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3A U3IUT 11O MEJJUIIMHCKA I'EHETHKA (YYEBHA 2015/2016 roguna)

Len, mpexMer ¥ 3aJadd Ha MEAMLMHCKATa TE€HETUMKAa. MEIUKO-COLMAIHO 3HAYeHUE,
KJacuuKalus U 4eCTOTa Ha HAClIeJICTBEHATa U BPOJIeHa MAaTOJIOTHs IIPU YOBEKa.
Opranuzanys ¥ rojeMuHa Ha 4oBewKus reHoM. CTpykTypa Ha reHute. OCHOBHM HHBA Ha
peryJjlanys Ha FeHHaTa eKCIIPEeCHsl.

Etnonoruss Ha MoHorennure 3aboinsiBanus. OcHOBHM BuaoBe MyTtanuu B siapenata JIHK,
OTTOBOPHM 32 HACJIEJACTBEHUTE 3a00JIsIBaHU.

Myrtamuure karo u3royHuk Ha JIHK momumopduzsm. OcHOBHM BHAOBE NOIUMOP(PHH
mapkepu ( RFLP, VNTR, STR).

Etnonoruss Ha xpomo3zomHHTE OojecTd. BuaoBe XpoMO30MHHM MyTalM, MEXaHU3bM Ha
MOJIy4aBaHE U KIIMHUYHO 3HAYEHUE.

OCHOBHM METOAM 3a TIEHETHYEH aHajlu3 IpU YOBeKa. |'eHealoruueH, MOIYJAMOHHO-
TeHeTUYEeH, METO/1 Ha OJIM3HALIUTE — CHIIHOCT, Bb3MOXHOCTHU U MPUIIOKEHHE.
[luToreHeTHYHN METOIM — CBIIHOCT, BB3MOXKHOCTH, INOKa3zaHusi. KapuoTtunm Ha 4oBeKa.
[Tpunuunu Ha 0603HaUYaBaHe HA OTKJIOHEHUATA.

[{uTOoreHeTHYHN METOIM — MaTepHaliil 3a M3CJe/IBaHe, YCIOBHS, €Tanmu Ha JTUMQPOLUTHOTO
KyJITUBHpaHe; AU(epeHIHaIHN TEXHUKH 3a OL[BETSABaHE HA XPOMO3OMUTE - PUIIOKEHUE.
JAHK-ananmu3: matepuan 3a wusciensane; PCR, Southern blotting, ASO- npunmmnu wu
MIPUIOKEHUE.

Hupekren (mytanmoneH) u wuHaupekTeH (momumopden) JHK-ananu3 — mnpuHnumny,
MPEIMMCTBA, HENOCTAThIM W NpuiokeHue. TexHuku 3a gupekreH u unaupexkreH JIHK-
aHaJIN3 — IPUHLUIIN Ha IPUIOKEHHUE.

JIHK-ananmu3 mnpu reHeTHMyHH pa3cTporicTBa —MykoBucHI03a, MyCKyJIHa JTUCTpodust
Hromen/bekep, 6eta TamaceMusi, CbPIOBUIHO- KJIEThYHA AaHEMHUSI.

ABTO30MHO-JOMMHAHTHO YHACIEASBAaHE — XApPAKTEPUCTHKA, TIE€HEAJOTHYHU KpPUTEPUH,
puckoBe. daxkTopu 3a OTKIIOHEHHS OT HopManHus A/Jl-xon. daMuaHa XUIEPXOJIECTEPOIIEMHUS,
MuoTtonnuHa quctpodus.

ABTO30MHO-JJOMUHAHTHO YyHAcJ€[sBaHE — XapaKTEPUCTUKA, TI'€HEAJOTMYHU KpPHUTEpUH,
puckoBe. daktopu 3a OTKIOHEeHHUs OT HopManuus AJl-xon. JlomuHanTHa OBOpeuyHa
MOJMKUCTO3a, Xopes Ha XBHTUHITOH, HeBpodubpomarosza I tum.

ABTO30MHO-PELIECUBHO ~ YHACIEIsBAHE — XapaKTEPUCTUKA, TEHEAIOTMYHHU KpPUTEPUH,
puckoBe, ocobeHocTH. MykoBucuuao3a, ChnuHaaHa MycKynHa arpodwusi, Bponena
HaaO0BOpEYHA XUTIePILTA3HSL.

X-pelecuBHO yHacle[siBaHE - XapaKTEpUCTUKA, TIEHEAJOTMYHU KpPUTEPUH, PHUCKOBE,
ocobenoctu. Xemopunus A u B, Myckynna mguctpodus [lromen/bekep, Cunapom Ha
yyrumBa X XpoOMO30Ma.

X-TOMHUHAHTHO YHACIIEBAHE - XAPAKTEPUCTHKA, I€HEAIOIMYHH KPUTEPHUH, PHUCKOBE,
ocobenoctu. [Qudepennuanna guarnoza mexny AJl m XJ| ynacnemsBane. Buramun []
PE3UCTEHTEH PaxuT.

