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OnucaH KINUHUYECKUIA Clyyaii FoMO3MUIoTHOM GOpPMbI runepxonectepuHemMum. Y naumneHTKy C Npr3Hakamu AUCnnasnm cCoefuHUTENb-
HOW TKaHW (NepepasrrbaHme TIOKTEBbIX 1 KOSIEHHBIX CYCTaBOB), HANIMUYMEM KCAHTOM Ha NTOKTAX 060UX PYK U Ha axUITOBbIX CyXOXKN-
NKAX, BbIAIBEHO NOBbILIEHKe 0bLero xonecteprHa Ao 15,36 Mmonb/n. Mpy TapreTHOM ceKBeHUPOBaHUM 14-TW reHOB, OTBETCTBEH-
HbIX 33 rMNepxoNecTepUHEMUIO BbiABNIEHO 2 BapuaHTa B reHe LDLR: ¢.1889G>C (p.S630T) n ¢.663_683dupCTGCAAGGACAAATCTG

AGGA B KOMNayHA-reTepo3UroTHOM COCTOAHNN.
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Clinical case of homozygous familial hypercholesterolemia
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This report describes a clinical case of homozygous hypercholesterolemia. A patient with signs of connective dysplasia (elbow and
knee joints hyperextension), presences xanthomatosis of on the elbows of both hands and on Achilles tendons showed an increase
in total cholesterol to 15.36 mmol/I. Target sequencing of 14 genes responsible for hypercholesterolemia revealed variants in LDLR
gene: c.1889G>C (p.5630T) and c.663_683dupCTGCAAGGACAAATCTGAGGA in a compound heterozygous form.
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eMeifHasi TUIepXoJIeCTepUHEMMS] — MOHOTEHHOE 3a-
OoJsieBaHUE, COMPOBOXKIAIOIIEECS 3HAYUTEIbHBIM
MOBBILIEHUEM YPOBHS XoJiecTeprHa B KpoBu. Han-
0oJiee 4YacTO BO3HUKAET BCAENCTBUE MyTallii B FeHaX pe-
LienTopa JUMONPOTEeMHOB HU3KOM roTHocTu (LDLR), ano-
JunorpoTerHa (ApoB) 1 IpOTeMHKOHBEPTA3bl CyOTUIIM3UH/
KekcuH 9-ro tuna (PCSKY9), a B pedKux ciydyasx — U B He-
KOTOPBIX Apyrux reHax. KNMHUuecku u MoieKkysspHO-Te-
HETUYECKH BBIACSIOT 2 (POpMBI CEMEIHOI TUIepXxoiecTe-

PUHEMUM: TeTEPO3UTOTHAS (YPOBEHb XOJECTEPUHA KPOBU
7,5-14 MMOJTB/IT) 1 TOMO3HUTOTHAST (YPOBEHbB XOJIECTEPHHA
KpoBU 14-26 MMOJIb/1T). YacToTy TeTepO3UTroTHOM (hOpMbI
oueHuBaoT B 1 Ha 200—500 yesioBeK, a TOMO3UTOTHOMN —
B 1 Ha 300000—1000000 yenoBek, OMHAKO, BEPOSITHEE BCE-
ro, 3TU UU@PbI 3aHUKEHBI BCJAEACTBUE TUTTOAMATHOCTUKI
JaHHoro coctosiHusl [1]. B ;aHHOM cOOOIIEHUN MbI TIPUBO-
UM KJIMHUYECKoe HaOIoieHre MalueHTKU ¢ TOMO3UTOT-
HOI1 (popMO¥i TUTIEPXOIeCTEPUHEMUU.

MEONUNHCKAA TEHETUKA. 2020. N25

39



KPATKWE COOBLLEHNA

IMauuentka I'. 2001 roma poxaeHusi, odbpaTtuiach
B KiimHuKy ynpasiaeHus 310poBbeM (CeueHOBCKUN YHU-
BEPCUTET) € Xajgo0aMu Ha OOILIYIO ¢1abOCTh, SMU30/bI
TIPECUHKOITAIBHBIX COCTOSTHUAI B AYIITHOM ITOMEIIICHUU.
Dnu3oanueckKu 0eCIOKOZT TOIIHOTa M PBOTa BO BpeMs
IBUXEHUs TpaHcnopTa. B Bo3pacte 10 jieT y malimeHTKU
MOSIBUJIACh KCaHTOMa B 00JIACTH JIEBOTO JIOKTSI, KOTOpast
MeJIeHHO pocia. [Tpu OMoOXMMHUYECKOM aHalu3e KPOBU
ObUIO BBISIBJIEHO MOBBILIEHUE X0JIeCTEPUHA 10 16 MMOJIb/JI,
Teparnuu He 1ojydana. B Bo3pacre 15 jietT nmosiBuiach KCaH-
TOMa Ha IIPaBOM JIOKTE, B OMOXMMUYECKOM aHAT13e KPOBU
OTMEYEHO MOBbILIIEHUE X0JIeCTeprHa 10 21 MMOJIb/J1, Ha-
3HaYeHBbl CTATUHBI (aTOpBACTaTUH («IMIIPUMap»)) B JI0-
3e 10 Mr, 1mo3:ke 103y aTopBacTaTMHa yBeIudwiun 10 20 Mr
u najnee 10 40 MT ¢ TTOJIOKUTETbHBIM 3(PHeKTOM: YMEHB-
IIeHVEe TUaMeTpa KCaHTOM, ITaJicHIEe YPOBHS XOJIeCTePH-
Ha 10 8,1 mmosb/i, JIITHII go 6,52 mMmosb/i).

