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Llenb. MNpoBecTn KackaaHbl CKPUHWHE 1 OLEHNUTb ero 3G bekTMBHOCTb
npu AMarHocTvke cemeiHon runepxonectepuHemun (CIXC) y peteit.
Martepuan u meTogbl. ViccneioBaHve NpoOBOANIOCH B NEPUOL, C SHBapS!
2017r no aBryct 2018r Ha 6a3e nunuaHbIX LeHTpoB Npu FAY3 “lfopoackas
KNnHMYeckasi 6onbHuua N2 77 1 TAY3 “LeTtckas pecnybnvkaHckas KnMHu-
yeckast bonbHMLA” (r. KasaHb, Pecnybnuka TatapcraH). OHO 3akioya-
NOCb B BbISIBNEHWW WHAEKCHBLIX MALWEHTOB — MEPBUYHbIX MaLMEHTOB
¢ CIXC c panbHeiiwmM 06cnefoBaHNEM POACTBEHHWKOB 1-01 1 2-0i
nuHum poacTea <18 net. narHo3 3a6oneBaHus y B3pOCbIX yCTaHaBu-
Basics Ha OCHOBaHUM fonnaHackvx avarHocTuyeckux kputepmes DLCN
(Dutch Lipid Clinic Network), CP'XC amarHocTtvposanu npy cymme 6annos
26; ans netell 1 NOAPOCTKOB B Bo3pacTe [0 16 neT — B COOTBETCTBUM
¢ kputepusimm CaimoHa Bpyma (Simon Broome Registry).

Pe3ynbratbl. 3a yKka3aHHbI Nepuoa npoaHanuanpoBaHo 2542 mucro-
pvn 60Ne3HN NaLMEHTOB C CepAeYHO-COCYAUCTLIMI 3a60nEBAHMSAMU,
13 HUX BblgeneHo 1220 Yyenosek ¢ ypoBHEM 0BLLETO XONECTEPMHA KPOBY
>5 mmonb/n. Janee Obli NPOBEAEH LIENEBO CKPUHWHT, HAanpaBieHHbI
Ha amarHocTuky CIXC, B peaynbTate KOTOPOro BhisiBfieH 61 MHOEKCHbI
naumeHT. Ha cnefyiowem atane B pamkax KackafgHOro CKpPUHWHra
obcnenosaHo 87 poacTBeHHMKOB 1-01 1 2-01 IHKUK poacTea <18 nert.
Y 43 (49,4%) neteir puarHocTmpoBaHa retepoaurotHas CIXC, na Hux
y 4 nauveHToB 3aboneBaHue 6bi10 BbISIBEHO NpY NOBTOPHOM 06CNeso-
BaHUM Yyepes 1 rof B XO4e AVCNAaHCEPHOro HabnioaeHns.

3aknioueHume. KackafHblii CKPUHUHT SBASIETCS HEOOXOAMMBIM 1 3d-
(eKTUBHBIM MeTOLLOM AnarHocTukun CIXC y poacTBEHHVKOB 1-0i 1 2-0i
nvHum popactea <18 net. Bce AeTM MHOEKCHBIX MALMEHTOB LOMKHbI
HaxXoAUTLCS NOA, AMCMAHCEPHLIM HabntoaeHeM, NGO UM HEOBXOAVMMO
NPOBECTU FEHETUYECKOE UCCNeLOBaHWE NS NMOLTBEPXAEHUS /MCKIO-
yeHus 3aboneBaHus. KpaitHe akTyanbHbIM Ha CEroAHSILLHUIA AeHb SBNS-
€TCS NoBbILLEHNE MHOOPMMPOBAHHOCTM CPEAV MEANLIMHCKMX paboTHU-
koB 0 anarHocTuke CIXC y B3pocbix 1 aeTeil.
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Diagnosis of familial hypercholesterolemia in children: cascade screening from theory to practice
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Aim. To conduct a cascade screening and to assess its effectiveness
in the diagnosis of familial hypercholesterolemia (FH) in children.
Material and methods. The study was conducted from January 2017
to August 2018 on the basis of the City Clinical Hospital N2 7 and the
Children’s Republican Clinical Hospital (Kazan, the Republic of
Tatarstan). It consisted of identifying index cases — primary patients
with FH with further examination of first- and second-degree relatives
<18 years old. In adults, the diagnosis was established according
to Dutch Lipid Clinic Network (DLCN) criteria): FH was diagnosed with
a score of 26. In children and adolescents <16 years of age, the Simon
Broome Registry criteria were used.

Results. During this period, 2542 case histories of patients with car-
diovascular diseases were analyzed, of which 1220 people with a total
cholesterol >5 mmol/L were selected. Next, a targeted screening was
carried out aimed at the diagnosis of FH, as a result of which 61 index
patients were identified. At the next stage, as a part of cascade
screening, 87 first- and second-degree relatives <18 years old were
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examined. In 43 (49,4%) children, heterozygous HF was diagnosed,
of which in 4 patients the disease was detected by re-examination
after 1 year.

