeBaH1e, BCTPeYaloLLeecs B reTepo3nroTHo popme B 06LLen nonyasaLmmn GoAbMHCTBA CTpaH y 1:500 YeAoBeK, YTO AeAaeT
€ro BakHOM Npo6Aemoi 06LLECTBEHHOIO 3APaBOOXPaHeHMs. KAMHMYeCKH Y naumneHToB 0OHapy>KMBAIOTCS KCAHTOMbI B OOAACTH aXMAAOBA
CYXOXMAMS U pazrubateneit KUCTU, KCAHTEAA3Mbl, AUTIOMAHASI Ayra POrOBHLIbI, KOHLIEHTPALIMS OOLLErO XOAeCTEPUHA U AUMONPOTEMHOB HU3KOM
NAOTHOCTM cocTaBAsieT 4,9-11,6 MMoAb/A. CrHApPOM XKnAabbepa — HaCAeACTBEHHast AOOpOKaUeCcTBeHHast T’MNepOUAMPYOHHEMUs, CBA3aHHas
CO CHMXEHWMEM YPOBHsi (PyHKLIMOHAABHOM aKTUBHOCTM pepMeHTa NMedeHn YpruAnHAMKOChaT-raloKypoHOo3MATpaHcdepasbl. KanHuueckm
AQHHBI CUHAPOM MPOSIBASIETCSI MHTEPMUTTUPYIOLLEN XEATYXOM, KOTopasi MpOBOLIMPYETCs (PU3MYECKONM Harpyskoi, ynoTpebAeHuem
AAKOTOAbHbIX HAMUTKOB, MHCOASILIMEN M MOBbILIEHWEM YPOBHSI HENPsiMoro OuAnpybuHa B npeaeaax 20100 MKMOAL/MA. PacnpocTpaHeHHOCTb
cnHapoMa XKuabbepa coctaBasieT okoro 5—10% HacereHUs!, @ YUCAO HocuTeAer aocTuraeT 40%. B cTaTbe NpeacTaBAeH PeAKMit KAUHUYECKMIA
cAyyait reHetnyeckoro codetannsi CIXC u cuHapoma XKnabbepa y MOAOAOTO MauMeHTa U 0OCY)KAeHA MPOTEKTUBHASE POAb MOBbILEHHOTO
YpOBHs 6GUAMPYOMHA B MPOrpeccHpoBaHMi atepockaeposa npu cuHapome XKuabbepa.
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Clinical case of combined genetic pathology in a patient
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Family hypercholesterolemia (HSX) is a form of genetically deterministic increase in blood lipid levels associated with a high risk of
cardiovascular disease, usually at a young age. HSX is a common genetic disease found in the general population in most countries in
1:500 people. Clinically xantomas are found in achilles tendor and wrist flexors, lipoid arc of the cornea, concentration of total cholesterol
and low-density lipoproteins is 4.9-11.6 mmol/Il. Gilbert's syndrome is a hereditary benign hyperbilirubinium, associated with a decrease
in the functional activity of the liver enzyme uridinfosfat-glucuronosil transferase. Clinically, this syndrome appers in intermittent jaundice,
which is provoked by physical activity, consumption of alcoholic beverages, insulation and an increase in the level of indirect bilirubin
within 20-100 micromol/ml. The article presents a rare clinical case of genetic combination of HSC SSC and Gilbert syndrome a young
patient has and discusses the elevated bilirubin levels protective role in the atherosclerosis progression in Gilbert syndrome.
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AnoB - anosmunonporenH B

AnoB-100 — nzogopma anoaunonporerHa B

KT — xomnbrioTepHasi Tomorpacust

JITTHIT — munonpoTenHbl HU3KOM MIIOTHOCTH

CI'XC — cemeiliHast TUIIEPXO0JIECTEPUHEMUS

COD — ckopoCTh OCefjaHNs 3PUTPOLUTOB

TA-1oBTOpBI — MOBTOPBI 13 /IBYX HyKIeoTHIoB TuMKHA (T) 1 afennna (A)

XC — xonecTepus

PQ, OT — viHTEpBAlIbI 3JEKTPOKAP/UOrPAMMBbI

ORS — KOMIIEKC 371€KTPOKaPAUOrPaMMBbI

R3480W, R3500W u R3531C — mucceHc-myTauuu

R3500Q — myTauus B reHe anosmmnonpoTtenHa B

UGTI1AIl — ren, Kopupyoumuit ypuauHandocgaT-ritoKypoHO31I-
TpaHcdepazy

UTPAIOILETO BAXKHYIO POJIb BO B3aUMOJIEIICTBUY C JIUIIONPOTEU-
Hamu Hu3koit niotHocty (JIITHIT), B pe3yabTaTe yero npu Ha-
pylleHun cBsA3bIBaHMsA npoucxoauT Hakomnenue JIITHIT B