Ha MoMeHT o0cieqoBaHus MallMEHTKA CAMOCTOSITE b~
HO OTMEHWJIA TIPHEM TIpeIapaToB, YTO BEI3BAJIO TTOBHIIIIC-
HUe YpOBHI XosiecTepruHa. OrnepaTuBHbIE BMEIIATEIbCTBA:
ToH3mwIRKTOMUA B Bo3pacte 10 ner. Yacro OPBU, moBbI-
meHue Temrepatypsl 10 37 C 6e3 0coObIX MpuInH. Mno-
s cyaboii crerneHn. CeMeiHbIi aHaMHe3: pOAUTEIN Ha-
XOMSTCSI B KPOBHOPOACTBEHHOM Opake (TPoropoaHbIe Cro-
chl). [Ipn ceMeifHOM CKpUHUHTE y OTIa ITpobaHza (46 jer)
BBISIBJICHO TIOBBIIIICHUE XojecTeprHa 10 10,3 MMOJB/,
y matepu (43 roga) — oo 16,31 MMouib/J1, y Miiaaiuero opa-
ta (14 nmer) — 5,0 MMomb/11, y cTapiieit cectprl (21 rom)
- 5,71 MMomb/11. Y poauTeneil cepaeuHO-COCYIUCTBIX CO-
OBITUI HE OTMEYaIOCh, OTEL, CTPANAET caxapHbIM AMade-
TOM 2 THIIa, Je IO OTIOBCKOU JIMHUY TIepeHeC PaHHUMA
nHbapkT Muokapa B 40 jieT, ymep B 65 JIET OT ITIOBTOPHOI'O
nHdapkTa Muokapma. Ocmotp: TemocmoxeHne HOpMOCTe-
Huyeckoe. Poct 162 cm, Bec 51 kr. Koxka u BUIMMBbIe CIu-
3UCThIe HOPMaJIbHOI OKpacKu. TOHBI cepalia SICHbIE, PUT-
MUWYHbBIE, CUCTOJIMYECKUI 1IIyM Ha Bepxyllke cepaua. Ya-
CTOTa CEPIACYHBIX COKpAIeHUI 75 yiI/MUH, apTepraabHOe
nasienue 105/75 MM pt.cT. UMeroTcst mpu3Haku TuCILIa-
3UM COCIUHUTETLHON TKAHU: Mepepa3TuOaHne JTOKTEBBIX
¥ KOJICHHBIX CYCTaBOB. Ha JTOKTSIX 000MX PyK IIPUCYTCTBY-
JOT MHOKeCTBeHHbIe KcaHTOMBI oT 0,5 1o 1,5 cMm B nuame-
Tpe. Takke KCaHTOMbI OOHAPYKMBAIOTCSI HA aXUJIIOBBIX CY-
XOXKWJIMSIX I B 00J1aCTH TIATKY. JIMTIMIHOTO KOJIbIIA Ha Tie-
pudeprun POTOBUIIEI HE OTMEUACTCS

BuoxuMuyeckuit aHaan3 KPOBU: TPUTIHUICPU-

1e1 0,9 mvons/m, JITTHIT 13,8 mmomns/m, JITIBIT 1,1 mMons/,
JITIOHIT 0,41 mMmoib/n, xonectepuH 15,36 MMoJIb/J1.
OcTanbHble MoKa3aTeJu — Hopma. JlymiaekcHoe cKaHu-
poBaHMe 3KCTpaKpaHUAIbHBIX OTAEI0OB Opaxuoueaib-
HBIX COCYIOB: TeMOIMHAMUYECKH 3HAUNMOTO TTOPASKCHMS
He BbIsIBIIeHO. DXO-KI: 3HaUMMBIX OTKJIOHEHUIT OT HOPMBI
He BoIsIBIIeHO. DKI: TeHIEeHIMS K CUHYCOBOM TaXUKapInU.
Ha ocHOBaHMM KIIMHUYECKUX U JIAOOPATOPHBIX JAHHBIX ObIT
TOCTaBJICH JUATHO3: CeMeliHdas eunepxonecmepuremus; MHO-
JICECMBEHHDbILL KCAHMOMAMOo3».

