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A.B. CYCEKOB !, 3.. INTUHOBA !, A.H. MEIIIKOB 6 E.IO. COJIOBBEBA !, T.B. BATAXOHOBA !, M.A. CAU/IOBA |, T.H. KOTKHHA *, M.IO.
IIEPBAKOBA 3 B.B. JABBIIKHH 5, M.A. IVBOBEHKO 3, A.}0. [IOCTHOB 2, 3.5. XACAHOBA 2 I'A. KOHOBAJIOB 4 B.B. KYXAPYYK !
! JIaBopaTopust KIMHIYCCKON TUMUONOIMN OT/EA ATEPOCKICPO3a MHCTUTYTA KIMHUYECKOH KapAHOaorie um. AJl. MiacHIKOBA
2 Orj1en cepedHO-COCYIMCTOM MATONOTUH, POCCHICKII KAPUOIOTHYECKIIT HAYYHO-TIPOU3BOJICTBEHHbII KoMITIeKe MuHzapasa Poccuu, Mocksa
3 Hay4HO-HCCIIEIOBATENBCKII MHCTHTYT riTaus PAMH
4 Kimnuka MenCu
5 MOCKOBCKHMIT HAYIHO-UCCIICAOBATEIBCKHUIT HHCTHTYT ICAUATPUI U JICTCKON Xupyprit Mussapasa Poccuu
6 Tocy/1apCTBEHHBIN HAYYHO-UCCIEA0BATENLCKUI LIEHTP NPOPUIAKTHYECKO MeMIMHBL Mun3/ipasa Poccun

KOHCWINYM Y 9-TETHEI'O MAJIbYUKA
C YPOBHEM XOJIECTEPHHA 20 MMO15B/11:

CemeitHaa runepxonectepuHemus (CrX) — camas yactas u camas Taxxenas opMa MOHOTEHHbIX AUCAUNUAEMUIA
C paHHMM U 6bICTPONPOrpeccUpyIoLUM Pa3BUTUEM aTePOCKIEPO3a U ero OCNoXKHeHui [1-4, 12, 14].
be3 neyeHus 6onbHble ¢ CIX MMeIOT TaKoM e TAXKeNbIN NPOrHo3, Kak nayueHTol co CMUom. ins atoro
reHeTM4eCKoro 3abosieBaHus BnepBble Obl ONUCAH MONEKYNAPHDBINA AeeKT — OTCYTCTBUE MU AUCHYHKUUA
JIHN-peuenTopos (JIHM-P) neueHun, ocHOBHOro nyTu Katabonu3ma xonecrepuHa y yenoseka [2, 3, 12, 13].
B HacToswwei paboTe npeacTaBNeH pa3top KIMHMYECKOTO C/ly4as 3TOro 3aboneBaHus y 9-neTHero Masnbyuka.

Knrouesuvie cnosa: cemerinas 2unepxonecmepunemis, MoHo2eH- CKA HUYETrO HE JaeT BBUJY MOIJHOIO IMATOTE€HHOIO BIUAHUA
HAS OUCIUNUOCMUSA, HACIO0BAHUE, XOCMEPUH, IUNONPOMelU- BBICOKUX KOHIeHTpanuit XC-JIHII [7].
Obl HU3KOLL IOMHOCIL [IpOMEKYTOUHOE TONOKEHUE MEKIY TOMO- U TE€TEPO3UTOT-

HOU (POPMOM CEMEHMHON I'MIEPXONECTEPUHEMUN 3AHUMAIOT T, H.
€MEFHaA TUNEPXOIECTEPUHEMIUS HACTEAYETCS IO ayTOCOM- | KOMOMHUPOBAHHBIE opMbl (compound heterozygous) rumep-
HO-JIOMUHAHTHOMY THUIly M XapPAKTEPU3YETCA BBICOKUM | XOJNECTEPMHEMMY, IIPH KOTOPBIX T'€HETUYECKUE AE(PEKTH MOIYT
COJICPXKAHUEM XOJIECTEPUHA JIMIOMPOTEUIOB HU3KOM | ObITh U B TeHe JIHIT-P, 1 B reHax, OTBETCTBEHHBIX 32 TTPOSBICHUC

wiotHOcTH (XC-JTHIT), OCHOBHOrO (pakTopa pucKa pasBUTUA | AyTOCOMHO-PEIECCUBHBIX (DOpM, Hampumep GesKa-afanropa,

aTepOCKIEPO3a. B 3aBUCMMOCTH OT KONMYECTBA MYTAIMil A//Ie- | OTBETCTBEHHOTO 3a MeTaboimmam JIHII-P [10, 14].

