HporpaMa 34 KOHKYPCECH HU3IIUT IO CHCHHAJTHOCTTA

10 JOKTOPCKa nmporpama ,,MeaunuHCKa reHeTuKa*

OBILA YACT

1. MarepuaqiHi OCHOBM Ha HACJEACTBEHOCTTa. XPOMO30OMHUTE KAaTO OCHOBHHU KJIETHYHU
CTPYKTypU Ha HACIEACTBEHOCTTa. MUKPOCKOIICKA W CYOMHKPOCKOIICKA OpraHU3alus Ha
XpOMO30MHUTE U MOBEJCHHUE 110 BpeMe Ha KJIEThYHOTO JIeTICHE.

2. Kapuotunm Ha yoBeka. XpOMO3OMEH XeTepoMophHU3bM U 3HAYCHHE 3a NpPaKTUKATa.
MHUTOXOHAPHATTHA XPOMO30MH.

3. MonekyaHM OCHOBHU Ha HacjencTBeHocTTa. Opranusanys Ha 4oBelkus reHoM. CTpyKkTypa
u QpyHKUus Ha reHuTe. Excripecus Ha reHeTHuHaTa HHGopManus. I eHHa perynanus.

4. IHK nonmumop¢uzbm. Mynturenau ¢pamunuu. [losropenu JIHK cexBenmm — 3HaueHue 3a
JMAarHOCTHKATAa U T€HeTUYHHUTE MPOy4BaHUs. YOBEIIKM N'€HOMEH MPOEKT U 3/lpaBeola3BaHe —
TE€HOMUKA.

5. ETnonorus Ha MoHOTeHHUTE 3a00siBaHUsA. MyTanoHeH npoiiec. ETanu Ha MyTarmoHHUS
npouec. Tunose myrauuu. GakTopu, HHAYLUPAL MyTallAH.

6. Myrtauuu B sapenata [JHK, kouTo BOAST 10 Ch3JaBaHE HA: aHOPMAJIEH I'€HEH MPOIYKT,
HaMaJICHa HpOI[yKLII/ISI NN JUIiIca Ha T'CHCH HpOI[yKT, 3acsrainimu HOCTTpaHCJIaL[I/IOHHaTa
Moaudukaius Ha 6enTbka. MyTaruu B Mutoxonapuannara JJHK.

7. Mexann3mu 3a JJHK penapanus u HapymeHus

8. Ilatorenesza Ha MoHorennute 3abonsBanus — JJHK myranuu, kouto ce oTrpassiBaT BBPXY
CTpyKTypara u ¢yHkuusata Ha ensumure; JJHK myTtanmu, KoUTo mpoOMEHSAT aKTUBHOCTTAa Ha
pELEenTOPHUTE TPOTEUHU

9. Tlatorene3a Ha MoHOreHHHTE 3a0onsBanus — JIHK wmyranumu, 3acsramm cuHTE3a Ha
CTPYKTYPHHU MPOTEUHH

10. JIHK myTanum, KouTo NpOMEHAT aKTUBHOCTTAa HAa FEHUTE, yYacTBAIlll B TyMOPOTe€He3aTa

11. I'enetnyeHn mommMophU3bM — MHOKECTBEH aJIelIu3bM B HOpMa U martojorus. Bapuarm
Ha TCE€HHOTO ,Z[GI>'ICTBI/IG — CKCIIPECUBHOCT U TMCHCTPAHTHOCT Ha TI'CHUTC. MC)K,HyFeHHI/I
B3aUMOJECUCTBUSA. [ €eHOMEH HMIIPUHTHHT .

12. OCHOBHM ME€XaHU3MH 32 Bb3HUKBAHE Ha XPOMO30OMEH aucOanaHc. XpOMO30OMHHU MYTallUH
U XpOMO30MHA YYIJIMBOCT. XPOMO30MEH MO3aULIU3bM.

