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AKTyanbHOCTb  OoJyie3Hell,  OOYCJOBJIEHHBIX  ASMUT€HETHYECKMM  HWMIIPHHTUHIOM,
IPOAMKTOBAHA HEOCTATOYHON M3YYEHHOCThIO MEXaHN3MOB UMIIPUHTHHIA U COBEPILIEH CTBOBAHUEM
METOAOB  MOJIEKYJISpHOW  JUAarHOCTUKH,  Ojarojapss  KOTOPBIM  BBIABISIOTCA  HOBBIE
UMIIPUHTUPOBAHHBIC YYAaCTKH B TCHOME YEJIOBEKa.

I'eHOMHBIN UMITPUHTUHT — BIUTCHETUYECKUN rpouecc, npu
KOTOPOM JKCIIPECCUS OTACIBHBIX T'€HOB OCYIIECTBISAECTCI B 3aBUCUMOCTH OT TOrO, OT KaKoOro
pomuTens mocTynuiau ajuiend. HaciiegoBaHue NpU3HAKOB, ONPENEISAEMBIX HMIIPUHTHPYEMBIMU
renamu (MI'), mpoucxomut He no 3akoHaM Menzaensa. OCHOBHBIMU MEXaHU3MaMH MMIIPUHTHHIA
ABILSIIOTCS nporecchl MetriupoBanust JTHK, Monudukanum rucToHOBEIX O€IKOB, 1eHCTBHE MabIX
PHK.

CornacHO TMOCIEIHUM MCCIENOBaHUSAM y denoBeka obOHapyxeno 52 UL (1%
AKCIPECCUPYIOILENCS YacTU F'eHOMa), 24 U3 KOTOPBIX 3KCIPECCUPYIOTCS MAaTEPUHCKUMHM, a 28 —
OTILIOBCKUMH XpoMocomMamu. Hapymenus ux (yHKIMOHMPOBAHUS NPUBOAAT K Pa3BUTHUIO
IeHEeTHUYECKUX aHOMAaJIMi, KOTOpble 0OBEAUHAIOTCS B rpymily Oosie3Heit umnpuntunra (bU1).

Kpurepuem pans knaccupuKanuu Takux OOJE3HEH SABJIETCS YPOBEHb OpraHU3aluu
FEHETUYECKOro MaTepuaia, Ha KOTOpOM IposBisercsa 3Q ekt reHoMHoro umnputunra. Ha yposne
resomMa b sBisierca my3sIpHBIM 3aHOC, KOTOPBIM XapaKTEpU3yeTCsl aKTHMBHBIM pa3pacTaHUEM H
U3MEHEHUEM BOPCHH XOpUOHa, 4YTO Hapymaer ¢opMupoBaHHe aMHMOHAa M 3MOpuoHa. Ha
XPOMOCOMHOM YPOBHE -3TO OAHOPOAMUTEIBCKUE IeTePO- WIN U30AucoMuH. Ilocieqnue npuBogsaT K
Pa3BUTHUIO PELIECCUBHBIX 3a00J€BaHUM, TaK KAaK IOTOMKHM HAcJEQyIOT JABE KONHMM OIHOM H3
POIUTEIBCKUX XPOMOCOM, KOTOPBhIC UMEIOT UISHTUYHYIO mocienoBaTenbHocTh JJHK. K HaunGonee
yacTo BcTpevarommMcs bW oTtHocar: cunapom AHrenasmaHa, cuHApoM bexkButa—Bunemana,
cunspom Ilpanepa—Bumm, cunapom CunbBepa—Paccena, TpaH3UTOpHBIM HEOHATAIBHBIN CaXapHbIN
nuabeT W enblid psn Apyrux HapyieHuid. CHHIPOMBI XapaKTepU3YIOTCS HAaJMYUEM COYETaHHBIX
KIIMHUYECKUX CHUMIITOMOB, CBSI3aHHBIX C IOPAXKCHHEM LICHTPAJIBHONM HEPBHOM CHCTEMBI,
HapylIeHUEM IpoleccoB 0OMEHa BEILIECTB, POCTa, (PU3MUECKOIO U MHTEIUIEKTYyaJIbHOI'O Pa3BUTHUS.
[Hupokuii nuamna3oH U CXOXKECTb KIMHUYECKUX CHUMIITOMOB TpeOyeT aud@epeHIupoBaHHOIO U
IPaMOTHOTO MOAXO0AA K IOCTAHOBKE MPaBUJIBHOIO JuarHo3a. CoBpeMEHHbBIE METO Bl MOJIEKYJIISIPHO -
ICHETUYECKUX HCCIECNOBAaHUN II03BOJSAIOT BBIABUTH MHOIME HUMIIPUHTUPOBAaHHbIE TeHbL. Tak,
TEXHOJIOT'MsI CEKBEHHpOoBaHUs HOBOro nokosieHus (Next-Generation Sequencing) UCIOIb3yeTCs IS
MIOKCKa MyTalUil T€HOB, PETYJIUPYIOIIUX MPOLECChl UMIPUHTUHTA, 1epekToB MeTrimpoBanus U,
IIPY IOBTOPHBIX CIIy4asiX ITy3bIPHBIX 3aHOCOB U T.JI.

Takum 00pazom, 3HaHHE BPayOM-T€HETUKOM MEXaHU3MOB I'€HETHUECKUX U ANTUT€HETHY ECKUX
HapyleHud npu OOoJe3HSAX UMIPUHTUHIA, SBJISETCS HEOOXOJUMBIM YCIOBHEM ISl YIIy4YLIEHUS
Ka4yecTBa ['eHETHYECKOr0 KOHCYJIbTUPOBAHMS U JJIs pa3pabOTKN HOBBIX TEPANEBTHUECKUX CTpaTEruid
B JIeueHnu nmanuenTos ¢ bU.
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