Conclusion. Cascade screening is a necessary and effective method
for the diagnosis of AP in first- and second-degree relatives <18 years
old. All children of the index patients should be monitored or genetic
testing necessary to rule out FH. Today, it is important to increase
awareness among clinicians about the diagnosis of FH in adults and
children.
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JIHMN — nunonpoTeuHsl HU3Koi NNoTHOCTH, OXC — 06wt xonecTepuH, PEHECCAHC — PervcTp nauveHToB CemeiiHoi runepxonectepuHemuieit n naumEHTOB o4eHb Bbicokoro cEpaeyuHo-CocyamcToro pucka ¢ HepoCTA-
To4HON 3ddekTnBHOCTbIO NPOBOAMMOI rUnonunuaemMuyeckoi Tepanun, CIXC — cemeitHas runepxonectepuHemus, CC3 — cepaeyHo-cocyaucTble 3abonesaus, AAP — The American Academy of Pediatrics —
AmepukaHckas akagemus neauatpum, DLCN — Dutch Lipid Clinic Network (Ffonnanackvie auarHoctuyeckve kputepuu), Simon Broome Registry — kputepum CaiimoHa Bpyma.

Cemeiinasg runepxonectepuHemus (CI'XC) aBnsi-
€TCSI CaMbIM PaclpOCTPAHEHHBIM T€HETUYECKUM 3200-
JeBanueM B mupe [1]. Bemymias posb B maroreHese
CI'XC oTBOAMTCS MyTallMsIM B Te€HAX pelienTopa JUIOo-
MPOTEeNHOB HU3KOU T1oTHOCTU (LDLR), anonumnonpo-
teuHa B (4POB), mponpOTeMHKOHBEPTa3bl CyOTWIM-
3uH/KekcuH tima 9 (PCSK9). PesynbraT MyTanmii mpo-
SIBJISIETCS TOBBILIIEHUEM B OpraHM3Me YPOBHS OOIlero
xonectrepuHa (OXC) u xoJjiecTepuHa JUIOMPOTENHOB
Huskoii mrotHoctu (XC JIHIT) yxe ¢ aerctBa [2]. OT-
CYTCTBHME CBOEBPEMEHHOW NUArHOCTUKWA W Tepanuu
CI'XC accouuupyeTcs ¢ pa3BUTHUEM PAHHEIO aTepo-
CKJIep03a, CepAeYHO-COCYIUCTON MaTOJOTUU U CMEepT-
HOCTU YXe€ B TpeTbeil-ueTBepToii nekanae XusHu |[3].
PacnipoctpaHeHHOCTD 3a60J1€BaHUS B OOIIEi MOMys-
muu coctasisieT 1:200-1:500. TTo maHHBIM JuTepaTy-
pBI, BO BCEM MUpE TakKuX 00JbHBIX OT 14 no 34 muH [1,
4], mpennoJoXuTeaIbHOE KOJIUYECTBO JIUIL C TETEPO3U-
rotHoil opmoit CI'XC B Poccuu MoxeT AOCTUTaTh
1 mutH yenoBek [5]. CormacHo TaHHBIM 3MUIEMUOJOTHU -
YECKOro MCCJIENOBaHUS, TIPOBEJEHHOIO B IByX PETUO-
Hax Poccuiickoit @enepanu, pacrupoCTpaHEHHOCTD
CI'XC coctabnsier 1 Ha 108 yenoBek [6]. JlmarHocTrka
3a00JyieBaHMs CPEU JETell OCTaeTCs Ha KpaiiHe HU3KOM
ypoBHe [7]. HecMoTpst Ha BBICOKYIO aKTYaJbHOCTb paH-
HEro BBISIBJEHUS NalueHToB, B Poccun nuarHoz CI'XC
BBICTaBJIeH JIUILD Y 1% GOJIbHBIX [5].

Hns moucka manueHToB ¢ CI'XC cyliecTByIoT Tpu
TUMNA CKPUHWHTIA: ONIMTOPTYHUCTUYECKUIA, YHUBEPCATIb-
HBII M KacKaaHbIN (TapreTHbIN, MpuUlleabHbIi). B pas-
HBIX CTpaHax MWCIOJb3YIOTCSI pPa3JIUYHbIE TOIXOIbI
C YYETOM BO3MOXHOCTEW 3IpaBOOXPAHEHHUS U PEKO-
MeHAAlUi COOCTBEHHBIX 3KCIIEPTHBIX TPYMIL.

