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«OMPEJIEJIEHHA SI» HACJTEJACTBEHHASI CEMEMHASI
I'MITEPXOJIECTEPUHEMMUS B AIKYTUU

Annomayus. CepaeaHo-cocynucTbie 3a00IeBaHUs 3aHUMAIOT JIMUPYIOIIYIO MO3UIMIO B CTPYKTYPE CMepT-
HOCTH HaceJICHUS OOJIBIIUHCTRA CTPAH MUPA, B TOM yuciie 1 Poccun. BceMupHas opranusaiiiu 3[paBooXpaHeHUs
MPOTHO3HUPYET JAJBHEHIINI POCT CEPACYHO-COCYAUCTOM 3a00JIEBACMOCTH ¥ CMEPTHOCTU KaK B Pa3BHUTHIX, TaK
1 pa3BHBAOLINXCS CTPaHax, 00yCIIOBJICHHbBIH CTapEeHUEM HAceJIeHHs M 0COOCHHOCTSIMM 00pasa xu3Hu. Cpenu
MPUYHH CEPICUHO-COCYIUCTON CMEPTHOCTH Ha mepBoM MecTe ctout MUBC, Ha BTopoM — 1iepeOpoBacKyispHas
00J1e3Hb, OCHOBHOM MTPUYMHON BOSHUKHOBEHHUS M PA3BUTHSI KOTOPBIX SBIISIETCS aTEPOCKIIEPO3 apTepuii, 00ycClIoB-
JICHHBIN HApYIICHHEM JIUITUIHOTO OOMEHa.

B nanHO# cTarthe paccMOTpeHa poiib reHeTHYeckoro (akropa B (JOPMUPOBAHNH CEMEHHON THIlepXoyiecTe-
PUHEMHH U TIPEICTABIEHBI MEPBbIe KIMHUYECKUE CIIy4Yau C Pe3yJibTaTaMu MOJIEKYISIPHO-T€HETHUECKOro MOJI-
TBEPIKACHUSI MyTAllUK TeHA PELENTopa JTUMONPOTCHHOB HU3KOU TUIOTHOCTH Y MalueHToB JIMMuaHOro KabuHeTa
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KacKaJHOro ckpuHuHra. CpaBHeHue renetnueckux paziuuuil B CI'’XC B sSIKyTCKOM MOMyNALUN MEX/TY Pa3HbIMU
STHUYECKUMHU IPyIIIaMU TPeOYIOT JaIbHEHIIEero HCCIeI0BaHMsI.

Kmiouesvle crosa: cemeliHas TUIIEPXOJICCTEPUHEMHUS, JIUPOIPOTEHHBI HU3KO# moTHoctu (JITTHIT), munuzo-
rpamMmMa, FeHeTU4ecKast MyTalus, CTaTUHbI, KACKaJHbII CKPUHUHL.

A.V. Pavlova, A.S. Asekritova, E.S. Kylbanova, S.S. Mestnikova,
O.V. Tatarinova, E.V. Shakhtschneider

DEFINITE HEDERITARY FAMILIAL HYPERCHOLESTEROLEMIA
IN YAKYTIA

Abstract. Cardiovascular diseases occupy a leading position in the structure of mortality in most countries of
the world, including Russia. The World Health Organization predicts further increases in cardiovascular morbidity
and mortality in both developed and developing countries due to population aging and lifestyle patterns. Among
the causes of cardiovascular mortality, IHD ranks first, followed by cerebrovascular disease, the main cause of the
occurrence and development of which is atherosclerosis of the arteries, caused by a violation of lipid metabolism.
The article discusses the role of the genetic factor in the formation of familial hypercholesterolemia and presents
the first clinical cases with the results of molecular genetic confirmation of the low-density lipoprotein receptor
gene mutation in patients of the Lipid Cabinet, Republic’s Clinical Hospital No. 3 with a diagnosis of “Definite”
familial hypercholesterolemia. Despite the unconditional need for early detection of familial hypercholesterolemia
for the primary prevention of atherosclerotic cardiovascular diseases, it should be noted that patients have low
adherence to lipid-lowering therapy and low interest of the index patient in conducting cascade screening.
Comparison of genetic differences in FH in the Yakut population between different ethnic groups requires further
research.