BBeaenune

Cewmeiinas runepxonecrepunemust (CI'’XC) — copma reHe-

THYECKH JIeTePMIHIPOBAHHOTO TOBBIIICHNST YPOBHS JINMIOB B
KPOBH, aCCOIMMPOBAHHAS C BBICOKIM PHCKOM CEpjIeuHO-COCy-
JUCTBIX 3a00JIeBaHN, KaK TIPaBUJIO, B MOJIOJIOM BO3PACTe, YAaCTO
YCTaHABIUBAETCS TOJIBKO IPU MOSIBIEHUN NEPBbIX CUMITOMOB
aTepOCKIIepo3a, B TOM UICIIE OCTPBIX CEPICUHO-COCYINCTHIX Ha-
PYIIEHHIt, YTO OCOOEHHO 3aTPy/IHSET UX AUATHOCTHKY 1 MPOhH-
JIAKTUKY aTepOCK/Iepo3a y KaTeropuu OO0JIbHbIX 0e3 KIMHUYe-
ckux npusHakoB [1, 2]. Opnoit u3 npuunH CI'’XC sBasiercs
nedexT MoBepXHOCTHOro 6eska anosunonporenHa B (AnoB),
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ma3me kposu [3, 4]. Cunppom 2Kunbbepa — HacseicTBEHHAs
no6pokavyecTBeHHAsI TUNIePONINPYOMHEMUST, CBSI3aHHAS C MyTa-
el B reHe, KoAupyroleM ypuauHangocgaT-riitoKypoHo3uI-
Tpancdepasy (UGT1AL), u cHukeHreM (yHKuuM hepMeHTa
ypupuHagochaT-riaoKy poHo3uITpaHcepasbl B renaTouTax.
Myranus B peryasitopaoit oo6mact rena UGT1A1 xapakrepu-
3yeTCsl YBEIMUEHUEM KOJIMUECTBA MOBTOPOB U3 /IBYX HYKJICOTHU-
noB — tumuHa (T) u anenuna (A) — TA-nosropsl. [1pu yBennye-
HUM KommvecTBa TA-noBTOpoB 10 7 (TaKof BapHaHT reHa
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CemeriHasi rurepxorectepuHemmss — CMHAPOM )KI/IAb6e,D3

o603Hauaercst Kak UGT1A1%28) nporcxoauT CHUXKEHUE 9KC-
npeccun reHa UGT1A1, uTo siBisieTcst IPUUNHOIN CHIKEHUS aK-
TUBHOCTU (hepMeHTa ypUAMHAU(DOChAT-IIIOKYPOHO3UITPAH-
chepasel [5, 6]. B pesynbraTe 0OMEHHbIE MPOLECChI HAPYILIAOTCS
1 B OpraHU3Me HAaKAaIJIMBAETCs! HENPSMOIi OUIUPYOHH C BO3MOX-
HBbIM TIPOSIBJIEHNEM €ro TOKCHYEeCKHUX CBOHCTB [7-9]. 'eneTnye-
ckoe TectrpoBanue nauueHToB ¢ CI'XC u cungpomom 2Kuib-
6epa He BXOAUT B PyTHUHHbIE OOCJIEJJOBAHUS, OHAKO MOXKET
ObITb PEKOMEH[JOBAHO POJICTBEHHUKAM -1 IMHUY [7151 CBOEBpe-
MEHHOI1 AUarHOCTUKU U OLEHKU PUCKA CEPIEUHO-COCYIUCTBIX
3a6onesanwmii [10, 11].

Ienn — geMoHCTpaLYs] KIMHUYECKOTO HAOIIOEHUS] FeHeTH-
yeckoro covetanusi CI'XC n cunpipoma 2Kuns6epa y mosoforo
NaUeHTa ¥ aHAIM3 BO3MOKHOI NPOTEKTUBHOI POJIU TIOBBILIEH-
HOr0 YPOBHsI OMNMpyOKrHa B MPOrPeCcCUPOBAHUM aTEPOCKJIEPO3a
npu cunzipome 2Kuns6epa.