Jiett rera JIHII-P pa3nmmyaior roMo- ¥ reTepO3UrOTHYIO CEMENHYIO AyrocomHuo-peneccuBHad CIX. B HayyHo#l snureparype

TUNEPXONECTEPUHEMMIO. [IpY HACTIEOBAHUY OHON AE(EKTHON | OIMCAH €Ile ¥ TPETHIT TUIT CEMENHON TUIEPXONECTEPUHEMUN —

aeny rexa JIHII-P y 60/1bHOTO (DEHOTUIMYECKH MPOABIAETC | ayTOCOMHO-peneccuBHas (opma [1, 11]. V Takux NanueHToB

rerepo3urotHad CI'X (rerepoCI'X), BCTPEUaeMOCTb 3TOTO 3200- | THIEPXONECTEPUHEMUS (PEHOTUITMYECKU POSABIAETCS KaK TOMO-

JeBaHus B eppornenckux nonymnuax 1:400-500. Kparine peaxo | surornas ¢popma I Ho konudecrso JIHIT-P na ¢pudpodiracrax

(1:1 000 000) BCTpeyaercs IoMO3UIOTHaA (POpMa CEMENHOHM | KOXU HOPMAILHOE [13]. V GOJBHBIX C AyTOCOMHO-PELECCUBHON

runepxonecrepuHemunt (romoClIX). ITaruents ¢ romoCIX knac- | opmoit (pynxuus JIHII-P B pubpodracTax Kou B HOPME, OfHA-

CU(UIMPYIOTCA Ha [IB€ TPYNNBl B 33BMCUMOCTH OT CTENEHW | KO €CTh CEPbe3HbIE ie(heKThl Karadomama JIHII-P (6onbpmas ux

akrusHocTy JIHIT-P Ha pubpod1acTax KoxU — PELEnTOp-Herd- | 4acTb OCTAETCA Hd MEMOpPAHE KIETOK, CHIDKECHA UX BHYTPHKIIC-

THUBHAA U PELIENTOP-AE(PEKTUBHASL Y OONBHBIX C PELIENTOP-HErd- | TOYHAA MHTEPHAIU3ALMA U Jerpafauus) [1, 13]. BerpedaeMocTb

TrBHOMN (popmoit roMoCIX axrusnOCTS JIHIT penentopos Menee | 3T0i (pOpMBI MOHOreHHOH runepxonectepunemun < 1:500 000

2% OT HOpMBL, Y JUL, C PELENTOP-Ae(PEKTHON (DOPMOIT AKTUB- | B EBPOICHCKUX HOMyIANMAX. IIpU ayroCOMHO-PELieCCHBHON

HOCTb PELIENITOPOB COCTABIIAET 2—25% OT HOpMbI [1]. [Tanmenter | popme cHrken xmpenc JIHIT B rnasme KpoBy U ypOBEHb 0011E-

C pernenTtop-HeraTuBHONU (opmoit ToMoCI'X 6e3 aJeKBATHOU | TI'0 XOJIECTEPUHA MOKET ObITh Oosee 15-20 MMOIb/IL.

JUIHAJCHIDKAIOWEN TEPAuK PeAKko A0KuBAIOT 0 20 Je€T, ¢ bera-cuToCTEPOIEMHA TAKKE OTHOCUTCA K AyTOCOMHO-

peLenTop-ae(eKTHON UMEIOT 00/1ee OMArONPUATHBIA IPOTHO3, | PELECCUBHBIM THIIAM MOHOICHHBIX TMIIEPXONECTEPHHEMUIL DTO

OJJHAKO U Y HUX JI0 30-JIETHETO BO3PACTA PA3BUBACTCA BBIPAKEH- | 3200JI€BaHKE BIIEPBLIE ObUIO Onucano Bhattacharyya et al. B 1974 .

HBII ATEPOCKNEPO3 [1, 2]. [11] y pOAHBIX CECTEP C BBIPAKEHHBIM KCAHTOMATO30M U BBICO-

Tomosurotnaa ¢opma CIX. BombHbIE C TOMO3UIOTHOH | KHM YPOBHEM CHTOCTEPOJA B KPOBU HPH HOPMATBHOM YPOBHE

(bopmort [JII1 mpakT4eCKy HE OTBCYAIOT HA HU3KOXONECTEPUHO- | XONECTEPUHA Y X POIUTEIEH. B HOPME Y uenoBeKa 1o 99% uup-

BYIO JUETY U OOJIBIIMHCTBO JIMIMMJCHIWKAIOMUX IPENAPATOB, | KYIUPYIOUMX CTEPOJIOB NPEACTABICHO XONECTEPUHOM, A PACTU-

BKJIIOYAsA CTATUHEI [5, 7]. Koppekumsa APyrux (hakropoB CepAcy- | TEAbHBIE CTEPOIBI (CUTOCTEPOI, CTUTMACTEPOI, KAMIIECTEPON U