Keywords: familial hypercholesterolemia, low-density lipoprotein (LDL), lipid profile, genetic mutation,
statins, cascade screening.
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Beenennue.

Cewmeitnas runepxonecrepuaemust (CI'XC) — xapakrepusyeTcs MOBHIIIICHHEM YPOBHS XOIECTSPH-
Ha JUnonpotenHoB Hu3koi miuotHocTH (XC JIITHIT) u sBnseTcs camoii paciipoCTpaHEeHHOH TeHeTH-
YecKOl MPUUYMHONW PaHHETro pa3BUTHs MH(pAapKTa MHOKap/a M CTCHOKapauu. DTo 3aboneBanue oOy-
CJIOBJICHO TIATOTEHHBIMU MyTauusAMH, daie B reHe penentopa JIITHII (LDLR), pexxe 6enxoB APOB
n PCSK9. CI'’XC 3HauMTeNBHO MOBBIIIAET PUCK Pa3BUTHUS CEP/ICUHO-COCYAMCTHIX 3a00IeBaHui are-
POCKIIEPOTHIECKOTO TeHE3a, KIMHIYECKass MaHN(eCTaIHs KOTOPBIX POUCXOIUT B MOJIOIOM BO3pac-
T€ U MPUBOJUT K 20-KpaTHOMY YBEIHYECHUIO BEPOSTHOCTH CEPIEUHO-COCYAUCTON CMEpTHOCTH [1, 6].
OT noTeHIManbHO MPEJOTBPATUMbIX CEPICUHBIX IPUCTYIIOB €XKEroHO B MUpEe norndaroT okoso 200
ThICSY OONBHBIX [7,8], a CBOEBPEMEHHO HadaTasi THIOIUIUACMUYECKast Tepanus 3HAYNTEIbHO MPOJ-
JIBACT KU3Hb TaKUX ManueHTos |1, §, 9].

CornacHo pe3yabraraM HOCIEAHUX HCCIEIOBAaHNUH, 4aCTOTa BCTPEUAEMOCTH T'€TEpO3UTOTHOH ce-
MeHHOHN THIepXxoJecTepUHEMUN B €BPOMEHCKUX cTpaHax B cpeaHeM | caydwail Ha 500 uenosex [8],
a 110 HEKOTOPBIM JTaHHBIM MOXeET pocturarh 1 ciydas Ha 200 — 250 yenosek, To ectb oT 14 no0 34
MUJUTMOHOB ciy4yaeB B mupe [8, 9].

[TpeAroxoKUTENEHO KOJIUYECTBO JIMI C TETEPO3UTOTHON (POPMOIA ceMeHON THIepXoiecTeprHe-
mun B Poccun 6osee 1 MitH 1 nozaBisitoniee OOJIBIIMHCTBO U3 HUX B HACTOSIIIIEE BPEMsI HE BBISIBIICHO
[2, 3]. D10 cBsi3aHO € TeM, uTO B Poccuu TnarHos «ceMeliHasi rTunepxoiaecTepuHEMUS CTaBUTCS OUEHb
PEIKo, OTCYTCTBYET €AMHAS CHCTEMA YUeTa ITHX OOJNBHBIX, B CBA3M C YeM MCTHHHAS PACHIPOCTPAHEH-
HOCTB 3200JICBaHUs 10 CUX IIOP OCTACTCs HEM3BECTHOI [1, 5, 6].

ITo nannsM uccnenoanus DCCE-PD [4, 6], koropoe nposoauiocs B 13 peruonax P®, pacmpo-
CTPaHEHHOCTb «OIPEICICHHON» U «BEPOATHON» CEMEHHON I'MIIEPXOJECTEPUHEMUN U3yU€eHa TOJIBKO
B 3 pernonax: B Kemeposckoii n TiomeHckux obnactsix cocrasisier | Ha 108 yenosek, a B IIpumop-
CKOM Kpae pachpoCTPaHEHHOCTh CEMEWHON TUIepxoiecTepuHeMun coctaBuia 1 Ha 172 genoseka.
B ocranbubix 10 permonax B uccienoanue Bonun 16360 yenosek, u3 Hux y 10 % obcnenosan-
HBIX TpeOyeTcs nanbHeimmas Bepudukams ceMeitnoil runepxonecrepuaemun [2]. [To pesynpraram
3-nerueit padorsr Poccuiickoro peructpa PEHECCAHC, B peructp BritodeHn 1691 mamuent us 17
pernoHoB Poccunm ¢ nquarHo3aMu «OoIpesesieHHas» U «BEPOSTHAsD) ceMeiHasi THIIEpPXOJIeCTEPUHEMUS
[2,3,5].

