CemMeliHasi runepxonectepuHeMusi

CeMeliHas runepxonecTepuHeMmnst BKNo4YaeT HacneacTBEHHbIE DOPMbI HapyLeHns obMeHa
xonectepuHa. Hanbonee yactasi U3 HUX — cemeiHas runepxonectTepuHemMnsi, 0bycnoBneHHas
MyTaumsamn B reHe peuenTtopa nmnonpoTenHos HM3Kon nnotHocTu (JIMHI). 910 Bedér k
HapylweHWio TpaHcrnopTa 1 MeTabonnama XonectTepuHa, NoBbILEHNIO YPOBHS XONecTepnHa B
nnasme KpoBW, paHHEMY Pa3BUTUIO aTepockieposa.

N3BecTHO 6onee 1000 myTaumin reHa peuentopa JIMHI, pacnonoxeHHoro Ha xpomocome 19.
Bce MyTauum o6 beanHeHbl B Knacchl B 3aBUCUMOCTU OT Bbl3bIBAEMOr0 MMM BUAA
NMOBPEX AEHNS.

0 «HyneBble» MyTauuym NPUBOASIT K MONHOMY NMPEKPALLEHNIO CUHTE3a peLenTopHoro benka .

0 MyTtauum 2 knacca — HapyLleHne TpaHcrnopTa peLenTopHblX 6enkKoB K KNeTO4YHO
MOBEPXHOCTM, UX HAKOMNEHNE B SHAOMNNAa3MaTUYECKON CEeTHU.

0 MyTtaumn 3 knacca nopaxatoT LOMeH, OTBETCTBEHHbIN 3a ces3biBaHue JIMHIT ¢ peuentopom.

0 MyTtaumn 4 knacca — HapyweHue aHgoumtosa JINHI (nHTepHanusaumm).

0 MyTtauun 5 knacca — HapyweHo ocBobox aeHme JIMHIM oT peuenTopoB B MM30coMax KNeTku
N BO3BpPALLEHNE PEeLEnTOPOB Ha KNETOYHYIO NOBEPXHOCTb.

B HacTosiwee Bpems B KaXXAOM Knacce MyTaumii 06Hapy>XeHbl COTHU MyTaHTHbIX annenein.
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9dpchekTbl MyTaLMiA B reHe peLentopa MMNoONpoTeMHOB HU3KOM MNJIOTHOCTU

Knacc mytauumn

MocnepctBusa

Hynb-myTaums

OtcyTcTBYEeT Henok-peuenTop

LedbekT TpaHcrnopTa peuenTtopa K KNeTo4HOM NoBEPXHOCTU

OTCYTCTBYET MM YMEHbIUEHO YMCNO PELIENTOPOB Ha KIETOYHON MOBEPXHOCTU

,D,eCpeKT CBA3blBAHNA NUNONPOTENHOB

HopmanbHoe 4icno peLenTopoB, HO OTCYTCTBYET UM CHUXEHO cBsidbiBaHue JIMHI

LedekT nHTepHanmsaumm peLenTopos

HopmanbHoe yncno peuentopoB u ceasbiBaHue JIMNHI, oTCcyTCTBME UM CHUXEHME 3HO0UMTO3a
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IedbekT BO3BpaLLEeHMS PeLenToOpoB

HopmanbHoe 4yncno peuentopos, ceasbiBaHue JINHI n sHooumto3. OTCyTCTBUE UNU YMEHbLEHME AN

KnuHuyecku ons romo3uroTHON oopmbl CEMENHON rMnepxonecTepuHeMmnn xapakTepHbl 04eHb
BbICOKWI YPOBEHb XONEeCTeprHa B KPOBU, MOSABIEHNE KCAHTOM Ha KOXE U CYyXOXUMNSAX yXe B
neTckoM Bospacte. K nepuoay nonoBoro cCo3peBaHns BO3HUKAKOT NPU3HaKM aTepockneposa,
yalle BCero — nopaxeHne aopTbl 1 KOPOHAPHbLIX apTEPUiA, YTO NMPUBOONT K paHHEMY
passutuio NBC. Mpun Hanbonee Tsxénoi (romo3uroTHoi) goopme 6onesnHn NBC
obHapyxuBatoT yxe Kk 10 rogam, 25% 60nbHbIX yMupaloT B Bo3pacTe 1o 25 ner.
["eTepo3uroTHas (popmMa BbI3bIBAET Pa3BUTUE aTepockieposa B cpenHeM Ha 15-20 nert
paHblue, YEeM Y OCTallbHbIX NOAEN.

CratbM No MmeguUUHe:
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1) BapwuaHTbl Te4eHusi Tybepkynesa

2) BrtopuyHbii Ty6epkynés

3) Mopdonornyeckuii cybetpat Ab
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