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Nnentuduxkauus natroreHHo# neaeuuu ¢.925 931del rena
peuenTopa JUIOIIPOTEeMHOB HU3KOM MIOTHOCTU (LDLR),

xapakTtepHoii nj1s1 uHckoi Kapeauu, B ceMbe ¢ ceMeliHO
runepxojgecrepuHemMuein B IlerpozaBoacke. KnnmHuuyeckmii

cayyam

Kopnesa B. A.', Manaeasmram M. 10.2, Opaos A.B.}, Kysuenosa T.10.!, 3axaposa ®. M.’

'®I'BOY BO "TlerposaBoackuit rocyaapcrsennbiit yuusepeuter'. [lerposasoack; “OTBHY "MHCTUTYT 3KCIIEpUMEHTAABHOM MEANIIMHBI".

Cankr-Ilerep6ypr; *OI'BYH T'ocyaapcrsentbiit Hayunbiit nentp Poceniickoit ®eaepanmyn — VIHCTUTYT MeANKO-6MOAOTHYECKUX TPOGAEM

PAH. Mocksa, Poccns

CemeitHas runepxonectepuHemmsi (CMXC) — ogHO M3 caMblX YacTbiX
MOHOreHHbIX 3aboneBaHUil YenoBeka, Yallle BCEro Bbi3blBaeMoe Ae-
dekTamu reHa peLenTopa AMNONPOTENHOB HU3KONM NAOTHOCTK (LDLR).
CoeBpemMeHHast anarHoctrka CMXC no3BonsieT NpoBoanTb Npodunak-
TVKY CepAeYHO-COCYANCTON naTonorun. MNpeacraBneHo KnHMYeckoe
HabNoAeHVE N0 BbISIBNEHMIO Aeneumn cemu Hykneotnaos ¢.925 931del
B reHe LDLR B cembe 13 [eTpo3aBoacka; aTa Aeneuys accoummpoBaHa
C BbICOKMM YPOBHEM OOLLIEr0 X0NIeCTEPUHA NNa3Mbl KPOBU U XONECTepU-
Ha NMNONPOTENMHOB HU3KOW MAOTHOCTW. BTOPOI BapuaHT HyKNeoTUAHOM
nocnenosatesbHocTV reHa LDLR ¢.58G>A, o6HapyXeHHbI B TOI xe
CeMbe, He cerpermposan ¢ runepxonecrepuHemmein. ObHapyxeHHas
neneuys aensietcs npuymHoii CIXC, a npoBefeHHbI KackafHblii aHa-
NN3 NO3BONMA YCTaHOBUTHL AnarHo3 CMXC y cecTpbl, MNemMsHHUKa, L04KM
1 BHY4K1 Npo6aHaa 1 MCKIIOYNTb STOT AMArHo3 y BHyKa.

KnioueBble cnoBa: KIMHWUYECKMIA Cyyal, NaTOrEHHbIA BapyaHT, ce-
MeliHasi FTMnepxonecTepuHemMusl, CepaeYHO-CoCyancTble 3aboneBaHus.

OTHOLIEHUS U AeAaTeNbHOCTb: HET.

BnaropapHocTb. bnarogapum pykosoactso OrEHY "UHCTUTYT akc-
nepvMeHTanbHON MeauUyHbl" 33 NpoBeaeHne Ha 6ase MHCTUTYTa MO-
NeKyNSIPHO-TEHETNYECKOr0 NCCEA0BaHNS.
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Ansa uutupoBanua: KopHesa B.A., MaHgenbiwtam M. 0., Opnos A.B.,
Kysneuosa T.10., 3axaposa ®. M. VipeHTudrkaums natoreHHo gene-
ummn ¢.925_931del reHa peuentopa AMMNONPOTENHOB HWU3KOW MAOTHO-
ctn (LDLR), xapakTepHoi ana ¢uHckon Kapenuu, B cembe C CeMeil-
HOW runepxonectepuHemuelt B NetposaBoacke. KnmHnyeckunin cnyyan.
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Identification of pathogenic deletion ¢.925 931del of the low-density lipoprotein receptor (LDLR) gene,
characteristic of Finnish Karelia, in a family with familial hypercholesterolemia in Petrozavodsk.