Bo Bcem mupe Bonpoc paHHEW JAMAarHOCTHKHM CEMEHHOM I'MIIEpXOJIECTEPUHEMHHN aKTyalleH Kak
HuKorna. HamuwoHanpHast cucreMa 3ApaBOOXpAaHEHHS BemmKoOpHTaHWM B CBOEM JIOJITOCPOTHOM
mwiane (National Health System long-term plan) B 2019 1. 3asBuia o oM, uro k 2023 romy Oymet
Hayaro JiedeHue 25 % OT MPOTHO3UPYEMOTO YHCIIA BBISIBICHHBIX IMAIMEHTOB C CEMEHHON rumep-
xonecrepuremueii [7, 10]. Dto Oymer oOecrnedeHO MPOBEACHUEM TCHETHYCCKOTO TECTUPOBAHUS
WH/IEKCHBIX TTAallMEHTOB C JIMarHO30M CEMEHHasi THIIEPX0JIECTEPUHEMHUS U KaCKaJHBIM CKPUHUHIOM
POIACTBEHHHKOB [7].

Cpean reHeTHYeCKUX MCCIIeIOBaHUI B A3MHN 4acTOTa 0OHAPYKEHHSI TCHETHYECKUX MyTalvi Obliia
pas3Hoil. Pa3nmuuust MOryT OBITh CBSI3aHBI JIMOO C WCIIOJIB3YEMBIMH JHArHOCTHYECKHMH METOIaMH,
7100 ¢ STHUYECKON MPUHAISKHOCTHIO. BOJIBIIMHCTBO FeHETHYECKUX MCCIIeIOBAaHUN B A3UU OTPaHH-
YMBAJIOCH OHOW STHUYECKOH Ipymmoii. JINIIb B HECKONBKIX MCCIIET0BAHMSX yUacTBOBAIN MAIIMEHTHI
¢ CI'’XC paznoif HanmoHa bHOCTH. JlaHHbIe N3 CHHTamypa BEIIBIIIN CXOKEe paclpeesieHIe My Taui
110 CPaBHEHUIO C JIPyTMMHU a3UaTCKUMHU CTpaHamH. JlanHble 13 Manaii3uy BBISBMIN 3HAYUTEIIBHbIC
pa3iIuyms B 4acToTe ajuteneit mapkepoB mist reHoB LDLR, APOB u PCSKY o cpaBHeHHIO ¢ 001I1e-
JOCTYITHBIMHU JaHHBIMU W3 JPYTHX MOMYJIsIuii. J[0 cHX Mop CyIecTByeT OrpaHU4YeHHOE KOJIMYECTBO
JIUTEPaTyphl, B KOTOPOIl 00cyxnarorcs reHerrdeckue paznununs CI'XC Mex1y a3narckKuMu 1 Hea3H-
aTCKUMHM nonyJsiiusmMu. Tlo-rpexHemMy HeoOX0MMBI AajbHEHIIIe UCCIICI0BAHUS ISl CPABHEHHUS Te-
Hernueckux pazanunid B CI'XC mexny pasHbIMU dTHHUYecKuMHu rpynnami [11]. Panee B PecryOnuke
Caxa (SIkyTus) meneHanpaBiIeHHOTO BBIABIeHUS manueHToB ¢ CI'XC He IpoBOIMIOCH, UTO OTIPeaeNs-
€T aKTyaJIbHOCTb TAaKOTO UCCIIEIOBaHUS.



BECTHMK CEBEPO-BOCTOYHOI0 B>EAEPANBHOIO YHUBEPCHTETA HMEHM M.K. AMMOCOBA

Cepua (MEAULUHCKHE HAVKMY, No 4 (29) 2022

Marepuajibl 1 METOABI.