B na6oparopuu ceaeKTUBHOTO CKpUHUHIa Meauko-
TeHETHUYECKOTO HAyYHOTO LIEHTpa OBIJIO TIPOBEICHO TapreT-
HOE CeKBEHHMPOBaHME 14-TH TeHOB, OTBETCTBEHHBIX 32 TH-
nepxosiectepruHeMnio. BeisiBiieHo 2 BapuanTa B reHe LDLR:

1. Ilarorennsiii BapuaHTt ¢.1889G>C (p.S630T) B re-
TEPO3UTOTHOM COCTOSIHMM. JIaHHBII BapuaHT ObL paHee
OIMCaH B JIUTEPAType Y MallMEHTOB C CEMEIHOM ayTOCOM-
HO-JIOMWHAHTHOM TUIIepX0JIeCTePUHEMUCH.

2. BapmaHT ¢ HeM3BeCTHBIM KIIMHUYECKUM 3HAYCHU-
eM c.663 683dupCTGCAAGGACAAATCTGAGGA B re-
TEPO3UTOTHOM COCTOSIHMM. DTOT BapUaHT He ObLI paHee
OITMCaH B JIUTepaType, OMHAKO B JaHHOM PEervoHe ornuca-
HBI TTATOT€HHBIC MYTALINH.

C 1enpio yCTaHOBJIEHUSI, B IIUC- WU TPAHC- TTOJI0-
KeHUM HAXOIATCS JaHHBIe BADUAHTHI, OBLI PEKOMEHIIO-
BaH ITOMCK BBISIBJICHHBIX BADUAHTOB Y POIUTEJICH ITall-
€HTKM, B HACTOsIIIIee BPpeMsI aHAIM3 HaXOIUTCs B pabo-
te. TakuM oOpa3oM, y MallMEHTKU BbISIBJIEHA 3HAYUMasI
TUTICPXOJIECTEPHHEMHUS ITPY HOPMAJIbHOM YPOBHE TPU-
ruuepunos, JITIBIT u JITTOHII, uto cBUAETEILCTBYET
o runepxoyiectepuHemun tumna I1A. BepositHee Bcero,
BBISIBJICHHBIC TIPU MOJIEKYISIPHO-TEHETUUYECKOM HCCIIe-
JIOBAaHWM BapHaHThI UMEIOT HEITOCPEACTBEHHOE OTHOIIIE-
HHUeE K HaOJl0gaeMoil KIMHUYEeCKOo KapTuHe. s moj-
TBEPKICHMST MAaTOTEHHOCTH BapyaHTa ¢ HEM3BECTHBIM
KJIMHUYECKNM 3HAaUYCHUEM HEOOXOMMMO ITOJYIUTh pe-
3yJbTaTHl 00CIeIOBaHNUS POICTBEHHUKOB MaIllMEHTKH.
VY OamKaWImuX poaCTBEHHUKOB IMAlIMEHTKN TaKXKe Ha-
Or0maeTCs MOBBIIIIEHNE YPOBHS XOJeCTeprHa, OMHAKO
HE HaCTOJIbKO BhIPaXKEHHOE, UTO MO3BOJSIET MPEAI0oI0-
KHUTh HAJIMIUE Y HUX T€TePO3UTOTHOM (POPMBI THUTIEPXO-
JIECTEpUHEMUHU U PEKOMEHI0BaTh CBOEBpEMEHHOE 00pa-
IIeHWE 32 MEIUIIMHCKOM ITOMOIIBIO Ha TOKJIMHUIECKOM
9Tane 3aboyieBaHUsI.

BbiBOAbI

[Tpu mono3peHnn Ha HACJAeACTBEHHYIO TUTIePXOJIeCTe-
PUHEMUIO KpaliHe BaxKHO MPOBENeHUE FeHETUYECKOTO UC-
clIeI0BaHUSsI, KOTOPOE MO3BOJISIET YTOUYHUTD MPOrHO3 IS
npoOaHaa U ero poACTBEHHUKOB, a TAKXKe OMpPeNeIUTh
PUCK TSI IETOPOKICHUS.

I1pu BBISIBAEHUU PEIKMX TOMO3UTOTHBIX CJIy4aeB M-
MepXoJeCTEePUHEMUMN HEOOX0oaMa MOXMU3HEHHAs Tepa-
Musl, HampaBJeHHasl HA CHUXKEHME YPOBHS XOJIeCTepUHa.
AJleKBaTHBII ToAOOp MpenapaToB MO3BOJISIET CYLIECTBEH-
HO CHU3UTb PUCK XKU3HEYTPOXKAAIOIIMX OCIOKHEHUM TH-
TIePX0JICCTCPUHEMUH.
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