MaTepMaAbl U METOAbI

OnucaHye KIIMHAYECKOTo Cllyyast COUeTaHus JIByX FeHeThye-
CKHUX 3a00JIeBaHMIl Y MOJIOIOTO MaleHTa, MY>KUMHBI 24 neT —
CI'’XC u cunpmpoma Kunnbepa. Vcnonbp3oBanue aHamuThye-
CKOT0, JIOTHYECKOro, MOHOIpachyeCKOoro MeTOJIOB, pe3yJIbTaTOB
aHaMHe3a U 00bEKTUBHOIO OCMOTPA NaleHTa, METOJI0B J1abopa-
TOPHO¥, (PYHKIMOHAITBHOI, YIIbTPa3ByKOBOI IMArHOCTUKY 1 I'e-
HETUYECKOr0 TeCTUPOBAHMSI.

KAuHMueckoe HaOAIOACHHE

J1J151 KOHCYJIbTALMU TI0 TIOBOJTY BIEPBbIE BbISIBICHHOI rUInep-
JIMMMUAEMUU B OTACJICHUE KapAnOJIOTnn Knunukn MPONEACBTUKH
BHYTPEHHUX 0OJIE3HEN, TACTPOIHTEPOJIOTUH 1 TeNaTOIOTHU UM.
B.X. Bacunenko obpatuscs naguenr I, 24 ropa. I[TIpu nepsuy-
HOM OOpalleHnH K00 MAUEeHT He TPEebsIBIISI.

AHnammes 3aboaesanus. OKOJO rojia Hazay| mocje YCUICHHOM
(pu3nuecKoil Harpy3Ky MalMeHT OTMETHUIT TIOSIBIICHUE MOKeJTe-
HUS cKiep. B aHanmM3ax KpoBM BBISIBIIEHO MOBBIILIEHNE YPOBHS
o61iero 6mmpyOrHa 3a cUeT HEMpsIMON (PPAKIMK TIPH HOPMAaITb-
HBIX 3HAYCHUAX CbIBOPOTOYHBIX TPaHCAMHHA3, IPYTUX MapKEPOB
xoJsecTtaza. VICKIIoueHbl BUPYCHbIE TeNaTUThl, Ay TOMMMYHHbIE
3a60J1eBaHus NeyeHu, 60J1e3HM HakoruieHus. [Ipu yabTpasByKo-
BOM MCCJIE[JOBaHUM 0Opa30BaHUil M HapyLIEHUs CTPYKTYpbl
JKeJTYHBIX MPOTOKOB HE BbIsIBIEHO. TakM 00pa3oM, NalueHTy
yCTaHOBIIEH arHo3 cuHapomMa 2Kuns6epa. [Ipu ouepegaom na-
60paTOPHOM KOHTpPOJIE GMOXMMUYECKUX MoKa3aTesen 3aukcu-
poBaHO moBbIIeHNWE ypoBHsI obiero xosectepuna (XC) no
8 MMOUIB/JT, B CBSI3M C YeM MALMEHT OOPATUIICS ISl ONpefiesIeHHs]
AATbHENIIEeN TaKTUKY JIEUEHUSI.

Anamne3 mcusnu. TyGepKynes v renaTuT oTpuiaeT. Ajiep-
roaHamHe3: He oTsrolleH. OnepaTiBHbIE BMEILIATeIbCTBA: B BO3-
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pacrte 18 51eT BBINOJIHEH METAJNIOOCTEOCHHTE3 IPY/ONOSICHIY-
HOT'O OT/IeJia MO3BOHOYHMKA 1O moBofly ckonmo3a III-IV cre-
TEeHHN.

IToBogOM AJIs1 TPOBEJEHUSI ONEPATUBHOIO BMELIATEIbCTBA
MOCITY>KWITH TIOSIBJIGHNE Y HAPACTAHKE OIbILIKM NP (PU3NYECKON
Harpyske, KoTopasl ocJjie OrnepaTUBHOIO JICYEHHs! MOJTHOCTbIO
paspeumnachk.

JIBa rofa Ha3aj ciydaiiHbIM 00pa30M BbISIBJIEHA OCTEOMA Te-
MEHHOI1 00JIaCTH CJIEBA, BBINOJIHEHO Y/IaJIeHUe OIyXOJIH C OfIHO-
MOMEHTHOI1 KpaHuoruacTukoi. ConyTcTByoLIye 3a001eBaHust:
CUHIpOM HeMpepeHIMPOBaHHON JVCTIIA3UM COSIMHUTENLHON
TKaHU, TPOSIBIISIFOLIMICS BbIPAXKEHHBIM CKOJIMO30M, MOTPe6o-
BaBILUMM XUPYPriyeCcKOro JeYeH!sl, TMMepMOOMITbHOCTBIO CyCTa-
BOB, CUCTOJIMYECKUM KJIMKOM Ha BEpXYLLIKE TP ayCKYJbTaluu
cepyua, CBUACTEIbCTBYIOIMM O HAJIMYUK MPOJIANCa MUTPAIb-
HOIO KJIamaHa.