B munugHom xabunere LlenTpa npeaukTuBHON MeauumHbl U 6nonHpopmaruku [ocynapcreen-
HOoro ABTOHOMHOTO YupexacHus Pecrmybmmkm Caxa (SIkytums) «PecrmyOnmukanckas KIWHHYECKas
6ompuuma Ne 3» 3a 2021 u 2022 rr. Hamu 00cienoBaHo 535 marueHToB, U3 HUX 355 skeHuud u 180
Myk4MH. CpeHUI BO3pACT JKEHIIHMH COCTaBHII 63 roga, y MyK4uH — 67 seT. Y 42 nanueHToB U3
535 obcienoBaHHBIX JIMI OBUT IMArHOCTUPOBAHHBIN paHHUN HH(MapKT MUOoKapaa (1o 50 et myx-
YHMHBI ¥ 710 55 neT »keHIuHbl). Knuanyeckoe o0ciiej0BaHie BKIIIOYAIO: OLIEHKY IOKa3aTelei JIuu-
JIOTPaMMBbl, ITTFOKO3bI KPOBH, TOPMOHOB IIUTOBUAHOI kene3sl, DKI'; mpu HalIu4nu: XoJITEPOBCKOE
mouutTopupoBanue DKI, sxokapauorpaduro, yasTpa3BykoBOe HcCieNOBaHHE OpaxuoredanbHbIX
apTepuii U COCYJ0B HIXKHUX KOHEUHOCTEH, KopoHaporpaduio. boabmnHCTBO 00CI€I0BaHHBIX OBLIH
SIKyTCKOM HAITMOHAJIBHOCTH M OTHOCHJIUCH K nonukinnHndeckomy otaeneHuto [AY PC(S) «PKb Ne
3». bbuto otoOpaHo 9 manuenToB, cortacHo [omIaHICKUM JHarHOCTHYECKUM KPUTEPHSIM C JTHarHO-
30M «BEPOSITHAs» U «OMpPEENEeHHAas» HACIEeICTBEHHAs CeMElHHas THIIEPXO0IECTEPUHEMHUSI, KOTOPBIM
OBLIO IPOBECHO NPSMOE aBTOMAaTH4YECKOEe CEKBEHHPOBAaHKUE MPOMOTOpa M 9k30HOB rena LDLR nHa
METOIMKO-TIPUOOPHON 0a3e CeKTopa M3YYCHHS MOHOTCHHBIX (HOpM paclpoCTpaHEHHBIX 3a0oieBa-
Hul yenoBeka MucTutyTa nutosioruu u reetuku CO PAH (HoBocubupck). [To pesynbsratam mMoie-
KyJSIPHO-TEHETHYECKOTO MCCIIeIOBAHUS y 2-X MAIlMEHTOB BBISBICHBI TATOT€HHBIC MYTAIlUHN B TCHE
LDLR B rerepo3urotHoii Gopme.

Pesynabrarsl.

[IpencraBnensl ABa ciayyasi CEMEHHON THIIEPXOJIECTEPUHEMUU.

[Manuent 1. XKenmuua C., 68 net, oOparwiacek B utosie 2021 . Ha MpUEeM B JIMIUIHBIA KaOWHET
IO TIOBOJY BBICOKOTO XOJIECTepHHA KpoBH. M3 aHamHe3a m3BecTHO, uTo crpamaet MBC B TeueHne
JuinTesbHoro BpeMenu. [lepenecna ungapkr muokapiaa B 2002 r. B 2003 1. Obuia npoBeieHa peKoH-
CTPYKLIHSI JIEBOTO JKEJyI04YKa ¢ IUIACTHKOHW 1o J{opy, MiiacThka MUTPAIBGHOTO KianaHa no Anbgue-
pH, MaMMapHOE KOPOHAPHOE LTYHTUPOBAHHE MEPEIHEN MEXIKEIYJOUKOBOH BETBU, A0PTOKOPOHAPHOE
UIyHTUPOBAaHUE TUarOHANIbHOM BETBU MpaBoil kopoHapHOi aprepun. B 2011 . creHTHpOBaHME POK-
CHMaJIBHOTO CerMeHTa orubaromiei aprepuu. [lociennss kopoHapHas anrnorpadus Obliia IpoBeeHa
B 2017 1., mo pe3ysibTataM KOTOPOW ObLI THArHOCTUPOBAH KOpoHapockiepo3. CTEHO3 cTBOJA JICBOM
KOpoHapHOM aprepu 110 25 %. CteHo3 orudaromieil aprepun B cpegaeM cermente 10 30 %, cTeHos
yCThst BETBH Tynoro kpast 10 40 %. JleBoBeHeuHsblii Tl IIIyHTBI (GYHKIIHOHUPYFOT.

