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1. BBBEJJEHUE

1.1. HaumeHoBaHMe Ha cerMaIHOCTTa — MeauIIMHCKa TeHETHKA
1.2. [IpoaBIKUTENHOCT Ha 00YYEHUETO — 4 TOTUHU
1.3. 3uckBano 0a3o0BO o0Opa3oBaHuE 3a JOIMyCKaHE JO OOydYeHHE IO CHEIHATHOCT
MenunHCcKa TeHEeTHKa — 3aBBPIICHO BHCIIE OOpPa30BaHME IO CHCIHAIHOCT ,,MEAWIIMHA® Ha
o0pa3oBaTeHO-KBaIM(PUKAIIMOHHA CTENeH ,,MarucTep W mpodecruoHanHa KBaaudUKaIus
,»MarucTbp-iaeKap
14. lebuHunms Ha CIEUATHOCTTA
MenuiHcKaTa TE€HETHKA € KIMHHYHA CHCIUAIHOCT, KOATO OO€IMHSIBA KIMHUKO-
T€HETUYHH, MOJICKYJIPHO-TEHETUYHU W T€HOMHU IUCHUIUIMHU. MeIuIMHCKaTa TeHEeTHKa € B
OCHOBAaTa Ha HOBU, CbBPEMEHHU HAMpaBJICHHS B MEIUIIMHATA:
e [Ilepconanu3upaHa MeAMIIMHA — JICYCHHWE HA TMAlMEHTUTE C TapreTHH JIeKapcTBa,
OCHOBaHO Ha WHAWBUAYATHUTE TCHETUYHH XapaKTEPUCTUKU Ha OOHUS
e HoBu Tepanuu — pa3zpaboTBaHE HA T€HHA Tepamlus; HYKICOTHAHO Oa3upaHO JICUYCHUE;
TeHHA KOPEeKIUs U JIp.;
e [lpeBaHTMBHA MeAMIIMHA — W3MOJ3BaHE HA CHBPEMEHHU TEXHHUKH 3a TEHETHUYHA
NpeHaTaTHa ¥ TIOCTHATaJlHA JMATHOCTHKA: HEWHBAa3WBHA TPEHATaHA JIMarHOCTHKA,
MPEeIUMIUIAHTAIMOHCH TEHETUYCeH CKPUHUHT WM JIMAarHO3a, WHBa3WBHA TPEHATAJIHA JUArHo3a,

CKPUHHUHT HAa HOBOPOJEHH U OPEMEHHU U JIp.

2. IEJI HA OBYYEHHUETO

Crnenpanuzanusara 10 MEIMLMHCKAa TEHETMKAa MMa 3a Iell Ja U3rpagud ChbBPEMEHHU
3HaHMS 3a HacleJCTBEHAaTa MaToJIOTHs W TeHeTHYHaTa IMPeapasloyioKeHOCT KbM IIHPOKO
pasnpocTpaHeHu 3a00NsABaHUSA W TNPUAOOMBAHE Ha MPAKTHUECKH YMEHHUS 3a KIMHUYHA
JIMarHOCTHKA Ha PEIKU O0JeCTH, Ha TEHETHUYHH MpeApa3NoI0KEeHUs, WIM Ha JTUCMOP(OIOTrUs;
JIMAarHOCTUKATa HAa TEHETUYHH JIe(EeKTH Ype3 U3IMO0I3BaHe Ha TEHOMHHU, MOJIEKYJISIPHO-TE€HETHYHH,
MOJIEKYJISIPHO-IIUTOT€HETUYHH, TUTOTEHETUYHU M OMOXMMHUYHH M3CIIEIBAHUS U MHTEpIpeTalus
Ha pe3yJITaTUTe; OIpe/esiHE Ha TEepaneBTUYHO MOBEACHHME; I'eHETUYHO KOHCYJITHpAaHEe Ha
nanyveHTuTe (MHPOPMHUpAHO ChIVIacHe, MpaBO Ha HH(OpMUpaH K300p, OmepupaHe C JIMYHU
JTAaHHW, HENPUKOCHOBEHOCT HAa JIMYHUTE JAHHU U JIp.); MPEBEHIMS HA HACJICICTBEHH OOJIECTH;

HAay4YHH HU3CJICABAHUS.



3. 3HAHWUSI, YMEHMUSA n KOMIIETEHTHOCTMN, KOUTO
CIIEHUAJIM3AHTBHT CJIE/JBA JA TIPUJOBUE

Creunanu3upanoTo oO0ydyeHHe BKIIOYBA CIEIHUTE OCHOBHH KIMHUYHH U JUATHOCTUYHU
HaIpaBJICHUS:
* Kiununyna renernka
*  OHKOreHeTHka
* T'enernka Ha MeTaOOIUTHU 3a00JIIBAHUS
* l'eHeTHKa Ha pa3BUTHETO
* Bponenu anemun
* Hesporeneruka
* T'eneruka Ha uHMEPTUIUTETA
* T'eHernka Ha CHPICYHO-CHIOBUTE 3200ISIBAHUS
* ['eHeTnka HA HEBPO-MYCKYJIHHUTE 3a00JISIBAHUS
* T'eneruka Ha UH(DEKIIMO3HUTE 3a00JIIBAHUS
* T'eHeTnka Ha UMYHOJIOTUYHHUTE 3a00JISIBAHUS
e ®dapmakoreHeTHKa U papMaKOreHOMHUKA
* MopanHo-eTUYHH, TCUXOJOTUYHU W TMPaBHU AaCMEKTH HA TeHETWYHATa MPO(UIAKTHKA

IIpHU 9O0BCKa

s Jpyru

3.1. Heo0xoAMMHu M 10CTATHYHU HAYYHH NO3HAHUSA B 00J1aCTTA HA reHeTHKATA!

» 3naHus 3a CTpyKTypara U QyHKIUATA Ha siapeHara u mutoxonapuamnara JJHK u PHK-u;
eMUTeHEeTUYHN MOAU(DHUKAIIMN Ha TeHOMa

* Pa3bupane Ha MONEKYJISIPHO T€HETUYHHTE MEXaHU3MHU, KOUTO CTOST B OCHOBaTa Ha
OosiecTUTE PU YOBEKA

* Ilo3HaBaHe MEXaHM3MUTE HA MyTareHe3a U TepaToreHesa

» Ilo3HaHus Ha KJIMHUYHATA TEPMHUHOJIOTHS, €UIEMHUOJIOTHS, TOMYyIalluOHHA TeHeTHKa U
CTaTUCTUKA

* Ilo3HaBaHe Ha OCHOBHMTE€ MOJEIM W HAYMHU Ha HacilesdBaHe (MEHIEIOBO U
HEMEH/ICJIOBO yHACJEsBaHe, TeHHU W TEHOMHHM 3a00JISBaHMs, €MUT€HETHKA, MOIU(UIMpAIIN
reHH, MHOTO(aKTOpHU 3a00J1sIBaHMS, BapUaOWIIHA MTEHETPAHTHOCT U €KCIPEcusi Ha ChOTBETHUS
dbenotum) u ap.

* Ilo3HaBane Ha KOHBEHLUUOHAJHUTE METOAM 32 LHUTOT€HETUYHA, MOJEKYJIIPHO-

OUTOICHCTUYHA U MOJICKYJISIPHA JUArHOCTHKA U MCTOAMUTC OT HOBO IMOKOJICHHUE 3a M3CJIICABAHC Ha



YOBEHIKUSI T€HOM C DPa3MYHU HHBA HA PE30JIONHS, BKIIOYHTEIHO M ITBIHO pa3OupaHe Ha
TEXHHUTE NMPEIUMCTBA, HEJOCTATHINUTE U OTPAHUICHHS

* 3”aHus B o0Oimactra Ha OuoumHpopMmaTHKara, CTaTUCTHYecKa oOpaboTka H
0100aHKHUPAHETO

* Jla e uH(MOpMUpPAaH OTHOCHO M3UCKBAHUITA M CUCTEMH 32 BBTPEUICH U BHHIIEH KOHTPOII

Ha Ka4Y€CTBOTO Ha U3CJICABAHUATA U KIIMHUYIHO YIIPABJIICHUC

3.2. KNMHUKO-TeHeTHYHH 3HAHUS U YMEHHSI:

* [IlocraBsHe Ha nuarHo3a W AudepeHIUanHa aUar€o3a. |'eHeTWYHM W3CleBaHHUS Ha
OO0JHM C pelKH HACJIEICTBEHU 3a00JIABaHMUS WJIM 4YECTH (COLMATHO-3HAYMMH) 3a00JIsBaHUS C
FeHeTUYHA MPEPa3noI0KEHOCT U Ha TEXHUTE CEMENCTRA

» Ilo3HaBaHe Ha mpe- W MOCTHATATHUTE TECTOBE, CKPUHUHTOBU MPOTPaMH U MOJEKYJISIPHO
MATOJIOTMYHU U3CJICIBAaHUS, BKIIFOUUTEITHO METOH, PUCKOBE U OTPAaHUYCHUS

* [lo3naBane Ha 00IIMTE MEKIyHAPOIHU CUCTEMH 3a HOMeHKIaTypa (kato ISCN, HGVS u
Jp.) ¥ OHJIAMH pecypcH 3a reHeTudHu 3abonsBanus (kato OMIM, Orphanet, GeneReviews u ap.)

* Ilo3HaBaHe Ha OCHOBHUTE KIMHUYHH IMOKa3aHMSA, KIMHUYHATA MOJ3a M CTOMHOCTTa Ha
Pa3XoJUTE 3a pa3IMYHUTE JUATHOCTUYHU aHAJIU3U

*  AHajnuTHYHA CIEHU(PUIHOCT U YYBCTBUTEITHOCT HA M3TOJI3BAHUTE aHAIHU3U

* Caemane Ha ¢amMuIHAa aHaMHe3a, U3TPaXKJAaHE Ha POAOCIOBHO ABPBO (T€HEaJOrHYeH
aHaJINU3) U OTIpe/ieNisiHe Ha MOTEHIIMATHUS PUCK 32 pa3BUTHE Ha 3a00JISBAHETO

* Ilo3HaHus, CBBp3aHH C PENPOAYKTUBHUTE BB3MOKHOCTH M CEMEWHHU MPOYYBAHUSA,
NOJIXOMAAIIM METOMU 3a aHalIM3 Ha CHOTBETHOTO 3a00yiiBaHE M TEXHHUTE TPEAUMCTBA H
HEeJ0CTaThLIU

*  3aapn00o4YeHo MO3HaBaHE U CIEUANTM3UPAaHO 00YUYEHHE B HAIIPaBJICHUS KaTo:

» KinHuYHA TeHeTHKa
OHKoOreHeTuka
['eneTnka Ha MeTaOOJIUTHH 3a00IIBaHHS
I'enetrka Ha pa3BUTUETO
Hesporeneruka
®apMaKoreHETUKa
I'enetnka Ha nndepTuIUTETA
I'enetuka Ha ChPACYHO-CHIOBUTE 3a00ISIBAHUS
I'eneTrka Ha HEBPO-MYCKYJHUTE 3200 ISIBAHUS
I'eneTnka Ha peAPa3NONOKEHUATAa KbM HH(EKIIMO3HUTE 3a00ISIBaHUS

I'enetruka Ha HMYHOJIOTHYHUTC 3a001sIBaHUs

YV V.V V V V V V V VYV VY

I[pyrI/I INOACIICHHNAJIHOCTH OT cneumbnqu HHTCPECC 3a CIICHHUAJIN3aHTa



« IlpugoOuTH MO3HAHWS IO BCHUYKH CTHYHU BBIIPOCH B O0JaCTTa HA MEIHMIMHCKATA
JTUArHOCTHKA U HAyYHUTE M3Cle/BaHus (ChAbp)KaHHWE HA MH(GOPMUPAHOTO ChIVIacHe, MPaBO Ha

uHpOpMHpaH n300p, ONepUpaHe ¢ JIUYHU JaHHU, HETPUKOCHOBEHOCT Ha JIMYHUTE JAHHU U Jp.)