[TonmurenHo u MmynaTudakTopHO yHacaensBaHe (paros epekr). XapaKTeprucTUKa U TeHeTUYHH
PHUCKOBE MPHU MYJATHU(PAKTOPHO YHACIEAABAIIUTE CE BPOJCHH aHOMAJINH U YECTH 3a00JIsBaHuUs
IIPU Bb3PaCTHUTE.

MynTtudakTopHo yHacieAsBalld C€ BPOJCHH aHOMAJIHHU: BPOJEHU CHPIACYHU aHOMAIHH U
nedeKTH Ha HeBpallHaTa TpbhOa- IMAarHOCTHKA U MPO(UIaKTHKA.
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MynTtu}akTopHO yHaCIeIsBalM CE YECTH 3a00JsIBaHUS NIPU BB3PACTHUTE- 3aXapeH AHaderT,
ucxXxeMu4Ha 00JIeCT Ha ChPIETO, MU30(DpeHuUs.

Herpagunuonno yHacimenssane. Mo3aunus3bM. ['€HOMEH MMIPUHTHHI. YHHUIIApEHTaIHa
nuzomus. Knuanuno 3nauenue. [Ipumepu.

. HerpagunmonHo ynacnensBane. AHTuuUNauus (AMHAMUYHM MyTanuu). l{urormazmeno

(MUTOXOHApHUANIHO) YHaciueAsBaHe. Knuununo 3Hauenue. [lpumepu.

I'eneTnuna xeTeporeHHOCT (ajeiaHa W JIOKycHa). KIMHUYHO 3HaueHHEe MpHU OmpeaessHe Ha
JIMarHo3ara 1 reHeTu4Hus puck. [pumepu.

[Inefiorporusi. BapmaOuiHa eKCHPECMBHOCT M HEMbJIHA NEHETpaHTHOCT. KimHU4YHO
3Ha4YEHUE MpH ONpeAessTHE Ha IuarHo3ara u reHeTuyHus puck. [Ipumepn.

PascrpoiicTBa B cTpyKTypaTa Ha XeMoriioOuHa (CTpyKTypHH Bapuantu Ha Hb): cTpykTypa Ha
IJIOOMHOBUTE T'€HH, MyTallMM, OOLIM KIMHUYHU H3siBH. ChPIOBUIHO-KIEThYHA aHEMUS —
KJIMHUKA, TUarHOCTHUKA, TPOPHIAKTHKA.

PascTpoiictBa Ha xemornoouHoBusi cunte3 (Tamacemun). oo — U B-TajmacemMus: CTPyKTypa Ha
rJI0OMHOBUTE T€HH, MYTAIlH, KIMHUYHHA (JOPMU, TUATHOCTHKA, TPOPUITAKTHKA.

Bponenu rpemku Ha oOMsaHaTa. OOIIa XapakTepUCTHKA - YECTOTA, €THOJIOTHUS, TaTOIeHE3a,
yHacjeIsBaHe, Kiacu(ukanus, IpuMepH.

Bponenu rpemku Ha oOMsHaTa — kiacuukanus, oOlla KIMHUYHA W34Ba, JUArHOCTHKA,
JeyeHue, NpoPpUIaKTHKA, TPUMEPH.

['eneTnka Ha MMyHHMs oTroBop. HacnenctBeHu umyHone(UUMTHU 3a0onsBaHus — oOIIa
XapakTepucTuka. IIbpBHYHM (M30JMpaHH) W BTOPUYHU (ACOUMHUPAHU) HMYHOICPHIIUTH.
[Tpumepu.

dapmMakoreHeTUYHU J1e(PEeKTH — TeHEeTHYHA CHIIHOCT U XapakTepucTuka. [ moko3o 6-¢pocdar
JNEeXUAPOTeHa3Ha  HEJOCTaThYHOCT, MHUTOXpoM P450 MoHOOKcHWreHa3eH — JACUITHUT,
IICEBIOXO0IMHECTEPAa3Ha HEJOCTaThUYHOCT M APYTH ( auneTuarpaHcdepasHa HEAOCTATbUHOCT,
3JI0KaYE€CTBEHA XUIIEPTEPMHUsI).

XpoM030MHH 00JIECTH — YeCTOTa, POPMHU, IUTOTCHETUIHHU BapUaHTH, 001112 KIMHUYHA U3SBA.

JMAarHOCTHKA, MPO(PUIAKTHKA.

bonect Ha [layH — 4ecToTa, KJIMHUKA, IIUTOI€HETHMYHM BAapUaHTH, I'€HETHYHA IPOTHO3a,
JMAarHOCTHKA U PO(UIIAKTHKA.

XpomMo30MHU 00JIECTH CBBp3aHM ¢ abepanuu Ha aBTo3omMuTe (6e3 [layH). MukpoaeaemoHHu
cuHApOMH — cuHJIpoM Ha Ilpanep-Bunu u Anrenmas.