Cenmeltinblii anamue3. [JanHble He COOPAHbI U3-32 OTCYTCTBUS
POACTBEHHMKOB 1 M 2-fi cTeneHn poAcTBa, YTO HE MO3BOJIUIIO
NPOCJIEIUTb HAC/IEJOBAHNE FEHETUECKOI1 MPEPaCONOKEHHO-
CTH 3200J1€BaHNI1 B CEMBE.

Ob6vexmueHbvie Oannbvie. OOLIee COCTOSIHIE MAIMEHTA YI0B-
netBopuresibHoe. MHeke Macenl Tena — 19 kr/m?. KoskHble mo-
KPOBbI (pU3MOJIOTMUECKOI OKPACKU U BIIa>KHOCTH, BLICHINAHWI,
NaTOJIOrMUeCKUX 00pa3oBaHuil, 0TeKOB HeT. [lepudepuueckue
JmuMpaTryecKre y3ibl He najbnupytorces. Onpeensiercs cKo-
JoTryeckast aepopManisi rpyiHO KJIETKH, TUNEPMOOMIIBHOCTD
cycraBoB. [Tanenauus no mexpeodepbsim 6e360ie3HeHHast. [Tynb-
cauus nepuepruyeckux apTepuil COXpaHeHa, CUMMETPUYHA.
B nerkux BbICITYIIMBATIOCH BE3UKYJISIPHOE JIbIXaHWE, XPUTIOB HE
3acpukcupoBano. Yactora apixanus — 17 B munyty. CaTypanust
1o myJabcokeumeTpy — 99%. ToHbl cepiua pUTMUYHbIE, BBICITY-
LIMBAJICSI CUCTOJIMUYECKUI KIIMK Ha BEpXYILIKe. ApTepuanbHoe
pasnenue — 110/70 MM pT. CT. Ha 06eUX pyKax, 4acToTa cepaeyd-
HBIX COKpalieHuit — 74 B MUHYyTY. 2KMBOT Npy Mambnanyy Msir-
Kuil, 6e3607e3HeHHbIil. CUMITOMOB pa3jpaKeHust OPIOLUMHbI
Het. [leueHb He BbICTyNaeT u3-moj Kpas pedepHoii nyru. Cene-
3eHKa He yBesmueHa. CMMITOM NOKOJIAYMBAHUSI OTPULIATETbHBIN
¢ 06enx CTOpOH.

Ha snekrpokapauorpamme (puc. 1, cM. Ha LBETHOH
BKJIeHKe) IaTOJIOrMYeCKUX U3MEHEHNUIT He BBISIBIISIETCSI: CUHYCO-
BbIil pUTM ¢ yactoroi 75 yu/muH, PQ — 0,20, ORS — 0,09, OT —
0,36. BepTukanbHoe NMOJOXKEeHNE SJEKTPUIECKON OCH Cepyla.
[Tonoxxenue no BuibcoHy: BepTUKalIbHOE.

ITpu ynbTpa3ByKOBOM MCCJIEIOBAaHUN CEpALa KaMepbl He
paciMpeHbl, TOIIMHA MUOKAP/Ia B MpefiesiaX HOpMbI, (ppakiyst
BbIOpoca coctaBuiia 68%. 30HbI TMIOKMHE3a HE BbISIBIICHBI.
Onpepensicst nponarnc nepeHeil CTBOPKA MUTPATILHOTO KJla-
[aHa B CUCTOJIY B [IOJIOCTb JIEBOTO MPEJICEPAUS] HA 7 MM C pa3BU-
THEM MUTpaJibHON peryprutauyn 0—1-it crenenu.

[To pe3ynbTaTam 1a60paTOPHBIX MCCIEOBAHUI B OOIEM
aHaJM3e KPOBU OMpEJIeNsijics HOPMANbHbI YPOBEHb I'eMOrJIo-
6uHa, neiikouuToB. JlefikonuTapHasl popMmyJsia HE U3MEHEHa,
CO3 - 2 Mm/u. B GMoXuMu4ecKoM aHalu3e KpoBU OIpefie-
JISFOTCST HOpMaJTbHbIE 3HaueHus1 rimkemun (5,0 MMOITb/T), PyHK-
My noyvek (kpeatuHuH — 1,03 MKMOUTB/JT, CKOPOCTh KITyOOUKO-
Boii punbrpauu — 101 mu/muH). [TokazaTenn CbIBOPOTOUYHBIX
TpaHCaMMHA3 U MapKepoB XoJjecTasa, OuinmpyouHa B HopMe. Bbi-
SIBJISUTUCH 3HAYMMbIE U3MEHEHUS! B JIMTU/IHOM CIIEKTpE: MOBbILIe-

