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Knnanyeckuii mpuMep nauydeHTa ¢ CEMEMHOM
TUIIEPXOJECTEPUHEMUENM, BBI3BBAHHOW HOBOM MyTalleH
c.1859G>C (p.W620S) B reHe perienTopa JUIONPOTEUHOB
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Clinical case of a patient with family hypercholesterolemia caused by mutation ¢.1859G>C (p.W620S)

in the gene of human low density lipoproteins receptor
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NBM — nunonpoTenHbl BLICOKON NNOTHOCTYW, JIHM — nMnonpoTenHsl Hu3koi nnotHocTn, MAP® — nonumopduam AIMH PECTPUKLIMOHHLIX dparmeHToB, CFXC — cemeitHas runepxonectepusemus, OXC — oBwwin

X0NecTepuH.

CewmeitHasa  runepxosnectepuHemMus (CI'XC)
He SBJSIETCS PAaclIpOCTPAHEHHBIM 3a00JIeBaHUEM, €€
CAMNTOMBI HE CrielM(UYHBI, B CBI3U C YEM OHA PEIKO
JNIMarHOCTUPYETCS, HO TIPU CBOEBPEMEHHOM BBISIBIEHUU
U JIEYEHUU BO3MOXHBI MpoduIaKThKa MPOorpeccupoBa-
HUSI aTepocKiiepo3a U OJaronpusTHbIA mporHo3s [1, 2].
Huxxe mnpuBOAMM KIMHWYECKU MpUMeEp NallMeHTa
MOJIOJOTO BO3pacTa, HE MMEIOIIEro KIIMHUYECKUX Mpo-
sBieHui atepockiiepo3a. JuarHoz CI'XC ycTaHOBIEeH
Ha OCHOBAaHWU JaHHbBIX JIMITUAHOTO CIIEKTPa U TeHeTUYe-
CKOTO MCCJIeJOBaHUS, TMO3BOJMBIIETO BBISIBUTH HOBYIO
MyTallMlI0 TeHa peuenTopa JUMONPOTEUNOB HU3KOMU
mwiotHoctH (JIHIT). HecMoTpst Ha u3BecTHBIN aHaAMHE3
W3MEHEHUI JUMUAHOro crnekrpa, auarHoctuka CI'XC
CTajla BO3MOXHa TocJie YIIyOJIeHHOro 1ieieHanpaBieH-
Horo oocyienoBaHus B I1eTpo3aBOICKOM TOCylapCTBEH-
HOM YHMBEpCUTeTe, Tae co3naH peructp 6oapHbIx CI'XC
B pecrniyonuke Kapenus. [eHeTnyeckuil aHaau3 mpoBO-
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Iuiu Ha 0aze MHCTUTyTa 3KCHEpUMEHTAIbHONM MeEau-
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IMauyeHt A., 44 rona, pycckuil. 3Hal O TIOBBILLIEHUU
ypoBHs xojiecteprHa (XC) ~8 jieT 10 JaHHOro oopalleHusl,
TUITOJTUTTUAEMUYECKIX TIperapaToB He TpuHuMan. OTelr
yMmep oT uHdapkra Muokapaa B Bospacte 40 jet. Ilocto-
STHHO 3aHMMAETCsl CIIOPTOM, BBICOKAsl TEPEHOCHMOCTD
Harpy3ok. Ooumii XC (OXC) — 10,6 mmons/i1, JIHIT —
8,7 MMOJIb/J, JMIMOIPOTEUIbl BBICOKON TUIOTHOCTH
(JIBIT) — 1,1 MMomB/M, TPATIULEPUABEI — 1,7 MMOJB/IT,
JIpyTHe TIOKa3aTeNy B Tipesieiax HopMbI. JlnarHocTupoBaHa
CI'XC, onpenenennas 1o Dutch Lipid Clinic (DLC). Kiu-
HMYECKHUX MPOSIBIEHUH aTepoCKIiepo3a HeT.

B Tewuenue 2 Jser mnpuHUMAaET aTopBacTaTUH
40 mr/cyr. IIpu satom OXC — 5,6 mMosnp/i, JIBIT —
1,37 mmonb/, JIHIT — 3,76 MMonb/1, TpUTTIULIEPUILI —
1,01 mmomnb/m. OT yBenmWYeHUS MO3bI KAaTETOPUYECKU
OTKa3aJICs B CBSA3U C AUCTIEITUYECKUMMU SIBJIEHUSIMU.
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Kaunuueckuii cayuaii

IIpu ocMmoTpe KcaHTena3M BeK, JIMITOMIHOM Jyru
pOTOBUIIBI, KcaHTOM cyxoxwiuii HeT. [lo opraHam
U cucTeMaM — 0e3 0COOEHHOCTEN.

[Ipn oOcieqoBaHUM NAHHBIX 3a WIIEMUYECKYIO
0oJie3Hb cepalla M aTepocKiepo3 mnepudepudecKux
COCYZIOB He TTOJTy4eHO.