B 2018 . tnarHoCTHPOBaHBI JKU3HEYTPOXKAIOIINE HApYIICHHUsT pUTMa Cep/ilia, B CBSI3M C YeM I1a-
UEHTKE WMIUTAaHTHPOBaIH OnBeHTpUKYIApHBIH JKC ¢ yHKImend nepudpmuiaropa B SHIOKApAH-
anpHOM Bapuante Medtronic Protecta CPT-D PSF 625220S B pesxxume DDD. CpabarsiBanne nedu-
opmmsTopa B 2019 . B 2020 1. 65UT0 AHAaTHOCTHPOBAHO CMEIICHHE 3IEKTPOAA M ObLITa IMPOBEACHA €T0
3aMeHa. [IepBblil KOHTPOJIB MOCIIE KOPPEKIIUH JICBOXKETYJOUKOBOTO IEKTPOAA IS PECUHXPOHU3UPY-
IolIel CTUMYISLMY cepana nposejeH B 2021 .

[ToBblIeHNE O0LIET0 XOJIECTEPHHA CBIBOPOTKH KPOBH O 14 MMOJIB/JI B TEYEHHE AITUTEIBHOTO Bpe-
MeHu. PaHee ceMeiHy10 runepxosiecCTepuHEMHUIO He uarHoctupoBaiy. [1o [omtanackum kpurepusiM
moy4eHo § 0amnoB — «omnpenenernas» CI'XC.

CemeiiHblii aHaMHe3: y Matepu MH(MApKT MUOKap/aa B 62 roxa, ymepia B 64 roaa, BEposiTHO, OT
nHpapkra muokapaa. Orer ymep ot ocrporo nadapkra B 60 ner. baOymka ymepna B 84 roaa, un-
(dhopmanus o geayuike orcyrcTByeT. CecTpa nanueHTKy ymepia B 50 JieT, BO3MOXKHO OT COCYAUCTOM
KaracTpo(dbl. Y TUIEMSIHHUIBI TAIMEHTKY TTOBBIIICHHBINA X0IecTeprH KpoBH 10 10 MMmons/i1. Y nanu-
eHTKH (c ee cnoB) 3 pebenka: y mouepu (39 5eT) ymMepeHHOe MOBBIIICHIE X0JISCTEPHHA 10 5 MMOJIB/JI,
y cbiHOBei# 5,3 (44 rona) u 4,8 Mmmouib/1 (30 JIeT) — BCe COMAaTHYECKH 3I0POBHI.

