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1. BBBEJEHHUE

1.1. HaumeHoBaHue Ha CIIeIHAIHOCTTa — MeIUIIMHCKA TeHETUKA
1.2. TTpoABIKUTETHOCT Ha 00Y4eHHETO — 4 TOTUHU
1.3. U3uckBano 06a30B0 oOpa3oBaHHME 3a JOIMYCKaHE JO OOy4YeHHE IO CHEIHATHOCT
MenuiuHcka T€HETHKAa — 3aBBPIICHO BHUCIIE 00pa3oBaHWE MO CIEIUATHOCT ,,MEIWIIMHA™ Ha
o0pa3oBaTeHO-KBATM(PHUKAIIMOHHA CTENeH ,,MarucTbp™ M mnpodecuoHanHa KBanudukanus
,»MarucTop-iaeKap
14. Jlepuuuius Ha CIEUATHOCTTA
MeagunuHCKaTa TIEeHETMKAa € KJIMHHYHA CIEHUAJHOCT, KOATO OO€IUHSABA KIMHHUKO-
TCHCTHYHU, MOJICKYJISIPHO-TCHCTUYHU Y TCHOMHH JHCIUIUIMHA. MeTuIMHCKaTa TeHETHKa € B
OCHOBAaTa Ha HOBU, CbBPEMEHHU HAIpPaBICHUS B MEIUIINHATA:
e [IlepcoHanu3upaHa MeAWIIMHA — JICYCHWE HA TAIMCHTUTE C TapreTHU JICKapCTBa,
OCHOBaHO Ha MHINBUAYAITHUTE TCHETUYHH XapaKTEPUCTUKU Ha OOJHUS
e HoBu tepanum — pa3paboTBaHe Ha TCHHA Tepamnus; HYKJICOTHIHO 0a3upaHO JICUYCHUE;
reHHAa KOPEKIUS | JIp.;
o [lpeBanTMBHA MEIWIMHA — W3IOJ3BaHE HA CHBPEMEHHU TEXHUKH 3a TEHETHYHA
NpeHaTalHAa W  [OCTHAaTajHAa JIMarHOCTHKA: HEWHBAa3WBHA IIpEHATaJIHA JIUArHOCTHKA,
MPEeIMMIUIAHTAIMOHEH TeHETHYeH CKPUHUHT M JUarHo3a, WHBAa3WBHA IPEHATalHA UArHo’a,

CKPUHUHT Ha HOBOPOACHHU U 6p€MeHHI/I u ap.

2. IEJI HA OBYYEHHUETO

Crnenpanuzanusara 10 MEIUIMHCKA T€HETMKAa MMa 3a LEeJd Ja M3rpagd ChbBPEMEHHHU
3HaHMS 3a HAcleACTBEHAaTa MAaToJIOTMsl M TeHeTHMYHaTa Ipeipa3loyIoKEHOCT KbM IHPOKO
pasnpocTpaHeHM 3a00JsiBaHUS W NpUI0OMBAaHE Ha TMPAKTUYECKH YMEHHs 3a KIWHUYHA
JIMarHOCTUKA Ha PeJKU O0JEeCTH, Ha TeHEeTHYHHU NpPEeApa3ooKeHHsI, UM Ha AUCMOPQOIIOTHS;
JIMarHOCTUKATa Ha TEHETUYHU Je(EeKTH Ype3 U3I0J3BaHe Ha TEeHOMHHU, MOJIEKYJISIPHO-T€HETHYHH,
MOJIEKYJISIPHO-IIUTOT€HETUYHH, TUTOTCHETUYHU U OMOXMMUYHM W3CIIEABAHUS U MHTEpIpETalus
Ha pe3yJaTaTUTe; OIpelesiHe Ha TEepaneBTUYHO IOBEJACHHUE; TNEHETHYHO KOHCYJITHpaHE Ha
nanueHTuTe (MHPOPMHUpAHO ChIVIacHe, MpaBo Ha HMH(oOpMupaH u300p, OMepuUpaHe C JUYHU
JTAaHHU, HEIPUKOCHOBEHOCT HAa JIMYHUTE JAaHHU U J1p.); NPEBEHLUs Ha HACJIEJICTBEHU OOJIECTH;

HAay4YHU HU3CIICABAHUA.