13. Kputepuu 3a ompezaensHe THUIA Ha YHacle[sBaHE Ha MEHIEIUPAIId MOHOTC€HHU
3a00JIIBaHUs: aBTO30MHO-JOMUHAHTEH THUIl HA YHACJeIsBaHEe, aBTO30MHO-PELIECUBEH THUI Ha
yHacjeAsBaHe, X-pelecuBeH THI Ha yHacjeasBaHe, X-JIOMUHAHTEH TUIl Ha yHacJeAsBaHe,
yHacJIeJsIBaHE CBBbP3aHO C Y XpOMO30Mara.

14. HerpamumuoHeH TWUIlI HAa YHACJE[sABaHE Ha TEHETHYHU 3a00JsIBAaHHUS TPU: TOHAJCH
MO3auIU3bM, JTUHAMHUYHU MYTAlMd, T€HOMEH WMIPUHTHUHT W €JHOPOIUTEIICKA JTA3OMUS,
MHTOXOH/JPUATIHO YHACJEISIBAHE.

15. MeTtoau 3a AUMArHOCTHKA HA T'€HETHMYHHU 3a00/IIBaHHS — KIMHUKO-TEHEAJOTMYeH METOI,
FEeMEJIOJIOTHYEH METO I, OMOXUMHUYHN METOIU



16. lluroreHeTMYHW METOMU — TPHHIWNU HA PYTUHHUS IIMTOTCHETHYCH METON 3a
KyJITUBUpaHE U 00paboTBaHe Ha: JTMM(OIMTH, aMHUOIIUTH, XOPUOHHU BBHCHU, KOCTEH MO3BK,
¢bubpobaacTu, TYMOPHU KJIETKH U JIp.

17. LluToreHETHYHU METOAM — MPHUHLUIK Ha audepeHmanno-onserutennn texuukn: GTG,
QFQ, RBG, CBG, T nenroo onsetsiane, DA.DAPI, NOR, CXO

18. IlpyHIMNM ¥ BB3MOXKHOCTM Ha MOJIEKyJspHO-uuToreHeTuuHu Meronu: FISH, PRINS,
obopaten FISH, Fiber-FISH, muoronseren FISH, CGH

19. MonekynsapHO-TeHeTUYHH MeToIu. [IpHHIKIIN U cTpaTerus 3a UASHTU(PHUIIMPaHE HA TeHH,
ONpeNeNIAll Bb3HUKBAHE HAa MOHOIEHHO 3a0osiiBaHe — (YHKIMOHAJIHO KJIOHHUPAHE,
MO3UIIMOHHO KJIIOHUpaHe, UACHTH(PHUIIMPaHe Ha TeHNU B KPUTUYHU PAiOHH, “KaHIUAAT TeHU

20. MonekynsapHo-reHeTHYHU MeToau. Metonu 3a uzonupane Ha JIHK. brnor-xubpunuzanus
o CaabpH. [Tonnmepasna BepukHa peakuust (PCR).

21. MonexkyJIsspHO-TeHETHYHUA METOIU. MeTou 3a uaeHTH (PUIpane Ha HEU3BECTHU MYyTaIluu
— aHanu3 Ha KoH(popMarumoHHHS mnonuMopdu3sbMm Ha enHoBeprkHata JIHK (SSCP),
XETEepOAYIUIEKCEH aHanu3, cekBeHupane Ha JJHK.

22. MomnekyIsipHO-TeHETHYHU MeTo . MeToau 3a uaeHTH(UIMpaHe Ha U3BECTHU MyTaIluH —
aMIUIMUIIIpaHe-PECTPUKITUsA,  anei-cnenududHo  ammubunupane  (ASA),  amen-
cnerpuunn  omuronykieotunau  (ASO),  omuronywieorumHo — gurupane  (OLA),
ammnunupane Ha pedpakTopHaTa MyTanmoHHa cucrema, PCR-3aBucuma HacodeHa
myTtareneza, MLPA, ananusu ¢ pa3TudHu MUKPOUYUTIOBU TUIAT(HOPMH.

