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Cemeitnas runepxonecrepuHemust (CI') — 3aboneBa-
HHE, 00YCIIOBJICHHOE TPYIIION TeHETUISCKUX He(EeKTOB
(LDLR, APOB, PCSK9, LDLRAPI), npuBOOAIINX K CHU-
XKEHHUIO CKOPOCTH YHAJICHMS JIMIIOIPOTCHMHOB HU3KOM
IUTOTHOCTH M3 KPOBOTOKA U BHIPAXKCHHOMY ITOBBITIICHUIO
KOHIICHTPALINU XOJIeCTepHHA B KPOBH.

KackamgHplif TeHeTMIECKIT CKPUHUHT — IT03TaITHasI
nneaTudukamus manueHToB ¢ CI. Ha mepBom sTarre
MIPOBOAUTCS CKPWHWHT IS OIPEACICHUS ITOBBIIIICH-
Horo ypoBHs OXC; maiee y mammeHTa ¢ TUIIEPXOJIECTE-
pUHEMHEH IIPOBOIMTCSI cOOpP ceMeHOro aHaMHe3a
W aHaJIW3 KIMHWUYCCKUX MposBiIeHMi. B ciygae mma-
rao3a CI' Mo KIMHWYSCKMM KPUTEPUSIM Ha3HadaeTCsI
MOJIEKYISIpHO-TEHeTHUECKOe HcciaenoBanme. Kackam-
HBIII CKPWUHHUHT BKJIIOYACT OIIPEIENICHUE COMCpPKAHMS
JIMIIAO0OB V BCEX POIACTBEHHUKOB IIpoOaHIa IIepPBOit
JuHUM poacTia. [locie moaTBepKIeHUsT MOJIEKYIISIPHO-
reHermyecckumMu Merogamu CI' y mpobaHma mpoBOISAT
TeHeTUYEeCKUI CKPUHUHT €ro POACTBEHHUKOB [1].

'SRl of Therapy and Prevention Medicine, Novosibirsk; *Novosibirsk State University,
Novosibirsk; *Federal Research Center Institute of Cytology and Genetics of Siberian
Branch of RAS, Novosibirslk, Russia.

IMamment 101 (43 roma), 2012r. 2Kamob He mpenbsB-
JIsIeT. B aHaMHe3e ¢ MoapoCTKOBOTO BO3pacTa apTepraib-
Hasg TUIIEPTCH3UsS 2 CT., HAa TUIOTCH3WBHON Teparmmu
IOCTUTHYTH 1eeBble 3HaueHnsT AIl. C 2011r kimnHIde-
CKas KapTWHA CTeHoKapAauu HampsckeHus. 28.11.2011
nepeHec nHMapKT Muokapaa. CeMeiHBIN aHAMHE3: OTEIT
nanuenTa nepeHec OMM B 45 neT, cMepTh OT HEU3BECT-
HOI MIpWYMHEL B 53 TOAa; y TpeX pPOXHEIX OpaTheB OTIIA
nannreHTa B aHaMHe3e nepeHeceHHble OMMM B Bo3pacTe
50-53 net. VY crapmiero 6paTa mamueHTa (53 r.) — rurep-
xonectepuHemusi, UBC (puc. 1).

[Ipn ocMoTpe HEepaBHOMEPHOE YTOJIICHUE AXWILIO-
BBIX CyXOXWIU obeux Hor 10 1,7 cM.

Jlaboparopusie manabie: OXC 11,5 mMmonp/m; TI
1,08 mmomns/m; XC-JIBIT 0,89 mmons/m; XC-JIHII
10,12 MMOJIB/1I.

DxokapauorpaMma: COKpaTHUTENIbHAsI CIIOCOOHOCTh
muokapaa JIK He cHukeHa (dpakuust BeiOpoca 65%).
HocToBepHBIX 30H HaApYIICHMS JIOKAJTHHON COKpaTUMO-
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CTH He BISIBIICHO. CTEHKH aOPTHI YIUIOTHEHBI. O9aroBhIi
($1OpPO3 CTBOPOK a0PTATHLHOTO KJIallaHa.

Koponapoanruorpadgust: CTeHO3 CpemHeil TpeTn
nepeqHeit nucxomameit aprepun (ITHA) — 99%, crenos
cpenHeil Tpetu orubaroiueii aprepun (OA) — 98%. Ipo-
BeneHo creHTHpoBaHue [THA u OA.

ViIeTpa3ByKoBOEe HCCIeA0BaHUE OpaxmoledaabHBIX
aprepuii  (2016): KoMIUIEKC MHTHMAa-MeAua CcjieBa
1,22 MM, cripaBa 0,6 MM; aTepoCKJIepOTHYECKast OJISIIKA
oO1e coHHoM apTepun ciaesa 21%, cripasa 30%.

HwnarHo3: CemeliHas TUIIEPXOJICCTCPUHEMUs, OIpe-
mereHHas (rojuraHmckue Kputepuu — 31 Oar;
o S. Broome — omnpenenennsbnit nuaraos). UbC. [IMKC
(2011r). YTKA co creatupoBanueM I[1KA n OA (2012).
ATEepOoCKIIepo3 a0pTHI M COHHBIX apTepuii. [immepToHmye-
ckag 6onesnsb Il ct., 2 crenenn, puck 4. XCH I, ®K I
(NYHA).

