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FeHoamnarHocTMKa HacneaCcTBEHHOW runepxonecTtepuHeMum (Hanbornee pacnpocTpaHeHHbIE 9K3OHbI
reHoB LDLR, PCSK9, APOB100)

MNokasaTenb PesynbTaTt Ped. 3HaueHusn
[MaToreHHbIX BapuaHToB B 3k30He 9 reHa | [laToreHHbIX BapnaHTOB B 3k30He 9 reHa
Wcenepgosanue ak3oHa 9 reHa LDLR
LDLR obHapyxeHo He Obino LDLR o6HapyxeHo He 6bino
lMaToreHHbIX BapnaHToB B 3k30He 10 [MaToreHHbIX BapuaHToB B 3k30He 10 reHa
Mceneposanue ak3oHa 10 reHa LDLR
reHa LDLR obHapyxeHo He 6bino LDLR o6Hapy»eHo He 6bino
[MaToreHHbIX BapnaHToB B 3K30He 7 reHa | [laToreHHbIX BapnaHTOB B 3K30HE 7 reHa
McenepgoBaHune ak3oHa 7 reHa PCSK9
PCSK9 obHapyxeHo He 6bIno PCSK9 obHapyxeHo He 6bino
[MaToreHHbIX BapnaHToB B 26-0M 3k30He | [laTOreHHbIX BapuaHToB B 26- OM 3K30HE
WcenepgosaHune 26-ro ak3oHa reHa APOB100
reHa APOB100 BbIsiBNeHO He 6bino reHa APOB BbisiBneHo He Obino
OOGHapyXeH NaToreHHbl BapuaHT B
3k30He 4 reHa LDLR: reTepo3uroTHoin [MaToreHHbIX BapMaHToOB B 3K30He 4 reHa
Mcecneposanue ak3oHa 4 reHa LDLR .
naTtoreHHbIn BapnaHT p.G123H LDLR o6HapyxeHo He 6bino
(rs12345)

KommeHTapuu k npobe: OTpuuatenbHbiil pedynbTaT UCCnefoBaHns NaToOreHHbIX BapuaHToB B 26-0M 3k30He reHa APOB
3HauYNTENbHO CHMXaeT BeposaTHocTb APOB-accoumnMpoBaHHOW ceMeNHOM runepxonecrtepuHemum. OfHako, B O4eHb peKux cryyvasx
MyTaLuu MoryT obHapyxumBaTbCsl B ApYrMx pernoHax reHa APOB, koTopble He uccrnenyoTes B 4aHHOM Tecte. MyTaumm B reHe APOB
ABNAIOTCS NpuYnHOn okorno 5-10% cny4vaes cemeinHon runepxonectepuHemun.Mytauun B reHax LDLR n PCSK9 aenatoTcsa npuymHomn
70-95% Bcex criyyaeB pa3BUTUSi CEMENHOW rmnepxonecTtepMHeMun, NO3TOMY Npu oTpuULATENbHOM pe3yrnbTaTe reHOTUNMPOBaHUS reHa
APOB pekomeHayeTcst uccnegosatb Ha abeppauumm reHbsl LDLR n PCSKO.