23. Ilogxoau 3a AoKa3BaHE HA TEHETUYHA MPEIUCIIO3UIUS MPH MYJITH(GAKTOPHH/TIOJUTEHHN
3a00IIIBaHUS — TCHEAJOTUYHU KPUTEpUH, (HaMUITHH, aAONTHUBHU U OMU3HAYHH MPOYYBAHUS,
METOAM 3a OTKPUBAaHE HAa TEHH, Ch3JaBallld MPEIUCIO3UINS KbM COLHUATHO-3HAYUMU
3a00IIIBaHUS — aHAIIU3 332 CKAYECHOCT, TMOIMYJIANMOHHO Oa3upaHu acOIMaTHUBHHU MPOYYBAHUS,
dbamMuiHO OasupaHW  acOUMATUBHU  WM3CJCABAHUSA, WACHTHUIIMpAaHE Ha “‘KaHauaaT’
XPOMO30OMHHU paioHU M “KaHAWJAT T'EHHU.

24. TlomynammoHHa TEHETHKA — 3aKkoH Ha Xapau-BaiftHOepr, TeéHeTHYHa CTPyKTypa Ha
MOIyJIalfluUTe, I/IH6pI/I,Z[I/IHF )41 aYT6pI/II[I/IHI‘ . I'eneTnyna CIIMACMHUOJIOIUA Ha HACJICACTBCHUTC
3a00JIIBaHUS U TIPEIPA3MNOI0KEHUSI.

CIHEOUAJIHA YACT

25. Xpomo30oMHH OO0JIECTH — CBIIHOCT, MEXaHU3MH Ha BB3HHMKBAaHE Ha XpPOMO30MEH
aucOallaHe, KIMHUYHU OCOOCHOCTH, KJIacu(UKalus, IUTOI€HETUYHH BapUaHTH U F€HETUYHO
KOHCYJITUPAHE

26. XpoM0O30MHH OOJIECTH MPHU CTPYKTYPHU M OpOiHM abepaliu Ha MOJOBUTE XPOMO30OMH —
cuaapom Ha Klinefelter, cunapom Ha Turner, monuzomus X, monusomus Y, 46,XX KapHOTUTT
IPUA MBKE

27. XpoM030MHHU O0JIECTH MpHU OpOMHU M CTPYKTYpHH abepalii Ha aBTO30MUTE — CHHIPOM
Ha Down, cunaapom Ha Edwards, cunnpom Ha Patau, cuanpom Ha xkoTtemkoto Msykane (Cri du
chat), cuanpom Ha Wolf- Hirschhorn, yactuana morozomust 18q, puHT CHHAPOM U Ap.

28. MUKpOJIENICeIIMOHHN CHHIPOMH — CBITHOCT, MOJIEKYJIHA XapaKTCPUCTHKA, MEXaHU3MHU Ha
¢denorunna excrpecus. Curapom Ha Prader-Willi (PWS). Cunnpom Ha Angelman (AS) u
IpyTH 3a00JISIBaHUS, CBEP3aHH C XPOMO30MEH MMITPHHTHUHT.

29. MeauKo-TreHeTHYHH MTPOOJIEMH Ha PEPOAYKIHATA, CBbP3aHU C XPOMO30OMHHU HApYIICHUS



30. Hapymienus B mojoBaTa AudepeHITHAINs, HHTEPCEKCYATHH ChCTOSHUS

31. Bpomenun anomanmuu Ha pasBuTHero. Jucmopdonorus u TeparoreHesa. Bpoaenu
aepopmanuy, JUCPYNUUH, Man(opManuy — rojJeMH U MaJK{, MHOKECTBEHH U HM30JHpPaHU
dbopmMH, CHHIPOM, aCOLMAIMS U TOCTIEIOBATEIHOCT. POJIs Ha TEHETHYHUTE U TEPaTOreHHHUTE
(dakTopm.

