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BBeaenue. Hecmotps Ha To, yto cemeitnas runepxonectepunemus (CI'XC) sBnsercst OfHUM U3 CaMBIX
pacnpocTpaHEeHHBIX HACIEACTBEHHBIX 3a00I€BaHNH, €€ TUarHOCTHKA OCTAeTCsl HU3KOW, TMarHo3 CTaBUTCA
no3aHo, B cpenHem mocie 40 ser. Ilpu atom, pacmpoctpanennocts CI'XC B 23 pasza BeIe Cpeau
MAlMeHTOB C TSOKENBIMU  HapylleHHsMu JunuaHoro oomena (HJIO), koropble HampaBisitoTcst B
crenuanu3upoBannbie TumuaHble HeHTpbl (JIL[). B 3THX meHTpax reHeTHYecKoe TEeCTHPOBAHHE HIPAET
KIIIOYEBYIO POJNb B TIONTBEPXKJCHWU JIMarHO3a W TIOBBIIIEHWW BBISBISIEMOCTH MOHOTEHHBIX (opM
3a00reBaHMs.

Heas uccnenopanusi. OUEHUTH BIUSHHE TeHETHYECKOTO TECTUPOBAHHMS HA BBISBIISIEMOCTh MOHOTEHHBIX
¢dhopm CI'XC cpeau manueHToB ¢ BRIpaXKEHHOH TUIIEPXOIeCTEPUHEMHUEH.

Marepuan u meroabl. U3 perucrpa CI'XC u Tsoxensix HJIO (6a3a maHHBIX PErHOHAIBHOTO JIUTTHTHOTO
neatpa bY «OK]l «IIJl u CCX») 6puto BKIIOYeHO 48 MAIMEHTOB, MPEUMYIIECTBEHHO JKEHCKOTO IToJa
(62%), cpemnero Bospacra 48 (£10) nmer. [lmarHo3 ycraHaBIMBAJICS Ha OCHOBAHHH TUATHOCTHUYECKHUX
kpurepres Tommannackux mumuansix KmHUK (DLCN): onpenenennas CI'XC (n=14), Bepostaas CI'XC
(n=14), Bo3amoxxHas (n=13), Beipakennas Tpurmuiepuaemus (TT 6omee 10Mmoib/i1, n=7). C HOMOIIBIO
9K30MHOI'O CEKBEHMPOBaHMs IIPOBEACHO MOJEKYIApHOEe uccienosaHue 48 marueHTtam. MccienoaHue
Brurouaso 37 renoB ymmuaoB (LDLR, ABCA1, ABCGS5, ABCGS8, ANGPTL3, APOA1, APOAS, APOB,
APOC2, APOC3, APOE, CETP, CREB3L3, CYP27A1, CYP7A1, GPDI1, GPIHBP1, LCAT, LDLRAPI,
LPA, LIPA, LIPC, LIPG, LMF1, LPL, LRP6, MTTP, MYLIP, PCSK9, PNPLAS5,SAR1B, SCARI1B,
SCARBI1, SORT1,STAR1, GCK, HNF1A). I'enomuyro JIHK Beensiin u3 mepudepudeckoil KpoBH ¢
noMotbio Habopa MagPure Blood DNA Kit (Magen, KHP). bubnmoTeku momHBIX 3K30M IOMyYalld C
nomotbio Habopa KAPA HyperPlus Kit u 3oa108 KAPA HyperExome (Roche, CIIIA). bubnuorekn Obutn
KOHBepTHpOoBaHbI ¢ momommpio Habopa MGIEasy Universal Library Conversion Kit (MGI, KHP) u
cekBeHnpoBanbl Ha cucreme DNBSEQ-G50 (MGI, KHP).

Pesyabrarsl: [laToreHHble 1 yCIIOBHO TIATOTEHHBIE BAPHAHTHI ObIIH OOHApYXXeHbI Tonbko B reHe LDLR.
Cpenu BBISBICHHBIX BapUaHTOB: MUCCEHC 64%, caBur pamku cuuthbiBaHus 21%, mo 7%— myrtanus B
JOHOPHOM CalTe CIUIaliCHHTa 1 KOMOWHAITHS CIIOHOM (KOMITO3UTHON) MUCCEHC/00macT crutaiicuara. U3
o011ero ynciaa BapuaHTOB 6 OKa3ajMCh peAKUMH, a 8 — HOBbIMH. Cpenu 48 maumentoB B 29% ciryyaes
TIOATBEPIKJIEH TeHeTnYeckuil craryc. U3 Hux y 14 oOcnenoBaHHBIX nanueHToB ¢ omnpenenenHoi CI'XC B
50% cny4aeB uaeHTuuuupoana myranus, y 43% nanuentoB ¢ BeposaTHOH CI'XC u'y 8% ¢ BO3MOXHOM
CI'XC. l'unepTrpuriuuepuieMust He aCCOLMMPOBAaHA C HAIMYMEM NATOICHHBIX BAPUAHTOB B UCCIENYEMBIX
reHax. Cpenun HocuTenell NpUYMHHOW MyTanuu B 28% ciIydaeB BCTpEYaluCh KcaHTOMBI, 21%
KCaHTeNa3Mbl U 7% JMIIONJHYIO AYyTY, 10 CPABHEHHUIO C NMalMeHTaMu 0e3 Bepu(HUIMPOBAaHHON MyTalluH
3%, 15%, 6%, coorBercTBeHHO. [laruieHTH 0OEHX TPYIIT UMEET CXOAHBIE TIOKA3aTelN JTUITHIOTPAMMEL.
BriBoa: BHenpenre reHeTnuyeckoil JMarHOCTUKY B pYTHHHYIO npakTuky JILI cnenyer paccMaTpuBaTth Kak
HEOOXOAMMBIN CTaHAAPT [Vl CBOEBPEMEHHOHN BepU(UKALIMK IMarHo3a. B KoropTe manneHToB ¢ TAXKEIbIMU
HJIO naroreHHsle 1 yCIIOBHO MATOTEHHBIE BAPHAHTHI ObLTH 00OHApYKeHbI HCKITIOunTENnbHO B reHe LDLR, a
4acToTa FeHETHUYECKOro TOATBEPKISHH TMarno3a gocturana 29% cpeau Bcex odcienoBanHbIX U 10 50%
Cpeau MaluueHTOB ¢ ONpeAenEHHON KInHnYecKor BeposiTHOCThI0 CI'XC.