A case report

Korneva V.A!, Mandelstam M. Yu.2, Orlov A. V.3, Kuznetsova T. Yu., Zakharova F.M.?
'Petrozavodsk State University. Petrozavodsk; 2Institute of Experimental Medicine. Saint Petersburg; Institute of Biomedical Problems. Moscow,

Russia

Familial hypercholesterolemia (FH) is one of the most common
monogenic diseases in humans, most often caused by defects in the
low-density lipoprotein receptor (LDLR) gene. Early diagnosis of FH
makes it possible to prevent cardiovascular diseases. We present
a case of the detection of a seven-nucleotide deletion ¢.925_931del
in the LDLR gene in a family from Petrozavodsk. This deletion is
associated with high levels of total plasma cholesterol and low-density
lipoprotein cholesterol. The second variant of the nucleotide sequence
of the LDLR gene ¢.58G>A, detected in the same family, did not
segregate with hypercholesterolemia. The detected deletion is the
cause of FH, and the conducted cascade analysis made it possible
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to establish a diagnosis of FH in the sister, nephew, daughter and
granddaughter of the proband and to rule out this diagnosis in the
grandson.

Keywords: case report, pathogenic variant, familial hypercholestero-
lemia, cardiovascular diseases.
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AKLLI — aopTOKOpOHapHOe LyHTUpoBaHue, BHIT — BapnaHTbl HykneoTuaHoi nocnenosatensHoctn, UBC — nwemnyeckas 6onesHb cepaua, JIHM — aunonpoTenHbl HU3Kkoi nnotHocTy, JIMN(a) — nunonpotent(a), CMXC —
cemeiiHas runepxonectepuHemus, Cfl — caxapHbiit anabet, CC3 — cepaeyHo-cocyaucTbie 3a6onesanus, XC — xonectepuH, MK — dyHKUMOHaNbHbIN knacc.

KioueBbie MOMEHTBI

* YacroTa BCTpeuaeMOCTH CEMEHHOI TUIepXoaecTe-
punemuu (CI'’XC) B Poccum nocturaet 1:173, Ho mmo-
JaBJISIIOIIEe YMCIIO CITyYaeB €€ CBOCBPEMEHHO He Ira-
THOCTUPYETCS.

* CHekTp MaTOr€HHBIX BapMaHTOB HYKJEOTUIHON
nociaenoBaTenbHOCTH, Benyimx K CI'XC, aBasieTcs
crneUIHBIM 151 KaXKION MO/ ISIIAN.

* JNHK-guarHoctuka CI'XC m KackagHbI aHaIU3
B CEMbe MpobaHIa ¢ UACHTU(MUIMPOBAHHBIM TATO-
TeHHBIM BapvaHTOM HYKJICOTUIHOM MOCIeI0BATE b~
HOCTHU TIO3BOJISIIOT BBISIBUTH 3a00JI€BaHME OO pas-
BUTHS aTePOCKIIEPO3a U €ro OCIOXKHEHUIA.

Key messages

* The incidence of familial hypercholesterolemia
(FH) in Russia reaches 1:173, but the overwhelming
majority of cases are not diagnosed in a timely
manner.

* The profile of pathogenic nucleotide sequence vari-
ants leading to FH is specific to each population.

* DNA diagnostics of FH and cascade analysis in the
family of a proband with an identified pathogenic
variant of the nucleotide sequence make it possible
to identify the disease before the development of athe-
rosclerosis and its complications.