3.3. PaboTa B eKHIl 1 KOMYHUKANIMOHHU YMEHUS:

« PaszpabotBane Ha 100pu yMEHHUS 32 KOMYHHUKAIUs C KOJIETH B TEHETUYHUTE J1TabOpaTopun
U LIEHTPOBE U JAPYTU MEAULIUHCKH CIIEIUATUCTH

« VYMeHuA 3a MOArOTOBKA Ha pe3yJlTaTH HE caMO C OHMOJOrMYHA, HO U C KIMHUYHA
BAJIMJTHOCT, HEOOXOIUMHU 32 TUArHOCTUKATA U JICYCHUETO Ha MaIeHTa

«  Komynukanus ¢ mabopaTopeH nepcoHat 3a e(peKTUBHO MPEAOCTaBsIHE HA YCIYTH, yMEHUS
3a paboTa B €KHII U YIIPaBJICHCKH CIOCOOHOCTH

- Ilo3HaBaHe Ha eTMYHMTE HOPMHM M HU3KIIOYMTEIHATAa BAXXHOCT HAa HMH(OPMHUPAHOTO
CBIJIACHE U 33IBJDKUTEITHA KOH(PUACHIIMATHOCT PH paboTa ¢ JINYHU JaHHU

« VYyactHe B CHBMECTHO KOHCYITHpaHE M OOy4YeHHE C JpYyrd Mpo(EeCHOHAIUCTH KaTo

CIICHHUAIMCTH 110 MEJUIMHCKA '’CHETUKA WJIM TCHCTUYHU KOHCYJITAHTU (KLZ[CTO (& HpI/IJ'IO)KI/IMO)

3.4. JlabopaTopHM YMeHHUSI:

* 3agbpabodyeHa MHGOPMHUPAHOCT 3a TpaBWiaTa Ha JoOpaTa JlaboparopHa MpPaKTUKA H
MO3HAHUS 34 OpraHU3aNMsITa Ha JJabopaTopHaTa padboTta

* 3HaHus 3a paboTa ¢ OWOJIOTMYHM MaTepHadu — WJISHTU(DUIUpaHe, MPOLEANpPAHE,
TPaHCIOPTUPaHEe, apXUBUPAHE U ChXpaHsIBaHE Ha OMOJOTMYHH MPOOH, BKIOUYUTEIHO MMO3HAHUS
3a OMoOaHKHUpaHe

* 3HaHUS U YMEHHS 32 NMPHOPUTH3UpPAHE HA MpOOWTE 3a TecTBaHE Ha 0a3a Ha KIMHHYHA
CHEIIHOCT

. OOumM mo3HaHUS 3a MNPUHLUMIUTE M TPAKTUYECKH ONMT B U3IBJIHEHHE Ha
NpEJaHAINTUYHN WM AHAJUTHUYHU TEXHUKM M METOAM, KOMTO C€ IpujaraT B T'€HOMHAaTa
JMarHoCTHKa: paboTta ¢ KieTpb4HM Kyiatypu, uzoinupane Ha JIHK m PHK, kapuorunupane u
crennduann Texuuku Ha orpeTsiBane, FISH, PCR — kiracuuecku u B peaqHo BpeMe, U3CIeABaAHE
Ha BapHaluu B Oposi KOMHWS, MUKPOUYHUIIOB aHAJIU3 ChC CPAaBHUTEIHA I'€HOMHA XMOpHUIM3aIMs,
araposHa Tei ejekTpodopesa, JAeHaTypHpalla TOoJIMaKpWIaMuaHa Tel eJekTpodopesa,
CeKBEHHpaHe IO Sanger, HOBOTEHEPAIMOHHO CEKBEHUpaHe, blot TEXHWKH, PECTPUKIHNOHEH
aHanu3 1 aHanu3 Ha ekcrnpecus Ha PHK, MEUKpOYMIIOB €KCIIpeCHOHEH aHAIN3

* 3anbpabo4YeHM M M3YepHaTeIHM IIO3HAHUS 3a UHTEepOpeTalys Ha TeHETUYHUTE
7a00paTOpHU  M3CIEABAHUSA, IO-CIIEHUAIHO TaKWBa, IMOJYYEHH OT  IUTOTCHETHYHH,
MOJICKYJISIPHO-IIMTOTCHETUYHN, OHKOTCHETUYHHU, MOJICKYJIIPHO-TEHETUYHH, (papMaKOTeHETUIHH

u OuoxuMuyHU aHanu3u. Kopenanus Ha TeHETUYHUTE PEe3yJITaTH U (PEHOTUITHUTE JaHHH.



» JlokyiagBaHe Ha MOJYYEHHUTE PE3YJITaTH OT MPOBEACHMS aHAJIU3: U3TOTBSHE HA MUCMEH
JIOKYMEHT (pe3yJITar)
» CrocoOHOCT 3a TBJIHO W aJICKBATHO ONKCAaHHE W JOKYMCHTHUPaHE Ha MPOBEICHUTE
TECTOBE;
» CrocoOHOCT 32 MHTEPIPETHPAHE HA TOyYEHUTE PE3yJITaTH OT IPOBEICHUTE TECTOBE B
KOHTEKCTa Ha JUArHOCTHYHUS IpobsieM U popMyliupaHe Ha 3aKIIOYCHUS,
» Jla e HasICHO C Haii-Ba)KHUTE MOCJICACTBHUS OT MIOCTABCHATA IMArHO3a,;
» Jla e HasCHO C BBH3MOXKHOCTHTEC M OTPAHWYCHHITA HA W3IMOJI3BAHUTE TEXHUKU U
MPUYMHHTE 32 TOBAQ,
» Jla pa30bupa TMOJIOKUTEIHATA WM OTpHUIATEIHATA IPOTHOCTHYHA CTOHHOCT Ha
MIPOBE/ICHUS TECT;
» Jla uHTErpUpa MYITHIUCIUIUIMHAPHY JJAHHU 110 B3MOXKHO HAM-ITOAXOSIIUS HAUWH,
» Jla o0OenuHsBAa HAIMOHATHH W MEXIYHApOJHH JOCTHXKCHHsSI B 0OJacTTa Ha
MOJIEKYJISIPHO-OMOJIOTUYHATA, IUTOTCHETUKATa U MOJICKYJISIPHO-IIUTOT€HETUYHA TUArHOCTHKATA;
> Jla npoBex/a MpH CI0KHU CIIy4an KOHCYJITAIHS C BBTPEUIHH U BHHIIHH CIICIIHAJIUCTH,;
» Jla cbCTaBs NMHCMEHH CTAaHOBWINA WM PE3YJATaTH B CHOTBETCTBUE C MEXKIyHAPOIHO
MPU3HATH CTAHJAPTH
* Ilo3HaBaHe Ha HOBHUTE TEXHOJIOTMH B JUATHOCTHUYHATA MPAKTHKA:
» HoBu MeTOaM, TEXHUKHU M U3IOJI3BaHE HA OMOMH(OPMAIIMOHHY TPOIYKTH 33 aHAJU3,
» Jla e HasCHO C TUATHOCTHUYHUTE BH3MOKHOCTH Ha HOBUTE METO/IN;
» Jla M3rOTBS KpUTEPUH 32 IPUIIaraHe HAa HOBH TEXHHUKH B IMAaTHOCTUYHATA TIPAKTHKA;
» Bammaupane Ha HOBU METOJIU ¥l TEXHUKH B JIMATHOCTUKATA
* Jla mpurexaBa ymMeHHs 3a pa3paOoTBaHe, ONTUMH3UpPAHE, BaTUAUpPAaHE U BbBEXKIaHE Ha
HOBU METOJIM U aHAJIM3H B IMATHOCTUKATA
* Jla e ua(OpMHpaH OTHOCHO M3UCKBAHUATA M CUCTEMU 32 BBTPEIICH U BHHIIEH KOHTPOI
Ha KayecTBOTO Ha u3cnensanusaTa (npernopsku Ha OECD, Hacokn Ha ECA, EuroGenTest — EQA

— IIPEeNOpPBKH, HAIMOHATHHU pbKOBOICTBA), akpeauTarus (ISO 15189) u kmuHuYHO ynpaBieHue

3.5. [lo3nanus 3a 100pa MeTUIIMHCKA MPAKTHKA:
*  VYyacTue B OAMTH U KJIMHUYHU IPOLEAYPH 3a KOHTPOJ Ha KaueCTBO
* Ilo3Hanue u npuUIbpKaHE KbM YCTAaHOBEHUTE NPOLEAYpH 3a TOJy4yaBaHE Ha
uHGOPMHUPAHO Chriacue U KOHGUACHIIMATHOCT MpH paboTa ¢ reHeThYHa HHPOpMAIUs
+ Pas0upane u cna3zBaHe Ha €ETUYHHUTE U IPABHU HOPMH
* VYuyactue B NMOBHUIIABaHETO Ha mpodecrnoHanHaTa KBaTH(UKANUSA Ype3 MPOABIDKABAIIO

npodecuoHaiHO 00yYeHHE U MOCeIaBaHe Ha 00pa30BaTEIHA KypCOBe/KOH(PEPESHITUN



3.6. YMeHus B 00/1acTTa HAa HHPOPMALIMOHHUTE TEXHOJIOTHM:

* IlpunoOuBaHe Ha 3HAHMSA W yMEHHUsS B 00JacTTa HA MHPOPMAIMOHHUTE TEXHOJOTHHU 32
nofoOpsiBAHE Ha aHalIW3a W HWHTEPIpETaluss Ha TIIOJyYCHHUTE pe3yJITaTH, CBBP3aHH ChC
crenuanu3upay copTyepHH MporpaMu, OHJIAH pecypcu 1 0a3u TaHHH

* 3HaHUSA CBbP3aHU C TApAaHTHUPAHE CUTYPHOCTTA HA JAHHUTE

3.7. YnpaB/eHCKH YMeHUst

* Pa3BuTue Ha MyJNTHIUCUUILUTMHAPHU YMEHUS 32 padoTa B €KUIT U JIUJIEPCKU KayecTBa

* 3amo3HaBaHE C HOpPMATHBHATa ypenda W OpraHu3alMaTa Ha 3[APABHUTC W KIMHHUYHU
TeHETHYHU YCITyTH

* Bb3MokHOCTH 3a ydyacTHe B KOOPIHMHHpaHE Ha JCHHOCTTa HAa pA3IMYHHUTE OTJIEIH,
CBBP3aHO C OPraHU3allMOHHO IUIaHHpaHe, (UHAHCOB MEHUIKMBHT MOHUTOPUHT M MOJIbpIKaHE
Ha CTAaHJapTH 3a Ka4eCTBO.

* Ilo3Hanus 3a 0011a 37paBHA MOJUTHUKA, €U U IPUOPUTETH

3.8. IIpenogaBaTesicka JAeiiHOCT (MPEeNOPHLYNTETHO)

* HacwpuaBane mpenogaBaTrenckata JAEHHOCT 4dYpe3 YydacTe B OOpa3OBaHUETO U
00y4€eHHETO Ha CTYJEHTH U 3JIpaBHU paOOTHULN

° Yyactne B MMPAKTUYCCKOTO 06yquHe Ha MarucCtpu MU JOKTOPAHTHU B oOjacTra Ha
MOJIEKYJIsIpHATa TeHETUKA U TUarHOCTUKA

* VYwyacTHe B pa3npoCTpaHEHHWE HAa 3HAHUA W KOHCYJITAlUM 32 BB3MOXKHOCTHUTE U
OTpAaHMYEHUSATA HA JUArHOCTUYHUTE TECTOBE M YCIYyTH Cpel MEAUIMHCKU CIIECIHAIIUCTH,

CeMeNCTBA U TAlMEHTH C HACIIEICTBEHN 3a00IIBaAHMS

4. OBYYEHHE:

[Iporpamara mpeanara oOOy4eHHE 10 OCHOBHUTE MpoOJeMH Ha TI'e€HOMHUKATa,
IPOTEOMHUKaATa, (papMaKOreHOMHKAaTa, MOJIEKYJIIpHATa TEHETUKA U IIUTOI€HETUKA U KOHKPETHO
IpU OTAEIHUTE TPYNH T'€HETUYHU OOJIECTH U IMPEIpa3oyIOKEeHUs: XPOMO30OMHH, MOHOT€HHHU U
My ITHGAKTOpHU (MOJUTreHHH) OOJIECTH W TPEAPA3MONIOKEHUs, BPOJCHH aHOMAIHUH, OOJIECTH,
IBIDKAIIA C€ HAa COMATUYHM MYTAllUW, HACJIEICTBEHU 3a00isiBaHUS B Pa3lUYHH KIMHUYHU
CHEIMAIHOCTH — T€HETUYHA JIMAarHOCTHKA, MOIMYJIAllMOHHU OCOOEHOCTH, IPUHLIUIIA HA MEAUKO-
TeHETUYHOTO KOHCYJITHpaHe, MPOo(HUIaKTUKa U TeHHA Teparus.

'enetnynuTe OoJNecTH, MPEAPA3MOJIOKEHUS M BPOJCHU AHOMAIMHU CE€ paslVIekKAaT B
cJIe/IHaTa JIOIMYHA M10CIIE0BATEIHOCT — TEHETUYHU HapyILIEHUs] HA HACJIEICTBEHUTE CTPYKTYPH,

HOBOCTH B MOHOI'CHHATa U MHOFO(l)aKTopHaTa naTojorusa, XxpoMO30MHUTC OoJsiecTH U BPOACHUTC



AHOMAJIUM IO OTHOIICHWEC HA C€THUOJIOTH:A, MMAaTOICHE3a, YHACIICAABAHE, KJ'IaCI/I(bI/IKaHI/Iﬂ, KIIMHUYCH
Y TEHETUYEH MOIMMOP(PU3bM, MOJEPHH MOAXOU 32 TAXHATA JUATHOCTHKA.

BxurodeHu ca ¥ reHeTHYHHU MPOoOJIeMH HAa HACIEACTBEHUTE 3JI0KAYeCTBEHM 3a00JsIBaHUS,
MHUTOXOHAPHUATTHUTC 60H€CTI/I, 60JICCTI/ITG, ONpeaACIICHU OT JMHAMUWYHU MYTAllUU U HAPYLICHUS B
penapamusita Ha JIHK. 3agpnboueHo ce pasriexaar Haclue[ACTBEHUTE 3a00isIBaHUS B
racTpOCHTEPOJIOTUATA,  IyJMOJOTHSATa,  He(dpOJOrusTa, HEBPOJOTHUA,  OPTAIMOJIOTHSA,
€HJIOKPUHOJIOTHUS, IEPMATOJIOT S, UMYHOJIOTHUS U JIp.