32. MoHorenHu 3a0oisiBaHMs — OOIIa XapakTepUCTHKA, MATOT€HETHMYHH MEXaHU3MHU Ha
TAXHOTO pa3BUTHE, KiIacu(UKalMs, NPUHIUIM HA TUATHOCTHKATa, NPOQUIAKTHKATa U
TepanusTa

33. XemornoOuHonaTtuu. ['eHeTHYeH KOHTPOJ Ha XEMOTJIOOMHOBAaTa CHHTE3a. AHOPMaTHHU
XEMOIJIOOMHU — Je(QUHUIMS, BUJOBE, TEHETUYHH Je(PEeKTH, MOJEKYJIHa NaTo(pU3NOJIOTHS,
KIMHUYHA W XEMaTOJIOTHYHHM  XapaKTepUCTUKH, TeHeTWdHa aumarHoctuka, MIK,
npo¢UIaKTUKA U Teparusl.

34. XemornoouHonatuu. Tamacemun — neUHATINS, BUAOBE, TEHETUYHU Ie()EKTH, MOJICKYJTHA
HaTO(I)I/IBI/IOHOFI/ISI, KIMHNWYHHU U XEMATOJIOTMYHHU XapaKTepI/ICTI/IKI/I, T'€HCTHUYHa AUMAarHoCTHUKa,
MI'K, mpodwraktiuka u Tepamnusi.

35. Jpyru reHetnyHO OOyCIOBEHM 3a00JsIBAaHMA Ha KpbBBTA, 3acsralld €puUTpoIoe3ara,
rpa”ysonoe3ara u TpoMmOomuTonoe3aTa — ICQHUHUIUS, TCHETUYHU Ie(EKTH, MOJIEKYyIJIHA
HaTO(I)I/I?)I/IOHOFI/I}I, KIIMHUYHU WU XCEMATOJIOTUYHU XAPAKTCPUCTUKH, 'CHCTHUYHA AWArHOCTHUKaA,
MI'K, mpodwrakTiuka u Tepamnusi.

36. I'enermunu 3a00NsABaHUS, CBBP3aHH C HApyLIIEHHS B XeMmocTazata — jAeuHuims,
TEHETUYHU Je(QEeKTH, MOJIEKyJHa MNaTOQU3HOJIOTUS, KIMHUYHM M  XEMaTOJOIMYHU
XapaKTepUCTHKH, TeHeTHYHa quarnoctuka, MI'K, npodunakruka u repanus.

37. TeHeTHMYHU BEIIECTBEHOOOMEHHU 3a00JsBaHUS — JAePUHULIMS, TPyHH, TCHETUYHU
,Z[G(I)GKTI/I, MOJICKYJIHA HaTO(I)I/BI/IOJIOF us, KIIMHUYHU XapaKTCPUCTUKHU, T€HCTHNYHa
muarHoctuka, MI'K, mpodwraktuka u Tepanus. 3a00ysiBaHUS CBBbpP3aHU C HapYIICHHUS B
oOMsHaTa Ha AaMUHOKHUCEIMHUTE U YPEHHUS IIUKbIL.

38. T'eHeTHYHM BelIECTBEHOOOMEHHU 3a00JsBaHUS — JePUHHULIMS, TPyHH, TCHETUYHU
,Z[G(I)GKTI/I, MOJICKYJIHA HaTO(I)I/BI/IOJIOF us, KIIMHUYHU XapaKTCPUCTUKHU, T€HCTHNYHa
muarHoctuka, MI'K, mpodunaktuka u tepanus. 3aboisBaHUs, CBbpP3aHU C HApPYIICHHS B
06M$IHaTa Ha BBITICXUAPATUTC.

39. T'eHeTHYHH BeIIECTBEHOOOMEHHHU 3a00JsBaHUS — JACPUHULIMS, TPyHH, TECHETUYHU
nedexkTn, MONEKyJTHa MaTOPHU3UOJOTHA, KIMHUYHH  XapaKTePUCTUKH, TEHETHYHA
muarHoctuka, MI'K, npodunaktuka u Tepamus. JInzozoman 6onectu. JucaunonporenHeMun.