CemelHas rmnepxonectepMHeMus — ogHO 13 Haubonee pacnpocTpaHEHHbIX BPOXXAEHHbLIX MeTabonNnMyecknx HapyLLeHW.
BctpevaemocTtb retepo3urotHor popmel - 1:300-500 yen., romosurotHon — 1:1000000 yen. N'eH APOB pacnonoxeH Ha KOPOTKOM
nneye 2 xpomocomsl (2p24.1), BkntoyaeT B cebs 29 ak3oHos (MIM: 107730). BonblumMHCTBO natoreHHbIx MyTaunin APOB oTHocATCS K
MUCCEHC-MYyTaumaMm B peLentop-caa3biBatoieM gomeHe APOB100, B pesynbTaTte KOTOPON M3MEHEHHbIN KOOOH Ha4yMHaeT KoanposaTb
Apyryto aMuHokucnoTy. Hanbonee pacnpocTpaHeHHbI BapuaHT B EBPOMNENCKON NONyNAunmM — 3aMeHa aMMHOKMCIIOTbI aprMHUH Ha
rnyTamuH B nonoxexuun 3527 (p.Arg3527GIn). iameHeHHbIn APOB100 cHuxaeT adpdmHHocTb JIMHIM-peuentopa k JIMHM kpoBwu, 4To
NpUBOOUT K HEAOCTATOYHON UX YTUIM3aLUUn U MOBLILUEHHOMY OTIIOXKEHMIO B TKAHAX U cocyaax. TeCcT peKoMeHAyeTCst AOMNOMHATh
KOMMIEKCOM aneKkTpodopesa NMnuaoB ¢ TMNMPOBaHUEM runepnunuaemMun. PassepHyToe 3akntoyeHne B COOTBETCTBUN C
pekomeHgauuamm HGVS n EMGQN moxeT 6bITb NpegocTasieHo no 3anpocy. [peacraBneHHble AaHHbIE U MHTepnpeTaums
pe3ynbTaToB COOTBETCTBYHOT pekomeHaaumnsam-American College of Medical Genetics, a Takke European Molecular Genetics Quality
Network. Micnonb3yemble pechepeHcHble nocneaoBaTensHocTn - NG_011793.1. NameHeHus B reHe LDLR saBnstoTca npuymnHom
CeMerHOW rmnepxonecTepnHeMmmn: ayToCOMHO-A0OMUHAHTHOrO 3aboneBaHuns, XxapakTepuayLLEerocs yBermmyeHneM ypoBHS
XonecTtepuHa NMNonpoTENHOB HU3KOW NNOTHOCTN B CbIBOPOTKE KPOBU NPU HOPManbHOM ypoBHe Tpurnuuepuaos. e LDLR
pacnonoxeH Ha kKopoTkoM nnedve 19 xpomocomsl B no3uumm 13.2, conepxuT 18 ak3oHoB. OH KoampyeT 6enok, Ha3biBaeMbli
peLenTopoM NMNoNpoTENHOB HU3KOW MAIOTHOCTY U HEOBXOAUMBIN AN TpaHCNopTa NMUMNONPOTENHOB HU3KOW NITOTHOCTH U3 KPOBOTOKA B
knetku. N3sectHo 6onee 1600 myTauuii B 3TOM reHe. HekoTopble U3 3TUX reHEeTUYECKMX UBMEHEHUIN YMEHBLLAIOT KONTMYECTBO
peuenTopoB NUMONPOTENHOB HU3KOW NIIOTHOCTU, NPOAYLMPYEMbIX B KNeTKax; Apyrue - HapyLiatoT CnoCOBHOCTb peLenTopa yaansaTb
NUNONPOTENHbI HU3KOW NNOTHOCTM U3 KPoBKM. B pesynbTaTte niogun ¢ nsmeHeHnsmu B reHe LDLR nMetoT o4eHb BbICOKUIA YPOBEHb
XornecTepuHa B KpoBU. [ockonbKy M3ObITOYHBIN XONECTEPUH LMPKYNIMPYET B KDOBOTOKE, OH OTKINAaAbIBAETCS B TKAHAX, TAKMX Kak KoXa,
CYXOXUINUA N KOPOHapPHbIX apTepusxX. HakonneHne xonectepuHa B CTEHKaxX KOPOHaPHbIX apTepui 3HaUYUTENbHO YBENNYMBAET PUCK
CepAeYHO-COCYANCThIX 3aboneBaHuin. BonbLWMHCTBO Ntogen ¢ CEMENHOM rMNepxonecTepuHeEMmUEn HacneayT OOHY N3MEHEHHYO
konuto reHa LDLR oT 6onbHoOro poamTtens 1 ogHy HOpMarnbHYIO KOMUWIO reHa OT ApYyroro poaunTens, T.e. ABNATCA retepo3urotamm. Y
Takunx NauneHToB C poXaeHuUsi HabngaeTcsa runepxonecTrepMHemMus, Kotopas o6bl14HO OBHapYX1BaeTCA NPY PYTUHHOM
o6crneaoBaHMK; KNMHUYECK OTMEYaKTCs NMNOWAHAs Ayra POroBuLbl, CyXOXMWIbHbIE KCAHTOMbI (B YACTHOCTU, B 0GracTy ThiNbHOW
CTOPOHbI KUCTU U axMifioBa CyXOXUINS) UM CUMNTOMbI CEPAEYHO-COCYANCTLIX 3aboneannii. OTCYTCTBUE NEYEHUS 3HAUUTENBHO
yBeNnuuMBaeT pMUCK CepaeyHO-CoCyaNCTbIX 3aboneBaHniiy Taknx naumeHToB. Peako, YenoBek ¢ CEMeNHON rmnepxonectepnHemMmnen
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poxgaeTcs ¢ ABYMsi naTonorndyeckumm konuamu reHa LDLR (romosuroTa). Takne naumeHTbl 4ensTCA Ha ABe rpynnbl: C NOMHbIM
OTCYTCTBMEM aKTUBHOCTM peLenTopa fMUMNonpoTENHOB HU3KOW NNIOTHOCTU U T€, Y KOFr0 aKTUBHOCTb 3HAYUTENBHO CHUXKEHA, HO
OeTekTupyeTcs. YPOBEHb XONeCTeEPMHA NUMONPOTENHOB HU3KOW NMOTHOCTM Y TaKUX NaLMEHTOB 3HAUYNUTENbHO BhILLE, YEM Y
reTepo3uroT, ypoBeHb TPUrNULEpPMAOB B Npeaernax HOpMbl. Y MHOMMX NauMeHTOB C FOMO3UrOTHOW CEMENHOW rmnepxornecTrepMHeMuen B
AeTcTBe 06Hapy>XMBaKTCA KCAHTOMbI Ha pyKax, 3ansicTbsAX, MOKTAX, KOMEHsIX, NATKax, sroguuax. ATepocknepos 4acTo pa3BnBaeTcs
CHayana y KOpHs1 aopTbl, Fie BbI3bIBAET KNanaHHbIA UNW HagKNanaHHbI cTeHo3. Mpur3Hakm cepaeyvyHo-cocyamcTbix 3aboneBaHni
pasBuBatoTcs k 30 rogam, a YacTo 3HauMTENbHO paHbLue. Pa3BepHyToe 3aknioyeHne B COOTBETCTBUU ¢ pekomeHaaunsimm HGVS u
EMGQN moxeT ObITb NpefoCcTaBNeHO Mo 3anpocy.

MpeactaBneHHble AaHHbIE N MHTEpNpeTauus pe3ynbTaToB COOTBETCTBYIOT pekoMeHaauuam American College of Medical Genetics, a

Takke European Molecular Genetics Quality Network. icnonb3yemble pecepeHcHble nocnegoBatenbHocT - NG_009060.1, LDLR
RefSeqGene (LRG_274).
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