HO-COCYAHUCTOIO PHCKA Y OObHBIX ¢ cemennoi CIX mpaxktude- | MX 5-anb(a AepUBATHI) MPUCYICTBYIOT B KDOBU B HE3HAYUTEIND-
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HOM Komuuectse. JIo 15% CTeposoB B TKAHAX U IUIA3ME KPOBU
UMEIOT PACTUTEILHOE NPOUCXOKICHUE, 4 TAKE IIOCTYIAIOT €
NUTIEH 13 MOJUTIOCKOB M PAKOOOPA3HBIX. Berpedaiorest Takue
(hOpMBI 3-CUTOCTEPOIEMUH, KOTOPBIE (DEHOTUIIMYECKU TPYAHO
orauthb 0T roMOCIX [2]. B 91ux cry4asx OOIbHBIE CUTOCTEPO-
JIEMUEN UMEIOT OuYeHb BHICOKMH yposenb XC-JIHIT (> 12
MMOJIb/JT), Y HAX MOABIAIOTCA KCAHTOMBI, PA3BUBACTCA A0PTAIIb-
HBIl CTEHO3 M PAHHUY ATEPOCKIEPO3. CYMTACTCA, 4TO PACTHU-
TEJIBHBIE CTEPOJIBI U IUIIEBOI XONECTEPUH UMEIOT OfJHU U TE XKe
BXOJIHbIE BOpOTA — 6enok Humanna — [Tuka Cl-Like 1, a 3arem
IYTH UX METa00IM3Ma PacxoaaTcs. M3-3a TOro, 4To pacTUTENb-
HBIE CTEPOJIBI TOKCHYHBI /U1 OPraHU3MA, TOJIBKO HEOOJIBIIAA UX
qacTh (5%) a6COPOUPYETCS B KUMIECYHUKE, OOMBIIAA MX 4YaCTh
IPOXOAUT, HE BCACBIBASACh YEPE3 KUIIEYHUK. Beocasumecs cre-
POJIBl MOJBEPralOTC 3BAKYALUU B KUUIIEYHUK IIOCPEACTBOM
CHenu(pUUecKUx TPaHCIOPTePOB-penentopos  ATB-binding
Cassette (ABC) ABCG5 n ABCGS [2]. Haubonee yacras npuyrHa
BO3HUKHOBCHUA [3-CUTOCTEPOIEMUY — MYTALIUU T'€HOB 3TUX OeIl-
KOB-TpaHCIIOpTepOB. HazHayeHUE CTaTHHOB Y GOJIBHBIX ¢ GeTa-
CHATOCTEPONEMHEN MATO3(P(PEKTUBHO, HO OTPAHUUYEHHUE B JIIETE
PACTUTEBHON NUIIY U IPUEM JICKAPCTB, CHIDKAIOMUX a0COPO-
LU0 XOJECTEPUHA U JPYIMX CIEPOJIOB M3 KUIICYHUKA, JAI0T
HEIIOXOU KIMHUYECKU 3(pektT. M3 mpemnapaToB OOBIYHO
HA3HAYAIOT CEKBECTPAHTBI KeMIHBIX KUCIOT (CHKK) mnu nuHrnbu-
TOp 26COPOIMHN XONECTEPUHA 33ETUMUO. BAKHBIMY JUATHOCTH-
YECKUMU IPU3HAKAMY 1 3-CUTOCTEPOIEMUY CUMTAIOTCA HESP-
KO BBIPLKEHHAS I'EMONUTUYECKAS AHEMUSA, TPOMOOLMTONEHUSA
BCJIEZICTBUE TOTO, YTO CTEPOJbI BKIIOYAIOTCS B MEMOPAHBL 3PHU-
TPOLUTOB. ONHUM U3 KPUTEPHEB, IIO3BO/IAIOMNX IPEAIONIOKUTD
JMATHO3 [B-CUTOCTEPONEMUY, AB/IACTCS HOPMAIBHBI YPOBEHD
OOIIEr0 XOJMECTEPUHA U €r0 (Ppakiuil y poauTeneil pebeHka ¢
KCAHTOMATO30M U MOBBIIEHHBIM YPOBHEM XO/IECTEPUHA. TOUHBII
JAMATHO3 3-CUTOCTEPOIEMUY MOXKET OBITD IIOCTABICH IKCTPAKLU-
€l JINIAZIOB U3 TUIA3Mbl KPOBU C HOCIEAYIOMNM (PPAKLIUOHUPO-
BAHUEM CTEPOJIOB C IIOMOIIBIO I'A30BOY XpOMaTOIPAPULL.
Bo3Bpamaach K KIaCCHYECKON (POPME CEMENHOM IMIEpXOJe-
CTEPHHEMUH, HEOOXOIUMO OTMETUTb CJIEAYIOMUE XAPAKTEPHBIE

