




















(HapacTaHW€ KOMMMHOCTH TPMIUIETOB B TMOKOJEHUAX, AaCCOLMUPOBAHHOE C YTSHKENCHHEM
KIMHHYECKUX miposiBnenuit). B To ke Bpems OGuoxumuueckuii denorun stux Oonesueit (T. e.
(deHoTUNHYECKHE CIIEACTBHA aMIUVIMOUKALWK TPHIUIETOB), MOBHAMMOMY, cneuuduyeH nns
OMpe/IeNieHHbIX  HO30J0rMYECKUX (GOpPM ¥ MOXKET 6bIThb CBA3aH, KaK C HAPYUIEHUAMH BBICLIMX
yPOBHE#H CTPYKTYpPHOH OpraHu3allii reHOB U KOHTPOJS MX DKCIPECCHH TaK M CO CTPYKTYPHbIMH
aHOMAJTUAMH GeNKOB — MPOAYKTOB.

B ue/oM, HEOJHO3HAYHOCTh B3aMMOOTHOIUEHHH MEXKIY TNEpPBHYHBIM TE€HETHYECKUM
nedexrom, 6noxumuyeckum GeHOTHNOM OGONE3HHM M €€  KIMHUYECKOW CUMITOMATHKOH — 3TO
Gonbiias npobneMa COBPEMEHHOW* MONICKY/ISPHOW TEHETHKH YeJIOBEKa, aKTyalbHOCTb KOTOPOH
CTAaHOBWTCA OuYeBHAHOM Ha ¢QoHe OypHoro nmnporpecca B H3YYEHHWM HYKJICOTHAHBIX
NOC/EI0BATE/IbHOCTEH MeHOMA YesioBeKa M MO3MLUMOHHOrO KJIOHHpoBaHMs reHoB Gonesneil. C
NO3ULMIA KIACCHYECKOM IEHETHKH Pa3jinyHble BAPHAHTHI COOTHOLICHHH MeHOTHI-(EHOTHIT MOTYT
TPAKTOBAaTbCA KaK pe3y/ibTaT BapHabenbHOW SKCMPECCHBHOCTH MJIM MEHETPAHTHOCTH MYTaHTHBIX
anjieneil Wik NelcTBUS reHOB-MOAU(HKATOPOB W reHOB-CynpeccopoB. [To Bcell BEPOATHOCTH, 3TH
noHATHS POPMaNbLHON I'eHETUKH TPeOYIOT MONEKY/ISPHO-NeHETHYECKOH KOHKPETH3alluH, KOTOpas,
1o Mepe nporpeccupoBaHus o0pallieHHOH reHETUKH CTAHOBMTCA ee Omkaiiuiei 3aaye.
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MOLECULAR GENETIC HETEROOGENEITY OF INHERITED DISEASES
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St. Petersburg

The review describes the results of the investigations into molecular heterogeneity of monogenic inherited
diseases which could be revealed at the levels of the structure of md#tant genes, biochemical phenotype of disease and
its clinical manifestations. The multilocus origin of some diseases, the patterns of gene mutations, their types, the
bloaks of the gene expression and the variability of the biochemical phenotypes of diseasese are characterized.The
data concerning trans—acting mutations causing the specific secondary alterations of the biochemical phenotype and
corresponding clinical manifestations are summarized. Some mechanisms of the suppression of pathological
phenotype are analyzed.
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