Koumaxmuasn ungpopmayus:

Sxywuna Upuna Meanosra — K.M.H., 011, Kag. 0O1IECTBEHHOIO 3[J0POBbS U 3/Ipa-
Booxpanenuss uM. H.A. Cemamko MHcTHTyTa OGIIECTBEHHOTO 3[0POBbS.
Ten.: +7(905)719-95-90; e-mail: iryakushina@yandex.ru; ORCID: 0000-0002-
6818-0840
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E.A. Aocuk u coaBT.

Puc. 2. Pentrenorpammsl naunenta I. TpancneAnkyAasapHas BuH-
TOBasi cucTeMa AASl PUKCALIMKM TPYAONIOSICHUHHOTO OTAEAQ M0-
3BOHOYHMKA.

Hue o61ero XC 1o 9,09 MMOJIB/J, IMMONPOTENHBI OYeHb HU3KOM
miotHocTH — 0,49 mmonw/a, JITTHIT — 6,75 MMoan/, noka3aTeu
TPUTMLEPUIOB B nipeyienax HopMel (1,08 mvons/m). [laHHble ma-
60paTOpPHOro 0OCIEI0BaHNsT CBU/IETENILCTBYIOT O HAJTMUUM Bbl-
PaskeHHOII UCIUNMUAEMIUN, XapakTepHoii A Ila Tuna no dpen-
PHKCOHY.

Kpowme Toro, ¢ yueTom Haimuusl B aHaMHe3e y TalMeHTa yKa-
3aHMI Ha IMPOBEJICHHBIC ONEPATUBHBIC BMELIATEJ/ILCTBA HAM IMpe-
JIOCTaBJIEHbl PEHTIEHOJIOTMYECKIE CHUMKH 1 JJAHHbIE KOMIIbIO-
tepHoii Tomorpacun (KT). Ha penrrenorpammax rpypmHOi
KJIETKA B TIPSIMON M JIeBOW OOKOBOH MPOEKIMSIX BU3YaIN3U-
PYIOTCSI pe3ybTaThl METAINIOOCTEOCUHTE3a CKOJMOTUYECKON
neopMalmy rpyIHON KJIETKU, TPAHCTIEIMKYJIISIpHAst KOHCTPYK-
yst Ui (PUKCAUMY FPYAONOSICHUYHOTO OT/lesla MO3BOHOYHUKA
(puc. 2). Takue n3MeHeHus CKeJieTa, BO3MOXKHO, CBSI3aHbI C Bbl-
SIBIICHHBIMUA Heq)eKTaMl/l, HO MOI'YT UMETb U CaMOCTOSTEIILHOE
3HAUEHME B BUJIE COMYTCTBYIOLIErO 3a60seBanus nayueHTa . —
cuHzipoMa HetnhepeHIMPOBAHHON IUCTIIA3UN COEIMHUTEb-
HOW TKaHW. Y TaleHTa JAHHBII CUHIPOM XapaKTepu3yeTcs clie-
AYIOIIMMA (DEHOTUITMYECKUMU TIPU3HAKAMU: Topakojuadpar-
MaJIbHBIM CHHJPOMOM, BKJIIOYAIOLMM B ce0sl iepopManuio
MO3BOHOYHMKA (BbIPa>KEHHbII CKOJINO3, MOTPEeOOBABIINI XUPYP-
TMYECKOrO JIeUeH!s), CUHPOMOM MMIepMOOUIILHOCTH CYCTaBOB,
KJTIaltaHHBIM CUH/IPOMOM, MPOSBJISIFOIIUMCSI ITPOJIANICOM MUTPAJIb-
Horo kJjanasa [12].