40. T'eHeTMYHM BEIIECTBEHOOOMEHHU 3a00NisiBaHUS — JeUHULUS, TPYNH, TEHETUYHH
neeKkTd, MOJeKyJHa MaTOPHU3HOJIOTHsA, KIMHUYHM  XapaKTepUCTUKH, TE€HETHYHA
muarHoctuka, MI'K, mpodunaktuka u Tepanus. Opranuunu anunypuu. Jledextn Ha
MeMOpaHHUs OBOpEeUHUS TPAHCTIOPT.

4]1. T'eHeTMYHM BEIIECTBEHOOOMEHHU 3a00NsABaHUS — JeUHULUS, TPYNH, TEHETUYHH
nedexkTH, MoOJeKynHa TMaTOQU3UOIOTHS, KIMHAYHM  XapaKTepUCTUKH, TI'eHETHYHA
muarHoctuka, MI'K, npodunakruka u tepanus. Jepexktu Ha MeTaboau3Ma Ha HYKIICHHOBUTE
KHCEITNHH, TOPOUPUHNTE, )KITBUYHUTE MUTMEHTH U METAIIUTE.

42. HacnencTBeHH 3a00JIBaHUS C HAPYIICHUS] B UMYHHHUS OTTOBOP — NE(UHULIUS, TeHETHUCH
KOHTPOJI HA MMYHHHUSI OTTOBOp, TVIABEH KOMIUIEKC Ha ThKaHHaTta chbBMecTUMOCT — HLA
AaHTUTCHU, TEHETHYHH Ne(PEKTH, MOJIEKYJIHA MAaTOPHU3NOIOTHS, KIMHUYHU XapaKTEPUCTHKH,



reHeTuyHa guarHoctuka, MI'K, mnpodumaktuka wu Tepamms. Texku KoMOWHHUpaHU
umynonepurmtu (TKU).

43. HacnenctBeHH UMYHOAC(PUIIMTH HAa XyMOpaJHUS UMYHEH OTIOBOp, Ha (harouuro3arta u
cUCTeMaTa Ha KOMILJIEMEHTa

44, HacneacTBeHa MpeANCIIO3UINS KbM aBTOUMYHHH U aJIEPTUYHHU 3200 IsIBAHUS

45. HacnencrBenu 3a0oisiBaHMs, CBBbpP3aHU C Je(PEKTH HA ChEAMHUTENHATa THKaH
octreorenesnc ummnepdekra (Ol), cunapom Ha Marfan (MFS), cuaapom wa Ehlers - Danlos
(EDS). Apyru 3ab6o0ssBaHus ¢ BpOJCHU Je(PEKTH HA CheIMHUTETHATA ThKaH.

46. HacnenctBenu 3abomsiBaHMs, CBBp3aHU C ACHEKTH B IUTOCKEIETHH W PEIENTOPHU
IIPOTEUHU

47. HacnenctBenu 3abonsiBanus, cBbp3anu ¢ aedexkru B JIHK-pemapatuBHuUTE cuctemMu —
KcepoJiepMa MHUTMEHTO3YM, aTaKCUsl TeJIeaHTHMeKTazus, CUHApoM Ha Bloom, anemwus Ha
Fanconi, cuaapom nHa Cockayne (CS), ¢amMuieH HEMOIUIO3€H KOJIOPEKTAJICH KapIIMHOM
(HNPCC)

48. 3abonsBaHMs, CBBP3aHH C JUHAMUYHU MYTallMd — MHOTOHWYHaA auctpodus (DM),
CHHIPOM Ha uyIimBaTta X Xpomo3oma (cuHApoM Ha Martin - Bell), xopest Ha XBbHTUHITOH,
cnmHamHO-Oy0apHa MyckyiaHa atpodus (6onect Ha Kenenn), crimHO-1iepedenapHa aTaKCHs
(SCA1 u SCA2), 6onect Ha Machado-Joseph (MJD, SCA3), arakcust Ha @puapaiix

49. MuTtoxoHnapuaaHu 0oyiecTd — HaciencTBeHa onTudyHa HeBpomnaTus tum Jledep (LHON),
MUOKJIOHYC emnuijencuss c¢ mnapuaiuBu MyckynHu BiakHa (MERRF), cunzpom Ha
MUTOXOH/IpHalIHA MUOMATHUs, eHLle(anonaTus, JakTaTHA alu103a,MHCYJITONON00HN €NHU301
(MELAS),cunnpom Ha Kearns — Sayre u ap.

