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1. YTO TAKOE BOJIE3Hb BJIAY/IOBEHWUJIbHbIN CAPKOUO,03

1.1 Y710 3TO Takoe?

CnHaopom bnay aBnaeTcsa reHeTU4Yeckmm 3abonesaHueM. Y nayneHToB
MPUCYTCTBYIOT KOXKHas CbiMb, apTPUT N yBenT. MOryT nopa>katbcs "
Apyrue opraHbl, a TakXXe oTMevaeTcsa nepnogmnyeckas nmxopanka.
CnHaopom bnay aBnsgeTca TEPMUHOM, UCMOJIb3YEMbIM A1 CEMENHbIX
dopm 60s1e3HKN, HO MOFYT UMETb MECTO TaKXXe 1 cnopaanyeckme
hOpMbl, U3BECTHbIE KaK IOBEHUIbHLIN capkonnos (KOC).

1.2 Kak 4yacTo BcTpe4yaeTca 31O 3aboneBaHue?

YacToTa He n3BecTHa. 3TO 04eHb peakoe 3abonesaHne, KoTopoe
rnopakaeT neTen paHHero Bo3pacTa (B OCHOBHOM [0 5 f1ieT) u, ec/in ero
He NIe4YnTb, NAUMNEHTY CTaHOBUTCA BCe Xy>Ke. C MOMEHTa OTKPbITUSA
COOTBETCTBYIOLLEro reHa gaHHoe 3aboneBaHne oMarHOCTUpPyeTCs
yalle, 4YTO NO3BOUT AaTb Boslee TOYHYIO OLEHKY ero
pacnpoCTPaHEHHOCTU N eCTECTBEHHOW NCTOPUMN.

1.3 KakoBbl Npu4uHbI 3aboneBaHma?

CunHaopom bnay saBnsaeTcsa reHeTU4Yeckmm 3abonesaHnem. leH,
n3BeCcTHbIN noa Ha3BaHMem NOD2 (cuHoHuM - CARD15), koanpyeT
6enok, nrpatoLwmin posb B UMMYHO-BOCMannNTeNbHOM oTBeTe. Ecnnm aToT
reH HeceT B cebe MyTauuio, Kak npu cmHapome bnay, 6enok He
dDYHKLUNOHMPYET O0J/IXKHbIM 06pa30oM, 1N pa3BMBaAETCA XPOHUYECKOE
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BoCMnasieHne c obpa3soBaHMEM rpaHyJsieM B Pa3/INYHbIX OpraHax u
TKaHAX opraHm3aMa. [ns rpaHynem xapakTepHbl 40JIFOXXUBYLLME
KNacTepbl KJIETOK, CBA3aHHbIE C BOCMasleHneM 1 cnocobHble HapyLLINTb
HOPMabHYIO CTPYKTYPY U PYHKLMOHUPOBAHME Pa3/INYHbIX OPraHOB U
TKaHen,

1.4 fiBnsertca nu 310 3aboneBaHue HacsieaCTBEHHbIM?

HNaHHoe 3aboneBaHne HacneayeTcsad Kak ayTOCOMHO-AOMUHAHTHOE (3TO0
O3Ha4aeT, 4YTO OHO He CBA3aHO C MOJIOM M 4TO, MO KPpanHen mepe, y
OLHOro N3 poanTenen Oo/IXKHbl 0OTMeYaTbCAa CUMMTOMbI 3aboneBaHus).
ITOT TUMN Nepeaayvn o3HavYaeT, 4TO ANd TOoro, 4HTobbl YHeNoBEK NME
cuHapoMm bnay, emy TpebyeTca TONbKO OAUH MYTaHTHbIN FeH: NMbo oT
MaTepu, nmbo ot oTtua. Mpun KOC, To eCcTb Npu cnopaanyeckon popme
3aboneBaHus, MyTaums BO3HMKaAET Y CaMOro nayueHTa, Torga Kak oba
ero poaunTens 300poBbl. ECIM NnauneHT ABISETCA HOCUTENIEM reHa, OH
byneTt cTpagaTb OT AaHHOro 3abonesaHuna. Ecnm oanH ns poantenemn
nmeeT cnHapom bnay, To umeetca 50%-Haa BEPOATHOCTb TOrO, YTO €ro
pebeHoOK byaeT cTpanaTb OT 3TOoro 3aboneBaHuns.