0COOEHHOCTH 3a60nmeBanusA. KimHudeckue NposBIcHUA IIpU
I'OMO- 1 I'€TEPO3UTOTHOI (POPMAX BECbMA XAPAKTEPHBI 1 HEPEAKO
MO3BOJIAIOT OCTABUTSH /inarto3 6e3 JJHK-uarnoctuxu. [pu 06b-
€KTUBHOM OCMOTPE Y TAKUX OOJIBHBIX MOKHO OOHAPYKUTD YTON-
IICHYE AXWUIOBBIX CYXOKWIIL, TyOepO3HBIE (OYrOpYaThIE) KCAH-
TOMBI Ha Pa3r10aTE/IbHBIX IOBEPXHOCTAX CYXOKIIINL, KCAHTENA3-
MBI Ha BEPXHUX BEKAX, JIMIIOM/HYIO JIyTY POTOBULBI (puc. I, 2) [4].
Y GOJBHBIX € TOMO3UTOTHOH (popMOHt CI'X 9T U3MEHEHHUS MOAB-
JEIOTCA PAHBIIE U BBIPLKCHBL B 3HAUUTENLHO OOJIBIIEH CTCIECHY,
HEKEMU Y GOJBHBIX C TeTEPO3UTOTHOHM (hOPMOIT 32007€BAHUL.
Hapsany ¢ BbIPOKEHHBIM KOKHBIM KCAHTOMATO30M, Y OOJBHBIX C
roMO3UroTHOH CI'X 1OuTH BCEIZa OPAKAIOTCA KOPEHD d0PTHL U
Q0PTAJIbHBIN KIANAH (Yalle BCTPEYAeTCs HaJKIATIAHHbIA a0pTaJlb-
HBI CTEHO3). XapaKTEpHO MOABNEHME IUIOCKUX KCAHTOM Ha
TBUIBHON TTIOBEPXHOCTH MEKIIAIBLEBBIX [IEPEIOHOK KUCTEH, ArO-
JMIIAX, B JIOKTEBOI 1 NOKONEHHOM AMKaX. Ty6epo3Hsle (6yropya-
TBIC) KCAHTOMBI HAd PA3rUOATE/IbHON CTOPOHE JIOKTEH U KOJIEHAX
THOAB/IAOTCA NTO3KE. Hepeako B aHaMHuese y O0IbHBIX OTMEYAI0TCA
PeLHMBUPYIOIINE AXU/UIOBbI TEHAOBATMHUTEI U TIONAPTPAII .
[Ipu ayCKy/nbTaluy B NPOEKLMM COHHBIX, OEAPEHHBIX apTEpHil
HEPEAKO BBICAYIMMBAIOTCA CTEHOTHYECKUE MyMbl. Haumbomee
OTYETIVBO CUCTONINYECKUIT IYM BBICTYIIMBAETCS B OOJIACTU LIPO-
€KLMK A0PTAIbHOTO KIAMMAHA. Y MHOTUX GOJIBHBIX EIIE B JIETCTBE
PA3BUBACTCA CTEHOKAPAWSA HAIIPSKEHUA BCIEACTBUE BBIPAKEHHO-
IO a0PTAIBHOIO CTEHO3a U MOCIEAYIOWEIO PACIPOCTPAHECHUA
ATEPOCKIEPO3 HA YCTh KOPOHAPHBIX apTeEpHit [2].

Jledenne G6onbHBIX ¢ CIX IpeAnosnaraeT MaKCUMAJIBHOE
(>50% oT MCXOAHBIX 3HAYEHWIT) CHIDKeHue yposHA XC-JIHII
JOCTUIAEMOE HA3HAYECHUEM BBICOKHX [03 CTATHHOB MOCICAHEH
renepauu (posysacratut (Kpecrop) 40 Mr/cyr mim atopBacra-
it 80 MI/CyT), WM UX KOMOMHALMK C UHTHOUTOPOM abcopo-
nun XC azetumudoM [1-3, 8, 11]. Hepeako KOMOMHHUPOBAaHHAsA
TUIHOUINAEMAYECKAS TEPAIHA COYETAETCS € SKCTPAKOPIOPA/Ib-
HBIMM IIPOLIEAYPAMY, KOTOPBIE HAZ0 IIPOBOAUTL 1-2 pasa B
mecar, (mmmynocopbuus JIHIT u JIHII-agepes) [2, 9]. Baxuo
IOJYEPKHYTD, YTO TEPAIHNS JOJUKHA MPOBOAUTLCA HEIPEPBIBHO
HA NPOTKCHUU BCEH AKU3HU nanuenTa ¢ CIX.
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B nHacrodmieit crarbe Mbl NPUBOAUM KIMHUYECKHUI IIPUMED
6ospHOIO M, 9 JIET, ¢ BOSMOKHBIM JJUATHO30M 20MO3U2OMMHASL
gopma CI'X. OOCYKIA0TCA BOIPOCh! AMATHOCTUKU U JIEUEHUSA
3TON pearont 1 TKenon (popmbl CIX, a Takke BOpocs gudde-
PEHIMANBHON IUATHOCTUKY C APYTUM PEAKUM 3200/1€BAHUEM —
B-cutocTeponeMueil U Apyroit peakor (opMbl — KOMOMHHUPO-
BAHHO! CEMEITHON TeTEPO3UTOTHON IMIIEPXOIECTEPUHEMUH.

