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AHHOTanMsa

ITpoBepeno o6cnenoBanne 81 namnmeHTa ¢ GeHOTUIIOM CeMeHON rumepxonectepuueMmuiu (I. SIKyTck). ITaToreHHble BapyaHThbI
o6HapykeHbl B reHax LDLR v APOB y 19,61 % mnaiyeHTOB pPyCCKOJ STHMYECKON MPUHAJIEKHOCTM. Y TAIMEHTOB SIKYTCKOV HAaIO-
HAJIbHOCTY [IAaTOT€HHbIX BAPMAHTOB, COOTBETCTBYIOIINX KPUTEPUSIM ITOVCKA, He BbISIB/IEHO. [IMarHoctmueckme Kpurepun [o/utaHacKux
JIMTIVTHBIX KJIMHUK MOTYT ObITh MeHee 3ddextmBHbI 11t guarHocTvky CI'XC B AKYTCKOM MOMYJISILIAM M3-3a STHUUECKUX Pa3INUMIA.

Abstract

A study was conducted involving 81 patients with a phenotype of familial hypercholesterolaemia (in the city of Yakutsk).
Pathogenic variants were identified in the LDLR and APOB genes in 19.61 % of patients of Russian ethnic origin. No pathogenic vari-
ants meeting the search criteria were found in patients of Yakut nationality. The diagnostic criteria of the Dutch Lipid Clinics may be
less effective for diagnosing familial hypercholesterolaemia in the Yakut population due to ethnic differences.

BBenenne

CeMef;IHaH TUIIEPXOJIECTEPMHEMMUS — TE€HETUUYECKM OEeTEPMMHMPOBAHHOE MOHOI'€HHOE€ HapylIeHMe JIMIIMIHOI'O
oOMeHa C TMPeUMYIIECTBEHHO ayTOCOMHO-IOMMHAHTHBIM TUIIOM HAaCIeqOBaHMsI, COIPOBOKAAIOIIEECS 3HAUMTEbHBIM
MIOBBIIIIEHIEM YPOBHSI XOJIeCTePMHA JIMTIOMIPOTENMHOB HMU3KOM IIJIOTHOCTM B KPOBM M PAHHUM Pa3BUTHEM U IIPOTPeCCUpY-
IOIIMM TE€UEHVEM aTepPOCK/Iepo3a, Kak MpaBmio, B MOJIOLOM BospacTe [1]. B cBs3M C BBICOKMM PUCKOM CEPAEYHO-COCY-
IUCThIX ocaoskHeHmit y naiyeHToB ¢ CI'XC cBoeBpeMeHHast IMarHOCTHKA 3TOrO 3a60JIeBaHNSI CTAHOBUTCS KPUTUUECKU
BaykHO. MOJIeKy/ISIpHO-TeHeTHUE CKOe TeCTMPOBaHMe UTPAEeT KIIIOUeBYIO pojib B auarHoctuke CI'XC, o3Bosiss BbISBIIATD
MaTOreHHbIE BAPMAHThI B FeHAX, OTBETCTBEHHBIX 32 MeTa60/IM3M JIUITUIOB, Takux Kak LDLR, APOB u PCSK9. 910 Tectu-
pOBaHMe He TOJIbKO TOATBEPsKIaeT AMArHo3 Y OTHEeIbHBIX MMallM€HTOB, HO U ITO3BOJISIET TPOBOAMUTD KaCKaIHbI CKPUHUHT
Cpeay UX POACTBEHHMKOB, YTO CIIOCOBCTBYET paHHEMY BBISBJIEHMIO ¥ IPOGUIAKTIKE CePAeYHO-COCYIMCThIX 3a00jIeBa-
HUM B CEMBSIX, Il IMEETCS PUCK HAC/IeACTBEHHON TUITePXOJIeCTePUHEMUMN.

