daKkTopbl puckKa

Bce gpakTopbl prcka HapywatoT XUpo-6enkoBblii 0OMEH, BbI3biBasi FMNepavnuaemMunio,
rmnepxonecTepuHemMunio, 3HadnTenbHoe nporpeccupyouee nosbilweHne yposHs JIMNHIT v
NMOHI, nosiBneHne MoaNGOULMPOBAHHBIX ano-B-1nMnonpoTenHoB. MexaHn3Mbl 3TUX
HapyweHnin obMeHa pa3nnyHbl, XOTS MOTYT LOMONHATL APYr Apyra B NaTtoreHese
artepockieposa.

O6s13aTenbHO codeTaHue runepaunuaeM1n ¢ runepxonecTepuHeMmnein, NPUYEM HapyLweHus
Xupo-6enkoBoro obmeHa

, O4EBUOHO, HAYMHAKOTCS C N3MEHEHNs 0bMeHa xonectepuHa. HapyweHne 6anaHca
XONecTepuHa BO3MOXHO 3a CYET M3ObITOYHOrO NMOCTYMNNEHNS XONEeCTEPUHA C NULLEN,
N36bITOYHOrO CMHTE3a WM HapyWeHUsl ero BbiIBeAeHusl U3 opraHuama. B niobom cnyyae
BO3HUKAET AUCNUMONPOTENHEMUS, T.€. HAPYLIEHE COAEPXaHUs NMNONPOTENHOB B Nia3me
KPOBM 1 M3MEHEHME COOTHOLWEHNS NX (opakLUmMii. B 3aBUCMMOCTY OT NPUYMHbI BbIAENSIOT
rMNepaMnMaeMnn reHeTnyeckme (NepBuYHbIE), BTOPUYHBbIE Y aNMMEHTaPHbIE (CBSI3aHHbIE C
0COBEHHOCTSIMU NMUTAHUS).

0 FeHeTMyeckme runepnMnuaeMnA U runepxonectepuHeMun obycnoBneHbl
HacnencTBeHHbIMU HapyLUeHUSMU

nunuagHoro obmeHa. Mx yactota B nonynsiumm — oT 1 0o 2000 Ha 1 MAIH, 4YTO CBSI3aHO C
MyTaunsMmn onpenenéHHblX reHoB, Koampyowmx cnHtes n dyHkuuio JIMNMHIM-peuentopos
KNeTo4YHbIX MeMbpaH (Teopust atepockneposa NonbawTteHa—bpayHa), a Takxe apyrue
peakuun B npowecce obMeHa NMnonpoTENHOB.

[eHeTnYeckune runepamnonpoTenHeMmnn

NPOSBNAIOTCH BblpaXXEeHHbIM PaHHNM aTepoCKIepO30M, B NEPBYI0 04Yepenb, KOPOHAPHbIX
aptepwuii. I3aBecTHbI cnenyowme BUabl reHeTUYEeCKMX runepnmnuoemMmni.

¢ CemerHas runepxonecTepuHeMms, Korga BO3HMKaKT reHeTU4ecKne N3MeHeHNs,
npuBoAswWwme K geduumnTty Kneto4Hbix peuentopos JIMHI.

¢ CemeiHas runo-a-nmMnonpoTemHeMns obycnoBneHa reHeTU4ecknm gedpekTom
anonunonpoTenHoB A-l n A-Il, yto npmBoaUT K cHMXeHuto yposHs JIMBI, 6nokane obpaTtHOro
TpaHcrnopTa X0/iecTepuHa 1 B peadynbrate — AUCANMNONPOTENHEMUN N TUMEPXONECTEPUHEMUN.
0 BonesHb HakonMneHns aMpPoB XONECTEPUHA Y MONOABIX NIOAEN CBA3AHA C FTEHETUYECKMM
nedeKkTOM NMM30COManbHOM NMnasbl 1, COOTBETCTBEHHO, HapyLlweHnem katabonuama
XonecTepuHa.

¢ CemeiHas KOMOMHMPOBAHHASA TMNEPMNNOEMUS.

0 CeMeliHas TpurnuuepuaemMus.

["feHeTnyeckuin negekT, BbI3blBAOWWMA ABA NOCNEAHUX 38.60ﬂeBaHI/IFI, HEen3BeCTeH, HO OANnA
TOro N Opyroro XxapaktepHbl HacnegCcTtBeHHada rmnepnunnoeMma n gucnmnnonpoTenHeMns.
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dakTopbl pucKa

0 BTopuyHble runepnunuaemnm (Npv caxapHom anabete, runotTmpeose, HePPOTUHECKOM
CUHIpPOMe 1 Apyrux 3abonesaHusix) onvucaHbl B rnase 18.

0 A}'II/IMeHTaprIe rmnepnmnnoeMmnn ce43aHbl C OCODEHHOCTSIMU NUTAHUS.

n HTepeCHble CTaTbWn:

1) Onyxonm Xen4yHoro ny3blpsi

2) KnuHuka remoxpomarosa
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3)

[NepBUYHbIA BUNVAPHBIA LMPPO3
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