KNUHUYECKUIA CAYYAHN

PebeHoK OT BTOpOW OEPEMEHHOCTH, BTOPHIX POJIOB (MaTh
norud/aa BO BPEMA HACTOALMX POAOB, YPOBEHb XC HEM3BECTEH).
[Ipu poxpenny Macca nanpenta oeuta 2 970 . CemeiHblil aHaM-
HE3 110 OOJIE3HAM CEPALIA U TUIIEPXO/IECTEPUHEMUN OTATOIIEH: Y
OTLA — CaXapHbli AnabeT 1-ro THIla, ypoBEHD OOIIETo XONeCTeEPU-
Ha B anpesne 2013 r. B HopMe (4,8 MMOnb/1). PoHas cecTpa many-
eHta M, 22 ropa — 3710poBa, ypoeHb XC y Hee 3,0 MMonb/1. Y
0abyIKK CO CTOPOHBI MATEPU — THIEPTOHUYECKAT OOJIE3Hb,
TUIEPXONECTEPUHEMHUA C YPOBHEM OOLIETO XOJIECTEPUHA B IIA3ME
Kposu 11 mmoib/n (2003 1), OgHAKO, € €€ C10B, ypoBeHb XC B
2005 1. 6611 B HOPME. Y IPAIEAYIIKI CO CTOPOHBI MAMBI — CAXap-
HBII MabeT, KCAHTOMATO3 BOJIOCUCTOH 4acTy rosoBsl. B 2008 . B
5-JIETHEM BO3PACTE IIPU OCMOTPE XUPYPIOM ObLIA BbIABICHA KCaH-
TOMA OPAIZKEBOIO LIBETA B OOJIACTU JIEBOTO KOJIEHHOIO CYCTABa
(npoonepuposan B 2009 ). B 2010 1. HOABWINCH HOBBIE KCAHTOMBI
B O0JIACTH KOJEHHBIX U JIOKTEBBIX CyCTaBOB. B 2011 I. BbIABIEH
BBICOKUY YPOBEHDb XONECTEPHHA IUIA3MBI KPOBU (>20 MMOJIB/T).
B nrone 2012 1, mocie KOHCY/IBTAIMN MEAUIIMHCKOTO T€HETHKY,
ObUI IOCTAB/IEH JUATHO3 HACIEACTBEHHOIO HAPYIIECHIA JIUIAIHO-
10 o6meHa — runepnonporengemus 1la tuna. C MeCTWIETHETO
BO3pACTa PEOCHKA OGECTOKOAT MEPUOJAMIECKUE OONH B JKUBOTE,
KOTOPBIE BOHUKAIOT MOC/IE €L, IPOXOIAT CAMOCTOATENBHO.

OObexTuBHBI 0CMOTP. Poct 124 ¢, Bee 25 Kr B ogexze. [Ipu
OCMOTpE: MHOKECTBCHHBIN KCAHTOMATO3 B OOJIACTH Pasruda-
TEJIBHBIX TIOBEPXHOCTEH KOJEHHBIX, JIOKTEBBIX CYCTaBOB U B
obnacty Aropul, JIMIOWJHAS [Jyra POrOBUIBI OOOUX IJ143.
YTO/NIEHNE AXWIIOBBIX CYXOKWINI 00euX HOr 6osee 2 cM. [Ipu
AYCKYJIBTALIUY BBIABJICH CUCTOJIMYECKUI MYM B 0O/IACTU IPOEK-
MY A0PTAIBHOIO KIANAHA, BOCXOJALIEIO OT/E/IA A0PTHI, MIyM
IPOBOJUTCA B COHHBIE ADPTEPUH € OOCHUX CTOPOH.

Pe3yasTaThl Ta00PATOPHBIX AHATH30B KPoBH (2011 r):
TIOBBILIEHUE YPOBHA 001IEro xXonectepua 3a cuet XC-JIHIT 6onee
20 MMOB/J1. B aHa/m3e KpoBu B POCCHIICKOM KAPUOIOTMYECKOM
HAy4YHO-TIPOM3BOJCTBEHHOM KoMIulekce (manee — PKHIIK)
(25.01.2013): kpearrus 44,4 MKMOTb/11 (HOpMA 62—115); o6muit
xonecreput 20,84 MMOIb/J1; TpUrALepyubl 0,89 MMOIIb/TI; XO7e-
CTEPUH JIMIIONPOTEUHOB  BBICOKOW IuioTHOCTH  (XC-JIBIT)
0,94 MMOID/JT; XOJIECTEPUH JIATIONPOTECUHOB HU3KOM IUIOTHOCTH
(XC-JIHIT) 19,9 mMMorb/m; anaHuHaMuHOTpaHcdepaza (AJIT) 13
En/n; acmapraramuHorpancgepasa (ACT) 24 En/m, menodnas
(ocparaza (D) 587 En/m;, kpeatununpochoxunaza (KOK) 102
En/n; ramma-rayramunrpancientiaaza (ITT) 16 Ex/m; anommmo-
nporent Al (AnoAl) 86 Mk/mm anonmuronporert B (AnoB) >
300 mr/wr, munonporennannasa <4,0 En/m; JIT (a) 4,4 mr/mn. B
CEpUY AHAIM30B KPOBU OTMEYAIOCh HE3HAYUTEIBHOE CHIDKEHUE
KOHIIEHTpanuu remornodousa 0 90-100 r/n (Hopma i aereit

7-12 ner 115-150 /). Co C10B GAOYIMKY TALUEHTA, BPAYH IIPU
CTAIIMOHAPHOM OOCIIE/IOBAHNY OOPATIATN BHUIMAHHUE HA CHIKEH-
HBII YPOBEHb IEMOIVIOONHA Y MTAIIMEHTA B., OHAKO KIMHUYECKN
3HAYMMON AHEMHUM HE ObUIO. BO BpeMA IOCHMTANTM3ALUU B
Mocxosckuit HUM neguarpuy U JETCKOM XUpypruu B Mae 2013 1.
yposenb remornoduna osur 100 1/

IIo ZaHHBIM HMHCTPYMEHTAIBHBIX OOCIEJOBAHHMH B
PKHIIK (samBapp 2013 ):

JIYIUIEKCHOE CKAHUPOBAHUE 3KCTPAKPAHUATBHOIO OTHENA
OpaxuoLeaIbHbIX APTEPULL: MHOKECTBEHHBIE CTEHO3bI OOIKX
HAPYAHBIX M BHYTPEHHUX COHHBIX APTEPUI CIIPABA U CJIEBA C
MAKCHMAJIbHBIM CTEHO3UPOBAHUEM 45-50% B NMPOKCUMAIBHON
TpeTu U OU(yPKALMK NIPABOI OO COHHOM apTepun. CTEHO03
35% B yCTbE IPABOY IIO3BOHOYHOM apTEPUHL.