1.5 MNouemy Mmon pebeHOK 3abonen 3Ttom 6onesHbIO? MOXXHO M
npenoTBpaTUTbL AaHHoe 3aboneBaHue?
PebeHOK nmeeT 3abosieBaHMe, NMOTOMY YTO OH ABJISETCA HOCUTENIEM
reHOB, KOTOpPble BbI3bIBAOT CMHAPOM Bbnay. B HacTosLlee BpeMs 3TO
3aboneBaHme He MoXKeT BbITb NPeaoTBpPaLLEHO, HO ero CUMMTOMbI
MO>XHO JIeYUTb.

1.6 iBnaetcsa nm 310 3aboneBaHme UHPEKLNOHHbIM?
HeT.

1.7 KakoBbl OCHOBHbI€ CUMNTOMbDI?

OCHOBHbIMU CMMNTOMaMN 3aboneBaHUsA ABNAETCA KJIMHNYEeCcKas
Tpuaga: apTpuT, 4epMaTuUT U yBeuT. HavasibHble CUMNTOMbI BKJ1IOHAIOT
TUMWYHYIO 3K3aHTEMY C KPOLUEYHbIMUN KPYIJIbIMUA KOXKHbIMU
BbICbIMAaHUAMMN, KOTOPbIE BapbupPYyIOT B LiBeTe OT 6/1e4HO0-p0O30BOro A0
XKEeNTO-KOPUYHEBOI0 N A0 MHTEHCMBHOMN 3puTeMbl. C rogamMm Cbifb TO
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npunbbiBaeT, To ybbiBaeT. ApTpuUT aBngeTcsa Hanbonee
pacnpoCTpaHEeHHbIM MPOSBAEHNEM, HA4YNHAA C MEPBOro AeCATUIETUS
XKN3HW. iIMeeT MecTo onyxaHue CyCTaBOB, BHavajle C COXPaHEHNEM UX
noasm»xHoCcTn. Co BpeMeHeM MOryT pa3BMBaTbCHA OrpaHuU4YeHune
OBVXeHUA, gedopmMaynm n 3po3nn. YeeuT (BocnasieHne pany>XHomn
060/104KK rNasa) ABNseTca Hanbonee yrpoXkatoLwmMm NPosiBJIEHNEM, TaK
KaK OH 4YacCTO CBSA3aH C OCJIOXKHEHUAMU (KaTapakTa, NMoBbILLIEHMNE
BHYTPWUIr/1a3HOr0 AaB/IEHUSA) U, €CJIN ero He NIeYnTb, TO 3TO MOXET
MPUBECTUN K CHUXXEHUIO 3PEHUS.

KpomMe Toro, rpaHysieMaTO3HOE BOCMasieHNe MOXET MOBAUATbL U Ha
Apyrune opraHbl, B pe3ysibTaTe Yero pa3BMBalOTCA TakKMe CUMMTOMbI KakK
CHV>XEeHNE PYHKLNN NErKUX UK MOYEK, NOBbILLEHVE apTEPUASIbHOr0
OABIEHNS NN BO3BPaTHas nMxopagka.

1.8 OauHaKOBO Nin nposaBnseTca 3aboneBaHue y Bcex peten?
3abosnieBaHMe NPosABNAETCS Y pa3HbIX OeTell HeOANHAKOBO. Kpome
TOro, TUMN N TSXKECTb CMMMNTOMOB MOIYT U3MEHSATbLCS MO Mepe
B3pocneHunsn pebeHka. bonesHb nporpeccupyeT, ecn ee He NIe4YnTb, U
CUMNTOMBbI OyAYT pa3BUBATLCSA COOTBETCTBEHHO.
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