50. ®apmakoreHeTHYHN Je(EeKTH — MOHOTEHHH pelku (aTunuyHa OyTHpHII-XOJHHECTepasa,
37I0KaueCTBEHA XUIIEPTEPMHUS, TP HECTAOMIIHU XEMOTTIOOMHH, IIPU HamMalleHa aKTUBHOCT Ha
eH3MMH, CBBP3aHM ¢  Merabonmm3Ma Ha  TJyTaTHOHA, TpH  JedenuT  Ha
METXEMOTTIOOMHPEYyKTa3aTa)

51.  ®apmakoreHeTnyHu  jAePEeKTH —  MOHOT€HHH  ToJUMOphHU  (TIFOK030-6-
¢dochaTaexunporeHazHa HeIOCTaTbYHOCT, Npu AepuuuTd Ha N-aneTunTpaHcdepasarta,
aJIKOXOJI U aJlIeXU JeXUpOreHa3ara

52. ®apmakoreHeTHYHH Ae(eKTH, AbDKAIIM c€ Ha TeHETUYEH MOJIMMOpPPHU3BM B CHCTEMATa
Ha nuToxpoM P 450 moHOOKCUTEHA3M

53. CounanHo3HaYUMHU OOJIECTH C HACIEICTBEHO IMPEIPA3NONI0KEHHE U BPOJACHU aHOMAIUU
Ha Pa3BUTHETO C MyNTHU(AKTOPHA/TIOJIUTEHHA €THOJIOTHS — 00Ia XapaKTepUCTUKA, METOIH 3a
JMAarHOCTHKA, MEIUKO-TeHETHYHO KOHCYITHpaHe M OCOOCHOCTH Ha TeHETHYHHUS PHCK,
npo¢uIakTuKa

54. T'cmernka Ha YMCTBCHATA HCAOCTATBYHOCT — CBHIIHOCT, IMPUYWHH, TCHCTHYHA
XETCPOTCHHOCT U KJ'IaCI/I(bI/IKaHI/ISI. I[I/IaFHOCTI/IKa U MCIUKO-TCHCTUYHO KOHCYJITUPAHEC.

55. OHKOreHeTHKa — FeHETUYHA peryjalys U HapylLIeHHs Ha KJIEThbUHUS LIUKBJ U alloNTo3aTa

56. OHKOreHeTHKa — MPOTOOHKOT€HN M MEXaHU3MH 3a aKTUBaLUs, TYMOPCYIIPECOPHU F€HU U
T'€HH, CBhP3aHU C TEHOMHA HECTAOMITHOCT

57. Meauko-reHeTUYHO KOHCYJITHpPAaHE — MNPUHIMIM W 3anadyd. ETtanu Ha TEeHETMYHOTO
KoHcynTupane. OcoOEHOCTH TpU OMNpeAeNiTHE Ha PHCKA MPU XPOMO3OMHH, MOHOTCHHH W
MyITH(GAKTOPHU/TIONIMTeHHN  3a00isBanuss. CHBPEMEHHU MOPATHO-CTHYHHM, TPAaBHU U
COLIMAJIHU MPOOIIEMHU.



58. IlpenartanHa AWMarHoCTUKa — CHIIHOCT, IMI€J, MOKa3aHusg U Metoau. [Ipenaranna
JANArdHoCTUKaA Ha XpOM03OMHI/IT€ GOHGCTI/I. HpeHaTanHa JUArHoCTUKa HAa MOHOT'CHHU GOHGCTI/I.
KomOuHMpaHa mpeHaTaiHa TUarHOCTHKA.