BBenenue

Yacrtota cemeitHoil runepxonecrepuHemuu (CI'XC)
B Poccuiickoit @enepanum cocrasister 1:173 [1]. He-
CMOTpST Ha PaclpoCTPaHEHHOCTh 3TOTO 3a00JIeBaHUS
U JDOCTYMHOCTh 3(P(PEKTUBHBIX METOMNOB JICUCHMUS,
CTI'XC 4yacTo ocTaeTcsl He JMarHOCTUPOBAHHON U 6e3
JOJIKHOTO JieueHMsl. PoJib reHeTU4ecKoil JMarHoCTUKU
Ype3BbIYAfHO BeJIMKa, MOCKOJIbKY OHa TTO3BOJISIET T0-
CTaBUTH O0JIee TOYHBIN AUATHO3, TIOMOTAET OTIPEACTUTh
PUCK Pa3BUTUSI CEPIAEYHO-COCYIUCTHIX OCIOXHEHUN
¥ HavyaTh PAaHHIO TEPaIuio ISl TAIIMEHTOB BBICOKO-
ro pucka, a Takke MPOBECTU KacCKaJHBIA CKPUHUHT
poncTBeHHUKOB. Yalie Bcero maroreHHbie U3MEHEHUS
HYKJIeOTUIHOU mocnenoBareabHocT ipu CI'XC noka-
JIN3YIOTCSI B T€HE pellernTopa JUIOMPOTENHOB HU3KOU
wiotHoctu (LDLR) [2].

Knuanyeckuii coayvaii

Nudopmanusg o naumente

IMaument K., (1955 r.p.) 65 net, npodan. C 44 ner
3HaeT O MOBBILIEHHOM ypoBHe xoJjectepuHa (XC), mo
3TOMY TIOBOJTY 32 MEAMITMHCKOI TIOMOIIIBIO HE 00pariai-
Cs1, TUTIOJIUTTMIEMUIecKas Teparust He TTPOBOIMIIACE.

Numemuueckast 6one3us cepaua (MBC) nedrotu-
poBajia B Bo3pacTe 48 JeT KJIMHUKOU CTeHOKapAuu
HanpstkeHus 11 pyHkumonansHoro kiacca (PK). IMo
KOpOHapoaHTuorpaduu TMarHoCTUPOBAH CTEHO3UPY-

IOV KOPOHAPHBIN aTepOCKIEPO3, BBHIMIOJHEHO aop-
ToKopoHapHoe myHTupoBaHue (AKII) B Bo3spacte
55 ner.

B Bo3pacrte 56 sneT y mauueHTa ObLIa AMArHoO-
crupoBa"Ha CI'XC, ompeneneHHas ¢opma — 26 Gani-
JoB cornacHo kputepusim DLCN (Dutch Lipid Clinic
Network), moka3aTeau JUNUIHOTO CHEKTpa: OOIIWA
XC 14 mmonb/n, XC TUTIONPOTEeMHOB HU3KOM TIJIOTHO-
ctu (JIHIT) mo 11 Momnb/m.

AHaMHe3 XU3HU: He KypuT. HacnenctBeHHOCTb
OTSATOIIIEHA TI0 CEPAEYHO-COCYAUCTOIN TaToNIOTuu (OTell
yMep B Bo3pacte 48 jeT oT MHdapKTa MuoKapaa).
C 2005r nuarHoctupoBaH caxapHbiii nuadet (C) 2 Tu-
I1a, TTIOCTOSTHHBIN TTpreM MeThOpMUHAa.

PesyasTatsl pu3MKaIbHOrO OCMOTpA

ITpu ocMoTpe: cocTosTHME YIOBIETBOPUTEILHOE,
poct 176 cMm, Bec 83 kr. CyxOXWIbHbIe KCAHTOMBI,
KCaHTeJIa3Mbl BEK, JIUTTOMIHAS yTa POTOBUIILI (BBISIB-
Jstach 1o 45 net). ApTepuanbHoe gaBieHue 125/80 mm
pr.cT. [Tynbe 67 yn./MUH, pUTMUYHBIA. Pa3zMepsl OTHO-
CUTEJIbHOM CepAeYyHOl TyrmocT Ha 1,5 cM KHapyxu B V
Mexpebdepbe. TOHBI ceplilia OTYETIIMBBIE, TIEPBBI TOH
0oJIbIlIe BTOPOTO, MATOJOTMYECKUX IIyMOB HeT. Han
JIETKUMU SICHBIM JIETOYHBIN 3BYK, JbIXaHUE BE3UKY-
JIIPHOE, TIATOJIOTUYECKUX IITyMOB HeT. 2KUBOT MSATKUIA,
0e300JIe3HEHHBII, MeYeHb He MmajbnupyeTcs. OTeKoB
HET.
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Kaunuuecxue cayuau