Jist reHeTHUEeCKOM Bepr(UKALINK JHAarH03a OBbLIO BBHITIOIHEHO TAPTeTHOE MPSIMOE CEKBEHUPOBAHNE
KOZIMPYIOLIMX ¥ Hekoaupyrouwmx paioHoB renoB LDLR no Caurepy. buonnpopmannonHslii ananms
TIOJTyYCHHBIX JaHHBIX BBIIBHI 3aMeny 1s773328511 (NM_000527.5 LDLR ¢.810C>A p.Cys270Ter) B
rerepo3urotHoit hopme B rene LDLR.
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Tekymumii cratyc manueHtku: poct — 170 cm, Bec — 62 kr, UMT — 21.5 xr/m?. Ha nausbiii Mo-
MEHT IalMeHTKa npuHuMaet Jieuenne no MbC cormmacHo KIMHUYECKUM PEKOMEHIALIUSIM, B TOM YHCIIE
BasicapTan+cakyoutpmi 50 Mr, Ha oHE KOTOPOro oTMedaeTcst crabuibHast reMoguHamuka. 1o rura-
HOBOMY XM-OKI' B Mae 2022 1. KOPOTKHE MPOOEIKKH KETYTOIKOBON TAXHKAPAUN U3 3-X KOMIIIEKCOB.
MosroBoii HaTpuidypeTrHdecKuii menTu 258 nr/mi. ToaepaHTHOCTH K (U3NIECKON HArpy3Ke YMEPeH-
HO CHMXXCHA, I[aJII)Hei/’IIHeFO IIPOTPECCUBHOTO CHMKCHUSA B TCUCHUC MTOCICAHUX 2-X JIET HE OTMEYEHO.
VYposens obmiero xonecrepuna 10,3 mmons/i, JITTHIT 7,69 Mmmons/n Ha (oHe prema po3yBacTaTnHa
20 M1, 103y YBEJIMYUTH HE YAAJIOCh M3-3a NMPU3HAKOB MUomaruu. [Ipu npoBeneHnu apmMakoreHeTH-
geckoro uccnenoBanus reHa SLCO1B1*5 y manuentkn Obuta oOHapy)keHa KOMOWHAIUS aJureinel
¢.521CC, 4T0 TOBOPHT O BBICOKOM PHCKE ITOPAKECHHUS ITEYCHHU U TIOMEPEUHO-TI0TI0CATON MyCKYIaTypHI.
Oxomo 5 et Ha3zag B KOMOMHALIMH ¢ po3yBacTaTuHOM 20 Mr ObIT Ha3zHa4deH 33eTuMHUO B 03¢ 10 M,
3 PEeKTUBHOCTD MTPpHUEMa KOTOPOTO PETPOCIIEKTHBHO YCTAHOBUTH HE yAaloch. [lalMeHTka He cMoria
TIOCTOSTHHO TIPUHUMATh JAaHHBIA TIpernapar B CBSI3M C BBICOKOW CTOMMOCTHIO. [lannenTke HHUIMHUPO-
BaHa KOMOMHMpOBaHHas Teparusi po3yBacTaTiHOM 20 MTI' B CyTKH M 3Bojokyma0 140 mr 1 pa3 B 2
nenenu. [Tocie mepBoit HHBEKIMK 3BOJIOKyMa0a y ITAIMEHTKH KaJ00bl Ha MUAJITHIO, apTPAJITHIO, KO-
TOpBIE OTPAHUYMBAIOT TTOBCEAHEBHYIO aKTUBHOCTB. IIpn obOcnenoBannn: kpeatnHUH (HochoKnHasa,
AJIT, ACT, kpeaTuHuH, U ApyrHe OMOXMMHYECKUE TTOKA3aTeNN B MpeAeTax HOPMAIbHBIX 3HAUYCHHH.
[Mokazarenu sumumorpammbr: OXC 8,33 mmons/i, JITTHIT 6,22 mmons/a, T 1,47 mmons/n, JITIBIT
1,53 mmomw/n. [arpieHTKe BO30OHOBIICH TpreM 3BosIokyMad 140 mr 1 pas B 2 Henenu, 103a po3yBa-
craruHa cHrkeHa 10 10 mr. [TnanoBo ouno koncynastupoBana HUU TIK um. akan. Memankuna E.H.,
PEKOMEH/IOBAHO JlaJIbHEHIIIee KOHCEPBATHBHOE BE/ICHHUE.

Knuamuecknii qrarnos3: reTepo3uroTHas ceMeifHas THIepxonecTepuHeMus, onpenenennas (Lom-
naHackue kpurepuu 16 6amnos, mo S.Broome — onpenenennsiit nuarao3 CI'XC). UBC. Ctenokapaus
nanpspkenust @K 2. [TMKC 2002 r. [Tonuas 6iokama geBoit HoxKH mydka ['uca. Yacras sxeiryoukoBas
9KCTPACUCTONINS C HEYCTOMYMBBIM KOPOTKHUM ITAPOKCH3MOM JKEITYIOYKOBOH Taxukapauu. TpaHzutop-
HblI cuapoM WPW.

Onepauuu:

1. PexoHCTpyKLUs JIEBOTO KeNyAouKa C IIIACTUKON 1o Jlopy, MIacThka MUTPAIbHOIO KilanaHa 1o
Anbpuepn, MaMMapHOE KOPOHAPHOE IIYHTHUPOBAHNE MEPEIHEN MEKKEIyI0UKOBOI BETBH, A0PTOKO-
pOHapHOE IIYHTHPOBAHUE TUArOHAIBHOW BETBH MPaBoil KOpoHapHOil apTepun 2003r.