Ox0K[: YIULIOTHEHHE CTEHOK 40PTHL, CTBOPOK 40PTAILHOTO
KIAMaHa ¢ (POPMUPOBAHMEM HAYAIbHBIX NPU3HAKOB CTEHO32
YCTbSL A0PThl U PEIYPIUTALMHI A0PTAILHOIO Kianaxa I-II cremne-
HU. [lonocTy CcepAua HE PACUIMPEHB, CTEHKM HE YTOJLICHDL
CoxparurenbHas (PyHKLUA JIEBOTO AKENYAOUKA YOBIETBOPUTEND-
Has. [IpM3HAKOB JIETOYHOH TMIIEPTEH3UM HET. JAHHBIX, IIOJ-
TBEPKAAIOMINX BPOKICHHBIA OPOK CEPALIA, HE MOMYYEHO.

C y4eTOM JAHHBIX AHAMHE32, 00BEKTUBHOIO OCMOTPA, PE3Y/Ib-
TATOB JJAO0PATOPHBIX AHAU30B U PE3Y/IBTATOB MHCTPYMEHTANIb-
HBIX TECTOB Y O0JIBHOTO B.M. GbUT BHICTABIEH JUATHO3 CMELIHAA
eunepxonecmepuremus lla muna, 20Mo3u20muas  Hopma.
BombHOMY OBLTH JJaHBI PEKOMEHJIAIUHN MO COOMIOICHUIO CTPOTOi
THIONUINJEMUYECKO JUETHI, JO3MPOBAHHBIM (DU3UYECKUM
HATPY3KAM, HA3HAYEHA arDECCUBHAS JTMMIACHIKAIOMAA TEPATIIA
IO JKU3HEHHBIM [IOKA3aHUAM (PO3yBaCTaTHH 40 MI).

3a nepuoj HaOMOAEHNA TALUEHTA YAAIOCh JOOUTBCA CHIDKE-
Hyg yposHa XC-JIHIT Ha 38% OT NCXOQHOTO ypoBHA. B anammse
Kposu OT 21 Mag 2013 1 (Ha oHe 4-MeCAYHOIrO JICYCHUA PO3Y-
BactatuHoM (Kpecropom 20 mr/cyr)): 00muit Xonecteput — 13,7
MMOJb/1, Tpurmmiepuasl — 0,96 mmonn/n, XC-JIBIT - 0,92
MMoub/n1, XC-JIHIT - 12,3 mmois/n, AnoA — 1105 mr/mr, AnoB -
255 mr/mm, JI (2) — 4,2 Mr/mn, KpeaTHHUH — 49,5 MKMOJIb /1.

Tpepmu-tect (Mait 2013 1): Ha (POHE BBIIONHEHHON CyOMAaK-
CUMAJILHOY HATPY3KU UIIEMUYECKUX U3MEHEHWI HE 3APETUCTPU-
posaHo. [Ipo6a orpurarenbHas. TonepaHTHOCTh K (PU3HIECKOM
Harpyske cpennsd (7,7 METS).

Becnoit 2013 1 y manpeHTa 6bUI B3AT aHAIN3 KPOBU IS TIPO-
segenuna JHK-nuarnocrtuku. JIHK-quarnocTuka npoBoguiach B
[ocyrapCTBEHHOM HAay4HO-MCCIEAOBATENBCKOM LIEHTPE NPOQH-
JIAKTMYECKON MEAULIUHDL Y MAUEHTa IPOBOAMIOCH CEKBEHUPO-
BaHue BCEH KOAUPYIOLIEH TIOC/IEI0BATEIbHOCTH TEHOMA (9K30H).
CeKBEHUPOBAHUE 39K30MA MPOBOAWIOCH C IIOMOILIBIO METOAA
[UKINYECKOTO JIMT'A3HOIO CEKBEHUPOBAHUA II0 TEXHOIOTMU
SOLID™ (Applied Biosystems) Ha cexsenarope SOLID 5500 x1, ¢
IPEBAPUTEIbHBIM BhienenueM pparmentos JHK, copepaxamux
9K30HBI, U3 TEHOMA MaIMeHTa ¢ noMompio TargetSeq™ Exome
Enrichment Kit (Applied Biosystems). bruonH(pOpMalMOHHBII
aHa/IM3 IPOBOAMIICA C oMomblo porpammbl LifeScope (Applied
Biosystems). B ananus 6butu BKM04eHs! reHsl LDLR, APOB, PCSK9,
MYTallu¥ KOTOPBIX OTBETCTBEHHBI 32 PA3BUTHE AYTOCOMHO-
pomuHanTHON CI'X| rensl LDLRAPI v CYP7AI, MyTanuy KOTOPBIX
OTBETCTBEHHBI 33 PA3BUTHE AyTOCOMHO-PeLecuBHON CI'X, 1 reHbI
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ABCG5 n ABCGS, Myrauu KOTOPBIX IPUBOJAT K PA3BUTHIO OCTa-
CUTOCTEPOJIEMUN. MyTaLnii, OTBETCTBEHHDBIX 34 PA3BUTHE TUIIED-
XOJeCTepuHEMUY B reHax ABCGS, ABCGS, CYPJAI, LDLRAPI,
PCSK9 n APOB, HE BbIABICHO. BBIABIECHBI IBE MYTAIUK B TE€HE
JIHII-P (LDLR) — C68F u C270X. Myrarus C270X Gbl1a OMICaHa
Apyrumu ucciefosaresMu y oonpuslx CIX, B T. 4. 1 B Poccuu.
Hannaue 310# MyTaluu IPUBOAUT K IIPEPBIBAHKIO TPAHC/ALNN
JIHIT-P. Myratus CO8F nmpuBOAKT K 3aMeHE aMUHOKUCIOTE! Cys
Ha Phe n panee He 612 onrcaHa y 60mbHbIX CIX) O/IHAKO paHee
OMMCAHA 3AMEHA AMHHOKHCIOTH CyS B TIOMOKEHIH 08 HA CTOTI-
KOJIOH, YTO KOCBEHHO MOATBEP/KAACT MATOICHHOCTb JAHHON
MYTALIUNL.