Bnepsbie DakTopbI pUCKa: 48 net: UBC crenokapnus Obcaedosanue cemou 56-65 xet:
JIMarHOCTUPOBaHa CJ1 2 tuma. HaNpPSKEHUS Cecrpa: CI'XC, kiuHuka UBC B hopme:
IUACTUTTAAEMUS HacneacrBeHHOCTh 56 aer: AKIII WBC creHokapaust CreHoKapauy HATIPSKEHUST
B Bo3pacTe 44 set: OTTOLICHA: CyXOXUJTbHBIE KCAHTOMBI, Hanpsixkenust, AKLL, DK II.
O6wwuit XC 14 mmorb/i, orelr ymep B 48 et KCaHTeJIa3Mbl BEK. nHbapKT MUOKap/a, [Ipuem cratuHOB.
XC JIHIT 11 mmonb/n OT uH(apKTa YcTaHOBJIEH TUarHo3 YKB O6mmit XC
MHOKapaa CIrxc Houp: CI'XC 6,5-7,2 MMoITB/11,
Crapt IMnemsnuuk: CI'XC XC JIHII 2,8-3,4 mmob/11.
TUTIOJIMIAIEMUYECKON BHyuka: IlTonnas
Tepanuu (po3yBacTaTHH JUCTUTTHICMUST ATPUOBEHTPUKYJISIPHAST
10-40 mr/cyr.). Buyk: onokana, [IDKC.
O6umit XC 7,6 MMOIB/I1, HOpMaJIbHbIC CMepTh OT paka
XC JIHII 3,4 mmoJb/1, moKaszaTeiun TOJICTOM KUIITKHU
JITI(a) 0,52 r/n JINTIUIOB B Bo3pacte 65 jer

Puc. 1 TlaumeHt U., BpeMeHHAs 1IKaa.

[Mpumeuanue: AKI — aoprokopoHapHoe yHTUpoBanue, UBC — umiemuyeckas 6ose3nsb cepaua, JIHIT — aunonporerHbl HU3KOI MIOTHOCTH,
JIT(a) — nunomnpoteun(a), [IDKC — nocrosinnast kapauoctumysiuusi, CIXC — cemeiinas runepxonectepunemusi, CII — caxapuslit nnadet, PK —
dyHkumroHanbHbI Kiace, XC — xosnectepuH, YKB — upeckoxxHOe KOpOHApHOE BMELIATEILCTBO.

Tab6mumua 1
Knnnuyeckue u 6uoxumudeckue nposisiieHus: CI'’XC B cembe nanuenTa W.
Bospacr, ier  O6mmwmit XC,  XC JIHII, XC JIBIT, TT, mmons/n - JITI(a), r/n HNBC
MMOJIb/JT MMOJIb/JT MMOJIb/JT

[MpoGann Y. 65 14,0 11,0 1,0 2,3 0,5 CreHoKapaust
Hanpsikenust 1 AKII
B Bo3pacrte 48 et

Cecrpa nipobaHza 69 8,6 6,5 0,6 2,5 0,8 CreHoKapaust
HanpsikeHust, AKII,
OUM, YKB

Jloub nmpobaHa 35 7,8 6,3 1,1 0,9 0,3 Kinnnuku UBC Her

Bnyuka M. npo6aHzia 12 7,7 6,2 1,3 0,7 0,1 Knunuku MBC Her

BHyk A. mpo6aHnna 9 3,5 2,0 1,2 0,8 0,2 Knunuku UBC Her

[TnemsHHUK TipobGaHga 36 7,9 6,1 1,1 1,0 Knuuuku UBC Het

IMpumeuanue: AKII — aoprokopoHapHoe 1yHTHpoBaHue, MBC — uiiemuyeckas 6ose3Hb cepaua, JIBIT — nunonporerHbl BHICOKOM MIOTHOCTH,
JIHIT — nunonporenHsl HU3Koi miaotHoctu, JITT(a) — nunonporent(a), OUM — octpslit uHdGapkT muokapna, TT — tpurnuuepunst, XC — xone-

crepuH, YKB — upeckoxkHOe KOpOHAPHOE BMEIIATENLCTBO.