JleueHne: TUmoNMIUOEMHUYECKasl OHMETa, aTOpBacTa-
TrH 80 MT, THITOTCH3VBHAsI, aHTHATperaHTHAS TepaITysl.

JHK-mnarHoctuka. ¥ nmpobaHaa BEITIOJIHEHO TapreT-
HOE CCKBEHMPOBaHNE KOAMPYIOIINX W HE KOTUPYIOIINX
paitonoB teHoB LDLR, APOB, PCSKY9, LDLRAPI
Ha wiatdopme GS Junior (Roche).

BronH(MOpPMAIIMOHHBII aHAIU3 TTOIYYCHHBIX JaHHBIX
BBISIBUI 3aMeHy 18879255191 (¢.2389+5G>A) B retepo3u-
TOTHOM BapuaHTe B reHe LDLR. O0HapyXKeHHBII BapHaHT
ObUT BepU(PUIIMPOBAH TMPSIMBIM CEKBCHHPOBAaHHEM
o Canrepy. JlaHHas 3aMeHa HaXOAUTCS B BBICOKOHCEPBA-
TUBHOM ITUHYKJIeoTHIe AG TOHOPHOTO caiiTa CIUTaliCKHTa
uHTpoHA 16. 17151 aHamM3a HYHKIMOHATEHOM 3HAUNMOCTH
OOHapyXeHHOM 3aMCHBI WCIIOJB30BAIM IIPOTPAMMY
SPANR (http://tools.genes.toronto.edu/). CornacHo
orienke SPANR, m3MeHeHMe BEpOSITHOCTH BKITIOUEHUS
9K30HOB B MPHK B pa3HbIX TKaHSX TPy HAJTUUKUKM OOHApY-
JKeHHOTO BapyaHTa COCTaBWIO - 13,47 6anioB, BKIIIOUEHUE
9K30HOB 14-16 B TpaHCKpPUITHI reHa OYAET CHILKEHO.
Panee 1879255191 6bima onucana y 6ombpHbIX CI, B TOM
ypucite B Poccuiickoit Menepanmn [2]

Hcmonp3ysds NpUHOUII KacKagHOTO CKPUHUHTA,
obciemoBaHbl mouepu Ipodanma (I102 Bo3pact 8 mer,
I103 Bo3pact 7 xner, I104 Bo3pact 7 met). OXC cocTa-
Buia piasa 1102 — 6,6 mmoas/a, 1103 — 6,6 MMob/1,
mo4 — 4,2 mmons/m; XC-JIHIT 4,69 mmons/i,
4,28 mmonb/n1 m 2,17 MMOIb/J, COOTBETCTBEHHO.
Bremonnena JJHK anarnocruka: rs879255191 B rere-
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Puc. 1. PogocnosHas cemby nauperTa M01.
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z — npobaHp, ¢ CrX, HocuTenb BapuaHta G/A rs879255191; . — [oyepu
npobaHaa ¢ runepxonectepuHemmeii, Hocutenu Bapuanta G/A rs87925519; . —
POLCTBEHHUKM MYXCKOr0 Nona, nepeHectune MHbapkT M1uokapaa B Bo3pacTe 4o 53
nerT; — nepn npobaHaa nornd Ha GpoHTe B Bo3pacTe A0 45 ner.

po3uroTHoit ¢opme BHsgBIeHa y I[102 u 1103,
u He obHapyxeHa y [104.

Tekymmit craryc maumenrta I[101, 2017r. Ha ¢one
tepanuu atopBactatiHoM 80 mr: OXC 5,6 MMoinb/i1, XC-
JIITIH 4,2 mmonw/n, AJIT 19 mmons/n, KOK 210-
360 mMoinb/n. Hecmotpst Ha cHikenue ypoBHs XC-JIHIT
Ha 58,5%, ero 3HauYeHUsI 3HAYUTEIbHO BbILIE 1,8 MMOJIb/1.
[ManmeHTy HEOOXOAMMO MOTIOTHUTETEHO HAa3HAYUTH 93€-
™aMu6 u/vmn uaTHONTOpEl PCSK9 (9BoOKYMa0d wan
ampoKyMa0) mis moctkeHus mexesoro XC-JIHII.

3aknioueHue

g Bepudpukanmu deHotuma CI onTUMaiIbHO
WCIIOJIB30BaTh IIPUMHIWI KAacCKagHOTO TEeHETHIECKOTO
ckpuHUHTA. B cirygae cemeitnoro anamuesa CI v paH-
Hero passutusi MBC, OXC ompexpensieTcss y WICHOB
ceMbM ITpobaHIa, HaYMHag ¢ Bo3pacTta 2 et [3]. He3aBu-
CHMO OT TEHETHYECKOTO TeCTUpOoBaHMs, Bce ceMbl ¢ CI
TpeOYIOT MOCTOSSHHOTO HAOIIONEHUS U LieJeHaNpaBiIeH-
HOTO KIIMHUYIECKOTO OOCIICIOBAHMUS [IJIST BRISIBICHUS PO~
CTBEHHUKOB 13 TPYIIIHI pHCKa.

3. Nordestgaard BG, Chapman MJ, Humphries SE, et al. Familial hypercholesterolaemia is
underdiagnosed and undertreated in the general population: guidance for clinicians to
prevent coronary heart disease. European Heart Journal 2013; 34: 3478-3490.
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