MuTtoxoHapHanbHble 3a00JI€BaHUSI CUYMUTAIOTCS OJHUMH M3 Hauboliee pacrnpoCTpaHEHHBIX
IFeHETUYECKUX HapylleHud obOmeHa BemiecTB. OcoOyro TIpyIIy COCTaBISIOT JIM30COMaJIbHBIE
00JIe3HN HAKOIUICHUS, OAHOW M3 (opM JaHHOU rpymnmsl siBisieTcs Oonesnp Padbpu (D). Ito
nporpeccupytoliee oppaHHOE HaCIEICTBEHHOE 3a00IeBaHNe OOMEHa BEILECTB, CLEIUIEHHOE C X-
XPOMOCOMOM, MyTaIust KoTopoi mpoucxoaut B GLA rene, kogupyromiem pepment aGalA, kak
CJIeZICTBHE HAOJIOAAETCSl YMEHbIIEHUE aKTUBHOCTH MJIM OTCYTCTBHE NAHHOTO (epMEHTa, YTO
NPUBOIUT K AHOMAJIbHOMY HAaKOTUICHHUIO TITMKO(OCHONUITNAOB 1 HAPYILIEHUIO OOMEHA BEILECTB.
Ileab 0030pHOM CTaTbu — pacCMOTPEHHE COBPEMEHHBIX JIMTEPAaTYPHBIX IMPEICTaBICHUH O
natoreHese, (pakTopax, UrparoIluX BaXHYIO pPOJIb B ITaTOreHe3e 3a00eBaHMs, aJl-

FOPUTMAX JUATHOCTUKH U JiedueHus: bd.

Marepuanbl U MeToAabl. B 0030pHOI cTaThe OBLIM MCMOIB30BAaHBI PAaOOTBl POCCHMCKHUX H
3apyOeKHBIX aBTOPOB, OIYOJMKOBAHHBIX HA MHTEPHET—IUIATPOPMAX U B IEUATHOM

BuJE 3a nociennue 10 ser.

PesyabTtaTrhl. B 0030pHOI craThbe paccMaTpUBAIOTCS  COBPEMEHHBIE JIMTEpaTypHbIE
IPEJCTaBICHUs] O KIMHUYECKUX TPOSBICHUSX, (AaKTOpax, HUIPAIOUIMX BaXKHYI pOJb B
JIMarHOCTHKE 3a00JIeBaHUsA, COBPEMEHHBIX aclleKTaX JAMArHOCTUKM M NpUHIUNAX jeyeHus bd.
[Tocneanue nccnenoBaHus JONOJHUIN TakKe HHPopMaiuio o0 snuaemuosnoruu bo.
3akirovenue. /{narsoctuka u jeyeHue b® 3HauUTEIBHO 3BOJIOLMOHUPOBAIIN B [TOCIEIHUE TObI
3a CUET COBEPLIEHCTBOBAHMS AJIrOPUTMOB OTOOpa MAalMEHTOB, Iporpecca B JAOOPATOpPHON U
MHCTPYMEHTAIBHON TUAarHOCTUKE NaTOJIOTHH, TOBBIIIEHUS JOCTYIIHOCTU JAHHBIX METOIOB AJIs
CBOEBPEMEHHOTO BBISIBJICHUS JaHHBIX KIIMHUYECKUX ciiydaeB. OJIHAKO, 0 CUX IO HE JOCTUTHYTO
MCYEPIBIBAIOIIEIO IOHUMAHUS JSTHOJOTMHU, IATOI€HE3a M COOTBETCTBEHHO KIMHUYECKHX
IPOsIBJICHUI 3a00J1€BaHMsl, YTO IPUBOJUT K MO3/HEN AMATHOCTUKE 3a00JIEBAHUS U OTCYTCTBUIO
CBOEBPEMEHHOM aTOreHEeTUUECKON Tepanuu, No3ToMy He00X0AUMBI AajbHEHIIINE UCCIIeI0BaHUS

JUTSL BBISICHEHUS! ()aKTOPOB, YYAaCTBYIOIIUX B PaHHEH JAMArHOCTHKE 3a00JICBaHUS Y MALUEHTOB C
b®.