IIpenBapurensunbiii nuarao3: UbC. CteHokapnus
I ®K. Cocrostaue mtocie AKII (2010r). CT'XC.

BpemenHnas mkajna

Ha pucynke 1 mpencrtaBieHO onmucCaHUE KIOYye-
BBIX COOBITUI KIIMHUYECKOTO CITydast, pacIiOJIOXEHHBIX
B XPOHOJIOTMYECKOM TIOPSIZIKE.

JInarHocTuuyeckasi oneHKa

3a BpeMs HaOJIONeHUS 3a MAlUeHTOM ObLIO MpPo-
BeZieHO obOciienoBaHue ero cembu. [lokazaTenu Tumnum-
HOTO CTeKTpa MalueHTa W YJIEHOB €ro CEMbM Ipe.-
CTaBJieHbI B Tabauie 1.

Houb mpobanaa (35 neT) — MOBBILIEHUE OOIIETO
XC no 7,8 mmoib/i1, XC JIHIT 1o 6,3 MMOJIb/JT; KCAHTOM,
KCaHTeIa3M, JIMTIOUTHOM YT He BBISIBJICHO, KIMHUKA
MBC Het, ToNlIMHA WUHTUMa-MeAua COHHBIX apTepuii
0,7 mM. ITpuHumaet posyBactatuH 10 Mr/cyT., Ha 3TOM
done yposenb XC JIHII 4,5 MMoib/71, TUTTONPOTENH(A)
(JITI(a)) B Hopme. uarHoctupoBana CI'XC, ornpeneneH-
Hast popMma.

Cectpa npob6annga (69 yner) — B Bo3pacTe 63 jer
nuarHoctupoBaHa CI'XC, KcaHTOM, KcaHTela3M, Ju-

MOUAHONW AYrW MpU OCMOTpe He BhisiBieHO. [Toka3a-
TEJIW JIMITUIHOTO CIIEKTpa MpencTaBieHbl B Tabauie 1.
B anamnese — CJI 2 tumna, MOoCTOSIHHBIN MTpUEM TUII0-
IIMKEMUYECKUX TIpernaparoB, apTepuaibHasi rumep-
TEH3USI C MOCTOSIHHBIM MMPUEMOM TMITOTEH3UBHBIX Mpe-
nmaparoB. KnuHuka creHokapnuu HanpstkeHust 11 @K
B TeueHue 10 jet, B Bo3pacTe 61 roma BBIMOJHEHA KO-
poHapoaHruorpadus 1 onepauus (MaMMapoOKOpOHap-
HBIIA IIYHT nepeaHeid Hucxomsuein aprepuu, AKII
MpaBoOil KOPOHAPHOI apTepuu, Mocje 4Yero — KJIuHU-
ka creHokapauu [-1I ®K. [NpuHumana aTtopBacta-
TaH B no3e 20 mr/cyt., ypoBeHb XC JIHIT 4 MMonb/m1.
B mapre 2023r nepeHecyna ocTpblii UHGAPKT MUOKap-
J1a, BBIMIOJJHEHO YPECKOXKHOE KOPOHAPHOE BMeIIaTeb-
CTBO IIIyHTAa K orubatoiueit aprepuu. Ha done tepanuu
atopBactaTuHoM 80 Mr/cyT. u 33eTumMuo0oM 10 MTr/CyT.
XC JIHIT mo 2,4 MMOJIB/1I.