[Toxpo6HO ce 00CHKAAT MPUHIUITUTE, OPTaHU3AIMATA, 3a1aYUTE U €TUYHUTE MPOOIEMHU Ha
MEMKO-TeHEeTHYHATA KOHCYJITAIIH, ONPEACITHETO Ha MPOTHO3aTa 3a MAIlMeHTa U WICHOBETE Ha
dbamunusTa, NOAXOAWTE W HMHAMKALIMUTE 32 TpeHaTalHa, MpPeJUMIUIAHTAllMOHHA U
MPEIKOHIENIIMOHHA TUATHOCTUKA, OpraHW3alUsaTa U CHIIHOCTTa HAa MAcCOBHS U CEJICKTHUBHUS
TCHCTUYCH CKPUHUHT, U3TPAKIAHCTO HAa TCHCTUYCH PCTUCTHP, KAKTO U MOAXOAUTEC 3a TCpalliid Ha
HACJICJICTBEHUTE OOJECTH W TIPEAPA3MOJIOKEHUS — KOHBEHI[MOHATHA, TCHHA W IPHUIICITHA.
OO6cphxkaar ce mpaBHUTE MpOOJIeMH Ha TEHETUYHUTE HU3CIEABAHMS, 3aJ0KEHHM B 3aKOHA 3a
3/IpaBeTo.

®opMu HA 00yyeHHe U KOHTPOJI:

a) TMpakTHUYeCcKo oOy4yeHue — dpe3  pabota B J1a0OpaTOpPHHUTE IO IMTOTCHETHKA,
MOJIEKYJIS[pHA TE€HETHKAa U MOJEKYJspHa IUTOICHETHKAa, KaKTO U B KAOMHETHUTE 3a MEIUKO-
TeHeTUYHA KOHCYTAIIUA.

0) TeopeTMYHO OOyuYeHHWE — 4Ype3 OCHOBHM U TEMATHYHU KypCOBE, HHIWBUIYaTHO
o0y4yeHHe U Ype3 CUCTEMHA CaMOIOIrOTOBKA

KoHTpOIBT 10 yCBOSIBAHETO HAa MaTephalia C€ OCHIIECTBSIBA NEPUOJUYHO Upe3 TojaraHe

Ha IICT KOJIOKBUYMaA.
4.1. YueOeH nmJIaH — HAUMEHOBAHMS HA MOAYJ/IUTE U TAXHATA NPOABJKHUTETHOCT

TeopeTu4Ha yacr

Monyan CpoxkoBe Ha

o0y4eHue

ITbPBA 'OJAMHA

Yopemka reHeTuka: XpOMO30MUTE KaTO OCHOBHHM KJIETHhYHU CTPYKTYpHU Ha | 2 mecena

HaCJICACTBCHOCTTA. MOJ'IeKyJ'IHI/I OCHOBH Ha 4YOBCIIKaTa HACJICACTBCHOCT.

Monekyﬂﬂpna M OMOXHMHYHA TeHeTHKA: OCHOBHU HapyHai€HUA B I'CHUTC U

MeTa0O0JIUTHUTE IbTUIA, KOUTO MPEAU3BUKBAT MOHOI'CHHHA 3a00JIsIBaHUs

HI/ITOFeHeTI/IKa: OCHOBHU MCXAHU3MHU 3a Bb3HUKBAHC Ha XPOMO30MCH z[Hc6anch.

Hapymenust B HopManHust Opoii U CTPYKTypa Ha XpOMO30MHTE, KaTO €THOJIOTUYEH




(hakTOp 3a BB3HUKBAHE HA XPOMO30MHHU OOJIECTH.

I'eHeTHYHAa JMATHOCTMKA: OCHOBHM METOJAM 3a IIOCTaBsSHE Ha TIE€HETHUYHA
JuarHosa -— OHMOXUMUYHHU MCTOJH, TCMCIOJOIMYCH, KIMHHUKO-I'CHCAJIOTH4YCH,
MCTOAN 3a ONPCACIAHC Ha IMOJIMICHCH THUII HAa YHACICASBAHC, TUTOTCHCTUYHH,
MOJICKYJIIPHO-IIUTOICHETUYHHU, MOJICKYJIIPHO-TCHECTUYHHA METOIHU 3a
I/I,ZLGHTI/I(I)I/II_II/IpaHC Ha I'CHU, NPCAU3BUKBAIIN MOHOI'CHHHU 3a6OJIHBaHI/I$I, MCTOJH 3a
I/I,Z[eHTI/I(I)I/II_II/IaHC Ha U3BCCTHU U HCU3BCCTHU MYyTallul, MCTOIAU 3a IIPOBCKIAHC HA

TCHCTUYCH CKPUHUHI U TCHCTUYCH MOHUTOPUHT

Yopemka nmomnyJjanuoHHa reHeTUuKa: OCHOBHHM TI'CHCTHYHU 3aKOHOMEPHOCTH,

N35ABCHU HA HUBOTO HAa YOBCUIKATA IOIYyJIallUuA

BTOPA I'OJJUHA

XpoMo30MHH 00J1eCTH, BPOJCHH AaHOMAJINH HA PA3BUTHETO

MoHorenHu 6oJiecTH U Npeapa3noJioxKeHus, GpapMakoreHeTHYHN JTedeKTH

2 Mecena

TPETA I'OJAUHA

I'eneTnka Ha YMCTBEHATA HEAOCTATHYHOCT, OHKoreHeTuka

MHorogaxkTopHo yHacjeAsBallM ce BPOJCHU aHOMAJIWU U YECTH 3a00JsIBaHUsA
Opyd BB3PACTHH, TEHETHYHU TMPOOJIEMH Ha TMO-4ecTUTE 3a00/sIBaHUS OT

PA3JIMYHHU KJIMHUYIHHA CIIEUATHOCTH

1 mecen

YETBBPTA I'OAUHA

I'eHeTMYHOTO KOHCYJTHpPaHe, NPOPUIAKTHKA M TepPanus HA IeHETHYHUTE
3a0o0JiIBaHMsA: NPUHIUON M 33Ja4d Ha MEIUKO-TEHETUYHOTO KOHCYJITHpaHe,
T€HETUYHU CKPUHWHTOBH IPOIPAMM, PETHCTHP HA BPOJICHHUTE M HACIEICTBEHUTE
3a00JBaHMsl; TMpeHaTajgHa, MPEeJUMIUIAHTAMOHHA U  [PEJKOHLENIMOHHA
JMAarHOCTHKA; KOHBEHIIMOHAJHA Tepamus Ha TeHeTUYHUTE OOoJecTH, TeHHa
Tepanus Ha MOHOTCHHUTE 3a00JIIBaHUs, aHTUCEHC Tepamnus Ha O0JIEeCTH, CBbP3aHH
CbC COMATUYHM MYTAallUM, OHKOJIOTMYHU 3a00JiiBaHMSI UM BHUPYCHM HH(EKIUH,
IpULEIHA TEpaIusi; MOPAIHO-€TUYHU U IPaBHU NPOOJIEMHU IPU TE€HETHUYHOTO
KOHCYJITHUPaHe, TeHETUYHUTE CKPUHUHIHM, T€HHATa Tepanus U IpU Ch3JaBaHE Ha

JHK Ganku

1 Mmecerny

IIpakTHYecKa yacT

Monayan CpoxkoBe Ha
o0yueHue

IIbPBA TOIUHA

PonocaoBen ananuz 10 mecena




HI/ITOFGHGTI/ILIHI/I MEeTOoaAn

MOJ'ICKy.TISIpHO-FeHCTI/I‘{HI/I MCTOOU

MOJIGKYJISIPHO-I_[I/ITOFCHGTI/I‘-IHI/I METOOAHU

brnoxumuaan METOJH B JUarHoCTHUKaTa Ha HaCJICACTBCHUTC 3a00/1IBaHUS

Menuko-reHeTHYHa KOHCYJITallud

BTOPA I'OJJUHA

Xp0M03OM€H AHAJIM3 3a MIpCHaTajlHa U MOCTHATAJIHA HUTOICHCTHUYHA JUArHOCTHKA

I[I/IaFHOCTI/IKa IIpU BPOACHN aHOMAJIMK Ha Pa3BUTUETO

MCI[I/IKO-I‘ CHCTUYHA KOHCYJITAlUA

10 mecenia

TPETA I'OJAUHA

I[I/IaFHOCTI/IKa IIprU YMCTBE€HA HCAOCTATHYHOCT

I[I/IaI‘ HOCTHUKA IMIPU OHKOJIOTHUYHHU 3a00JIIBaHUS

MGILI/IKO-FGHCTI/I‘-IHa KOHCYJITauuAd

11 mecena

YETBBPTA 'OANHA

I'eHEeTHYHY CKPUHUHIOBU IIPOTPAMHU

[IpakTuuecka pabota B KaOMHETa 32 MEIUKO-TEHETUYHA KOHCYJITAIIUS

11 mecena

4.2. YueOHa mporpama

4.2.1. TeopeTnuHa yact

OBIIA YACT

XpOMO30MUTE KaTO OCHOBHU KJIETHYHU CTPYKTYPH Ha HACJIEICTBEHOCTTA
Mukpockorcka 1 CyOMHUKPOCKOTICKA OPTaHU3aIIHS
[ToBeneHne Ha XpOMO3OMUTE 11O BPEME Ha KIETHYHOTO JIEJICHUE

Kaprorun Ha 4oBeka

XpomozomeH xerepomopdpuzsm — RV, C, Q, natepamHa acUMETpHUS MEXIY

XpOMaTUAUTC. 3HadeHUEe Ha XPOMO3OMHUA HOJ'II/IMOP(I)I/B’LM

MHUTOXOHIpUAIHA XPOMO30MH

MOJ'IeKy.HHI/I OCHOBH Ha HACJICIACTBCHOCTTA. OpFaHI/I3aHI/I$I Ha YOBCHIIKUS I'€CHOM

CrtpykTypa v pyHKIHS HA TEHUTE
Excrnpecust Ha reHeTHYHATa WH(OpMALIUs

I'enna perynanus

JHK momumopduzsm. Mynrurennn damunuu. [loBropenun JIHK cexBenmmm.

IIceBnorenu

Enureneruka
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YoBelKu TeHOMEH MPOEKT U 3paBeora3BaHe. [ eHomuka.
MoJiexky/JIsipHAa TeHeTHKA
ETnosiorns Ha MoHOreHHutre 3aloasiBanus. MyTtanmonen mnponec. Pakropu,
MpeAN3BUKBAIM MyTaluu. ETanu Ha MyTallMOHHUS Tpoliec. TUoBe MyTaluu.
Mytanuu B sigpenara JJHK, kouto BogaT no:
- Ch3/1aBaHE HA aHOPMAJICH T'€HEH HPOAYKT
- IOCTTPAHCIAMOHHA MOAU(UKAIUs Ha OenThKa
- HaMaJICHA MPOIYKIIUS WU JIMIICA HA T€HEH NPOIYyKT
Hedextu B JIHK penaparuBHute cucremu
Hapymienns B Tpanckpunuusta u 3peeneto Ha PHK
MyTtanuu B Mutoxonapuannara JJHK
IlaTorene3a Ha MOHOreHHUTE 3200/ 1IBAHUS
JIHK myTanuu, KOUTO ce 0Tpa3siBaT BbPXY CTPYKTypaTa U PYHKIUITA HA EH3UMUTE
JHK myTtanmn, Kouto HamansiBaT akTUBHOCTTA HAa PEUENTOPHUTE IPOTEUHHU
JHK myTtauuu, 3acsramiy cTpyKTYpHU IPOTEUHU
JHK MyTanuu, KOMTO TpOMEHAT AKTUBHOCTTA HA TEHUTE, YYaCTBAILM B TyMOpPOI€HE3aTa
['eHOMEH UMIIPUHTUHT U €THOPOJAUTEIICKA TU30MUS
['enetnyen nonuMopPu3bM
Bapuanuu Ha reHHOTO JIeCTBUE
MHOK€ECTBEH alleIn3bM
MexnyreHHu B3auMOAEHCTBUS
Huroreneruxa
[TpyunHU ¥ OCHOBHM MEXaHM3MHU 3a BBb3HHMKBAHE Ha XpOMO30MeH aucOananc. Hapymenus B
HOpMaTHHS OpOH U CTPYKTypa Ha XPOMO30OMHTE, KaTO €THOJOTHYEH (haKTOp 3a BH3HMKBAaHE Ha
XPOMO30MHHU OOJIECTH.
XpOMO30MHHU MyTall¥ ¥ XpOMO30MHA YYTUIMBOCT
- OpOifHM XPOMO30MHH abeparuu
- CTPYKTYPHH XpOMO30MHHU abeparuu
- XpOMO30OMEH MO3aulM3bM, KJIIOH, XUMEpa
- XpOMO30MHA YYIUIUBOCT
I'eHeTMYHA IMATHOCTHKA
buoxumuunu Mmetonu
I'emenonornuen meron
KivHHKO-reHeanornyeH MeTOJ WM KpUTEpUU 3a OINpeleNsHe THUMAa Ha YHACIEIsBaHE Ha