2. CKAT ot 2017 r.: xopoHapockiepo3. CTeHO03 cTBOIA JIeBOM KopoHapHOW apTepuu 10 25 %.
Creno3 orubatormeit aprepuu B cpegueM cermente 10 30 %, CTEHO3 yCTbs BETBH TYHOIO Kpast JI0
40 %. JleBoBeneunslii Tum. IIlyHTBI (yHKINOHUPYIOT.

3. Nmmanramus OKC ¢ ¢pyrkuneit nepudpruiaropa B SHIOKapAHaIbHOM BapuanTe Medtronic
Protecta CPT-D PSF 6252208 B pesxxume DDD B 2018 1. CpabarsiBanue aepudpumisatopa B 2019 .

®on: ['unepronnueckas 6one3nb 3ct. Kontponupyemas aprepuaibhas runeprensus. Puck CCO4.

OcnoxHeHHe: XpOHUYECKasi cepedHasi HeJJOCTaTOYHOCTh ¢ poMexyTouHoi @B 42 % (S), cra-
us 2a. @K II (NYHA). Bropuunas nutaranus nosocreit cepaua.

ComyrcTByronye 3a001eBaHMs: AUCIUPKYJSITOPHAS HIe]antonaTus 2 CTeNeHn Ha (OoHe arepo-
ckieposa u Al ['eHeTnaeckn 00yCIIOBICHHBIN BRICOKAN PUCK CTATHHUHAYITUPOBAHHOW MUOTIATHH.

[TarmenTka B3sTa Ha JUCTIAHCEPHBIN y4eT, BKiIodeHa B Pecnyonukanckuit peructp CI'XC. B mua-
HE NPOBE/ICHHE KACKAIHOTO CKPUHMHTA (TP COTNIACHHU MAlMeHTKH), olieHKa 3()h(HEeKTUBHOCTH U 0e3-
OITaCHOCTH KOMOMHUPOBAHHOM XOJIECTEPHUHCHIKAIOIEH Teparny.

[Mamuent 2. Myxunna ®@., 29 net. XKenar, nereit Het. O6parwics B nekadbpe 2021 T. B JIHITUIHBIH
KaOWHET 110 IOBOAY BBICOKOTO YpOBHs 001ero xonecrepuHa a0 11 mmons/a. Crpamaer oXupeHnem
2 cr. [Ipn pusnkampHOM 00CIEIOBAHIH JTUITHIHON YT POTOBHIIBI CyXOKAIBHBIX KCAHTOM HE 00Ha-
pyxeno. Ilo pesynsraram OMOXMMHUYECKOTO aHAIM3a KPOBU OBUIM IOJYYEHBI BBICOKHE MOKA3aTENN
JIUIUI0TPaMMBIL: 00mmi xonectepur: 9.72 mmons/i; TI: 1.83 mmons/i; JITTHIT: 7.31 mmoms/i. [pu
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cOope HacleICTBEHHOIO aHaMHe3a YCTaHOBJICHO, YTO y OTIa MalueHTa Obul HeaTa bHBIH paHHUH
nHpapKT MHOKapa B 42 royia, HO JanbHeHmas cyap0a HensBecTHa. [1o MaTepHHCKOH THHUH CITydacB
PaHHUX COCYAMCTBIX KaracTpod He Obu10. Ponubix OparbeB u cecrep HeT. CortacHo [ommanackum
KpHUTEpHsIM y nannenTa 6 6amios — «BepositHas» CI'XC. I1pu nansueiimem obcnenosannn Y3U cepa-
ua, ¥Y3U 6paxuornedanbubix aprepuii, Xonreposckoe MoHutopupoBanue DKI' — 6e3 ocobeHHOCTEH.
[Taronorust MUTOBUIHOM JKeJIe3bl U CaxapHblid 1nadeT UCKITIOYEHBI.