Myabtucnvpanshast KT yepena nanpieHTa no3osmmia yBu-
[eTh B CTPYKTYype JIeBON TEMEHHOI KOCTH KOCTHBIN IepeKT pa3-
MepoM 57x77 MM, 3aKpbITblil KOCTHBIM TPAHCIJIAHTATOM 03
npu3HaKoB cmenieHus. OiHako oGpalaio Ha ce0st BHUMaHKe Ha-
JIMYMe MHOXKECTBEHHBIX BCTABOYHBIX KOCTEH B IIBAX uepena —
KocT MHKOB (puc. 3). KocTh MHKOB npejicTaBisieT coboi BcTa-
BOYHYIO KOCTb, 06Hapy>KMBaemy}o o Xoay CaruTTajJbHOIro u
JSIMOJIOBMIHOTO LIBOB Yepena. OHM BO3HUKAIOT BCJIEJICTBUE Ha-
JIMYMST HECKOJIbKUX LIEHTPOB OKOCTEHEHUS Yellly! 3aThIIOYHOMN
KOCTH M He3apacTaHusl IIBOB MeX/y HUMU. BriepBble onucaHbl
M. Rivero u S. Tschudy B 1851 r. npu onucanun HaiifleHHbIX
octankoB B [lepy: BoisBisitoTest y 20% uHkoB. PacnpocTpaHeH-
HOCTb B €BPOMNENCKOI MOMyJISMKI HeBbICOKA — J10 2% . B HacTos-
1iee BpeMsl KOCTb MHKOB PaclieHUBAeTCs KaK Majiasi aHOMaJust
Ppa3BUTHA, HE BJIMSAIOLIAA Ha NPOJJOJIPKUTEIbHOCTD >KU3HM Malu-
enra [13].

Kpome Toro, mpoBoimiachk OleHKa aTepOCKIEPOTUYECKOTrO
nopaxkenusi cTeHku aprepuii. Kommnnekc natTnMa—menuna 6pa-
xuonedaabHbIX apTepuil TOMIHHOM 10 0,5 MM 1 NPU3HAKOB €ro
JIOKQJILHOTO YTOJILICHUSI He BbIsIBIEH. TakuM 06pa3om, 3HaUM-
MbIX FeMOIMHAMUYECKUX CY>KEHUI He 3a(pMKCHPOBAHO.
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Puc. 3. Aanuble KT naumenra I.

IIpumenanue. KOCTHBII TpaHCIIAaHTAT B CTPYKTYpE JIEBOW
TEeMEHHOI KOCTH (ClieBa) M MHOKECTBEHHbIE BCTABOUHBIE KOCTI
B LIBaX yeperna (Crpasa).

OO6cyxaeHne

Ha ocHoBannM NoTy4YeHHBIX TaHHBIX PEILeHO MPOBECTH MO-
JIEKYJISIPHO-TeHeTUYEeCKOe MCCIIe/JOBaHUE MalMeHTa JIJIsl MOjI-
TBepK/eHus: cunipoMa Kunboepa u CI'XC. B pesysbrate re-
HETUYECKOTO TECTUPOBaHMS OOHApyXeHa MyTauusi TeHa
UGT1A1, xapakTepusymomascs yBeJIUYeHHEM KOIMYeCTBa
TA-noBTOpPOB B rOMO3UTOTHOM cocTosiHuM (7 moBTOpoB). ['en
UGT1AI1 pacnonaraercst B JNIMHHOM Tjieue 2-i1 XpOMOCOMBI B
paiione 2q37.1 [14]. Kpome Toro, BbisiBiiena myTauust R3500Q
rera AnoB-100 B o6acTu, KOTOpast KOAUPYET PeleNTOPCBSI3bI-
BAFOLLUI JIOMEH OeJIKa, ¥ MPEJICTABIISIOLIAsT OJHOHYKJICOTH/IHYO
3ameHy B KojioHe 3500, B pe3ysbTaTe 4ero aMMHOKHUCIIOTA ap-
TMHUH 3aMelaeTcsl Ha aMHHOKHCIOTY riayTamuH (puc. 4,
CM. Ha I[BETHOI BKJIeHKe). ['eH, koaupyroumii AnoB-100, pac-
TMOJIO>KEH B KOPOTKOM Iuieye 2-ii XpoMocoMsl (2p24-p23). My-
Taus R3500Q siBnsiercst Hanbouiee yacTbIM CEMENHBIM fiedeK-
ToM. [Ipyrue muccenc-myTauuu, Bbisbiatomme CI'XC, takue
kak R3480W, R3500W u R3531C, BcTpeuaroTcst 3HAUNTENHEHO
pexe [15, 16].