MOHOT€HHH 3a00/1IBaHH
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ABT030MHO-/JOMUHAHTEH THII HA YHACJEIsBaHEe
ABTO30MHO-PELIECUBEH TUII HA YHACJIEsIBaHE
X-pelecuBeH THUII Ha yHacleAsBaHe
X-IOMUHAHTEH TUII HA YHACJIEIBaHE
Cbp3aHo ¢ Y XxpoMo30MaTa yHacleIsBaHe
VYHacnensBaHe pU FOHAZECH MO3aULIU3bM
VYHacnensBaHe Npu IMHAMUYHU MyTalluU
VYHacnensBane npu reHOMEH UMIPUHTUHT U €AHOPOJUTENCKA JTU30MUS
MUTOXOHIPHUAIHO YHACIEAIBAHE
Mertonu 3a onpeelisiHe Ha NOJUI€HEH TUI HA YHacJIesIBaHe
daMuIHY, aIONTUBHYU U OJIM3HAYHU IPOYUBAHUS
Metonu 3a OTKpUBaHE Ha TE€HU, Ch3JaBalllM NPEAUCIO3ULNS KbM COLUAIHO-
3HaYUMU 3200 IIBaHUS
- aHaJM3 3a CKAYEHOCT
- TMOMyJalMOHHO 0a3MPaHU aCOLMATUBHU MPOYYBAHUS
- (¢damMuIHO 6a3UpaHU aCOLMATUBHU U3CIICIBAHUS
- uAeHTH(dULMpaHe Ha “KaHIUAaT’ XPOMO3OMHHU pallOHH U “KaHIUAAT T'€HU
[{uToreHeTMUHU METOIU

PYTI/IHCH IMUTOTCHECTUYCH MCTO 3a KYJITUBHPAHC U O6pa6OTBaHC Ha:

TUMQOIUTHU KyJITypU
- aMHHOTHUYHM KIJIETKH
- XOpHUOHHHU BBHCHU
- KOCTEH MO3BK
- TYMOPHHU KIJIETKH
- ¢ubpobmacT u ap.
O1BETHTEITHN TEXHUKH
- GTG
- QFQ
- RBG
- CBG
— T 1eHTOBO OIIBETSIBaHE
— DA.DAPI
— NOR
- CXO
MonexyIsipHO-IIUTOT€HETUYHU METOIH

FISH (¢myopecuienTHa in situ XuOpuau3arms)
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PRINS (in sity xuOpuau3ans Ha paitMepn)
O6paren FISH

Fiber-FISH (Bucokxopesontotusen FISH Bbpxy usrernena JJTHK ¢pudpuna)

CGH (cpaBHHTenTHa TeHOMHA XHUOPUIU3AIIHS)

MoneKyJIsipHO-T€HETUYHH METOIHU

MGTO,Z[I/I 3a I/II[eHTI/I(bI/II_[I/IpaHe Ha I'CHH, ONpCAC/IAIIN Bb3HHMKBAHE HA MOHOI'CHHO

3a200J14BaHE

IIpuHuunu u cTparerus

DyHKIHOHAIHO KIIOHUPaHE

ITo3UIIMOHHO KJIOHUpPAHE

WnenTuduurpane Ha reHU B KpUTUYHU PaiOHU

“Kaggumart reau”

Meronu 3a nzonupane Ha JIHK

brnoT-xubpuamuzanus no CaabpH

[Tonumepasna BepuxkHa peakuus (PCR)

Metoau 3a uACHTUDHUIMPAHE HA HEU3BECTHH MYyTallUU

CexBennpane Ha JIHK

AHaim3 Ha KOH(QOPMAIMOHHHS TOJMMOP(H3BbM Ha €IHOBEpUIKHATA
JTHK (Single Strand Conformation Polymorphism - SSCP)
Jenarypupama rpaaveHTHa ren enekTpodope3a (Denaturation
Gradient Gel Electrophoresis — DGGE)

Xetepoayminekcen ananu3 (Heteroduplex Analysis - HA)

Metoau 3a uaACHTHPUITIPAHE HA U3BECTHU MYTallUH

AMrmudumpane-pecTpuKIus

PCR-3aBucrma Haco4eHa MyTareHe3a

Awmimndunupase Ha pedpakTopHaTa MyTallMOHHA CUCTEMa
Anen-cnerubunyuno ammmduiupane (ASA)

Anen-crienuduunm onuronykieotuan (ASO)

Yopemka nmonyJiIafHOHHAa reHeTHKa

[TonyanoHHa TeHETHKA

3akoH Ha Xapau-BaitnOepr

I'eHeT4HA CTPYKTYypa HA MOIYJIALIUATE

WuOpuauHr u ayTOpuIuHT

I'ereTnuna CIIMICMUOJIOTUA Ha HACJICACTBCHUTC 3a00/11BaHUS U mpeaApasnoOJIOKCHUA

ITosiarane Ha NBPBH KOJTOKBUYM
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CIIEIIMAJIHA YACT
Xpomo3oMHHU 0os1ecTH
CpIIHOCT, MEXaHM3MU Ha BB3HHKBAHE HAa XPOMO3OMEH JAucOajIaHc, KIMHUYHU
0cobeHoCTH, KITacCU(PUKaIK, IIATOTeHETUYHH BApPHAHTH U TEHETUYHO KOHCYJITHPAHE.
XpoMo30MHU 00JIECTH IPU CTPYKTYPHU U OpOiHM abepaliiy Ha MOJIOBUTE XPOMO30OMHU:
Cunapom Ha Klinefelter
Cunzapom Ha nonuzomus Y
Cunapom Ha Turner
Cunapom Ha nonuzoMust X
46,XX KapuOTHII IIPU MBKE
XpoMo30MHH 0oJieCTH U OPOHHU U CTPYKTYpHHU abepaluu Ha aBTO30MUTE:
Cunzapom Ha Down
Cungpom Ha Edwards
Cunapom Ha Patau
Cunzapom Ha koremkoTo Msykane (Cri du chat, Sp- cunapom)
Cunapom Ha Wolf- Hirschhorn (4p- cuaapom)
CunapoM Ha yacTU4Ha MOHO30Mus 18q-
Punr cunapom
Menuko-reHeTH4HN IpoOIeMHU Ha PeNpOSyKIHATA, CBbP3aHU C XPOMO30MHH HapyIIEHUS
MukponeneuHOHHU CHHAPOMH
CpuiHoct
MounekyiiHa XapakTepUCTHKA
MexaHu3MH Ha (PEHOTHUITHA EKCIIPECHs]
Cunapowm Ha Prader-Willi (PWS)
Cunapom Ha Angelman (AS) u apyru 3a0oisiBaHHs, CBBP3aHH C XPOMO30MEH
UMIPUHTHHT
Bponenu anomaium Ha pa3BUTHETO
Jucmopdoiiorust 1 TepaToreHesa
Posist Ha reHETHYHUTE U TEpAaTOTeHHUTE (PaKTOpU
Bpoaenun mandopmanmu, nedopmaruu, TMCPyIITIH, TUCTUIA3HI
["ostemu 1 Manku mMangopmaruu
MHOXeCTBEHU U U30JIUPaHU (POPMHU
Bunose chueTaHu aHOMaJINK — CUHIPOMHU, CEKBEHIIMH, aCOLIMALIUU U JIp.
Hapymenust B nmosoBara augepeHuuanus, MHTepCeKCyalH!u ChCTOSHUS

ITosiarane Ha BTOPH KOJIOKBHYM
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MOHOI'EHHHU BOJIECTHU
OO6m1a xapakTeprucTHKa Ha MOHOTEHHUTE O0JIECTH
[TaToreHeTHUHN MEXaHU3MH Ha TIXHOTO Pa3BUTHE
Knacudukanus Ha MOHOTeHHHUTE O0JIECTH
[IpuHMny Ha AUArHOCTUKATA, MPOQUIAKTUKATA U TepaIUsITa
XeMorj100MHOIATHH
Hopmanau xeMorno0uHu — TeHeTUYeH KOHTPOJI, OHTOTCHETUYHA XapaKTEePUCTUKA
AHOpMamHM  XEMOIJIOOMHH —  CBIIHOCT, TC€HETWYHH  JeeKTH, MOJCKYJHA
naTopU3NOIOTHS, KIMHUYHH W  XEMATOJOTUYHU  XapaKTePUCTUKH, TEHETHYHA
nuarHoctuka, MI'K, npodunakruka u Tepanus Ha:
XeMOornoOMHOBH BapUaHTH ¢ aHOpMajHa Pa3TBOPUMOCT
XeMOorI00MHOBH BapUaHTH C YBEIMYEH aUHUTET KbM KHCIIOpO/1a
XeMorI00MHOBY BapuaHTH ¢ HaMaseH ahUHUTET KbM KHCJIOPOia
XeMOornoOMHOBM ~ BapuMaHTH C  HaMajgeHa  CTaOWIHOCT  (KOHT€HHUTaJIHa
HecepoLMTHA XeMOJIMTHYHA aHeMusl ¢ Teia Ha Heinz)
MeTxeMornoO0MHOBY BapUaHTH (KOHTEHUTATHA [IHAHO32)
Tanacemuu — ChIIHOCT, TCHETUYHH Je(EKTH, MOJICKYJIHA TATOPU3UOIOTHS, KIMHUIHH 1
XEMAaTOJOTMYHU XapaKTepUCTUKH, reHeTuuHa auarHoctuka, MI'K, mpodwumakTtuka u
Tepanus Ha:
B-tamacemusita
o.-TajJaceMusTa
CocrosiHus, 0100HM Ha [3-TamaceMusiTa
Jenra-Tanacemus
I'ama-Tanacemus
JApyru reHeTu4Ho 00yc/ji0BeHH 3a00/IIBaHUS HA KPbBTA — CBIIHOCT, TCHETHYHU Je(DEKTH,
MOJICKYJIHA TAaTO()HU3NOJIOTHS, KIWHUYHU W XEMATOJIOTMYHH XapaKTePUCTHUKH, TEHETUYHA
nuarHoctuka, MI'K, npodunaktrka u Tepanus npu :
Hapymenus Ha epurponoesara
Hapymenus Ha rpanysionoesara
Hapymienust Ha MexaHU3MUTE Ha KPHBOCHCHPBAHETO
3aboasiBanusi, CBbpP3aHU ¢ Je)eKTH B MeTadoJM3Ma — CBITHOCT, T€HETUYHU ACPEKTH,
MOJIEKYJTHa TAaTO(U3HONOTH, KIMHWUYHU XapaKTePUCTHKH, TeHeTW4YHa auarHoctuka, MI'K,
npo(UIaKTUKA U Tepanus Ha:
HedexTn B oOMsiHaTa HA AMHUHOKHUCETMHUTE

JledexTu B oOMsiHaTa Ha BBIJIEXUAPATUTE
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JedexTn Ha ypeHHUS IUKBI
JIn3030MHH 6OJIECTH HAa HATPYIIBAHETO
JlucnunonpoTeHHEMHUH
Hedextn Ha MeMOpaHHUA U OBOPEUHUS TPAHCIIOPT
Opranu4Hu auuaypun
Jpyru rpynu 3a0osiBaHusl, CBbP3aHU C AePEeKTH Ha MeTaboIr3Ma B OOMsHATa Ha:
HyxnennoBure xuceinnuu
[Moppupunure
KbuHuTe NUTMEHTH U METAJINUTE
Hacaeacreenn 3a00/11BaHus ¢ HAPYLIEHUS] B MMYHHHS OTTOBOP
['eHeTHYEH KOHTPOJI Ha MMYHHHMS OTTOBOp, IVIABEH KOMIUIEKC Ha TbHKaHHATa
cpBMecTUMOCT — HLA anTHUreHn
HacnenctBenn wumMyHoaepuIMTHH 3a00JsBaHUsI — TEHETUYHU Je(dEeKTH,
MOJIEKYyJIHa TaTO(U3HONOTHs, KIMHUYHU XapaKTepUCTUKU, T€HETHMYHA JUArHOCTHKA,
MI'K, npodunakTuka 1 Tepanus Ha:
KomOunupanu umynoaedunutu (KHUI)
NmyHOonepuImuT Ha XyMOpaIHHsI OTTOBOP
Nmynonedunutu Ha arounro3aTa U KOMIJIEMEHTA
Hacaeacreena npeaucno3unys KbM aBTOMMYHHHU H aJIePrUYHM 3200/11BaHUs
Hacaeacreenn 3a00/151BaHus, CBbP3aHU ¢ 1Ie)eKTH HA CheAUHNUTEIHATA ThKaH
Ocrteorenesuc nmmepdexra (OI)
Cungpom Ha Marfan (MFS)
Cunpapowm Ha Ehlers - Danlos (EDS)
Jpyru 3a6ossBaHus ¢ BpOJeHU Ae(PEKTH Ha CheIMHUTEIHATA ThKaH
HacaencrBenu 3a00/iiBaHusl, CBbP3aHU C JAe()eKTH B IUTOCKEJETHUTE M PelenTOPHHU
NPOTeHHH
Hacaeacreenn 3a0os1Banusi, cBbp3anu ¢ aedgextu B IHK-penapaTuBaute cucremu
Kceponepma nurmeHTO3yM
ATakcusi TeJIeaHTHeKTa3 sl
Cunnpom Ha Bloom
Anemus Ha Fanconi
Cungpom Ha Cockayne (CS)
®damuseH HenmoJuIo3eH kosopekTtaneH kapiuHoMm (HNPCC)
3aboasiBaHusl, CBbP3aHU € INHAMUYHA MYTallUN