[TnemMsHHUK mpobaHma (CbIH cecTphl, 37 JeT) —
BBISIBJICHO TOBBIIIeHMEe obmero XC mo 7,9 MMOIb/1I,
XC JIHII go 6,1 mmounb/n. KcanToM, KcaHTenasm, Jin-
MOUIHOM TYyTW IPU OCMOTPE HE BBISIBJICHO.
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Puc. 2 Hacnenosanue neneuuu ¢.925 931del7 B cembe npobanaa. Ha
nopoxkkax Ne 1-6 mpencrasiaersl [T1IIP-nponykTel 9k30Ha 6 Te-
Ha LDLR npobanHia (1opoxka 2), ero aouepu (1opoxka 4), ero
JIBYX BHYKOB (10poxKu 1 1 3), ero cectpsl (10poxka 5) u 1uie-
MsIHHUKA (10poxKa 6). JIomoJHUTeIbHAS 30HA TeTEPOMYILIEK-
COB, TIPUCYTCTBYIOIIAst Ha nopoxkax Ne 1, 2, 4, 5, 6 (oTMeueHa
CTPEJIKOI), TOMUMO 30HbI OCHOBHOTO aMIutndukara (173 1m.H.),
CBUAETENbCTBYET O HAIMYMU B IAaHHBIX 00pasliax Ieleluy B re-
TEPO3UTOTHOM COCTOSIHUM. M — Mapkep MOJIEKYJISIPHOTO Beca,
uuGpbl crpaBa OT PUCYHKA YKa3bIBAlOT pa3Mep (pparMeHToB
Mapkepa B apax HyKJI€OTHIOB.

[Mpumeuanue: [P — noauMepasHas LienmHast peakiusi.

Knunuku MBC, npusHakoB CTEHO3UPYIOLIETO
aTepocKiepo3a KapoTUIHBIX apTepuit HeT. HauaTa Te-
panust po3yBactaTuHOM B 1o3e 20 Mr/cyT. KimmHnaecku
nuarHoctupoBaHa CI'XC.

Bnyuka npo6anaa (12 j1eT) — KIMHUYECKU Aua-
rHoctupoBaHa CI'XC, onpeneneHHas hopma.

Kimnnyeckuii muarno3

KnuHuyeckuit nnarno3 nmauveHta M. (mpob6aHna):
CI'XC. UBC. Crenokapaus I ®K. CocrosiHue mocie
AKIII (2010r).

MeauiMHCKIe BMENIATEIbCTBA

Bcem wieHaMm ceMbHM BBITIOJIHEH MOJEKYISIPHO-
TeHeTUYeCKUil aHanu3. BapraHThl HYKJIEOTUIHON TO-
cnenoBatenbHocTy (BHIT) rena LDLR wneHTudum-
poBaJM IyTeM CEKBEHMPOBAHUS BCEX 2K30HOB TeHa
mocjie MX aMIUIMUKAIIMA METOIOM TOJMMepa3HOM
LIEMHOM peakuuu [3]; mpu ceMeiitHOM aHaIu3e reTepo-
3UTOTHYIO Aenenuto ¢.925 931del nerexkTupoBanu 1Mo
00pa30BaHUIO T€TEPOMYTIEKCOB.

JInHaMuKa W UCXObI

Ha ¢one Tepanuu cratmHamu (po3yBacTaTUH
40 Mr/cyT.) ypoBHU XC COXpaHSUINCh BBICOKUMU (00-
it XC 7,6 mmonb/i1, XC JIHIT 3,4 mmosb/i).

IMocne AKIII coxpansinack creHokapaus 11 K.
B 2020r B cBsI3U C MOSBIEHUEM MOJHOU aTPUOBEHTPU-
KYJISIPHO# 0J10Ka/Ibl OBLT UMIUTAHTUPOBAH 3JIeKTPOKap-
nuoctumysatop (Adapta DR). ITokazaTenun TUIUAHOTO
crekrpa: oowuiit XC 6,5-7,2 mmoan/n, XC JIHIT 2,8-
3,4 mmomb/n, XC TUTOIPOTENHOB BBICOKOU TIJIOTHO-
ctu 0,97 Mmmoub/1, Tpuruepuabl 2,3 MMmob/i, JITI(a)
0,5r/m.

