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TEHETUKA U JIIUTEHETUKA AVICTIAA3UM COEAMHUTEABHOU TKAHU

HWW axymepcTtBa u ruHekororuu uM. A.O. Orra C30 PAMH, BoernHo-MepunuHckag akapemusa uMm. C.M. Kuposa,

Caukr-IleTepOypr

B craThe npeacraBiieH 0030P COBPEMEHHBIX TOCTHKEHII e HOMUKYU U 3ITHT€HOMUKY YeJI0BeKa B UCCIEN0-
BaHHMU HACJEICTBEHHOH M MYJbTU(PAKTOPHON maTojoruu. JlaHo mpeacTraBiieHue 0 TeHeTHYEeCKOM TeCTH-
POBaHNH, TeHAX IPEIPACIOJI0KEHHOCTH, T€HHBIX CeTAX MyJbTH(AaKTOpHbIX 3ab6oaeBanuii (M®3) u ux
3HAYEHUH A PA3BUTUA IEPCOHATUSUPOBAHHOM, MPEINKTUBHON, MpeBeHTHBHON MenuuuHbl (ITTIIIM).
C mo3uiuu IITIIIM paccMoTpeHbI Mpo6JieMbl 3THOJIOTHHU U MATOTeHe3a TUCILIA3MI COeTUHUTEeILHON TKAHN
(ACT), nansI coBpeMeHHbIEe IPEACTABIEHUA 00 X TeHeTHKE, IIPUBEIeHbI MOJICKYIIPHO-TeHeTHUeCKHe IOI-
XOIbI M HOBBIE METOIbI TMAaTHOCTHKH, OCHOBHBIE TEXHOJOTUN NAeHTH(UKauy « IpuIuHHBIX» reHoB [ICT,
paccMoTpeH BKJan snmureHeTnueckux paxropos B paszsutue J[CT. BrickazaHo MHeHHE 0 HEOOXOTUMOCTH
KoMIuieKCHBIX uccaenoBaHuii JICT ¢ mo3sumuu cucTeMHON TNeHeTHKHU, BKJIIOUYAIONIel He TOJbKO MIeHTH-
(huKaLUI0 ¥ CTPYKTYPHBII AaHAJIU3 IPUYUHHBIX T€HOB, HO I MEXaHU3MbI dIINT€HETHUECKON PEryJIAuy UX
(yHKIMY HA Pa3HBIX YPOBHAX PeaIu3aIHi FeHeTHUeCKoll nHopMau.

Kntouesvie cnoea: ducnaasusi coeOuHUMeNbHOU MKAHU, UOCHMUPUKAYUS 2eH08, INUZEHEeMUYeCKAs De2Y-
NAYUS, CUCMEMHAS 2eHEeUKA.

Review of current achievements in human genomics and epigenomics in study of hereditary and mul-
tifactor pathology are presented. Genetic testing, genes of predisposition, gene nets of multifactor dis-
eases (MFD) and their role for development of Personalized Predictive Preventive Medicine (PPPM) are
described. Problem of connective tissue dysplasia (CTD) etiology and pathogenesis is presented from a
position of PPPM, current data about CTD genetics, molecular genetic approaches and new diagnostic
methods, main techniques of causal genes identification are presented, contribution of epigenetic fac-
tors in CTD development was considered. Author concluded necessity of complex CTD study from a posi-
tion of systemic genetics, including not only identification and structural analysis of casual genes, but
study of epigenetic regulatory mechanisms of their function on different levels of realization of genetic
information.

Key words: connective tissue dysplasia, identification of genes, epigenetic regulation, systemic genetics.
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JAKTUKY U JIeYeHUA MHOTMX MOHOIeHHBIX 3a00JeBa-
Hui. [llupokuM GpPOHTOM BeJeTcs HACTYIJIeHUE U Ha
MyJbTU(GAKTOPHYIO IIATOJOTUIO, B T.4. Ha 3a0oJeBa-
Husd, ceasanbie ¢ [[CT. elicTBUTEeNBHO, AJIA MHOTUX
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BKJIIOUAIOIEel He TOJbKO HAeHTU(MUKAIIUIO, HO U
WCUEePHBIBAINUN aHAJINU3 CTPYKTYPhl HPUUUHHBIX
TeHOB U WX (DYHKIMU Ha Pa3HBIX YPOBHSAX peasinsa-
1Y TeHeTUYeCcKoi nHpopMauu.
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