Takum 006pa30M, C YUETOM JIAHHBIX dHAMHE34, KIMHUYECKIX
IPOABJIECHNUI, NHCTPYMEHTAILHBIX TECTOB U aHAIN3A KPOBU HA
JHK-MarHoCTHKy ManuenTy F. MOKET ObITh IOCTABIEH OKOHYA-
TEJIbHBIA JMATHO3: CEMEHHAA TMIEPXONECTEPHHEMHA, TOMO3H-
TOTHad (hopma.

BonpHOMY ObUIX JJAHBL PEKOMEH/ALIMY 110 COOMIOAEHHUIO CTPO-
IO TUIONUIUJIEMIYECKON JUETBL, JO3UPOBAHHBIM (DU3MYECKAM
HATPY3KAM, HA3HAYECHA ArPECCUBHAA JIMIACHIDKAIOWAS II0 JKU3-
HEHHBIM TTOKA3aHUAM Tepanus (po3yBacTatH 40 Mr). 32 IEPHOJ
HAOIOZICHNA MALUEHT YAAIOCh JNOOMTBCA CHIDKCHUA YPOBHA
XC-JIHIT na 38% OT NCXOHOIO YPOBHSL.

[Ipu neuenun 60/1bHOTO M. 6blIa UCIOIB30BAHA CTAHIAPTHASA
U1 TAKUX CIY44€B TEPALNEBTUYCCKAA TAKTUKA — TUIONHIINJIC-
MUYECKAA TEPATIUA BBICOKUMHU J103aMU po3yBacTaTiHa (Kpectopa)
(20>40 wmr/cyr). K maio 2013 r ma posuposke Kpecrop
20 mr/cyr ypanoch CHU3UTb yposeHb oomero XC ¢ 20 go 13,7

KPECTOP'

po3yBacTaTuH
o6GbeavHseT NOKONEHns

MMOib/11, XC-JIHIT ¢ 14 MMoib /1 10 12,34 MMOJIb/J1. AKTUBHOCTD
(bepmenToB nedeHy u KOK 6pumm B ripezieiax HopMeL B mae 2013
I. HA BTOPOM KOHCHWJIMYME TIALUEHTY K JIEYEHHIO ObUIO PEMIEHO
J06aBUTH 33eTUMUO 10 MI/CyT.

B asrycre 2013 r, O €10B 6A0YIIKN MAIUEHTA, 11O JIAHHBIM
JIAO0PATOPHOIO AHAINM3Ad KPOBY, CHENTAHHOIO B IONMKIMHUKE
Nel Iyitckort 1IPB, ypoBeHb obmiero xonmectepuna 6ot 12,2
MMOJIb/JI, AKTUBHOCTb (DEPMEHTOB IIEYEHH — B IIPEAENAX HOPMBL.

OBCYXXAEHUE

[OMO3UIOTHAS TUNEPXOIECTEPHHEMUSA — PEIKOE 3a007€Ba-
HHUE, IUATHO3 KOTOPOI'O CTABUTCA HAd OCHOBAHUU OTATOLIEHHOIO
CEMENHOI0 aHAMHE3d 10 TUMEPXOJNECTEPUHEMUN U PAHHEMY
ATEPOCKIEPO3Y Y OOOUX POAUTENEH, OYEHb BBICOKUX YPOBHEN
obwero XC u XC-JIHIT (>15 u 10 MMO/Ib/I COOTBETCTBEHHO) H,
IO BO3MOKHOCTH, IOJIOKUTEILHOIO TECTA Ha MyTALIMIO PELIENTO-
pa JIHIT (IHK-auarnoctyka). B miane audgepeHmanbHoi na-
THOCTHKH CJIEAYET UCKIOYNTD TOMO3ZUIOTHOCTD 110 HAC/IECTBECH-
HoMmy siedpexty AnoB 100 (Familial FDB) u 6era-curocrepone-
Muio. JlnarHo3 ceMerHon fieheKTHON AnoB-runepxonecrepu-
HEMHHU MAJIOBEPOSTEH, T. K. JAKE Y MAIIUEHTOB C ITOMO3UIOTHOM
CIX yposenb xosectepuna peako mpesbimaer 10 MMOIb/n 1
aTepocKIepo3 passuBaetcst Mexay 40 u 60 rojamu. JluarHos
6€Ta-CUTOCTEPONEMUN BO3MOKEH (CKIOHHOCTb K aHEMHU U HOP-
MaJIbHBII ypoBeHb 00mero XC y 011 U pOAHON CECTPHI TALUEH-
Ta), HO KpafiHe MAJOBEPOATEH M3-31 PEAKON BCTPEYAEMOCTH.
Bepuukanya Auar€osa  6€Ta-CUTOCTEPONEMUM  BO3MOKHA