B 2017t nuarHOCTUpPOBaH paK HUCXOMSIIETO OT-
nena obomouHoi kumku. [TpoBoauioch MeaguKamMeH-
TO3HOE U XUPYPTUYECKOe JieUeHue. YMep B Bo3pacTe
65 net B 20201 B CBA3M C MPOrPeCCUPOBAHUEM OHKO-
MaToOJIOTHH.

O06cyxaeHue

I'enetnueckuii ananus BeisiBUA ABa BHIT B rene
LDLR B cembe npobanna. [Ipodana umeeT maToreH-
Hyto geremuto ¢.925 931del [p.(Pro309fs)] (FH-North
Karelia) [4] B mocnenoBareabHocTu reHa LDLR, npu-
BOJAIIYIO K yTpaTe CeMU HYKJIEOTHUIOB B IOCIEIO0-
BaTeJbHOCTU 1IeCTOro 3k3oHa reHa. Jlanueiii BHII
MPUBOIUT K CABUTY paMKU TpaHcasuuu B 309 KomoHe
JUTST TIPOJIMHA Y CUHTE3y YKOPOUEHHOTO PelieNTOPHOTO
Oenka (BcaenacTBUe 00pa3oBaHUs CTOM-KOAOHA B BOCh-
MoM 3k30He reHa LDLR) [4]. ®yHKIIMOHATIbHBIE TECTHI
C UCIOJIb30BAaHUEM KYJBTUBUPYEMBIX (DUOPOOIACTOB
oT nauueHToB nokaszanu, uyto BHIT FH-North Karelia
MPUBOAUT K OTCYTCTBUIO pelleNTopa Ha KJIETOYHOM TT0-
BEPXHOCTHM WJIM K CUHTE3Yy pelenTopa, HeCIocoOHOTo
cesasbiBaTh JIHIT. Hocutenu BHIT FH-North Karelia
XapakTepu30BaJlUCh TUMUYHBIM TeyeHuem CI'XC
C pa3BUTHEM KCAaHTOM M BbIpaXXEHHOM TUCIUTIUIEMUEH
¢ noseiieHreM ypoBHsa XC JIHIT. Dtor BHIT xapak-
TepeH sl BOCTOUHON PUHISHINU, TIe UM 00yCIOB-
seHo ~79% Bcex cmydaeB CI'XC [4]. OnH ObIT 00HAPY-
JK€H B HepOACTBeHHBIX ceMbsix B CaHkT-IleTepOypre
[5] u B Iletpo3aBoncke [6]. MccienoBaHue poACTBEH-
HUKOB TpobaHna u3 [leTpo3aBomcka mokasanao, YTO
KpoMe Hero oocyxnaemblii BHIT umeercs Takke y ero
JIoYepu M BHYYKH, a TaKXKE y CECTPbl M TIJIeMsSHHUKA
npobaHaa (pucyHok 2). [enenuio y npodaHaa UaeHTU-
(umpoBany ceKBeHMPOBAHUEM JI€30KCUPUOOHYKIIE-
nHoBoit kucinotel (JIHK), a HacinenoBaHue nereuuu
B CeMbe MPOCEXUBAIU MO 00Pa30BAHUIO TETEPOLIY-
TJIEKCOB, 00Pa3yIONINXCS TIPY CIIapuBaHUN aMILIU(U-
KaTOB MYTAaHTHOTO M HOPMAaJbHOTO ajuieNieil. Y Bcex
YJIEHOB CEMbU C NeieliMeil ObLTU MOBBIIIEHbBl YPOBHU
o6uero XC u XC JIHII.

B Toit ke cembe, momMumo aeneruu ¢.925 931del,
B reHe LDLR y nmoyepu U BHyKa nmpobaHma Oblia 00-
HapyXeHa elle OfHa HyKJIeoTUaHas 3aMeHa c. S§G>A
[p.(Gly20Arg)] B kogupytolieit obsactu reHa [7]. Mbl
3akmourii, uyto naHHbiii BHIT He cBsg3aH ¢ 3a0oiieBa-
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Kaunuuecxue cayuau