OnmnopTyHUCTUYECKUI CKPUHUHT OCHOBAaH Ha
ONpeNesieHUN JUMUAOTPAMMBI Y B3pOCIBIX U JETEH,
CaMOCTOSITEJIbHO 0OpalllatoluXcs B yUpexXIeHus 3apa-
BOOXpaHEHUs MEPBUYHOTO 3BeHa [8].

YHuUBepCaJbHBII CKPUHUHT TIpeaycMaTpUBaeT
aHAJIN3 TUMUAHOTO MPOMWIS y BCEX JIUILL B OMPEIETICH-
HBIX BO3pacTHBIX rpymnmax. Tak, Hampumep, B 201Ir
HanuvoHanbHbIT MHCTUTYT cepAla, JIETKUX U KPOBU
CIIA ony6JuKoBasl pyKOBOISIIUE MTPUHIIUTIBI IO CHU-
XKEHUIO0 PUCKA CEepAeYHO-COCYIMCThIX 3a00JieBaHUM
(CC3) y nereil, omoOpeHHbIe AMepUKAHCKOI akaje-
muein menuatpuu (AAP) [9]. B HuUX pekoMeHIOBaHO
MpOBeIeHNE YHUBEPCAJTbHOIO CKPUHWHTA YPOBHS

JunuaoB B Bo3pacte oT 9 no 11 net u ot 17 no 21 rona.
OnHa u3 1eeid 3TOro CKpUHWHTA 3aKJTI0YAETCS B TTOBBI-
ILIEHUX 4YacTOThl BhIsIBAeHUs retepo3urotrHoii CI'XC.
Pan uccrnenoBaHuii Mokasaj, 4TO YHUBEpCaJbHbIH
CKPUHMHT B JETCKOM BO3pAacTe MOXET YJIYYIIUTb 3[10-
pOBbe HaceleHUsI B JOJIrocpouHoii nepcriektuse [10].
B EBpone yHuBepcadbHBIi CKPUHWHT MPAKTUKYETCS
B CiioBeHMM U TpemycMaTpUBaeT aHaIU3 JIMITUIHOTO
npoduist y Beex aeTeit B Bo3pacte 5-6 JIeT B YCJIOBUSIX
JETCKOU MONMUKIUHUKMY [11].