Marepuaaibl ¥ METOABI

B mummpHoM kabunete LlenTpa npenukTuBHOM MeguiyHbl 1 6uonHdopmaruku (LIIIMub) Ha 6ase TAY PC ()
«PecmybnmkaHckas KianHuueckas 6oabHMIIa Ne 3» IpoBeIeHO KOMILIEKCHOe 00cieqoBanye 81 maipeHTa ¢ KIMHNYEeCKA-
vy nipusHakamu CI'XC. ComtacHo auarHoctuueckuM kKputepusm [ommanackux ammunHbix KimHuK (Dutch Lipid Clinic
Network) [2] CI'XC, y 51 manuenra (62,96 %) 6bi1a auarHoctupoBana onpenenensdas — 10 (19,6 %), BepositHas —
21 (41,2 %) u Bo3mokaas — 20 (39,2 %) CI'XC. Io standueckon npuHamiesknocti 25 (49,0 %) yyacTHMKOB ompoca
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UOeHTUGUIMPOBaIM cebs IO reHeaIorMYecKoii aHKeTe Kak SIKYThI, B TO BpeMs Kak 26 (51,0 %) orHecsu cebst K pyCCKUM.
B SIKyTCKOJ STHMYECKOV T'pyIie, coriacHO [0/UTaHACKMM OMarHOCTMYECKUM KPUTEPUSIM, CpeqHuii 6autr coctaBui 6,8
(BepositHas CI'XC), B TO BpeMst Kak B PyCCKOM rpyiiie oH paBeH 5,2 (BosmoskHass CI'XC).

Ha 6aze HUUTIIM — ¢wunmana Uucturyra umronoruu u renetnku CO PAH (1. HoBocn6upck) npoBefeHo mpsi-
MO€ aBTOMaTUUeCKOe CEKBEHMPOBaHue mpomMoTtopa 1 18 sk30HOB reHa penentopa LDLR, a Takke 9k30Ha 26 rena APOB.

PesynbraThl U 06CyKAEHNE

[TaroreHHbie BapuaHThl, MOATBepsKAaroiye Hamuume rereposurotHorn CI'XC, o6uapyskenbl y 10 (19,61 %)
n3 51 nporectupoBaHHoro maiyedTa. B rene LDLR myraiius BbisiBjieHa v 6 mauyeHToB (60 % OT BBbISIBJIEHHBIX CITy-
yaeB), a B reHe APOB — vy 4 mauuenTtoB (40 %). Bce 10 manmeHTOB NMpUHALIEXKAIN K PYCCKOM STHUUECKON TPYIIIIE.
V maumeHTOB SIKYTCKOM HAalMOHAIBHOCTM (n = 25) MaToreHHbIX MyTalmii He BBISIBJIEHO, IIPY 3TOM B CPaBHEHMM C PyC-
CKOJM 3THMYECKOM TPYINION CpemHuii 6all MO AMarHOCTUYECKMM KpuUTepusiM ['OJUTaHACKUX JIMIUAHBIX KIAVMHUK BbIIIE
(6,8 1 5,2 6asna coorBeTcTBeHHO). Bo3moskHo, y sikyToB CI'XC 06yciioB/ieHa MaToreHHbIMY BapyaHTaMy B IPYTUX reHax
(nanpumep, PCSKY9), He BKJIIOUEHHBIX B JaHHOE MccaeaoBaHue. [IMarHocTuyeckue Kpurepun [oIaHaCKuX JIUMTUIHBIX
KJIMHUK MOT'YT ObITb MeHee 3¢ deKTuBHbI 1151 AyarHOCTUKY CI'XC B SKYTCKOM MOMY/ISLIMM 13-32 ITHUUYECKUX PA3TAUNI
B (DEHOTUIIMUECKMX TIPOSIBJICHMSIX.

3ak/ioueHue
Pe3synprarel MccieqoBaHus MOGYEPKMUBAIOT 3HAUMMOCTD STHUYECKM OPVEHTMPOBAHHOTO MOAXOA B JUATHOCTUKE
CeMEeNHO TUIepX0JIeCTePUHEMMUM U APYTUX HACIeCTBEHHBIX HAPYIIEHUII JIUITUAHOTO OOMeHa.
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