HUEM, T.K. TIPUCYTCTBYET Y 3MOPOBOTO BHYKa MpobaHIa
M OTCYTCTBYET Y OOJBIITMHCTBA WIEHOB CEMBU C TeTe-
posurotHoit CI'’XC. Hecmotps Ha To, yto BHII npu-
BOJUT K 3aMeHe IJIMIIMHA Ha apTUHUH B CUTHAJIbLHOM
nentune peuenrtopa JIHII, B HacTosiiee Bpems 6a3a
nanHbix ClinVar paccmMaTpuBaeT 3TOT BapUaHT Kak J0-
OpoKavyecTBeHHBI, a HE TTAaTOTEHHBIN, YTO TTONTBEPXK-
JeHO U (PYHKIIMOHAIBHBIMU TeCTaMU Ha aKTUBHOCTH
peuentopa JIHIT [§].

Crnenyer OTMETHTb, YTO, HECMOTpPS Ha IPOBO-
IUMYIO TUTIOJIMITUAEMUYECKYIO Tepanuio y MpobaH-
na, uenesbix ypoBHeit XC JIHIT pocTuub He ynanocCh.
Vposenb XC JIHIT y npobanaga 3HaYMMO BBIIIIE, YEM
Y POINCTBEHHUKOB, YTO MOXET OBITh CBSI3aHO C COITYT-
ctBytoriuM CJII 2 tuna. OnucaHue ciayyasi SBisieT-
CS PEeTPOCTIEKTUBHBIM, JIeUeHUE TEPBLIX MaIlMeHTOB
¢ npuMeHeHueM uHrudbutopoB PCSK9 B pecrybirike
cTajo Bo3MOXHbIM B 2018-2019rr, mosToMy y npobaH-
Ja ux He nmpuMeHsin. Kpome Toro, BEIOOp pexxnmMa ru-
MOJIUTTUIEMUYECKO Tepanuu ObUT OTpaHUYeH COTIYT-
CTBYIOIIEH OHKOIATOJIOTHEN KUIIeUHUKa y MpobaH/a,
KOTOpasi B MOCJIENyIOIIeM MpuBeia K ero rudenu. 1oub
MmpobaHaa OT YCWICHUSI peXuMa TUITOJUTTAIEeMUYe-
CKOW Tepanuu B JaHHBI MOMEHT KaTerOpUYECKU OT-
kasbiBaetrcs. MHbopMaims o MpoBOAUMON Tepanuu
Yy cecTpbl ITpoOaHIa OTCYTCTBYET B CBSI3U C €€ IMepees-
JIOM B JIPYTOil peTUOH TOCJie TIePEeHEeCEHHO! onepauu
AKIII.

IManuentel ¢ CI'XC umerot 2,5-10-kpaTtHo yBenu-
yeHHbI puck CC3 atepocKIepOTUYECKOTO TeHe3a Mo
CPaBHEHMUIO C TPYIMO KOHTPOJS, OMHAKO B TEX CIIy-
yasx, korna CI'XC nuarHocTupoBaHa B paHHEM BO3-
pacte W MPUHSTHI Mepbl Mo ee jeyeHuto, puck CC3
CYLIECTBEHHO CHUXaeTcs (mpubiusureabHo Ha 80%)
[9]. Kackannbiii aHanu3 npu CI'XC, Bkitoyasi reHe-
THYECKOe TECTUPOBAHME, KOTIAa OHO JOCTYITHO, WU
onpeneneHure ypoHss XC JIHII, Korma reHeTuueckoe
TECTUPOBAHUE HETOCTYITHO, MOKa3aJl KOHOMUYECKYIO
3 PEKTUBHOCTD 151 UACHTU(MUKALIUM HOBBIX ClyyaeB
CI'XC [10], yeMy B HacTosllee BpeMsi CIIOCOOCTBYET
CHIDXEHWE CTOMMOCTH TeHEeTUUECKMX aHATM30B TP UC-
MOJIb30BAaHUM CEKBEHUPOBaHUS HOBOTO MTOKojieHus [9].

Teuenne CI'XC MOXeT XxapaKTepu30BaTbCs Bapu-
a0eJTbHOCTBIO KIIMHUYECKUX TIPOSIBJICHUI JaXe Y JIUII,
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