Muotonnuna auctpodus (DM)
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Cunapom Ha yymuBara X xpomo3oma (cuHapom Ha Martin - Bell)
Xopest Ha XbHTUHITOH
bonect va Kenenu
CrnimHo-1iepebenapna arakcus 1 (SCA1)
bonect nHa Machado-Joseph (MJD)
Artakcus Ha Opuapaiix
MurtoxonapuajaHu 00J1eCTH
Hacnencreena ontuyna mesponarus tut Jledep (LHON)
MuokIioHyC enuserncus ¢ napuaiusu Mmyckyinuau BiakHa (MERRF)
CuHapoM Ha MUTOXOHJpHAHA MHUOMNATHs, eHIedalonaTus, JaKTaTHAa aluj03a,
uHcynTonoaoonu enuzoaun (MELAS)
Cunnpom Ha Kearns — Sayre u zip.
®apmaxkoreneTuyHu AepexTu(PI)
Mounorennu ®@I" nedextu
AtunuyHa Oy THPUIIXOJIMHECTEPA3a
3nokavyectBeHa xuneprepmust (MH)
Hamanena wim numncBaiia akTHBHOCT Ha CH3UMHUTE, KOUTO yYacTBAT B CHHTE3a Ha
peayLuupaHus riyTaTHOH
I'mroxo30-6-pocharaexuaporenazna (I'6dD/]) HepocTaThYHOCT
HecTtabumau xeMornoOuHu
JeduuuT Ha MeTXeMOTrI0OOMHpeyKTa3aTa
ANKOXOIIeXupoTreHa3Ha U X UAIEXUpOTreHa3Ha HeAOCTaThYHOCT
N-aneruntpancdepazna (NAT2) HemocTaTBYHOCT
l'enetnuen  momuMopdu3bM  Ha  4yepHOApPOOHHMTE  1UTOXpoM P 450
MOHOOKCHUT€HA3H
dapMaKOreHEeTHYHN YCIOKHEHUS TIPH JIUIA ¢ HACTIEICTBEHH O0JIECTH
I'eHeTHKa HA yMCTBEHATA HEAOCTATHYHOCT
CBIIHOCT ¥ MPUYHHU
I'eHeTHYHA XETEPOTEHHOCT U KIIAaCU(UKALIUS
JlnarHoCTHKa ¥ METUKO-TEHETUIHO KOHCYJITHPaHEe
OHKOreHeTuka
Perynarus Ha KI€THYHUS [IUKBI
Armonito3a. MyTaHTHU T€HH, KOWUTO HApyIIaBaT MEXaHW3Ma Ha arornro3ara
OHKoOrenu

TyMop-cynpecopHu reHn
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I'enu, KOUTO CH37aBaT reHOMHA HECTAOMIHOCT
MeTtacTasHu reHu

ITosiarane Ha TpeTH KOJIOKBUYM

MYJITU®AKTOPHU BPOJAEHU AHOMAJIMU U YECTHU 3ABOJISIBAHUSA TIPU
BB3PACTHUTE C HACJIEJACTBEHA IPEAPA3IOJIOKEHOCT

O011a xapakTepucTHKa

OmnpenensiHe Ha TEHETUYEH PUCK

Meronu 3a nMarHoCTUKA

Menuko-reHeTH4HO KOHCYJITHpaHe

[Tpodunakruka

MynTtrdakTopHU BpOIEHN aHOMATINH

MynTtudakropHu yectu 3a00IIBaHUsI IPU Bb3PACTHUTE

FEHETUYHU MPOBJIEMMUW HA MO-UECTUTE 3ABOJISIBAHUSI OT PA3JIMYHU
KJIMHUYHU CIIEHUAJTHOCTHU
Hapyumienusi Ha penpoayKuusTa
CrioHTaHHHM a0OpPTU U MBPTBOPAXKIAHUS
NHubepTUIuTeT — MBXKKH U )KEHCKH
Bponenu anomanuu Ha penpoAyKTUBHATA CUCTEMA
3abosBaHMsl, CBbP3aHU C HAPYIICHUS B M0JIOBaTa MU epeHIInanus
HacJiencTBeHH HeBPOJIOTHYHH 3200/15IBAHUSA
Myckynuu nuctpoduu
CnuHagHa MyCKYyJIHA aTpodus
HacniesctBeHn MOTOpHO-ceH30pHU HeBpomatuu — cuuapoMm Ha Charcot-Marie-Tooth
(CMT), “Jlomcka 6onect” (HMSNL)
Jpyru HacieICTBEHH HEBPOJIOTMYHU 3200 IsIBaHUSI.
HacaencTBena npeaucno3unus Npu NCUXUYHA 3200 IIBAHUS
HIuzodpenus
AdexTuBHM 3200JIIBaHUS
Enunencus
Bonect na Alzheimer
HacaencrBenu 3a00/1siBaHUS HA 3PUTETHHS AHATHU3ATOP

[TurmenTHN PETUHUTHU
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[erenepanus Ha Makysara
Hapyienust Ha IBETHOTO 3peHHe
Jpyru HacieICTBEHU OYHU 3a00JsIBaHUS
HacaencrBena u npuao0uTa riiyxora npu:
['enetnynu neeKT — MOHOTEHHU U MHOTO(aKTOPHU
Herenernunu daxtopu
Hecunapomua riyxora
CuHapoMHa riIyxoTa
Hapyuenus Ha roBopa
MoHorenan 0oJlecTH W HaCJeICTBeHAa TMPEeJUCHO3ULMS MNPH HAKOM BbTPELIHH
3a0oJIABaHNSA:
MyxkoBucuuosa
XunogpuzapeH HaHU3bM
Bponena nHanow6peuna xunepruiazus (BHX)
bvOpeuna nonukucTosza
Hacnencreenu 6onectu ¢ 6b0peunu nmposiBu 6e3 ObO0pevHa MOJIMKHCTO3a
XUNOTUPEOUANZBM
XpoHUYHU HEPponaTHH
Knuanunu niposieu ipu anda-1-aHTUTPUIICUHOB T€PUITUT
ATtepockieposa
Ecennpmanna xunepronus
S3Bena Gomnect
Jnabet
PeBmarounen apTput
Koponapna 6onect Ha cwpiero (CHD)
®ammiina xuneprpodpuuna kapauomuonarus (FHC)
ITonarpa
ITankpeatutu
UpeBHU NOJINIIO3H
bponxuaiHa actma
Jpyru HaciencTBeHu 3a00sBaHUS
MoHoreHHu 00J1€CTH ¥ HACJIEACTBEHA NMPEIUCIO3UIUA IIPH HAKOM KOKHU 3200/ 1IBAaHUS
NxTtnosa
Enunepmonusuc Oynosa

HaJ'IMO'HJ'IaHTapHI/I KEpaToOACPMHHU HAPYUICHU B IMI'MCHTALUATA U KOKHUTC IIPUAATHIN

19



IIcopunasuc

ATONW4YeH AepMaTUT

Jlynyc eputemarozec

Jpyru HacnencTBeHU 3a00IBaHUS
3/10xkauecTBeHHU 3200/ 1IBAHUS

PerunoGmnacrom

Tymop nHa Wilms

HeBpodubpomarosza tun 1 u tum 2

Cunnpom Ha Li-Fraumeni (LFS)

MHuosxecTtBeHa eHaokpuHHa Heorazus (MEN)

damuIieH pak Ha Je0e0TO 4epBO

®damuiiHa ageHomaTo3Ha nnosumosa (FAP)

Cunapowm Ha Peutz-Jeghers (PJS)

damuiieH pak Ha MJIeYHATa JKJie3a U sIHYHUKA

[Ipenpa3nonoxkeHrs KbM 3JI0KaU4eCTBEHH 3a00JsBaHUS B pe3yiTaT Ha MeETa0OIUTEH

noJIMMOppHU3bM

ITo1arane Ha 4eTBbPTH KOJOKBUYM

IF'EHETUYHO KOHCYJITHUPAHE, IIPOOUTAKTUKA U TEPAIIUSA
Meauko-reHeTHYHA KOHCYJITAIUS — IPUHIUIH U 321241
ITocTaBsiHe HA TeHETHYHA AHArHO3a
OrnipenernsiHe Ha TEHETUYHUS PUCK MTPU T€HETUYHOTO KOHCYJITHUPAHE 34!
MounoreHHH 3a00JIIBaHUS
XpomMo30MHH O0IECTH
MHorogakTopHO yHAcHeAsSBaIlM CE BPOJCHW AHOMAIMHM U YECTH 3a00JIIBaHUS
MIPU BB3PACTHUTE
CbBpeMEHHHN MOPATHO-€TUYHH, TIPABHU U COIMAIIHU MTPOOIeMU
PerucTbp Ha BpoieHUTE U HAcJaeACTBeHUTE 3a00asaBanus. [Ipununnu, opranusamnus.
IIpenaTajHa IUArHOCTUKA
[Toka3anus 3a npeHaraiHa JUarHOCTUKa
Meroau Ha mpeHaTagHaTa TUarHOCTHKA
[IpenaTanHa TMarHOCTUKA Ha XpPOMO3OMHHUTE 0OJIeCTH
[TpenaranHa TUArHOCTUKA HA MOHOTEHHUTE 0OJIECTH
KomMOuHupaHa npeHaTaiHa TUarHoCTUKA
IIpeAuMMIAHTAIIMOHHA W NMPEIKOHIENIIMOHHA THATHOCTHKA

Wuaukanum 3a npeJuMIUIaHTaIl[MOHHA U MPEAKOHIICTIIIMOHHA TUarHOCTUKA
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Marepuanu 3a u3cieBaHe
TexHUKH 32 acuCTHpaHa PENPOIYKIHs
Mertoau 3a npeAMMIUIAaHTAlIMOHHA U MPEAKOHIENIIMOHHA IUAarHOCTHKA
I'eHeTHYHU CKPHMHUHIOBH NPOIrpPaMu
Bunose, ycioBusi 1 M3MCKBaHUS 3a NMpoBexIaHe. MeTou, U3M0I3BaHu 32 CKPUHUHTOBU
U3CIeBaHMS
MacoB ¥ CelleKTUBEH CKPHUHMHT 32 HACJEICTBEHH BEIECTBOOOMEHHH 3a00JIsIBAaHUS Cpel
HOBOPOJIEHU
MacoB CKpHUHUHT 3a BpOJIEHU aHOMAaJIUU cpell HoBopoaeHu. [lonxoau 3a perucrpanus.
broxumuueH CKpUHMHI 3a HSIKOM Hal-4eCTH BPOJCHM AHOMAJIUM Ha IUIOAA Cpen
OpeMeHHU JKEeHU
VYTpa3ByKOB CKpUHHUHI 32 BPOJCHHM aHOMAJIMHM Ha Iulofa cpen OpeMeHHHW KeHd. Y3
u3ciueBaHe Ha ¢eTanHa MOp(hOoIoTHs.
['eHeTMYHO KOHCYJITUPAHE NP Pa3IMYHUTE CKPUHUHTOBH NIPOrpaMu
MopallHO-€TUYHH U COLMAIIHU POOIIeMHU
3HayeHre Ha CKPUHMHTA 32 TPOQMIAKTUKATa HA HACIIEICTBEHATA MTATOJIOTUS
I'eHeTMYE€H MOHMTOPHHT
[TormynanuoHeH U BUCOKO-PUCKOB MOHUTOPUHT
OCHOBHU IpyIIl METOI, U3II0JI3BAHU 32 TEHETUYEH MOHUTOPUHT
3HayeHue 3a OXpaHaTa Ha raMeToreHes3ara u npoduiakTuKaTa Ha KaHLeporeHe3aTa
ConuanHo-npaBHU IPOOJIEMHU, CBbP3aHU C TEHETUYHHSI MOHUTOPUHT
Tepanus Ha reHeTHYHUTE 00JIECTH
KonBeHLImOHaIHA Tepanysi Ha TeHETUYHHUTE O0JIECTH
XUpYpruyHoO J€UYEHNE
Tepanus upe3 nuera
3amMecTUTENHA TepaIns
OTcTpaHsBaHe Ha PUCKOBU (akTOpH
Tpancrnanranus
I'enna Tepanus Ha MOHOT€HHHU 3a00JIIBaHUS
Texbk koMOuHMpaH umyHeH aepunut (SCID)
daMuIHA XUIIEPXOJIeCTEPOTEMUs
MyxkoBucuunosa
AHTHUCEHC Tepanus Ha 00JIECTH, CBbP3aHU CbC COMATUYHU MYTalluU
Pecrenosa

PeBmaTousen aptpur
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Anepruunu 3a00sIBaHUS
bvOpeunn 6onectu
AHTHCEHC Tepanus Ha OHKOJIOTHYHU 3a00J11BaHuUs
Tymop-cynpecopHa reHHa Tepanus Ha OHKOJIOTHYHU 3a00JI1BaHUs
I'enHa Tepanus Ha OHKOJIOTWYHM 3a00JSIBaHUS Ype3 CTUMYJIUpPAHE Ha MMyHHaTa
cucreMa
WHcepuys Ha TeHW B TYMOPHUTE KJIETKH 3a Ch3JaBaHE Ha YYBCTBUTEIHOCT KbM
JeKapcTBa
I'enna Tepanus Ha BupycHU nHexuuu — CIIMH, xponnunu BupycHu 3a00sBaHus
Etnynu npobiemu Ha reHHaTa Tepanus

ITonarane Ha nmeTu KOJIOKBUYM

4.2.2. llpakTHyecka yact
Ponocnosen ananus
XpOMO30MEH aHAJIN3
e PyTuHEH IMTOreHeTHYEeH METO]l 3a KyJITUBUpPAHE U MOJydyaBaHe Ha MeTadazHU XPOMO3OMHU
OT:
- muMdoruTH
- KOCTEH MO3BK
- KoxHH (pudpobacTu
- aMHUOTHYHU KJIETKU
- XOPHOHHH BBCH
- TYMOPHH KJIETKH
e BuHcoko-pe30IOTHBEH IUTOTCHETHYEH METOA 3a KYJITHBHpPaHEe W TOJy4YaBaHe Ha
npomeTtadazHu XPOMO30MH OT JIUMQPOIIUTH
e Kynrusupane Ha muMQOIMTH 32 H3CIIeABaHE HA XPOMO30MHA YYTUTUBOCT
e KynruBupane Ha muMQONHTH 32 H3CIIEABaHE HA CECTPUHCKH XPOMATUIHA OOMEHH

e OuBeTUTETHU TEXHUKHU

- GTG

- QFQ

- RBG

- CBG

— T meHTOBO OLIBETSIBAaHE — Ja OTHAJIHE
— DA.DAPI

— NOR
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- CXO

Knacuyeckn xpomo3omeH aHanmu3 Ha MertadazHu miactuHkd ¢ GTG mudepeHnmamno
OLIBETEHH XPOMO3OMH 3a ONpeieiisiHe Oposi, JIEHTOBaTa CTPYKTypara W KapHOTHIIA B
nepudepHa KpbB IPU CbMHEHHUE 32 XpOMO30MHa 0oJiecT