B Hacrosiiiee Bpemsi B MHMpe I JUArHOCTHKU
CI'XC HauboJsiee TOMYASIPHBIM SIBISIETCS KaCKaTHBIA
ckpuHMHT. OH 3aKJTI0YaeTcsl B BBISIBIEHUM MHAEKCHOTO
nanueHTa (MalnveHTa C YCTaHOBJIEHHBIM ITMAarHO30M)
W IaJibHeH1ero oocienoBaHus ero OJIM3KUX POACTBEH-
HUKOB. AyTOCOMHO-IOMWHAHTHOE HaCJeIOBaHUE I10-
3BOJISIET MIPEAIIONOXKUTD, YTO 50% POACTBEHHUKOB IIEP-
BOIi cteneHu poactea OyayT umerb CI'XC. D10 numeet
OoJIbllIOe 3HAYEHUE, T.K. POACTBEHHWMKM, B T.4. JETH,
MOTYT HE TTOJ03PeBaTh O HATMYUM Y HUX 3a00JI€BaHUS,
a paHHssI JUarHOCTHKA MTO3BOJIMT HaYyaTh CBOEBPEMEH -
HOE JieYeHWEe U TPEAYINpPEAUTb Pa3BUTHUE CEPACYHO-
cocynucroi matoyioruu [12]. Bo3aMoxXHble MHIEKCHBIE
nauueHTsl ¢ CI'’XC MoryT ObITh Cpeau 00JbHBIX B BO3-
pacre 10 60 et ¢ CC3 B KapAUOJOTMYECKUX, HEBPOJIO-
TMYECKUX OTAETICHUSIX, B OTIEJIEHUSIX KapIUOTOPaKah-
HOI M cocymuctoit xupypruu. KackamHblii CKpUHUHT
sIBJIsIeTCs HanboJsiee U3yYEeHHBIM U JI0Ka3ajl CBOIO KO-
HOMMYECKYI0 3(hGdEKTUBHOCTb, YTO TMPEaCcTaBIECHO
B PAa3MUYHBIX HCCIENOBAHUSAX M CUCTEMaTHUYECKUX
ob63opax [13, 14]. Haubonee ycremHo KacKamaHbIi
CKpUHUHT peanu3oBaH B Hunepmanpax, rme ¢ 1994r
no 2014r dbyHKUIMOHUpPOBaia OoOleHAIMOHATbHAS CY0-
cunvpyemasi mpaBUTEIbLCTBOM MporpaMma KackKaaHOoro
CKPUHUHTA 115 BbIsgBIeHUs anueHToB ¢ CI'’XC. 3a ato
BpeMsl ObLIO BBISIBJIEHO >28 THIC. MALIMEHTOB, U ObLIa
co3laHa HallMoHajbHas 6a3a naHHbix. C 2014r kackan-
HBIi CKPUHUWHT OBII WHTETPUPOBAH B TOJUIAHICKYIO
cuctemy 3apaBooxpaHeHus [15]. B Benukobpuranuu
naHHbIi moaxon K auarHoctuke CI'XC pekoMeHIOBaH
Y B3pOCJIBIX U AeTell, HauuHas ¢ 10 JeT, U ocyliecTBas-
erca B Yanbce, llotnanauu u CepepHoit Mpraanauu
B nojHoM o0beMe ¢ 2010r [16]. B HopBeruu 1o mpo-
rpamMMe KacKaJHOTO TeHeTMYeCKOro CKPUHWHTA UIeH-
TUGUIUPOBAHO >6 ThIC. YEJIOBEK M3 BO3MOXKHBIX 15000-
20000 mmarmentoB ¢ CI'XC [17].
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HecMoTps Ha TO, YTO reHETUYECKOE TECTUPOBAHUE
B paMKaX KacKaJHOTO CKPWHMHTa [0Ka3ajio CBOIO
PEe3yIBTaTUBHOCTD, TTONOOHBIE TPOrPAMMBbI IPOBOISTCS
JIMIIb B HEOOIBIIOM uucie cTpaH. B nmocnennue 10 get
B EBpone, CIIIA, SInoHuu akKTUBHO BedeTCsl TMArHO-
ctuka CI'XC. B0 moka3aHo, 4TO KOJMYECTBO BbISIB-
JICHHBIX MAlIMEHTOB HaMpsMyl0 3aBUCUT OT MacCIlUTald-
HOCTH ¥ IIPOTpaMMbI CKPUHUHTA, TIPUHSITOTO B TOM MU
vHol ctpaHe. [Toka3aHO, YTO MaKCUMaJbHOE KOJINYE-
CTBO MAllMEHTOB JUATHOCTUPYETCS B CTpaHaX, I1e BHe-
JIpeHa TOoCynapCTBEHHAasl HallMOHaJbHas MporpamMMma
CKpMHMHTAa M BeIETCS HAUMOHAJIbHBIA peructp [18].
Cpenu EBporeiickux cTpaH TakoOl ITOAXOA OCYIle-
cteiasiercss B Hopseruu, Hunepnannax, CnoBeHuun, Ko-
TOpble JOCTUIIM HAUOOJBIIEr0 ycrexa B BbISIBICHUU
CI'XC [18]. B Poccuu ckpunuHr CI'XC npoBoautcs He
BO BCEX PETUOHAX, XOTS, CJIemyeT OTMETUTh, YTO B MO-
CJIeTHUE TONBl CUTYAIMS TTO TMaTHOCTUKeE 3a00JIeBaHUSs
3aMETHO YyiyullaeTcs Onaromapsi padore HalumoHanb-
HOTO OOIlecTBa MO M3YYEHUIO aTtepockiieposa. buin
coznan peructp PEHECCAHC (Peructp mainueHTOB
ceMeiiHO rumnepxonectepuHemueil u maunEHTOB
oueHb Bbicokoro cEpaeuHo-CocynucTtoro pucka ¢ He-
noCtATouHoit 3pdpexTuBHoCThI0 MpOBOAMMOIL TUITO-
JIUMTUIEMUAYECKON Tepanuu), B KOTOPBIA BHOCATCS
nauueHTsl ¢ CI'XC [5].

Llenp HacTosIIEro MCCIEeNOBAaHUS: MPOBECTU Ka-
CKaIHBIA CKPUHUHT U OLIEHUTh ero 3(MdEKTUBHOCTh
npu nuarHoctuke CI'’XC y neteid.

Marepuaa u MeTOabl

HccnenoBanue npoBoawioch B nepuof ¢ sHBaps 2017t
no aBryct 2018r Ha 6a3e aunuaHbIX HeHTpoB Mpu ['AY3 “To-
ponckas KiauHM4eckas 6oiapHMma Ne 77 m TAY3 “Jlerckas
pecnybaMkKaHckas KivuHudeckas oonbHuua” (r. Kazansb, Pe-
cnybauka TaTapcraH).