KPECTOP

OPUTMHAIJIbHBIN PO3YBACTATUH

a, CNOAHOM UHCTPYKLMEIA N0 NPUMEHEHNI0.

d3Ha4eHnem npenapara 03HakOMbTECh,

0pMaLus NpeHasHaveHa ans paboTHNKOB
D0XPaHeH!s. IMetoTcs NpoTMBONOKa3aHus.
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HOCJIE MPOBEAECHNUA CIOKHOIO AHAIN3A IKCTPAKLIMH JIUIIUIOB U3
IUIa3Mbl ¥ (PPAKLMOHUPOBAHUA CTEPOJIOB C IOMOIIBIO I'a30BOI
xpomarorpaduu [1]. BMecre ¢ TeM B HOBBIX PEKOMEH/AIIUAX 110
cemerHON runepxonecrepunemMun 2013 I JuarHo3 6era-CuTo-
CTEPOJIEMUU B AHAJIOTUYHBIX KIMHAYECKUX CUTYALMAX [LOJDKEH
OBITb UCKIIOUEH U3-31 CXOKECTH (PEHOTUITMYECKUX TIPOSBICHUN
roMoCI'X u 6era-curocreponemuu [13].

Habmozenue 3a nanpentamu ¢ CI'X HEO6XOAMMO IPOBOAUTD
C TIPUB/ICYECHUEM HEMHBA3UBHBIX METOLOB KOHTPOJLA 32 JUHAMU-
KO 4T€POCKIEPOTHYECKOIO NIPOLECCa Ha (POHE TEPATINH, B 4ACT-
HOCTH Y/IBTPA3BYKOBOI'O AYIUIEKCHOIO CKaHMPOBAHMsA. COINacHO
Pexomenganmam EOK [17] mo BeAEHWIO TALUEHTOB € ATEPOCKIIE-
po3oM IEPUPEPUYECKUX APTEPUIL, NPH BBIABICHUM CTEHO32
6onee WM paBHOro 50% cie/iyeT BBINOMHATh UCCIEIOBAHUE HE
pexe 1 pasa B rof.

B coorsercTBry ¢ MEKIYHAPOAHBIMU ¥ POCCUICKIMU PEKO-
MEH/IAIMSAMH TI0 JIEYEHUIO IUCTUIZIEMUtt [2, 3, 12, 14] neyenune
JeTeil ¢ HACTEACTBEHHOM (POPMOH CEMENHON IUIIEPXOIECTEPU-

HEMUH TIPEANONATAeT MAKCUMAIBHOE CHIDKeHNE YpoBHA XC-JTHIT
He MeHee yeM Ha 50%. [l aluenToB ¢ TOMO3UTOTHOH (pOpMOit
CI'X MCTIOMBb3YIOT NOXUSHEHHYIO TEPANNIO BBICOKUMH J03AMU
CTATUHOB W KOMOMHUPOBAHHYIO JTUITHJICHIDKAIONIYIO TEPATINIO
B coueTaHuu C nponeaypamu JIHIT-adpepesa. ¥V pereit ¢ mop-
TBEPKIECHHBIM JIMATHO30M CEMENHON TeTePO3UIOTHON TUIIEPXO-
JIECTEPUHEMHN C 8-JIETHETO BO3PACTd MOKHO HA3HAYATD CTATH-
HBI B HAYAJIbHBIX 034X, € ypoBeHb XC-JTHIT mma3Mel KpoBH B
JIBYX ONPE/ICNICHUAX TIPEBbIIAET 4 MMOIB/1 [14]. OnpeaeneHHbie
MIEPCIICKTHBB B JiedeHUN ceMerHOoU [JIIT CBA3aHBl C HOBBIMU
UHBEKIMOHHBIMU TIPENAPATAMU — UHIHOUTOPAMU IIPOKOHBEP-
tazpl PCSK9, xoropeie mpoxomar II-1II ¢hasel KIMHHYECKUX
HCCIIeIoBAHMIA, B T. . 1 B Poccu [15, 10,

ABTODBI TUTAHUPYIOT BEPHYThCA K 3TOMY KIMHHYCCKOMY
HAOJIIO/ICHHUIO I OOCYKAEHNUS PE3Y/IBTATOB KOMOMHUPOBAHHOI
TEPANUH Y JATbHENIIEN TAKTUKY BEJICHNS MarueHTa M. ABTOpHI
OYAyT TIPU3HATENBHBI YMTATEIAM 32 KOMMEHTAPUH K IPE/ICTAB-
JIEHHOMY KIMHUYECKOMY HAOMOEHHUIO.
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