Knacuueckn xpoMo3oMeH aHanu3 Ha wmeTadasHu miactuHku ¢ GTG audepeHmanHo
OLIBETEHH XPOMO30MHU 3a OIpeieisiHe Opos, JIeHTOBaTa CTPyKTypaTa U KapuoTuia B KOCTHO-
MO3BYHH KIJIETKH IPH OHKO-XEMATOJOTMYHH 3200 IIBAaHHS

Knacuyeckn xpomo3omeH ananmu3 Ha Meradaznu miactuHku ¢ GTG audepeHnmaino
OLIBETEHH XpPOMO30OMHM 3a ONpeieisiHe Oposi, JIEHTOBaTa CTPyKTypara M KapHOTHIIA B
AMHHOTHYHH KJICTKH WM XOPHOHHH BHCH MPH MIPEHATAIHA THATrHOCTHKA

Knacuyeckn xpomo3omeH aHanmu3 Ha MeradazHu miactuHkd ¢ GTG mudepeHnmamno
OILIBETEHH XPOMO30MH 3a OTIpeIeIsIHE OpOsi, ICHTOBAaTa CTPYKTypaTa U KapHOTHIIA B TYMOPHH
KJIETKH 3a OIpeJieiiHe Ha cenn(UIHI XPOMO30MHH PEYCTPONCTBA

Kapuorunupane Ha Bucoko-pesomoruBad GTG audepeHnnanHo OnBeTeHN XPOMO3OMH 3a
OIpeieTITHe Ha MUKPOCTPYKTYPHH XPOMO30MHH IIPEYCTPONCTBA

AHanu3 Ha XpOMO30OMHAa 4YYIUIMBOCT INIPH CHMHEHHME 3a 4YyIuiMBa X XpoMo3omMa |
3a00J1s1BaHMsI ¢ XPOMO30MHA HECTAOUITHOCT

Anamnz Ha CBG xerepoxpomaTWHOBH OJIOKOBE (3a IL€JIMTE Ha ChACOHO-MEIUIIMHCKATa
MIPAKTHKA)

Otunrane Ha CXO npu CbMHEHHE 32 MyTareHHU Bb3ACHCTBUS

MonexkyJIsipHO-UUTOT€HETUYEH aHAIU3

Meronu:
- Unarepdaszen FISH — dayopecrienTHa WH CUTY XUOpHAU3AIAS
— FISH na meTtada3uu xpomMo3omMu
- CGH — cpaBHuTENIHA TeHOMHA XUOPHUIN3ALUSI
AHanu3
OtunTane Ha pe3ynTara NmpHu (QIyopecleHTHa WH CUTY XHOpHIU3aIus 3a pa3KpHBaHE Ha
XUOPHUIHY T€HH, OHKOTE€HH, aHSYTUIOUINN H JI.
Otuurane Ha pesynrara npu CGH 3a paskpuBaHe Ha XpOMO30OMHHU pailOHU Che 3ary0a miu
JIOIIBJIHUTENICH XPOMO30MEH MaTepHa
Otuntane Ha pesynrara npu mFISH 3a unentudunupane Ha CIOXHH XpPOMO3OMHHU
IpeyCcTPONCTBA U MapKEpHH XPOMO30MH B KapHOTHUIIA Ype3 OLBETSBAHE HA XPOMO30OMMTE C
24 1BsrTa
KommoTspHa XpoMO30MHa THATHOCTUKA, TOKYMEHTHpPAHE Ha pe3yJITaTUTEe
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MOJIGKy.IISIpHO-FeHeTI/I‘-IHI/I METOOU

e 3onupane Ha JIHK

e PCR peakuus

e TecrBane Ha JIHK 3a onpenensine Ha kauecTBOTO Ha rpobara
e Enexrpodopesa B arapo3eH rein

e Enexrpodopesa B moamakpuiaMuacH rei

e (CexkBenupane Ha JIHK

e RFLP ananuz

e Multiplex Ligation-dependent Probe Amplification (MLPA)

e AHaiu3 ¢ pa3IMyHU MUKPOMUKPOUYHUIIOBH IIATGOPMHU

buoxumMuuam METOJM B JUMarHoCTUKaTa Ha BGH.[CCTBOO6MCHHI/ITC 3a00JIIBaHUS
o buoxmMuueH aHaim3 Ha OpTraHU4YHU KUCCIIMHU

e buoxmMunueH aHanM3 Ha aMUHOKHUCEINHH

['eHETMYEH CKPUHUHT

e CrnexTpodmyopuMeTprUdeH U TaHIEM-MaC CIIEKTPOMETPUICH METO/T

e CkpuHMHI Ha OpeMEHHM JKEHU 3a OINpEJeNIsHE Ha TEHETUYEH pPHUCK 3a Hal-4ecTu

XPOMO30MHHU 0OJIECTH

[IpakTuyecka pabota B kabMHETa 3a MEAUKO-TE€HETHYHA KOHCYITAlUs
CHemaHe Ha aHaMHe3a
[HomenBane Ha Gopmynsipu
['eneasiornueH ananus
[Ipenienka Ha MeTOIUTE, HEOOXOIMMH 32 ITOCTABSHE HA TEHETUYHA IUarHo3a
[TperieHka Ha pe3yiTaTUTE OT TEHETHUHUTE U3CIIECIBAHUS
[Ipenienka Ha TEHETUYHUS PUCK
Menuko reHeTHYHa KOHCYJITAIHSI Ha TTAlMeHTa U TeHETUIHO OOPEMEHEHUTE

POACTBCHUIIN C HU3IOTBAHC HA ITIMCMCHO 3aKJIIOYCHUC

4.3. 3a1bJKMTETHH KOJOKBHYMHU U CPOKOBe 32 M0JIaraHeTo UM

Temu IIposexnar ce:

IIbpBH KOJMOKBMYM — YOBEIIKa TIEHETHKa, YOBEIIKa MomyJiauuoHHa | 12-tu mecen

TCHCTUKA, MOJICKYJsIpHA U OMOXMMHYHA I'€HCTHUKa, NIUTOI'CHCTHUKA,
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I'CHECTHUYHA JUarHoCTHukKa

Bropn KoJIOKBHYM — XpOMO30OMHHM Oosectd, Mukpoaenenuonnu/ | 18-tu mecen

MHUKPOAYIUIMKAIITMOHHU, BPOJACHU aHOMAJIMU HA Pa3BUTUCTO

TpeTn K0JOKBHYM — MOHOTEHHH 0ojecT, papmMakoreHeTHIHU Aedextu, | 24-Tu Mecen

T'CHCTHKAa Ha YMCTB€HATa HEJOCTATHbYHOCT, OHKOT'CHETHUKA

YeTBbPTH KOJOKBHYM — MYJITH()AKTOPHO YHacleAsBallyd ce BpoJeHH | 36-TH Mecell
AHOMAJIMU M YECTH 3a00JSIBAaHUS NPU BB3PACTHUTE; TEHETUYHU NPoOIeMu

Ha I0-4YEeCTHUTE 3a00JIIBaHUS OT PAa3JIMYHU KIMHWUYHU CIICHUAJIHOCTU

IleTu KOJOKBHYM - TEHETHYHOTO KOHCYJITHpaHe, npoduiaktuka u | 48-mu mecen

TCparun-d

5. KOHCIHIEKT 3A ABPXABEH M3IIUT 3A CIIEUMAJTHOCT MEJUIIUHCKA
I'EHETUKA

OBLIA YACT

1. MarepuajiHu OCHOBM Ha HAacCJI€JICTBEHOCTTa. XPOMO3OMUTE KAaTO OCHOBHHM KJIEThYHHU
CTPYKTYpPH Ha HACJIEACTBEHOCTTa. MHUKPOCKOICKAa M CyOMHKPOCKOIICKa OpraHu3alust Ha
XPOMO30MHUTE U ITOBEJCHUE 10 BPEME Ha KICTHYHOTO JIEJICHE.

2. Kapuotnn Ha YoBeka. XpOMO30OMEH XeTepoMOop(hu3bM H 3HAYCHHE 3a MPAKTHUKATA.
MHUTOXOHIpUAIHU XPOMO30OMH.

3. MonekynHH OCHOBM Ha HacieJACTBeHOcTTa. OpraHW3anus Ha YOBEIIKHS TI'eHOM.
Crpykrypa u ¢pyHK1Ms Ha reHure. Ekcripecus Ha reHeTndHaTta nHpopmanus. ['eHHa perynamus.

4. NTHK nomumopduzsm. Mynturennun ¢pamunuu. [losropenu JJTHK cexBeHumu — 3HaueHne
3a IMarHOCTHKAaTa ¥ T€HETUYHUTE ITPOYYBaHUs. HOBEIIKM I'€HOMEH MIPOEKT U 3/IpaBEOIa3BaHEe —
T€HOMUKA.

5. Etnonoruss Ha MoOHOreHHuTe 3a0onsBaHus. MyTanMoHeH mnpouec. Eranu Ha
MyTauuoHHMA npouec. Tunose myrauuu. GakTopu, HHAYIMPAILIU My TaLlUH.

6. Myranuu B sapenata JIHK, xouto BomsT 10 ch3maBaHe Ha: aHOPMaJIeH T€HEH MPOAYKT,
HaMajJieHa NpPOAYKLIHs WM JMICAa Ha TE€HEH IMpPOAYKT, 3acsraiiyd IOCTTPAHCIIAIlMOHHATA
Moaudukamusa Ha 6enTbka. MyTanuu B MutoxoHapuamnara JJHK.

7. Mexanusmu 3a JIHK penapanus u HapyieHus

8. Ilarorene3a Ha MoHOTeHHUTE 3a00msiBanus — JJHK myTanmu, Kouto ce oTpassBar BbpXy
CTpyKTypara U ¢yHkuusata Ha eHsumute; JJHK MyTanmm, kouTo HamansBaT akTUBHOCTTa Ha
PELIENTOPHUTE IPOTEUHU

9. INatoreneza Ha MoHoreHHHWTe 3abomsBanus — JIHK wmyranumum, 3acsrammu cuHTe3a Ha

CTPYKTYPHU IIPOTEHHH
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10. JHK w™yTanmmm, KOWUTO TPOMEHST aKTUBHOCTTA Ha TEHHTE, Y4YacTBAIlld B
TyMOpOI€He3aTa

11. T'enetnyeH noaumMop¢U3bM — MHOXKECTBEH aJeIn3bM B HOpMaA U martonorus. Bapuanuu
Ha TEHHOTO JEHCTBUE — EKCIIPECUBHOCT M IIEHETPAHTHOCT Ha TIeHuTe. MexXnyreHHu
B3aUMOJICUCTBUS. [ €HOMEH UMIIPUHTHHT .

12. OcHOBHM MeXaHHM3MHM 32 BB3HHKBAaHE Ha XPOMO30OMEH jaucOanaHc. XpPOMO3OMHH
MYTAallUA U XPOMO30MHA YyIUIUBOCT. XPOMO30MEH MO3aULIU3bM.

13. Kpurepun 3a ompenensiHe TWIIa HA YyHAcleAsBaHE HAa MEHACTUPAIIM MOHOTCHHHU
3a00JiIBaHMsI: aBTO30MHO-JOMUHAHTEH THUIl Ha yHAcJIe[sBaHE, aBTO30MHO-PEIIECHBEH THUIl Ha
yHacjieasBaHe, X-pEUECUBEH TUI Ha YHAacle[siBaHe, X-JIOMHUHAHTEH TUI Ha YHACIEIsSBaHE,
yHacJIe[sIBaHE CBBbP3aHO C Y XpOMO30MarTa.

14. HerpamunyoHeH THUI Ha yHacle[sdBaHE Ha TEHETHYHH 3a00JsBaHMSA TPU: TOHAJCH
MO3aul3bM, JAMHAMUYHU MYTallMM, T€HOMEH HWMIIPUHTUHI U €JHOPOJIUTENICKA JIU30MHUS,
MUTOXOHJPHUAIIHO yHACJIEIIBaHE.

15. Meronu 3a AMarHOCTHKA Ha T€HETUYHU 3a00JBaHUsI — KJIMHUKO-T€HEaOTHUYEH METO/I,
reMeJIOJIOTHYEH METO I, OMOXUMHUYHH METOIH

16. LluroreHeTMYHH METOAM — TPHUHIWNN HAa PYTHHHUS [UTOTEHETHYCH METOA 32
KyJITUBHpaHe U oOpaOoTBaHe Ha: JTUM(OIUTH, aMHUOLUTH, XOPUOHHU BBCH, KOCTEH MO3BK,
bubpoOIacCTH, TYMOPHH KJIETKH U JP.