59. HpGIII/IMHJIaHTaI_[I/IOHHa " OpCAKOHICIIITMOHHA JUArHOCTUKA — MHAWKAIIUKU, MaTCpUaJin 34
H3CJICABAHC, TCXHUKH 3a aCUCTHUpaHa PCIpOaYyKIUA. I'eneTnunn METOAN — BB3MOXHOCTH U
OrpaHHU4CHUs.

60. ['eHETUYHU CKPUHUHTOBU MNPOTpaMHU — BHJOBE, YCJIOBHUA 3a MPOBEKIAHE U METOJIU.
MopaHO-€TUYHH U COLMAIHU Mpo0ieMH. 3HaUeHue 3a NMpo(dUIaKTUKaTa Ha HACJIEACTBEHATa
naToJjiorusi. 'eHeTHYHO KOHCYITHPAHE.

61. MacoB U CEeNeKTHUBEH CKPUHHHI 32 HACJIEJICTBEHU BEIIECTBOOOMEHHH 3a00JIIBaHUS Cpel
HOBOPOJEHU

62. MacoB CKpMHMHT 32 BPOJEHU aHOMAJIMU cpell HoBopoeHu. [loaxoau 3a perucrpanus.

63. buoxuMu4eH 1 yITpa3ByKOB CKPUHUHT Ha OpEMEHHHU >KCHH 3a HIKOW HA-4eCTH BPOACHHU
AdHOMAaJIMU Ha I1J10o4a

64. I'eHeTMYeH MOHUTOPHUHT — MOIYJIAIIMOHEH UM BHUCOKO-pUCKOB. OCHOBHHM TPYIU METOJIH.
3HaueHue 3a OXpaHaTa Ha TraMeToreHe3aTa M NpOQPUIAKTHUKATA HA KaHIEpOreHe3aTa.
ConmanHo-npaBHu IpodIeMu, CBbP3aHU C TEHETUYHHUS MOHUTOPHHT.

65. KonBeHnmoHanHa Tepanusi Ha TeHETUYHUTE 00IeCTH

66. I'enHa Tepamusi Ha MOHOTE€HHU 3a0O0JIIBaHUS — NPUHLUIHK, MOJEKYJISIPHU BEKTODH,
npuMepu

67. AHTHCEHC TeHHa Teparus Ha 00JIecTH, CBbP3aHU ChC COMAaTHUYHU MYTallUW — MPUHIIMIIU,
MOAXOH, IPUMEPHU

68. 'eHHa Tepamnus Ha OHKOJOTHYHH 3a00JIIBaHUS — TYMOP-CYIIPECOpPHA, Ype3 CTUMYJIUpaHE
Ha MMYHHATa CUCTEMA U Cb3JJdBAHC HAa YYBCTBUTCIIHOCT KbM JICKApCTBA. MOpaHHO-eTI/I‘-IHI/I
po0OJieMy Ha TeHHATa Teparnusl.

69. Ilpunenna tepanus — NPUHIUIN, TOAXO0U, IPEAUMCTBA U OTPaHUYEHUS

70. Ilpumenna Tepamusi TpU paK Ha MJIEYHATa jKJie3a, KOJOHA, Oenus apo0d W TpHu
OHKOXEMATOJIOTNYHU 3a6OJI}IBaHI/IH

71. 'eHeTnyHH (haKTOPH MPHU PEIPOTYKTUBHU HEOJIATOMOIYyIHs — HHPEPTHUIIUTET, CIOHTAHHU
abopTd M MBpTBOpaXHaHUs. 3aboysiBaHUS, CBBP3aHM C HapylIeHHs B I0JIOBAaTa
nudepeHanms.