Ha nepBoMm 3Tane oHO 3aKJII0YaIOCh B aHATM3€ UCTOPUIA
00JIE3HU B3POCIBIX MMAIIMEHTOB, HAXOASAIIMXCS HA CTallMOHAP-
HoM JieyeHuu no nosony CC3 U BbISIBIEHUU JIUI] C TIOBBIILIEH-
HBIM ypoBHeM OXC >5 mMmonb/n (pucyHok 1). danee cpenu
3TOI KOTOPTHI MAILIMEHTOB ObLT MPOBEEH 1IEJIEBOI CKPUHUHT,
HanpasJieHHbIi Ha nuarHoctuky CI'XC. Kputepuu BKitoye-
HUSL COCTaBJISLUIACH C y4eTOM POCCHUICKUX KIMHUYECKUX pe-
KOMEHIaluii 1mo ceMmeiiHoil rumnepxosnectepuHemun 2018r
[19]: panaue CC3 aTepocKIepOTUYECKOTO reHe3a (MieMuye-
cKast 00JIe3Hb cepilia, aTepOTPOMOOTUYECKU I UILIEeMUUECKUT
WHCYJIBT, Iepudepruueckuii aTepoCcKIepo3 C aTepOCKIEPOTU-
YeCKUMU OJISIIIKAMU, CTEHO3UPYIOIIMMU MPOCBET COCyAa
>50%) y MyxXuuH B Bo3pacTe <55 jeT, y xkeHIuH <60 Jjer;
ypoBeHb OXC >7,5 mmonb/mn, XC JIHIT >5 MmMmomb/7; oTsiro-
IIEHHbIN ceMeliHblii aHamMHe3 o CC3; Bo3MoXHbIE (DuU3M-
KaJIbHble TIPU3HAKU TUIEPXOJIECTEPUHEMUN (CYXOXWIIbHbBIE
KCaHTOMBI, KOXXHbIE€ TYOepO3HbIE KCAHTOMBI, IUTIOUTHAS TyTra
poroBullbl). IuarHo3 ycraHaBiauBalicd Ha ocHoBaHuM [oJ-
Janackux auarHoctudeckux kpurepueB DLCN (Dutch Lipid
Clinic Network) rmpu cymme 6aioB >6 [19].

Bropoii 3Tan BKJIIOYaN MpoBeAeHUE KAaCKaaHOTO CKPU-
HUHTA W 3aKJTI0YAJICST B BBISIBJICHUU POICTBEHHUKOB WMHJIEKC-
HBIX MalUEeHTOB 1-0i (CbIH, OYb) U 2-Oi JMHUU PONCTBA

JlunuaHbIi
LEeHTP
Bpauu oGiieit
MPaKTUKU 1-blit 3Tam:
Kapauonoru BbISIBJIEHUE MHIEKCHBIX MallUEHTOB
Cocynucrble
XUpypru ToBbllIeHUE
Hesponoru UHGOPMUPOBAHHOCTH
OdraapMmonoru cpean MeIULUUHCKUX
Jlepmatonoru PabOTHUKOB ¥ HACEJIEHUs
2-o0it 9Tan:
HayaJio KaCKaJHOro CKpMHUHIa
( IMonyueHue \
JI0OPOBOJIBHOTO
MHOOPMUPOBAHHOTO
comiacusi UHIEKCHOTo
nagueHTa
00 yBeIOMJIEHUU
€ro POICTBEHHUKOB
0 HAJIUYMU Y HErO
\ CIXc /
3-wmif 3TaIT: 00CIeOBAaHNE POICTBEHHIKOB
(aHaJIU3 JIMTIIUIHOTO PO,
ceMeifHasi UCTOpHSI, KIIMHUYECKUI OCMOTP)
BHeceHue nauueHTOB
CI'XC B peructp
PEHECCAHC
4-pIif 3T
nmuarHoctuka CI'XC y poficTBeHHUKOB
Jercknii
JIMIAIHBIA
HenTp Hauasio TTpodunakTuka
Meauatpbi JIMIIUACHUXKAOLIEH — MPEXIEBPEMEHHBIX
JleTckue Tepanuu CC3
Kap/AMOJIOTU

Puc. 1 [u3aitH mpoBeaeHUs] KACKaIHOTO CKPMHMHTA.

(meMssHHUKM, BHYkM) muaauie 18 ner. Ha Tperbem 3Tame
MPOBOIWIIOCH X 00CIIeNOBaHME C IBYyKPATHBIM TTPOBEACHUEM
aHaJIM3a JUMUIHOTO NMPOoduisi, MOAPOOHBIM COOPOM CeMeii-
HOTO aHaMHe3a U KIIMHUIeCKUM OCMOTPOM. YeTBepThIit aTamn
BKJIIOYAJT TTOJIHOE KJIMHUKO-JIA00paTOpHOE 00CIe0BaHKE [e-
Teil, WMCKITIOUEHWE BTOPWYHBIX TIPUYWH TUTEPIUTUACMUN
u nuarHoctuky CI'XC B cooTBercTBUM ¢ KpuTepusiMu Caii-
MoHa bpymMa (Simon Broome Registry) netssm muaaie 16 et
wmu Tomtannckux nuarHoctudeckux KpurtepueB DLCN mpu
cymMme GayutoB >6 meTsim crapiie 16 jiet [19]. Bce BHOBB BhISIB-
JIeHHble TanueHTsl BHocwmch B pernctp PEHECCAHC.
JIvmn-cHKatoas Tepanvs THUIMUPOBAIACh C Bo3pacTta 8§
JIET B COOTBETCTBUU C KIMHUYECKUMH PEKOMEHIAIIUSIMU
o CI'’XC 2018r [19]. Bonbiioe BHUMaHMe yaeIsTIOCh OPTaHU-
3aIUn MPOMWIAKTIUECKON pabOThI C 1ebI0 MPeqoTBpaIe-
HUST BO3MOXHBIX CEPIEYHO-COCYIUCTBIX OCTOKHEHUIA.
[eHeTYeCKOE TeCTUPOBAHUE TIPOBOAUIOCH METOIOM BhI-
COKOITPOM3BOANTENILHOTO CEKBEHUPOBAHUSI C TIPUMEHEHUEM
MaHeJIM U3 5 TeHOB, OTBEYAIOIIUX 3a Pa3BUTHE MOHOTEHHOM
dopmer CTXC (LDLR, APOB, APOE, LDLRAPI, PCSK9).
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Taomuuna 1