17. 1luToreHeTUYHH METOAW — NPUHIHUNKM Ha JU(PEPEeHIMATHO-OLUBETUTEIHU TEXHUKHU:
GTG, QFQ, RBG, CBG, T nenroso onpetsiBane, DA.DAPI, NOR, CXO

18. TlpuHIMNM U BE3MOKHOCTH Ha MOJIeKyJsipHO-tiuToreHeTndHn Mmetonu: FISH, PRINS,
obparen FISH, Fiber-FISH, muorouseren FISH, CGH

19. MonekynspHO-TeHETUYHH MeTOAM. lIpuHIMIIM M cTpaTerus 3a WAEHTHPHULIUpaHE Ha
TeHH, OIpENeNsAlI BH3HWKBAHE HAa MOHOTEHHO 3aloisiBaHe — (YHKIHMOHATHO KJIOHHUpAHE,
MO3UIMOHHO KJIIOHUpPaHe, NACHTU(ULIMPaHe HAa TeHU B KpUTUYHU pailoHu, “KaHAUIAT reHu”

20. MonekynspHo-rTeHeTHYHH MeToau. Meroaun 3a  wm3onupane Ha JIHK. bior-
xubpuauzanus no CaabpH. [lonumepasna Bepuxna peakuus (PCR).

21. MoJeKkyIspHO-TeHETHYHU MeTOAH. MeToam 3a WACHTHU(QHIMpPAHE HAa HEW3BECTHH
MyTallUd — aHaju3 Ha KOHQpopManuoHHus noaumopdusbMm Ha eanoBeprkHara J[HK (SSCP),
XETepOAYIUIEKCEeH aHanu3, cekBeHupane Ha JJHK.

22. MonexysipHO-TeHETHYHU METOAU. MeTou 3a NAeHTH(PHUIIMPAaHe Ha U3BECTHU MYTalllH
—aMIuTHpUIIpaHe-pPEeCTPUKIHS, aen-cnenuduano ammumbunupane (ASA), anen-crenupuaHu

omuronykneotuan (ASO), onuronykieotuaHo surupane (OLA), ammmdumupane Ha
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pedpakTopHaTa MyTanmonHna cucrtema, PCR-3aBucuma Hacouena myrarenesa, MLPA, anammsu ¢
pa3IU4YHA MUKPOUHUIIOBH IIIATHOPMHU.

23. Tlogxoau 3a MOoKa3BaHE HA T€HETUYHA MPEAUCIIOZULINS TPU MY ITHU()AKTOPHU/TIOTUTCHHU
3a00JIIBaHMsI — TEHEAIOTHMYHU KpUTepuHu, (HaMUITHH, aJaNTUBHU W OJM3HAYHU TPOYYBAHHS,
METOAW 3a OTKPUBAaHE Ha TE€HHW, Ch3JaBallMd MPEAUCIO3UIUSI KbM COIMAIHO-3HAYUMHU
3a00JIIBaHUSA — aHAIM3 3a CKAYEHOCT, MOIYJIAallMOHHO Oa3upaHW AacOLUMATUBHU NPOYUBAHUSA,
dbamuiHO 6a3upaHu acOIMATUBHU M3CIIEABAHUS , WACHTU(DULIMPpaHEe HA “KaHAUIAT XPOMO3OMHHU
palioHu  “KaHauaaT’ TeHU

24. TlonmynmanMoHHAa TEHETHKAa — 3aKOH Ha Xapau-BaliHOepr, reHeTHYHa CTPYKTypa Ha
nomyianuuTe, MHOPUAMHT M ayTOpUAMHI. ['eHeTHYHa eNmuAEeMHOJIOTUS Ha HACIeJACTBEHUTE

3a00JIIBaHUS U MpeaApPasnoOJIOKCHUA.

CIIELIMAJIHA YACT

25. Xpomo3oMHH 00JecTH — CBUOIHOCT, MEXaHHM3MH Ha BH3HHKBAaHE Ha XPOMO3OMEH
nucOaNaHc, KIMHHYHE OCOOCHOCTH, KJIACU(UKAIWS, ITUTOTCHETHYHH BapUAHTH M TCHETUYHO
KOHCYJITUPaHe

26. XpoMO30MHH 0O0JE€CTH NMPH CTPYKTYPHH U OpoitHM abepanuu Ha MOJIOBUTE XPOMO3OMH
—cungpom Ha Klinefelter, cuanpom Ha Turner, monuzomust X, nmomuzomust Y,46,XX kapuoTun
IPU MBXKE

27. XpoMO30MHH OOJIECTH TpU OpOWHHW W CTPYKTypHH alepalid Ha aBTO30MUTE —
cunapom Ha Down, cunapom Ha Edwards, cunapom Ha Patau, ciHIpOM Ha KOTEUIKOTO MsSyKaHe
(Cri du chat), cuaapom Ha Wolf- Hirschhorn, wactnana moHo3omus 18q, puHT CHHIPOM | JIp.

28. MUKpOAEICIIMOHHN CHHIIPOMH — CBITHOCT, MOJIEKYJTHA XapaKTEPUCTHKA, MEXaHU3MH Ha
denorunna excrpecus. Curapom Ha Prader-Willi (PWS). Cunapom Ha Angelman (AS) u apyru
3a00JIIBaHMsI, CBHP3aHU C XPOMO30MEH UMITPUHTHHT.

29. Meauko-TeHETHYHN TPOOJIEMH Ha PENpOAYKLHUATA, CBBP3aHH C XPOMO3OMHH
HapYIICHUS

30. Hapymienus B ojoBaTa qudepeHIHanms, HHTEPCEKCYalTHH ChCTOSHHS

31. Bponmenu anomanuu Ha pa3BuTHETO. JlmcMmopdomnoruss u TeparoreHesa. BpojaeHu
negopManny, AUCPYNIHMUA, Mal(opManuu — TOJEMH M MaJKH, MHOXECTBEHH WM H30JHpaHH
dbopMH, CHHAPOM, acoUHWalys W TOCIEAOBATEIHOCT. PoNs Ha TEHETHYHHWTE W TEPATOTCHHHUTE
daktopu.

32. MoHoreHHu 3a0oysiBaHusl — 00Ia XapaKTEpUCTHKA, MATOTCHETUYHM MEXaHH3MH Ha
TAXHOTO pa3BUTHE, KIacHU(pUKAIMs, TNPUHIUIN HA JUATHOCTHKATA, NPOPWIAKTHKATA U

Tepanusra
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33. XemornobuHonatuu. ['eHeTHYEH KOHTPOJ Ha XEMOTJIOOMHOBAaTa CHHTE3a. AHOPMAITHU
XEeMOTJIOONMHN — JehUHULINS, BHUIAOBE, TECHETUYHH Ie(PEKTH, MOJIEKYyJHA MaTO(U3HOIOTHS,
KJIMHUYHY U XeMaTOJOIMYHH XapaKTepUCTUKH, TeHeTHuHa nuarnoctuka, MI'K, npodunaxtuka n
Tepamnus.

34. XemornobuHonatuu. Tamacemun — JaeQUHUINSA, BHIOBE, TCHETHYHH Je(EKTH,
MOJIEKYJIHa MaTO(U3MOJIOTUS, KIMHUYHU M XEMaTOJOIMYHU XapaKTepUCTUKH, TIE€HETHYHA
nuarHoctuka, MI'K, npoduiaktuka u tepamnusi.

35. Jlpyru reHeTHYHO OOYCIOBEHH 3a00JISBaHUS Ha KpPBBTA, 3acATallld SPUTPOIOE3aTa,
rpaHyionoe3ara u TpomOonuronoesara — JAeUHULUS, TEHETHUYHU J1eDEeKTH, MOJIEKYyJIHa
naTo(U3UOJIOrHsl, KIMHUYHU M XEMaTOJIOTMYHU XapaKTepUCTHKH, I'€HETUYHA JAMAarHOCTHKa,
MI'K, npodunaktuka 1 Tepamnus.

36. I'enernunu 3a0oisiBaHMA, CBBP3aHM C HApYIICHUS B XeMocTa3aTa — JePUHHLUA,
TCHeTUYHU  JIeeKTH, MOJEKYJIHa TaTOQHU3UOJIOTHSA, KIMHUYHA H  XEMaTOJIOTHYHH
XapaKTepUCTUKH, TeHeTHuHa quarnoctuka, MI'K, npodunakruka u repanus.

37. I'eHeTMYHN BELIECTBEHOOOMEHHM 3aboisiBaHUS — JAeDUHULIUSA, TPyHH, TEHETUYHU
neeKTH, MOJEeKyJIHa NaTo(pU3UOIOT s, KIMHUIHA XapaKTePUCTUKH, TeHEeTUYHA AMAarHOCTHKA,
MI'K, npodunaktuka u Tepanus. 3aboisiBaHUS CBBP3aHUM C HapylleHUs B oOMsHaTa Ha
AMHHOKUCEIIMHUTE U YPEHHUS LIUKBIIL.

38. I'eHeTMYHHM BEIIECTBEHOOOMEHHHM 3a00isiBaHUS — JACPUHUIMSA, TPYNH, TEHETHUYHU
neGexTH, MOJEeKyJIHa NaTo(pU3UOIOT s, KIMHUYHU XapaKTepUCTUKH, T€HeTUYHA AMAarHOCTHKA,
MI'K, mpodwmnaktuka u Tepanus. 3a0ONsBaHMs, CBBP3aHM C HapylmieHHs B OOMsHaTa Ha
BBIJICXUIPATUTE.

39. 'eHeTYHM BEIIECTBEHOOOMEHHHM 3a00NsIBaHUS — JACPUHUIMSA, TPYNH, TEHETHUYHU
neQexTH, MOJEeKyJIHa NaTo(pU3UOIOT s, KIMHUIHU XapaKTepUCTUKH, T€HeTUYHA AMAarHOCTHKA,
MI'K, npodunaktuka u tepanus. Jimzo3omuu 6onectu. JJucmunonpoTenHEMUH.

40. T'eHeTHYHN BeNIECTBEHOOOMEHHH 3a00MNsBaHUS — ACPHUHUIUSA, TPYIH, TCHETUYHU
neQeKTH, MOJEeKyJIHa NaTo(pU3UOIOrHs, KIMHUYHU XapaKTepUCTUKH, T€HEeTUYHA AMAarHOCTHKa,
MI'K, npodunakruka u repanus. OpraHuusu auuaypun. Jegextn Ha MmeMOpaHHUs ObOpeuHus
TPaHCIIOPT.

41. I'eHeTUYHH BEIIECTBEHOOOMEHHHM 3a00JsiBaHUs — ACQUHHUIMS, TPYINH, TE€HETUYHHU
neQeKTH, MOJEeKyJIHa NaTo(pU3UOIOrHs, KIMHUYHU XapaKTepUCTUKH, T€HEeTUYHA AMAarHOCTHKa,
MI'K, nmpopunakruka u tepanus. Jledpektn Ha MetabonmuzMa Ha HYKICHHOBUTE KHCEITUHH,
NopQUPUHHUTE, )KITHYHUTE TUTMEHTH ¥ METAJIUTE.

42. HacnenctBeHu 3a00isiBaHUS C HApyUIEHUS B HMMYHHHS OTrOBOp — JAchUHHUIINS,

TCHCTUYCH KOHTPOJI Ha UMYHHHSA OTrOBOpP, I'NIABECH KOMIIJICKC HAa TbhbKAHHATA CbBMCCTHMOCT —
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HLA anTHrenu, reHeTHYHU NePEKTH, MOJIEKYJIHA TAaTO()U3UOIOTHS, KITMHHYHU XapaKTEPUCTUKH,
reHetuyHa auarHoctuka, MIK, mnpodunaktuka wu Tepanus. Texkn KOMOWHUPAHHU
umynoaeumutu (TKU).

43. HacnencTBeHN UMYHOJEUIIUTH HA XyMOPAITHUS UMYHEH OTIOBOD, Ha (aromurosara u
cucTeMaTa Ha KOMIUIEMEHTa

44. HacnencTBeHa NpeANCIO3ULINS KbM aBTOMMYHHU U aJIEpTUYHU 3a00JIIBaHUS

45. HacnenctBeHu 3a0onsiBaHMs, CBBp3aHUM C JACPEKTH Ha ChEIWHUTEIHATA THKaH
ocreoreresuc ummnepdekra (OI), cunapom Ha Marfan (MFS), cunapom na Ehlers - Danlos
(EDS). Hdpyru 3a601sBaHus C BpOACHU AePEKTH Ha CheMHUTETHATA ThKaH.

46. HacnenctBeHu 3a00JsiBaHUs, CBBP3aHU C JACPEKTH B LUTOCKEIETHH U PEUEHTOPHU
POTEUHH

47. Hacnencteenu 3aboinsiBanusi, cBbp3anu ¢ aedexkru B JJHK-penaparuBuute cucremu —
KCepojiepMa IMUTMEHTO3yM, aTaKCHUs TelleaHTHeKTasus, CHHIpoM Ha Bloom, anemus Ha Fanconi,
cunapom Ha Cockayne (CS), pamunen mHenonaumno3seH kojopektayieH kapauHoMm (HNPCC)

48. 3abosiBaHus, CBBP3aHM C JUHAMUYHM MYyTalldd — MUOTOHMYHa auctpodus (DM),
CUHIpPOM Ha uyrumBata X Xxpomo3oma (cuHapoMm Ha Martin - Bell), xopes Ha XBHTHHITOH,
criuHanHOo-OynbapHa MyckynHa atpodus (6onmect Ha Kenemum), cnmHo-miepeOenapHa aTtakcus
(SCA1 u SCA2), 6onect na Machado-Joseph (MJD, SCA3), arakcus Ha @puapaiix

49. MuTOXOHJIpHaTHK OOJIECTH — HacleACTBeHa onTuyHa HeBponatus tun Jlebep (LHON),
MHUOKJIOHYC enwiencus ¢ mnapuanuBd wMyckynHu BiakHa (MERRF), cunapom Ha
MHUTOXOH/IpHaJTHA MUOMATHs, eHuedantonarus, JakTaTHA anua03a,MHCYJITONOA00HN eMnu30au
(MELAS),cunnpom Ha Kearns — Sayre u ap.