XpoMO30MHH 00JIECTH CBBpP3aHU C abepalyy Ha IOJOBUTE XPOMO3OMHU. 3HadyeHUE 32
penpoTyKTHBHATA MTaTOJOTHSL.

['eneTnuHM GakTOpH 3a MBKKH MHYEPTUIUTET — XPOMO3OMHHU aHOMAJIUU, MUKPOAEIECIIUN Ha
Y xpomo3zomara.

['eneTnuHM (GakTOpH 3a KEHCKM MH()EPTHIUTET — XPOMO3OMHU AHOMAJHMH, HACJIEICTBEHA
TpoMOod NS Ipu OpeMEeHHH.

Bponenu aHoManuu — €THOJIOTUs, OCHOBHHM JUCMOP(OIOrHYHN KaTErOpHH, KJIacH(pUKaLus,
IpPUMEpPH.

Bponenn aHoManuu — MoAXoau 3a U3SICHABAHE HA €THOJIOTMYHATA JMarHos3a. TepaToreHu u
TE€PATOr€HHU CUHAPOMH.

CKpUHMHIOBM TporpaMu MpH HOBOpoAeHM 3a HacieactBeHu BelecTBOOOMEHHHU
3abonsBanus (HB3). MacoB CKpUHUHT — KpPUTEPHM 32 CKPUHHUHTOBH IPOTPaMH,
JMarHOCTUYHM mnoaxoau W Metonu. Denwmnkeronypus, Bpomen xunorupeonausbm, 21
XUJIPOKCUIIa3eH AepULnT.
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l'eHeTnyeH CKpUHUHT Ha HOBOPOJACHHW 3a HacnemcTBeHu BemecTBOOOMEHHHU 3a00IsIBAHUS
(HB3). CenexTuBeH CKpUHUHT — KPUTEPHH, TIOJXOIU 32 OCHIIECTBSIBAHE, IPUMEPH.

OCHOBHM MOAXOAM 3a T€HETHYHA MPOPUIAKTHKA. | €HETHYHO KOHCYJITHpaHEe — CBHIIHOCT, ,
etanu, (akTopu Ch3AaBally MpoOIeMU MPU ONpEeNsIHE HAa JUarHo3aTa U TeHeTUYHHS PUCK,
MOKa3aHUs 32 HACOYBAHE.

['eHeTUYHO KOHCYJITHpAHE MPU MOHOTEHHH HACJIEICTBEHU 3a00isiBaHUS - OCOOEHOCTH Ha
JUArHOCTHKAaTa, OIEHKA Ha pHUCKAa, TEHETHMYHAa NPOrHO3a, IMPENOpbKU 3a TeHETUYHA
poHITaKTHKA.

['eHeTUYHO KOHCYJNTHpaHE TMPU XPOMO3OMHU OONECTH H PENpOAYKTHBHH HEyJauu-
0COOCHOCTH Ha JIUArHOCTHKAaTa, OLIEHKa Ha pHCKAa, T€HETHYHa IPOrHO3a, MPEHNopbKU 3a
TeHeTUYHA NMpodUIaKTHKA.

['eHeTHYHO KOHCYJATHpaHE NMPH MYITU(AKTOPHO YHACJIEAsBallld C€ BPOJECHU AHOMAIUU M
yecTH 3a00NIIBaHHS TIPH BB3PACTHU OCOOCHOCTH HAa [MArHOCTHKATa, OICHKAa Ha PHCKa,
reHeTUYHa MPOTHO3a, IPENOPHKU 32 TeHETUYHA MPO(HUIaKTHKA.

[MpuHnunu Ha reHeTHYHATa MpodriakTruka. CKPUHUHTOBY MIPOTPAMHU 32 BPOJCHH aHOMAIIUU
- IOPOJIOB CEpyMEH M yITPa3ByKOB CKPUHMHT. Peructpu 3a BpoieHn aHOMaJIHH.

[Ipenaranna auarHoctuka (I1/]) — chIIHOCT, WHBAa3MBHU U HEWMHBA3UBHU AaKyIIEPCKHU
TEXHUKH, METOIU 32 U3CIIEJaHE U TTOKA3aHMUS.
l'enernka Ha paka — MexaHuW3MU Ha JCHCTBUE HAa TYMOpP CYNPECOPHU M OHKOIEHHU.

Hacnencteenu Tymopu nipu aena (Permro6i1actoma, Tymop Ha Wilms).

l'eHeTka Ha OHKOXEMATOJIOTHYHUTE 3a00JSIBAHUS — CIIENU(DUYHN ITUTOTCHETUYHU MapKepu
U TAXHOTO KIMHUYHO 3HaueHue.OcTpa M XpOHHWYHA MHEJIOT€HHA JIeBKeMus, JIuMdom Ha
bbpkur.

Yectu pakoBu 3a005IBaHMsI — paK Ha MJIEUHATA KJIe3a U KOJIOHA.