KnnHuko-nabopaTopHble XapaKTepUCTUKY WHAEKCHBIX MalueHToB 1 ux aereit ¢ CI'XC

WHpaekcHbIe MalMeHThI,

PoncTBEeHHUKY MHIEKCHBIX

n=61 MALUEHTOB C BbISIBICHHOMN
MyXuuHbI, ZKeHIuHbI, CI'XC <18 niet, n=43
n=58 n=3

Bospacr, et 38+4,3 52421 8,7£3,6

Kypenue, n (%) 57 (93) 1(33) 0(0)

Oxwupenue, n (%) 51 (88) 2 (66) 0(0)

AprepuanbHas runepreHsus, n (%) 32 (55) 1(33) 0(0)

CaxapHbiii muaber, n (%) 0(0) 0 (0) 0(0)

KoxHble KcaHTOMBI, n (%) 6(10,3) 1(33,3) 0(0)

KopHeanbHast nyra, n (%) 0 (0) 0 (0) 0 (0)

VromueHne axuuioBa cyxoxwims, n (%) 4(6,8) 1(33) 0 (0)

OXC, MMoIb/1 8,1+1,2 7,8+2,3

XC JIHII, mMoJtb/n 6,8%1,4 6,1£1,2

XC JIBII, mmornb/n 1,0£0,3 1,1£0,3

TT, MmMonb/1 1,2+0,3 0,8+0,4

IMpumeuanue: JIBIT — nunonporerHbl BbICOKO# M1oTHOCTH, TIT — TpUrIMLepubl.

IMonyyeHue nHGOPMUPOBAHHOTO coracusi, cOop aHaM-
He3a, o0cieoBaHMe MalMeHTa U ero pOACTBEHHUKOB ITPOBO-
IWINCh C paspelleHus aTmdyeckoro komutera ®I'bOY BO
“KazaHcKkMil rocymapCTBEHHbI MEIUIIMHCKMIT YHUBEPCH-
Tet”. Jlo BKJIIOUEHMS B UCCIEAOBAaHME Y BCEX YYaCTHUKOB
OBLJIO TOJy4YEeHO MUCbMEHHOE UH(POPMUPOBAHHOE COIJIacue.

Marepuaibl uccienoBaHUS ObUIM MOIBEPTHYTHI CTaTH-
CcTUYeCKoi 00paboTke. HakoruieHue, KOppeKTUpOBKa, CUCTE-
MaTM3alusl UCXOOHON MH(OpMalMKU U BU3yaau3alus MoJy-
YEHHBIX PE3YJBTATOB OCYIIECTBIISUIUCH B 2JIEKTPOHHBIX Ta0-
nuiax Microsoft Office Excel 2016. CtatucTryecKuii aHaau3
MPOBOIMJICS C HCMoJb30oBaHUMEM Tporpammbl IBM SPSS
Statistics v.23 (pa3padotuuk — IBM Corporation). Koanuecr-
BEHHBbIE MTOKa3aTeIu OLIEHUBAIMCH Ha MPEAMET COOTBETCTBUS
HOpMaJIbHOMY paclipeneieHro. BBuay HOpMaabHOCTU pac-
npeaeaeHus, MPUMEHSUIMCh METOIbI MapaMeTPUUYECKOTo aHa-
Jnu3a. PesynbraThl NpenctaBieHbl B BUIE CpeaHUX apubMeT-
YyecKMX BenMuuyuH (M) M cTaHmapTHBIX OTKJIOHeHuit (SD).
HomuHanbHble TaHHBIE OMUCHIBAIUCH C YKa3aHWEM abCoIoT-
HbIX 3HAYEHUIA U MPOLIEHTHBIX JOJICH.