50. dapmakoreHeTHYHH Ne(PEKTH — MOHOTCHHH PEIKH (aTUITMYHA Oy TUPHII-XOJUHECTepasa,
3II0KaYeCTBEHA XWUIIEPTEPMUs, MPU HECTAOWIHM XEMOTJIOOWHU, MPH HaMajeHa aKTUBHOCT Ha
€H3UMH,  CBBP3aHM ¢  Merabonmm3ma  Ha  TJIyTaTHOHa, npu  jgedeuut  Ha
METXEMOTIIOOMHpETyKTa3aTa)

51. ®dapmakoreHeTHuHH  Ae)EKTH  —  MOHOTeHHHM  monuMmopdHH  (TJIFOK030-6-
docdarnexunporeHazHa HeJOCTATHUHOCT, MPHU AehuruT Ha N-arietuntpancdepasara, anKkoxol
U aJIEXH]T IeXHUIpOreHasara

52. ®apmakoreHeTHYHH JIEPEKTH, TBHIDKAIIN Ce HAa TeHETHYEH TOTMMOP(U3bM B CUCTEMaTa
Ha uutoxpom P 450 MOHOOKCUTEHA3U

53. ConuanHo3HaYMMH OOJIECTH C HACIEACTBEHO MPEIPA3IONI0KEHUE U BPOJICHH aHOMAIIUU
Ha Pa3BUTHETO C MYJITH(PAKTOPHA/TIOJUTEHHA E€THOJOTHA — OO0Ila XapaKTepPHCTHUKA, METOIN 32
JTUArHOCTHKA, MEAMKO-TEHETUYHO KOHCYJITHpaHe M OCOOCHOCTHM Ha TEHETUYHHS pHUCK,

npoduIaKTUKa
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54. 'eHeTka Ha yMCTBEHaTa HEJAOCTaTBYHOCT — CBIIHOCT, NPUYMUHU, TEHETUYHA
XETEPOreHHOCT M Kiacudukamus. J[uarHocTuka 1 MeIUKO-TeHETUYHO KOHCYJITHPAHE.

55. OHKoreHeTHKa — TEHETHYHA peryjalus W HapylIeHWs Ha KIEThYHHUS I[HKBI U
aronro3ara

56. OHKOreHeTHKa — MPOTOOHKOTECHU W MEXaHU3MH 32 aKTHBAIHS, TYMOPCYIIPECOPHH TeHU
Y TeHH, CBBbP3aHU C TEHOMHA HECTAOMIIHOCT

57. MenuKo-TeHeTUYHO KOHCYNTHpaHe — MPUHIUOU U 3a7aud. ETany Ha TeHETUYHOTO
KoHCynTupane. OcoOeHOCTH TMpHU OMpejeiisHe Ha PHUCKAa MPH XPOMO3OMHH, MOHOTEHHU U
MyJITH(PAKTOPHU/TIOIUTEHHHU 3a00iisBaHusl. ChBPEMEHHH MOPAIHO-CTUYHHM, TTPABHUA U COLIUAITHU
npo0IemMu.

58. IlpenatanHa JOUArHOCTHKAa — CBHIIHOCT, LeJd, MOKa3aHus M MeToau. llpenartanna
JTUArHOCTHKA Ha XpOMO3oMHHTE OomnecTu. [IpeHaramHa NMAarHOCTMKAa HA MOHOTEHHU OOJECTH.
KomMOuHupaHa mpeHaTaiHa TUarHOCTHKA.

59. IlpeauMIuTaHTaIIMOHHA W MPEAKOHIEIIIMOHHA TUAarHOCTHKA — MHAWKAIUYA, MaTepHaln
3a WU3Clie/IBaHe, TEXHUKU 332 aCUCTHUpaHa pernpoayKuus. ['eHeTHYHM METOAu — BB3MOXKHOCTH U
OTPaHUYECHUS.

60. ['eHeTHYHU CKPUHUHTOBH TPOTpaMU — BHUOBE, YCJIOBHS 3a IPOBEXKIAHE U METOJIH.
MopanHo-eTHYHA W COLMAJIHU MpoOseMu. 3HaAYeHUE 3a MpodUIaKTHKaTa Ha HACIEJCTBEHATa
naToJIorus. ' eHeTUYHO KOHCYJITHPaHE.

61. MacoB U cCeneKTUBEH CKPUHUHT 33 HACJIE/ICTBEHU BEIIECTBOOOMEHHH 3a00JIIBaHUS CPEJl
HOBOPOJICHU

62. MacoB CKpHHHHT 3a BPOJICHH aHOMAJIMH CpeJl HoBOpoieHH. [Toaxoam 3a perucTparms.

63. buoxumMu4YeH W yIATPa3BYKOB CKPUHUHT Ha OpEMEHHHM >KEHHM 3a HSIKOW HaW-4ecTH
BPOJICHU aHOMAJIMH Ha TUI0Ja

64. I'eHeTHYEH MOHUTOPUHT — TIOIMYJIAIIMOHEH U BUCOKO-PUCKOB. OCHOBHU TPYIH METOIH.
3HaveHHe 3a OXpaHaTa Ha TaMeToreHe3aTa U npoduiakTUKaTa Ha KaHIeporeHezara. ColuanHo-
MpaBHU MPOOJIEMH, CBBP3aHU C TCHETUYHHIS MOHHUTOPHHT.

65. KoHBeHIMOHAIHA Tepamnus HAa TCHETUIHUTE OOJIeCTH

66. I'enHa Tepamusi Ha MOHOTEHHHM 3a0OJIIBaHUS — MPUHIUIH, MOJCKYJSIPHH BEKTOPH,
IpUMEpH

67. AnTHCeHC TeHHa Tepanus Ha 00JIECTH, CBbP3aHU ChC COMATHYHHU MYTAllUHA — TPUHITUIIH,
MOAXOAH, IPUMEPHU

68. I'enHa Tepamwsi HAa OHKOJOTWYHH 3a00JsIBAHUS — TYMOpP-CYIPECOpHA, dpe3
CTUMYJIIpaHE Ha HWMYyHHATa CHCTEMa W Cb3/JaBaHE Ha YYBCTBUTEIHOCT KBbM JIEKapCTBA.

MOpaJ'IHO-CTI/I‘IHI/I HpO6JICMI/I Ha Ir¢HHAaTa Teparusi.
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69. IlpunenHa Tepanus — MPUHIUIH, TIOJXO/HU, IPEAUMCTBA U OTPAHUICHUS

70. Ilpunenna Tepanusi TpW pak Ha MIJICYHATa >XJe3a, KOJIOHA, Oenmus Apod u Tpu
OHKOXEMAaTOJIOTHYHH 3a00JITBAaHHUSI

71. T'enetnyHn (akTOpH TPU PENPOAYKTUBHHM HEOJAronoinyuus — HHGEPTUINTET,
CIIOHTaHHU a0OpTH W MBPTBOPAKIAHUA. 3a00JISIBaHUS, CBHP3aHH C HAPYLICHHS B II0JIOBATa
nudepeHuanms.

72. HacnencTBeHM HEBPOJOIMYHM 3a00JsBaHMS — MYCKYJIHM JUCTPO(UHU, CIUHAIHA

MYCKYJIHa aTpodus

73. HacnencTBeHM HEBPOJOTMYHM 3a00JABaHUS — HACIEACTBEHH MOTOPHO-CEH30pHH
HEBpPOMATUU
74. HacnencTtBeHa TPEAMCIO3ULMSA TPH IMCUXMYHM 3a00iABaHus — IIU30(peHus,

adeKTUBHHU 3a00JIIBaHUS, EMUICTICHs, O0IecT Ha Axaiimep

75. HacnenctBenu 3a0oiisiBaHMsS Ha 3pUTENHUS aHAJIW3aTOpP — MMIMEHTHU PETHHUTH,
JIeTeHepalsl Ha MaKyJiaTa, BpoJeHa KaTapakTa, HapyLIeHUs Ha [IBETHOTO 3peHHE

76. HacnexnctBeHa riyxoTa — U30JIMPaHU U CUHAPOMHHU ¢opmu. HapyiieHus Ha roBopa.

77. MoHoreHHH ©OJIECTH M HACJEACTBEHA MPEIUCIIO3ULUS TPH HAKOM BBTPELIHH
3a00JsBaHUsT — MYKOBHCIIU/I032, KIMHHUYHHU MPOsSBU 1pH anda-l-aHTHTpUriciHOB aeduuuT,
OpoHXHasiHa acTMa

78. MoHoreHHn OoOJeCTH W HACIEACTBEHA TMPEIUCIIO3ULUS TpPU HAKOM BBTPEIIHH
3a00JsBaHUsI — aTEepPOCKIEepO3a, KOpPOHAapHAa OoJecT Ha ChPLETO, €CEHIMalHa XHUIEePTOHUS,
damuHa XUnepTpopuIHa KapAUOMHOTIATHS

79. MoHoreHHH O0OJECTH W HACJEACTBEHA TMPEIUCTIO3UIUS TPH HAKOM BBTPEIIHH
3a0omnsBaHusT — OBOpeYHa MOIMKUCTO3a, XPOHWYHHM HE(PpPONaTHH, HACIEICTBEHH OOJIECTH C
0b0peuHu TposiBu 6e3 ObOpeyHa MOTUKUCTO3a

80. MoHorenHu O0oJeCTH ¥ HACJIEJACTBEHA TPEAUCIO3MIUSA TPU HIKOU BBTPEIIHU
3a0osBaHusI — si3BeHa OoJiecT, (paMuIIHA aJICHOMATO3Ha TOJIMI03a, CHHAPOM Ha Peutz-Jeghers,
YPEBHU MOJIUIO3H, TAHKPEATHTH

81. MoHoreHHu O0oJecTH M HACJIEJACTBEHA MPEANUCIO3MLMS TPU HIKOU BBTPEIIHU
3a0ongBaHus  — BpOJIeHa  HanO0BOpeYHa  Xumeprutasus, XunoduszapeH HaHHU3BM,
XUTIOTHUPEOUIU3BM, THA0ET

82. MoHoreHHn OoneCTH W HACJIEACTBEHA TPEIUCIIO3UNUS TPH HIKOM BBTPEIIHH
3a00JIsIBaHMSI — PEBMATOUIEH apTPUT, IoJarpa

83. MoHoreHHH 00JIeCTH U HACJIEACTBEHA MPEIUCIIO3UIIHS TIPU HAKOU KOXKHHU 3a00JIIBaHUS

— eMUAepPMOIHU3UC 0yI103a, UXTHO3a, TICOPUAZHC
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84. MoHoreHHH 00JIECTH ¥ HACJIEACTBEHA MPEIUCIIO3UIIHS TIPU HAKOU KOXKHHU 3a00JIIBaHUS
— THaJMO-IUIAHTapHU KEpaTOJEpPMUU C HAPYUIEHHs B NMUIMEHTAlUATAa M KOKHUTE NPHUIAThHLN,
aTOIMYEH JIEPMATHUT, JIyIyC epUTEMaTOIeC

85. I'eneruka Ha (haMWIHU U CHIOPAIMYHHU 3JI0KAUECTBEHH 3a00JIIBaHUS — paK Ha Ae0eI0To
4YepBO, MHOXECTBEHa eHJoKpuHHA Heorazus (MEN)

86. ['eHeTnka Ha ()aMHIIHH U CIIOPAMYHU 3710Ka4€CTBEHH 3a00JIsIBAHUS — PaK Ha MJIeYHATa
KJie3a ¥ siiiuHKKa, cuHapoM Ha Li -Fraumeni (LFS)

87. I'enernka Ha (paMUIHM M CHIOPAJMYHHU 3TOKAYECTBEHH 3a00JSIBAaHHUS — PETUHOOIACTOM,
HeBpoduOpomarosa tum 1 u tin 2, tymop Ha Wilms

88. Ilpenpa3nonoxeHuss KbM 3JI0KaUECTBEHU 3a00JIIBaHUS B pe3yJsiTaT HAa MeTabOoJIUTEH
noJauMopdu3bM

89. Opranuzanus Ha TeHETUYHOTO oOciykBaHe B bovarapus. Peructbp Ha BpojeHHUTE U

HaCJICICTBCHHUTC 3a00/IIBaHUS — IMPUHIUIINA, OpraHru3alusl

INPEINIOPBYUTEJIHA JIUTEPATYPA

1. 'enomna menununa. 1 u 2 yvact (nox pen. J. TonueBa u B.I'aneB) wu3n. Cumennpec,
Codwus, 2015.

2. Nussbaum R., R.Mclnnes, H.Willard. Thompson & Thimpson GENETICS IN
MEDICINE, 8th ed. Saunders Elsevier, 2016.

3. Jorde L.B., J.C.carey, M.J.Bamshad, R.L.White. Medical Genetics, 5th ed St.Louis,
Mosby, 2015.

4. Penku renernunu Ooyectd. 1 w 2 wact (mox pen. JI. TonueBa) wu3n. Cumenmpec,

Codus, 2014.

32