CornacHo pexkomenpauusim EBponeiickoro (ot 2016 r.) u
Poccuiickoro (oT 2017 r.) 0611ecTB KapAMOJIOTrOB BCE MALMEHTbI
¢ nopo3penrieM Ha CI'XC nomkHbI 66ITH OnleHeHbI 1o ["omnmany-
ckuM auarHoctuyeckum kpurepusm (Dutch Lipid Clinic Ne-
twork Criteria, DLCNC), B 0CHOBE KOTOpPBIX JIEKUT OaslTbHast
cucrema OLeHKHU, n peHotunmueckuii auarHos CI'’XC craBurcst
B 3aBUCHMOCTH OT KosmuecTBa 6ansoB. Kpurepr DLCN npen-
CTaBJSIOT co60i Habop u3 10 BompocoB, KOTOpPbIE AEJSITCS Ha
5 rpynm: cemeiiHasi UICTOpUS (OTSITOLLEHHAS! HACIIEICTBEHHOCTh
10 paHHEMY Pa3BUTHIO CEPIEUHO-COCYIMCTBIX 3a00J€BaHUI 1
TUMEPXOJIECTEPUHEMIS] y OIIM3KNX POACTBEHHUKOB); KIIMHIYE-
cKasg ucTopus (NpeXKaeBpeMeHHass uiueMuyeckas 00Jie3Hb
cepya, npesk/eBpeMeHHast iepeOpalibHast Wi nepudepuieckast
cocypucTasi 6051e3Hb); (huznueckoe o0cefjoBane (Haaniue cy-
XOKUJIbHBIX KCAHTOM U JIMITOUTHOY JTyTY POTOBUIIbI); GUOXUMHU-
yeckue pesynbTarhl (XC n JIITHIT) u MonekynsipHO-reHeTye-
ckoe tectupoBanue [17]. [Ins naumenta I'. oOmjast cymmapHast
OLIEHKA T10 TOJIJIAH/ICKMM KpUTEpHsIM cocTaBuiia 13 6ansios, 4to
nenaet nuarHo3 CI'XC B 1aHHOM KIIMHUYECKOM CITyvae Onpefe-
JeHHbIM (Ta6d. 1).

Ha ocHoBanuu nccnefoBanusi c)opMyJIMpOBaH AMarHo3 na-
uuenTa. OcHosHoe 3abosesanue: nuciannugemus 1la Tuma o
$penpukcony (myTtamus R3500Q). [Jo6pokauecTBeHHas rumnep-
ouupyOouHeMust o Tuny cuppoma 2Kunsbepa. Conymcmaeyro-
wee 3abonesanue: CUHAPOM HeupepeHIMPOBAHHON JIUCTIIA-
3UM COEIMHUTEJIbHOW TKaHU, Jisi OOOCHOBaHMSI KOTOPOTO
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CemeriHasi rurepxorectepuHemmss — CMHAPOM )KI/IAb6e,Da

TabAnua 1. TOAAQHACKME AMArHOCTHUYECKHue KpHUTEepUHU AA1 AMArHOCTHUKH I'ETepO3MI'0TH0171 (#)Oprl cemMenHOM TMrnepxoAecTepm-

Hemun (DLCNC)

Kputepun bannbl
CemeliHbII1 aHAMHE3
A. TlepBasi cTeneHb pOACTBA B COYETAHUN C PAHHUM PAa3BUTHEM (MY KUMHBI — <55, KEeHIINHBI — <60) MaToI0rum 1
KOPOHAPHBIX apTEPHil U COCY/IOB
B. [lepsas crenens popctsa B coueranuu ¢ yposHeM XC JIITHIT>95 nepuenTumein ayist Kaskaoro noJja v Bcex
BO3pacToB
n/nnn
A. PopctBeHHuKy 1-ii cTeneHy poAcTBa: KCAHTOMA CYXOXKUJINI /WX JIMIIOU/HAS lyra POrOBULIbI 2
B. Heru mnagme 18 net B couetanuu ¢ yposaeMm XC JIITHIT nepuenTuineil ajist Kaxkaoro noJa U Bcex BO3pacToB
Knnnnyecknii anamues
A. TMaipeHT ¢ paHHUM Pa3BUTHEM MATOJIOTMY KOPOHAPHBIX apTepHil (My>KUMHBI 1 KEHIIMHBI B BO3PACTE )
<55 1 <60 COOTBETCTBEHHO)
B. ITanyeHT ¢ paHHUM pa3BUTUEM MATOJIOTMU APTEPHIl FOIOBHOIO MO3ra UM NepuepuuecKnX cocyioB (My>KUMHbI 1
1 >KeHIIVHBI B Bo3pacTe <55 1 <60 cOOTBETCTBEHHO)
du3nKanbpHOE 06CIeT0OBaHNe
A. KcaHTomMaTo3 cyXxoxxumnmit 6
B. JlunousHasi iyra poroBulibl B Bo3pacte <45 neT 4
JlaGopaTopHble nccieRoBaHus
MMOJIB/JI Mr/I
A. XC-JIITHIT >8.5 >330 8
B. XC-JITHII 6,5-84 250-329 5
C. XC-JIITHIT 50-64 190-249 3
D. XC-JIITHIT 40-49 155-189 1
CopiepskaHue ypoBHS IMIIONPOTENHOB BbICOKON MIIOTHOCTU 1 TPUTIIMLIEPHUIOB COOTBETCTBYET HOPME
Anamm3 THK
A. DyHKUMOHANIbHAS MyTauus resa peuentopa k JIITHII 8
JInarno3 reTepo3nroTHON ceMeHON runepxoJiecTepuHeMUN
OnpeyiesieHHBII >8
BeposiThblit 6-8
BosmoskHbIit 3-5

IIpumeuanue. XC JITTHIT — XC B cocrase JIITHIT.