Pe3yabraThl 1 00CyKI€eHUE

3a ykazaHHBII Mepuoa ObUIO MPOAaHATM3UPOBAHO
2542 ucropuu 6one3nu nauueHToB ¢ CC3, U3 HUX
BoIIeneHo 1220 genoBek ¢ ypoBHeM OXC >5 MMOIIb/JI.
Hanee ObUT MPOBEJEH 11€JI€BOI CKPUHUHT, HaIllpaBJIeH-
Hblii Ha auarHocTuKy CI'XC, B pesynbrate KOTOpPOTro
BbIsIBJIEH 6] MHIEKCHBII MalMEHT.

O6pauaet Ha ceOsl BHUMaHue, YTO CPeIu UHAEKC-
HbiXx nainueHToB ¢ CI'XC 3HauuTenbHO Tpeobdsiamaiu
MYKUYMHBI, cOCcTaBuBIIKE 96% OT Bcex 00CIeIOBAHHBIX
(tabnauma 1). I[Ipu 3TOM camMmoMy MOJOAOMY MYKUYMHE
ob110 33 ropma, camoit Mononoit xeHuuHe 50 jet. 41
WHIEGKCHBIM ITallMEHT OBUI TOCIHUTAJIU3MPOBAH IO
MOBOAY UIlleMUUYeCcKoit 0oJie3Hu cepaua, 20 — B CBSI3U
HaJlmuueM Tepudepudeckoro atepockieposa. Otsro-
IIIEHHBIA CEeMEWHBI aHaMHe3 T10 CEepAeYHO-COCYIUC-

TOI TATOJIOTUU BBISIBJIEH y BCEX MHIEKCHBIX TaIueH-
ToB. Cpenn (akTOpoB pucka KypeHUe OTMedalioch
y MyXXuuH B 93% ciydaeB, y XeHIIuH B 33%. Aptepu-
ajbHas TUTIEPTEH3US U OXKUPEeHNE TakXKe ObUIM IMarHo-
CTUpOBaHbI Yalle y MyXduH (55% u 88%, coorBer-
CTBEHHO), 4YeM y keHMH (33% u 66%, cooTBer-
CcTBEeHHO). [Ipu (U3MKaTbHOM OCMOTpPE Yy MYXXYUH
B 10,3% cnydaeB OTMeYaMCh TaKue MPU3HAKK THUIIEP-
JIMTTHIEMUN KaK KOXHbIE KCAHTOMBI, B 6,8% — yTOI-
IIEHUE aXWIJIOBa CyXOXWIUS.

AHaIM3 JUTTUIHOTO TPOMWIs MHAEKCHBIX Tallu-
€HTOB MoKa3zaJl, uto cpenHuit ypoBeHb OXC cocTaBiisii
8,1%1,2 mmonn/n, XC JIHII 6,8%1,4 mmoinb/n. Cnenyer
OTMETUTh, 4T0 15% (n=9) manmeHTOB OBUIM OCBEIOM-
JIEHBI 00 M3MEHEHMSIX B JIUIIMIOTPAaMMe W TIPOXOIVIIN
IUTAHOBbIE MEAULIMHCKME OCMOTPHI, HO JIUIIb 2 U3 HUX
MOJyJYaiv JIMTTUACHUIKAIONIYIO Tepanuio, Mpu 3TOM
11eJIeBble 3HAYeHUsI MOCTUTHYTHI He ObLIu. OcTanbHBIC
52 (85%) mauueHTa, HECMOTpS Ha HACJEICTBEHHYIO
OTSTOIIEHHOCTb, paHee He O00CienoBaluch W ObLIU
TOCTIMTAIU3UPOBAHBI BIIEPBBIE IO TTOBOMY CEPAEYHO-
COCYIIMCTOTO COOBITHSI. DTO, BEPOSITHO, CBSI3aHO C HU3-
KOl MH(POPMUPOBAHHOCTBIO W MOTHUBAllME CO CTO-
POHBI TAITMEHTOB.

Ha cnemyromiem arare B paMKax KacKaJTHOTO CKpHU-
HuHra u3 102 poncTBeHHUKOB 1-0if 1 2-0ii TUHUU POII-
ctBa muanuie 18 ner ymanoch obcnenoBaTh 87 AETeid.
V 43 u3 Hux (40 yesOoBeK — PONCTBEHHUKH 1-0¥ TMHUU
poncTBa, 3 pedbeHKa — POJCTBEHHUKU 2-01 TUHUU PO -
CcTBa) auarHoctupoBaHa rereposurotHas CI'XC, uyto
coctaBuiio 49,4%. DTo cBUAETENLCTBYET 00 3(PhHEeKTUB-
HOCTU KacKagHOro CKpuHUHra ajs BoisiBiaeHus: CI'XC
cpemu pneteid. [losydyeHHBIE MOaHHBIE COTIIACYIOTCS
C pesyibTaTaMu 3apyOeXHbIX UccaenoBaHuii [2, 20-22],
rIe TOmYepKUBaeTCs, YTO TPH OTCYTCTBUU MOJIEKY-
JIIPHO-TEHETUYECKOTO TeCTUPOBaHUs MpobdaHaa Heob-
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XOIWUMO TIPOBOAUTH (HhEHOTUTTMUECKUI KaCKaTHBIN
CKPVHMHT CPel POJCTBEHHUKOB, OCHOBAHHBII Ha MpU-
MeHeHun kputepueB nuarHoctuku CI'XC.