Texymwii craryc mamuenTta: poct — 185 cm, Bec — 23 k. UMT — 36 kr/m?. Ha maHHBIH MOMEHT
NpPUHKUMAET JieueHue: aropsactatiul 60 mr. [IpuBep:keHHOCTH K Tepariy HU3Kas, AUETy He cOOroa-
€T, yPOBEHb (PM3MUYECKON aKTUBHOCTH HM3KMHU. [1o mocnenHuM pesynbraTtaM aHain3oB Ha (pOHE He-
perynsipHoro npuema aroppacratuna 60 mr: OXC 9,28 mmons/n, JITTHIT: 6,76 mmons/n, JITIBIT: 1,5
mmouts/i, TT': 12,92 mmons/i1, nokazarenu AJIT u ACT B Hopme. [Ipn npoBenennn hapmakoreHeTH-
geckoro nccrenoBanusg reHa SLCO1B1*5 y mannenTa nomydena komOuHanus amwteneit ¢.521CC, gro
TOBOPHUT O BHICOKOM PHCKE ITOPAKEHUSI TIEUSHH | MOTIePEYHO-T10I0CaTol MycKyaTypsl. J{o3a aropsa-
cTaThHa OblIa CHIbKEHA 710 40 MT, HACTOSATETIbHO PEKOMEH IOBAH peTyisipHbIi npueM. Ilocie oneHkn
3¢ GEKTUBHOCTH U 0E30MACHOCTH CTATWUHOTEpAnuK OyleT OnpeecHa TaKTUKA NalbHEHIIero Meau-
KaMEHTO3HOTO JICYCHHS.

Jliist reHeTHUECKOM Bepu(UKALUNK JUarH03a ObLIO BBITTIOIHEHO TAPIeTHOE PSIMOE CEKBEHUPOBAHUE
KOJMPYIOIINX U HEKoAMpYroux paitoHoB reHoB LDLR mo Caurepy. buonnbopmanuoHHblil aHamn3
TIOJYYCHHBIX JJAHHBIX BBIIBII 3aMeHy 15121908038 (NM_000527.5 LDLR ¢.1202 T>A p.Leu401His)
B reTepo3uroTHoii popme B rene LDLR.

Knunuueckuii 1uarHo3: reTepo3uroTHasl CeMeiHas runepxonecTepuHemMus, onpeaenerHnas (I'om-
nanjckue kpurepun 14 6amios, o S.Broome — onpenenennsiii quarno3 CI'’XC). Oxupenue 2 cre-
nenu (MMT 36 kr/m?).

[TarreHT B3ST Ha AUCTIAHCEPHBIN y4eT, BKitodeH B Pecnyommkanckuit peructp CI'XC. Lens nede-
HUSI — TIEPBUYHAS TPOQHUIAKTHKA aTEPOCKIEPOTHUECKUX CEPIACYHO-COCYTUCTBIX OCIoKHEeHuit. [Ipo-
Be/ICHHE KAaCKaJHOTO CKPHHUHTA HE MPEICTABISIECTCS BOSMOXKHBIM. B mitane: reHeTHueckoe KOHCYIIb-
THPOBAHME TI0 TUIAHKPOBAHUIO CEMbH, MTOA00DP dPPEKTUBHOM JHUIUI-CHIKAOIICH TepPaIuu.

3aki04eHue.

Taxum 00pa3om, B TPaKTHKE MBI CTOJIKHYIIUCH C TOH ke TIpo0sieMoit, KoTopasi Ob1a 0003HaYeHA B
uccnenoBanuu PEHECCAHC: necmotps Ha Hamnuue CI'XC u BeIpaKeHHOM rUNepXosIeCTepUHEMUH,
MAIMEHTHI HE JKEJA0T IPUHUMATH JINTTH-CHIKAIONIYIO TEPAINIo, IMEET MECTO HHU3Kasi 3aMHTEPECO-
BaHHOCTb MHIEKCHOTO TAallMeHTa B IPOBE/ICHUN KaCKaJHOTO CKPUHUHTA [5].

JlanHast mpoOiema permaercsi, HO TpeOyeT WHAWBHUIYAIBHOTO TOIXO0/a U JIUTEIFHOTO JIOBEPHU-
TEIILHOTO KOHTAKTA C MAIIMCHTOM. YUUTHIBAsl, YTO B Pa3HBIX ATHUYECKUX IPyIIax 3a001eBaHue Ipo-
TEKaeT N0-Pa3HoOMY, cpaBHEHHE reHeTndeckux pasnuuuii B CI'XC B AKyTCKOH NOMyJISIIUU MEXKIY pa3-
HBIMH 3THUYECKUMH TPYyNIIaMy TPeOyIOT AadbHEHIIETO UCCIIEIOBAHMS.
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