FeHHble 6one3Hu

"eHHble 60ne3HN 06yCNOBNEHbI MyTaUMSMIN HA FEHHOM YPOBHE. ["eHHble 60Ne3HN O4YEHb
pas3HOPOOHbI MO KNNMHUYECKUM NposiBneHnsM. B HacToswee BpeMs n3asecTHo okono 4500 Takmx
6onesHein. HacnepoBaHue reHHbix 60ne3Hen MpPoncxoamT no npasuiam, BrepBble ONMCaHHbIM
"peropom MeHpenem. MeHHble 60NE3HU MOTYT UMETb Pa3NMYHbIE TUMbl HACNEOOBAHUS:
ayTOCOMHO-OOMUHAHTHbIN, 8y TOCOMHO-PELECCUBHBIN, X-CLUENNEHHbIA OOMUHAHTHbLINA U
peLeCcCUBHbINA, Y-CLENNeHHbIA 1 MUTOXOHAPWaNbHbIA. T HacnenoBaHWUs MyTauun B
muToxoHapuanbHo JHK Henoxox Ha knaccuyeckune BapuaHThbl.

MHorve reHbl BINSIOT HA OOPMUPOBAHME HECKOMNbKMX MPU3HAKOB (NNenoTponus), no3aTomMy
Npu MyTaumm Kakoro-nnbo reHa yacTo HabnaaT NopaxxeHne MHOrux opraHos. Hanpumep,
MyTaums reHa HGD (3921-923) npu ankanToHYpUMU NpYBOLMT K OTCYTCTBMIO OKCUAA3bI
FOMOreHTU3NHOBOW KMUCMOThI U YBENMYEHWNIO COOEPXaHNSA rOMOreHTU3NHOBOW KUCNOThI B
opraHuame. Npu BblAENEHNN KUCNOTbI B 60NIbWOM KOIMYECTBE C MOYOW NOCNEeAHSs1 CTAHOBUTCS
O4YeHb TEMHON. [ OMOreHTM3nHOBas KUCnoTa 0TknanbpiBaeTcs B TKaHaX, npuaaBas
CYHEeBaTO-CEPYI0 OKPaCKy ckfiepaM 1 Koxe. HakonneHve KUCnoThbl B Xxpswax npusoauT K
pas3BUTUIO TAXENOM apTponaTum 1 nHsannamn3auum naLmeHTos.

HanpoTtus, B psaae cnyyaeB oaAMHaKoBas KNMHNYECKAS KapTUHA BO3MOXHA NPy MyTaumnsax
pasnnyHbIX reHoB. 13BecTHO 0k0no 80 NOKYCOB M30IMPOBAHHOM TYrOyXOCTU C PasHbiMU
TUnammn HacnegoBaHnsi. Ay TOCOMHO-PELIECCUBHAS TYrOyXOCTb 0ObIYHO NPOSIBNISETCS
TSXXENON CTEerneHbo

noTepu cnyxa ¢ poxaeHus pebéHka (nonHas getckas rnyxota). OHa MoXeT BblTb
obycnoeneHa mytaumsamm 6onee 4em B 30 noKycax, MHOrMe U3 HUX B HACTOSILLEE BPEMS
KapTMpOBaHbl 1 KTOHMPOBAHbI.

MyTaLI,VISI reHa npuBoounT K HApPyWwWeHto CMHTEe3a nonmnenTnoos. OcHOBHbIE BapmnaHTbl —
KOoNnn4yecTtBeHHble aHOMann (OTcyTCTBI/Ie CUHTE3a, ero N306bITOK NN He,D,OCTaTOK) n
KayeCTBEeHHble HapylWweHnAa — CUHTE3 aHoMasibHOM NMONUNenTUOHOW Lenu. MyTaLI,I/II/I,
Bbl3biBawolwne HacneaCcTteBeHHble 60ﬂe3HI/I, MOTyT 3atparmBaTtb CTPYKTYPHbIE, TPAHCMNOPTHbIE,
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amMbprioHanbHble 6enku n pepMeHTbl. B 3aBUCMOCTM OT TOro, KOHTPO/b Kakoro npoaykTa
OCYILECTBNSAET KOHKPETHbIN FeH 1 KAaKOB XxapakTep HapyLWeHWin npu MyTauuu,
COOTBETCTBYOWMM 06pa3oM pas3BépTbiBaeTCS naToreHe3 60nesHu.

n HTepeCHble CTaTbWn:

1) XpoHuyeckoe angody3HOe 1 rpaHynemMaTo3Hoe BocnaaeHme

2) [vnepnnacTnyeckue paspacTtaHus
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3) 2cTagums nMxopanoyHOro COCTOSAHUS
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