Cpennuii Bo3pact gereit ¢ CI'XC cocrasuin 8,713,6
Jer (tTabnuua 1). CiaenmyeT OTMETUTb, UTO, €CIAU CPeau
B3pocibix nanueHToB ¢ CI'XC npeobnaagaiv My>XXYrHBI,
TO NpPU aHaIu3€ [EeTEW ITOW PpasHULBl OTMEYEHO
He ObUTo. Manbuuku coctasisui 51%, nesouku 49%.
Ocoboe 3HaueHue TMPUOOPETaeT OTCYTCTBUE Y JAETell
MPU3HAKOB TUTIEPIUTIMAEMUN (KCAHTOMBI, KOpHEaJIb-
Hasl yra, YTOJIIIeHWs aXUUIoBa CYXOXWINS) W APYTOi
CEpIeYHO-COCYIUCTON TMaTOJIOTUM, HECMOTpS Ha TO,
yTo cpeaHuii ypoBeHb y Hux OXC Obu1 paBeH
7,8%2,3 mmonn/n, XC JIHIT — 6,1£1,2 MmMmoub/i.

IT'eHetnueckoe ucciaenoBaHue ObUIO MpoBeneHo 11
netsM ¢ CI'XC. ¥V Bcex neteii BbIsIBJIEHA TeTepPO3UTOT-
Has myTtauus LDLR (mokanu3anus B 9K30Hax 3, 6, 7, 9,
11, 12, 16), kotopas B 95% ciyuyaeB OTBETCTBEHHA
3a pa3Butue MoHoreHHoi ¢hopmbl CI'XC [1].

Crenyer OTMETUTbH, YTO BCE IETH, HE3aBUCUMO
OT HAJIMYUsI/OTCYTCTBUSI U3MEHEHWI B JIUTIMIOTpaMMe
Ha MOMEHT 00CcIenoBaHMsI, HAXOMWINCh IO HaOIIo/e-
HueM. [Ipu MOHUTOpPMHTIE neTeil ¢ M3HAYAJIbHO HOP-
MaJIbHBIM JIUTTUIHBIM TTpoduiieM, TIpU aHaJIU3e CIIeIy-
folllel JIMMTUAOTPaMMbl ¢ MHTEpPBaJoM B 1 Trom ObuH
BBISIBJIEHBI 4 TallMeHTa C TUTIePIUTUIeMUeid, y KOTO-
PBIX BIIOCaenCcTBUM ObuTa nuarHoctupoBaHa CI'’XC. Bro
CBUIIETEILCTBYET O HEOOXOMUMOCTH AMCIIAHCEPHOTO
HaOTIOMEHMS 3a I€TbMU UHACKCHBIX ITAIIUEHTOB C 00sI-
3aTeJIbHBIM aHAJIM30M JIMITUIHOTO TIpoduis, 1udo
MPOBENACHUsT TEHETUYECKOTO MCCIENOBAHUSI C IIENIbIO
TTOATBEPXIEHUS/UCKITIOUeHUST 3a00JIeBaHMSI.

B mpencraBneHHOM WCCIIeIOBAaHUU TIPOJAEMOH-
CTPUPOBAHO, YTO KACKagHBIM CKPUHUHT SIBIISIETCS
HeooxonuMoit 1 3 GEKTUBHOM CTpaTerneil BhISIBICHUS
CI'XC. OcobeHHO BaXHO €ro IMpOBEJEHUE B CEMBbSIX,
IIe YK€ 3apeTMCTPUPOBaH MHAEKCHBIN ITallMeHT, YTO
MO3BOJISIET BBISIBUTH 3a00JIeBaHUE y POJCTBEHHUKOB,
KOTOpPBIE HaXONmATCS B 30HE PUCKAa U TPEOYIOT JIeUeHUsI,
YTOOBI OCTAHOBUTH Pa3BUTHE aTEPOCKIEPOTUIECKOTO
mpoliecca M TPeXIAeBPeMEHHOro nebloTa CepleyHo-
COCYIUCTOM KaTacTpOo(dHl.

BrisiBnenne CI'XC y o1HOTO U3 YWIEHOB CEMbU yBe-
JIMYMBAET TTIOHUMaHUE pUCKa U CTUMYJIUpPYET KeJlaHue
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