TabAnua 2. Pe3yAbTaTbl OMOXMMMUYECKOIo aHaAM3a KpOBM NnalUeHTa I.

IToka3zarenn IIpu o6pamenun Yepes 2 Hep,
XC, MMOJIB/TT 9,09 6,24
Tpurnuuepubl, MMOJIb/JT 1,08 1,33
JIunonpoTenHbl BLICOKOH MIIOTHOCTH , MMOJIB/JT 1,85 1,40
JlunonpoTenHbl OUeHb HU3KOH MIOTHOCTH,, MMOJIB/JT 0,49 0,6
JITTHIT, mmounb/n 6,75 4,24
OO61wmit OUIMpyOoUH, MKMOJTBL/JT 229 24.5
TpsiMoit GUITPYGUH, MKMOJIB/JT 44 45
TpeOyIOTCST MEIMKO-TEHETUYECKOe KOHCYJIbTUPOBAHNE 1 AHAIIN3 3aKAl0UeHMe

ponocnoBHoi1. [TanueHTy peKOMeHIOBaHbI COOTIONICHNE TTPUHII-
TIOB 3/I0POBOTO MUTAHMS, JO3MPOBAHHbBIE (PU3NUECKUE HArPY3KH,
MCKJIFOUEHNE YIOTPEOIeHUS AlKOT0JIsl, YMEHbILICHUE MUHCOJISI-
. C 1esbio yMEHBIICHHS] pUCKa Pa3BUTHS CEPIIeYHO-COCY M-
CTBIX 3a00JIeBaHWIT MALMIEHTY Ha3HAYCHA Teparnyisi TUTIOIUTIIIC-
MHUUYECKMMH Tpernapatamm (CTaTMHAMM), KOTOpasl mokaszalna
MOJIOKNTENBHBI 3¢hheKT (CHIKeHne nokasatenei oowero XC
u JITTHIT Ha 32 u 38% COOTBETCTBEHHO) 1O pe3yJsibTaTaM aHa-
JIM30B KPOBH B IMHAMUKE (TA0M. 2).

TEPAMEBTUYECKUW APXUB 12, 2020

JleMoHCTpalyst JAHHOTO KIMHUYECKOTO Cilyvast HHTepecHa
TEM, YTO COUYETAHUE HACJIC/ICTBEHHON TUMEPXOJICCTEPUHEMHN U
cunpoma 2Knib6epa B KIMHMUYECKOI PaKTHKE Bpaya BCTpeyva-
€TCs1 JIOCTATOYHO PEKO. AKTYaIBHBIMU 1 JI0 KOHI]A HE BBISICHEH-
HBIMU OCTAIOTCSI BO3MO>KHBIE IPOTEKTUBHBIE CBOKICTBA MOBBILLIEH-
HOr'0 YPOBHS1 OMIMPYOUHA U CEPAEUHO-COCY/ICTBIX 3a00IEBaHUA.

JlnckyTabesbHbIM HayYHbIM BOIIPOCOM SIBIISIETCS] BEPOSITHOE
HaJM4Ke y TalyeHTa TeHeTHUeCKH JIeTePMUHUPOBAHHOTO CO-
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E.A. Aocuk u coaBT.

CTOSIHHST — IUCIUIA3UM COCIMHUTEILHON TKaH!, YTO Mpu Goiiee
TIATEIILHOM cOOpe aHaMHe3a, aHAIM3e POIOCIIOBHOM, IPOBEJIe-
HHMU MEJIUKO-TeHETUYECKOTO KOHCYJIbTUPOBAHUSI TTO3BOJIUT T0O-
BOPUTD O COYETAHWK CPa3y TPeX HACIE/[CTBEHHbBIX 3400 IeBaHMIl
y OJIHOTO TAlMEHTA.

Kirouesast POJIb NPUHAITIE2KUT PAHHEMY BBISIBJICHUIO, JIEYEC-
HIIO 3200J1€BAHMS 1 JIOCTYITHOCTH FEHETIECKOTrO TECTUPOBAHMST
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