72. HacnencTBeHM HEBPOJOTHMYHU 3a00JsIBaHUS — MYCKYJIHH JUCTpo(duH, CHHHAIHA
MYCKYyJIHa aTpodust

73. HacnmeacTBeHH HEBpOJOTHMYHU 3a00NBaHUSI — HACJIEICTBEHH MOTOPHO-CEH30PHU
HEBPONATHU

74. HacnenctBeHa NpeAMCIIO3UIMA TPU TCUXUATPUYHU 3a00NsBaHUS — IIU30(ppPEHUs,

adeKTUBHU 3a00J1sIBaHUS, SIIAJICTICHs, OoJiecT Ha AmxaiMep

75. HacnenctBenu 3a0oisiBaHUS HA 3pUTEIHHUSA AaHAIM3aTOp — MUTMEHTHU PETHHUTH,
JIETeHEepalys Ha MaKyJlaTa, BpOJACHA KaTapakTa, HApYIIECHUS Ha LIBETHOTO 3pEHUE

76. HacnencTBeHa riryxoTa — M30JMpaHy U CUHApOMHHU (opmu. Hapyiienus Ha roBopa.



77. MoHoreHHH O0o0JIeCTH ¥ HACIEACTBEHA TMPEIUCIIO3UINUS TPH HAKOM BBTPEITHU
3a00JsIBaHUS — MYKOBHMCLUI03a, KIMHUYHU MPOSBU Npu anda-1-aHTUTPUIICUHOB aeduIuT,
OpoHXHMaTHAa acTMa

78. MoHOreHHH OO0JeCTM M HACJIEACTBEHA NPEIUCIO3UIMS TNPH HIKOU BBTPELIHU
3a00NIIBaHM — aTEePOCKIIEPO3a, KOpOHApHA OOJIECT HA CHPLETO, SCEHIMATHA XUICPTOHHS,
(damuHa XUNepTpoPUIHA KapAUOMHONIATHS

79. MoHoreHHn 0oJIeCTH ¥ HACHEACTBEHA TMPEIUCIIO3UINUS TPH HAKOM BBTPEITHU
3a0omsiBaHu — OBOpeyHa MOJUKUCTO3a, XPOHUYHU He(pomaTHH, HACIEACTBEHH OOJECTH C
O0bOpeuyHu nposiBu 0e3 OBOpeUHa MOJIMKHUCTO3a

80. MoHoreHHun OO0JIECTH M HACJIEJACTBEHA NPEIUCIO3UIMS TPH HIKOU BBTPELIHU
3a0onsBaHus — s3BeHa Oosiect, (aMHiiHA aJeHOMAaTO3Ha IOJUIO03a, CHHAPOM Ha Peutz-
Jeghers, upeBHU OMUTIO3U, TAHKPEATUTH

81. MonorenHn OOJIECTH H HACJICACTBEHA TMPEAUCHO3UIMSA TIPU HAKOM BBTPEIIHU
3a0osiBaHMA —  BpoJeHa HanOBOpeuHa  Xumepruiasus, XunoQus3apeH  HaHU3BM,
XUTIOTHUPEOUIU3BM, TUAOCT

82. MoHoreHHrn OO0JIECTH M HACJIEJCTBEHA NPEIUCIO3UIMS TPH HIKOU BBTPELIHU
3a00JIIBaHMS — PEBMATOMJICH apTPUT, IoJarpa

83. MoHoreHHu 0OJIECTU U HACJIEACTBEHA MPEANCIO3ULIUS MPH HAKOW KOXKHH 3200 IsIBaHUS —
enuAepMONIN3UC 0yI103a, HXTHO3a, TICOPHAZHC

Ipenopvuumenna numepamypa:

1. Meouyuncka eenemuka u eenomuxa. I1oo peoaxyusma na npog. /1. Tonuesa u npog. C.Xaoacuoexosa,
H30. APCO, Coghus, 2020, ISBN:978-619-197-057-5

2. Peoxu eenemuunu 60nrecmu. I1oo pedaxyusma na npo@. /i. Tonuesa, H30. Cumennpec, Cogus, 2014,

ISBN:978-619-183-012-1

Emery’s elements of Medical genetics, 15th ed., P.Turpenny, S. Ellard, ISBN: 978-0702066856

4. Color Atlas of Genetics. 5th ed., E. Passarge, ISBN: 9783132414402
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