[Tpu npoBeaeHNN MOJIEKYISIPHO-TEHETUIECKOTO aHa-
Jin3a OOHApYXKeH HEOOBbIYHBIN MAaTTEPH pa3leieHsI OMHO-
HUTEBBIX KOH(popMepoB B 13-0M 3K30HE IeHa perenropa
JIHIT (pucyHok 1, nopoxxka 1). ITo pe3ynbratam ceKBeHU-
POBaHUS y 3TOTO TAIlMeHTa OblIa OXapakTepr30BaHa HOBast
myTauus ¢.1859 G>C (W620S [W599S]), mpuBonsiias
K 3aMeHe TpunrtodaHa Ha CEpUH (PUCYHOK 2).

MyTaius y naiMeHTa HaXouTCsl B TeTEPO3UTOTHOM
cocrostHuu. [nst uaeHTurKamy 3Toil MyTaliuu MeTO-
JTIOM TIoJIMMOpdU3Ma JUIMH PECTPUKIIMOHHBIX (pparMeH-
toB (ITP®)-ananm3a ObUTa TTOMOOpaHa SHIOHYKIIEa3a
pectpuxkimu Taql. OnHOHYKJIEOTUAHAS 3aMeHa B cllydyae
MyTalluy TIPUBOIUT K TIOSBJIEHUIO caiiTa IUIsl PeCTPUK-
LMY, TIPK 3TOM 00pa3yloTcs aBa hparMeHTa JIuHoM 196
u 90 map HyKJI€OTUIOB.

OO0cienoBaHbl 1€TY NallMeHTa. Y 104epU BbISIBJICHBI
u3MeHeHus jgunuaHoro crexkrpa: OXC u JIHIT — 6.4
n 4,8 MMOJIB/JI, COOTBETCTBEHHO, M OOHApYKEHO, YTO
OHa yHacJieloBajia MyTallMIO, Y ChIHA JIMTTMIHBIN CTIEKTP
B IIpenesiax HOPMbI, MyTallusl He oOHapyxkeHa (pucy-
Hok 3). Cturm CI'’XC y neteit HeT.

Mytanusa c¢.1859 G>C Oblia HaiijieHa TOJBKO
B OJHOW ceMbe M3 BCeX O0OCIeNOBaHHBIX KUTEJIEH
pecnyonviku Kapenus.

[MpoBeneHre KackamHOTO CKPUHUHIA Y TIAIIMEHTOB
¢ CI'XC no3BoJsieT BbIIBIATh MyTalumto perientopa JIHTT
Y MOJIOJIBIX TIAIIMEHTOB Y COOTBETCTBEHHO OPUEHTUPOBATh
MX Ha paHHIOIO TTEPBUYHYIO MPOMWIAKTHKY aTepOCKIIepo3a.

DnekTpodopes npoBoaIn B 8% monvakpuIaMu-
HOM TeJjie, OKpallluBaHNe OPOMUCTBIM 3TUAUEM.

baazodaprnocmu. PaGora BBIMOJHEHA B paMKax
IMporpammel cTpaterndeckoro pazputust ®I'BOY BITO
“IleTpo3aBOJACKUI TOCYNapCTBEHHBI YHUBEPCUTET .
Hacrostimee wccienoBaHue ToAmepXaHO TPaHTOM
PODU Ne 15-04-03513a. CekBeHUpOBaHUE 00pa3LIOB
BBITIOJTHEHO C MCITOIh30BaHMEM 000PYIOBaHUS pecypce-
Horo 1eHtpa HayuHoro mapka CankT-Iletepdyprckoro
roCyIapCTBEHHOTO yHUBepcuTeTa “Pa3Butre Moseky-
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Ta aKkcnepToB HauuvoHanbHoro obLiecTsa no m3yyeHuio atepockneposa (HOA).
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Puc. 1 Tlouck mytauu c.1859 G>C B 3k30He 13 reHa peuentopa JIHIT
METOJIOM aHaju3a KOH(MOPMALMOHHOTO MoauMopdu3Ma OfHO-
HUTEBBIX (PAarMEHTOB [IE30KCUPUOOHYKIEMHOBOM KUCIIOTHI.

[Mpumeuanue: cTpenku Ha NOpOXKe | yKasbIBAalOT HAa PACIOIOXEHUE

OJTHOHUTEBBIX KOH(DOPMEPOB B 00paslie ¢ MyTal1ei.
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Hopma G A C A A AGTATTTTGGACAGATAT
Mytaywa G A C A A AGTATTTTOCG ACAGATAT
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Puc. 2 Wnentudukanus myrauuu c.1859 G>C meTonoM cekBEHUPO-
BaHMS.

[MpumeuaHue: MeCTO HECOBITAIEHUST CMBICTIOBOI HUTH 9K30Ha 13 06pa3-

11a ¢ MyTaLlMei NpU HAJOXEHUU Ha XPOMAaTOTpaMMe YKa3aHO CTPEJIKOM.
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Puc. 3 Wnentudukauus myrauuu c. 1859 C>G meromom I[1JPD-
aHaIM3a.

[pumeuanue: M — mapkep ¢ marom 100 m.H., 1, 3 — oOpasiibl ¢ MyTaLu-

eil (oTew 1 10Yb), 2 — obpasell 6e3 MyTalu (CbiH), 4 — OTpULIATENIbHBII

KOHTpOJIb (00paserr 6e3 Myrauuu). CiieBa ¥ ClipaBa MOAMICAHEBI pa3MephI

(parmMeHTOB.
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