IIporpamma kypca reneTuku aad 9 kiaacca JIMII-2017

Pa3znen 1. MartepuajbHble 0CHOBBI HacjeacTBeHHocTH. Pons JIHK B mepenaue nacnencrBeHHOM
uH(pOpMallii, OCOOCHHOCTH €€ CTPYKTYpbl, MaTpUYHbIE MPOLECCH: PEIUIMKAIUSA, TPAHCKPUIIIUS,
oOpaTHas TpaHCKPHUIIIUSA, TpaHCcIanusa. Paznuuns B opranu3anuu reHoB u nporeccuare PHK mexny

IPOKapUOTaMU M dyKapruoTamu. beiakoBas Hacne1CTBEHHOCTh U IPUOHHBIE 3a00JICBaHUS.

Pazgen 2. OCHOBBI IreHeTHMYECKOr0 AaHAJW3a. 3aKOHbI MeEHens, YCIOBUS WX BBIIOJIHEHUS H
NPUYMHBl  HEBBIIOJTHEHUS, JICTAIBHOCTh. BimsHHME cpenbl Ha  TPOSIBICHHE  ITPU3HAKOB,
E)KCHpeCCI/IBHOCTI:, HeHeTpaHTHOCTB, HHGﬁOTpOHHOC I[CﬁCTBH@ T'CHOB. A.HJICJ'II:HBIG BSaHMOHeﬁCTBHH,
MOJICKyJBIpHBIG MCXAaHU3MBbI HpOHBHeHI/IH JOMHUHAHTHOCTHU U pGI_IGCCI/IBHOCTI/I anneneﬁ, MCEXKaJICIJIbHAA
KOMILIEMEHTaIus. MeXreHHbIe B3aUMOJICHCTBHSI: KOMITJIEMEHTAPHOE JISHCTBUE T€HOB HAa OJIUH TOT )K€
MPU3HAK, JOMHUHAHTHBIH W PEIECCUBHBIN OIHUCTAa3, CYNPECCHUs, TOJUMEPHUS KyMYJISITUBHAs H

HCKYMYJIATHBHAs. ITonurennnie MMPU3HAKU U T'CHCTHKA KOJIMYCCTBCHHLIX ITPHU3HAKOB, I'CTCPO3UC.

Pazgen 3. MexaHu3sMbl KOMOMHATHBHOM HW3MEHYHMBOCTH. XPOMOCOMHAsI TEOpPHS, €€ OCHOBHBIC
MIOJIOXKEHUS, CLEIUICHHOE C II0JIOM HAacCleJIOBAHMUE, J0KA3aTeIbCTBA XPOMOCOMHOM JIOKaIU3alMHU
reHoB. ['amerorenes, meiio3, craaumu mpodasbl [, CHHANTOHEMHBIM KOMILIEKC W KPOCCHHTOBEP.
Komnencarnust 1036l reHa, KPUCC-KPOCC HACIE0BaHUE, IEPBUYHOE U BTOPUUYHOE HEPACXOXKIEHUE X-
xpomocoM nipo3oduinel. KpoccoBepHble rameTbl, NPUHIUMNBI TOCTPOEHUS TE€HETHYECKHX KapT.
MonekynspHble MOJETH PEKOMOMHAIMM, B3aUMOCBS3b KPOCCHMHTOBEpPa M KOHBEPCUU TE€HOB.
l'opuszonTaneHbll mEepeHoc TeHOB Yy Oakrepuid, F-mmasmuibl, KapTUpOBaHHE TI'€HOB IPOKAPHOT

MCTOJOM MPCPLIBAHNA KOHBIOTAllUH.

Pa3znen 4. OcHoBBI UTOTeHeTHKU. Mop(]oJIOTHS U CTPYKTYPHBIC DJIEMEHTHI XPOMOCOM, CIOCOOBI
muddepeHaIbHOro okpamuBanus xpomocom, meron FISH. Kapuotun uenoBeka, HOMEHKIIaTypa
XpOMOCOM  4YEJIOBEKa, MpaBuja 3allUCH  KapuoTUma. OyXpOMaTMH U  TIe€TEPOXPOMATHH,
SMHUTCHETUYECKUE MEXaHW3Mbl perysinuu  dkcrpeccur, MetwnupoBanue JIHK, renomHsii
UMIPUHTUHT. AHEYIUIOUIUU 4YelloBeKa, MNPUYMHBI 00pa3oBaHUs HecOaTaHCUPOBAHHBIX TIaMeT.
[TonuTeHHbIE XPOMOCOMBI JIBYKPBUIBIX M XPOMOCOMBI THIIA JAaMIOBBIX IIETOK IO3BOHOYHBIX,

0COOEHHOCTH MX CTPOCHHUSI.

Pa3nen 5. OcHOBBI MeTMIIMHCKON reHeTHKN. MOHOTEHHBIEC 3a00JIEBaHMsI YEJIOBEKA C PEIICCCUBHBIM
HaCJIeJOBaHUEM: X-CIEIUICHHbIE (TeMOo(uTus TUMa A, TaaTbTOHU3M) U ayTOCOMHBIE (MYKOBUCITUIO3,

(eHMIKETOHYpUS, AKANTOHYpHs). MOHOTCHHBIE 3a00JIEBAaHUS YETIOBEKA C IOMHHAHTHBIM



HacJe0BaHUEM: X-CIeIUIeHHBIEC (CHHIpoM PeTTa, CHHIPOM JTIOMKON X-XpOMOCOMBI) M ayTOCOMHBIE
(curmpom Dnepca-Jlanmno, xopest XaHTUHTTOHA). 3a00JIeBaHUS, HACIECTYEMbIE C TEHOMHBIM

MMIPUHTUHIOM: cuHApoMmsl [Ipanepa-Buninu u Anrensmana.

Pa3znen 6. OcCHOBBI MeTUIIMHCKOM reHeTHKH. [lonydyeHne u aHanu3 HyKJIEHMHOBBIX KUCIIOT,
HO.HI/IMepa?)Ha}I IerHasa peaKHI/IH, yCTpOﬁCTB TCHCTHUUYCCKUX BCKTOpOB, MO.HGKy.H}IpHOC KJIOHI/IpOBaHI/IG.
FeHHaSI I/IH)KeHepI/ISI, Tp&HCF@HHBIe JKHUBOTHBIC U paCTeHI/ISI, HpI/IHI_[I/IHBI KJIOHI/IpOBaHI/IH KHNBOTHBIX.

CexBenupoanue JIHK no Cenrepy u merogamu NGS.
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