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Ecnu 3amMeHa aMMHOKHCIIOTHI IMPOUCXOAUT HA ITOBCPXHOCTHU MOJICKYJIbI FGMOFJ'IO6I/IH3., TO
9TO MyTallyAa IICPBOTO KilaCcCa HOI[O6HBIC MyTaloun OOBITHO HE COIIPOBOKIAIOTCA
pa3BUTHUCM TSKEIIOU [HaToJIornu, 1u 00J1e3Hb IIPOTCKACT OCCCUMIITTOMHO MCKJIFOUCHHE
COCTaBJICT CCPIIOBUIAHO-KIICTOUYHAA AaHCMMUA.

HpI/I 3aMeHE aMHUHOKHCJIOTHI BOJIN3HU reMa HapymacTCs CBA3bIBAHUC KUCIIOPOAA—3TO
MyTalusga BTOPOIr'o KiiacCa, COIIPOBOXKAAOIIAACA PA3BUTUCM 00JIe3HH.

Ecnu 3aMeHa mpouCXOUT BO BHYTPEHHEM Y4aCTKE MOJIEKYJIbI TeMONIOOUHA, TOBOPSIT O
TPEThEM KJIACCE MYTallUH; MOJOOHBIE MyTallMU MPUBOSIT K HAPYIICHUIO
NPOCTPAHCTBEHHOM CTPYKTYPBI U COOTBETCTBEHHO (PYHKIIMM T€MOITIOOMHA.




AHaNN3 aMUHOKUCNOTHbIX
nocnenoBaTeNbHOCTEN MyTALLMOHHO
U3MEHEHHbIX benKoBbIX Lenen
remornobuHa no3BosnA BbIABUTb
HECKO/IbKO HacNeaACTBEHHbIX
nedeKTos

femornobuHo3bl- 3abonesaHus, B
OCHOBE MX NeXKaT U3SMEHEHUSA
6enkoBbIX Lener remornobuHa

Tak, npu cepnoBUAHO-KNETOYHOM
aHEMWUM Y YeN0oBEKa aHOMA/IbHbIN
remornobuH BcneacTsne myraumm T | _
OT/INYAETCA OT HOPMA/IbHOTO v
3aMEHOM TONbKO OAHOWM
aMUHOKUCAOTbI (ryTamMUHOBOM
KUCNOTbl HA Ba/IvH).
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» Tlomy4aroT menTUIHBIC KapThl, HA KOTOPHIX B OTIPEICICHHOM MOPSJIKE pacmojiararoTcs MATHa,
COOTBETCTBYIOIIME OTACIBHBIM IenTHaaM. [Is9THa Ha menTUIHBIX KapTax remonioonHa A (HbA)
3JI0POBBIX JItofek 1 remoriioonHa S (HDS) 60abHBIX cepIIOBHIHOKICTOYHONM aHEMHECH
MPaKTUYECKU UACHTUYHBI, 32 OTHUM HCKIIoueHreM: B HbA npucyTcTByeT nentui, KoToporo
HET B TeMonioouHe 00abHbIX HDS.
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» Takum 006pa3zoM, cOaTaHCUPOBAHHBIN, OTPErYIUPOBAHHBIN META00IN3M HOPMAJIbHBIX
KJIETOK HapyliaeTcs. Y MyTaHTOB HAKAIUIMBAIOTCS B OOJBIIMX KOJIUYECTBAX OMPEICIICHHBIC
METa00IUTHI WM, HA0OOOPOT, NX KOJIMYECTBO PE3KO YMeHbIaeTcsa. MiMeHHo 3ta
0COOEHHOCTbh U3MEHEHHSI METa00IM3MAa UCIIOJIB3YETCs JIJISl aHAJIN3a OMOXUMUYECKUX
MEXAHU3MOB HEAJUIEIbHBIX B3aUMOJICHCTBUM.