3. 3SHAHMUSI, YMEHMUA n KOMIIETEHTHOCTHU, KOUTO
CIIEHUAJIM3AHTBHT CJIEJABA JA ITPUJOBUE

Crenuanu3upaHoTo oO0y4eHHe BKJIIOUBA CIEIHUTE OCHOBHHM KIMHUYHHU U JUATHOCTUYHU
HaIpaBJICHUSA:
¢ KnuHn4dHa reHeTHKa
¢ OHKOreHETHKA
* T'eneruka Ha MeTaOOJUTHH 3a00JISIBAHUS
* ['eneruka Ha pa3BUTHETO
*  Bponenu anemun
* Hesporeneruka
* T'enermka Ha MHDEPTHIUTETA
* [T'eHeTHKa Ha ChPJCYHO-CHIOBUTE 3a00JIIBAaHUS
* T'enernka Ha HEBPO-MYCKYITHUTE 3a00IsIBAHUS
* T'enernka Ha HH(DEKIMO3HUTE 3200JITBAHUS
* T'eHeTrka HAa UIMYHOJIOTUYHHUTE 3a00JISIBAHUS
* dapmakoreHeTuka u papMaKOreHOMHKA
*  MopaaHo-eTUYHHU, TICMXOJOTHYHU M TPaBHU aCIEKTH Ha IeHEeTHYHaTa MpoduIaKTHKa

IIPH YOBEKa

* Hpyru

3.1. Heo6x0oauMu 1 10CTATHYHHN HAYYHH MO3HAHHUS B 00J1ACTTA HA T€HETHKATA!

* 3HaHMA 32 CTPYKTypaTta u QyHKIUATA Ha sapeHara u MutoxoHapuanHara JJHK u PHK-u;
SMUTCHETHYHN MO (UKAIINY Ha TeHOMA

* Pa30upane Ha MOJIEKYJSPHO TCHETHMYHHUTE MEXaHU3MH, KOMTO CTOSAT B OCHOBara Ha
OosecTUTE IpU YOBEKA

* Tlo3HaBaHe MEeXaHU3MHTE Ha MyTareHe3a U TepaToreHesa

» Tlo3HaHMs HAa KIMHAYHATA TEPMHHOJOTHS, CIIUACMHUOIIOTHS, MOMYJAllMOHHA TeHETHKA U
CTaTHUCTHKA

* [Ilo3HaBaHe Ha OCHOBHUTE MOJIENM W HAYMHM HA HacjielsdBaHe (MEHAEIOBO H
HEMEH/ICIIOBO yHACIe/siBaHe, TeHHH W T€HOMHH 3a00JIsSIBaHUs, CIMUICHETHKa, MOIAH(UIpary
reHU, MHOTO(GAKTOPHHU 3a00JsIBaHMUS, BapHaOUIHA TICHETPAHTHOCT M EKCIPECHsl Ha ChOTBETHHSI
dbenotum) u ap.

* [Ilo3HaBaHe Ha KOHBCHIMOHAIHUTE METOMM 32 IIUTOTCHETHYHA, MOJEKYISPHO-

OUTOICHCTHUYHA U MOJICKYJIAIpHA JUArHOCTHKA U MCTOAUTC OT HOBO IMOKOJICHHUEC 34 U3CJICABAHC Ha



YOBEIIKUS TE€HOM C DPA3IMYHM HUBA HA PE3OJIONMS, BKJIIOYMTEIHO W ITBJIHO pa3OHpaHe Ha
TEXHHUTE MPETUMCTBA, HEJOCTATHIUTE U OTPAaHUYCHUS

* 3manus B obmactra Ha OuomH(popMaTHKara, CTaTUCTHYECKa o00paboTka W
OM00aHKUPAHETO

* Jla e uH(bOpMHpaH OTHOCHO M3MCKBAHMATA U CUCTEMH 32 BHTPEIICH M BHHIIEH KOHTPOI

Ha Ka4€CTBOTO Ha U3CJICABAHUATA U KIIMHUYIHO YIIPABJICHUC

3.2. KIMHUKO-TeHeTUYHH 3HAHUS U YMEHHS

* TIlocraBsHe Ha awarHo3a W audepeHIHaTHA JUarHo3a. | eHEeTWYHW H3CJIeABaHUS Ha
OOJIHM C PEIKH HACIEJICTBEHU 3a00JSIBAHUS WM YeCTH (COIMAIHO-3HAYUMH) 3a00JIIBaHHS C
reHEeTUYHA MPEIPa3oI0KEHOCT U Ha TEXHUTE CEMENCTBa

* [lo3HnaBaHe Ha Mpe- ¥ MOCTHATAIHUTE TECTOBE, CKPUHUHTOBH MPOTPAMU U MOJIEKYIISIPHO
MaTOJOTUYHM U3CIICIBAaHUS, BKIIOUUTEITHO METO/I, PUCKOBE M OTPAaHUYCHUS

» Ilo3naBaHe Ha 00OLIUTE MEXKIYHAPOJIHU CUCTEMH 3a HoOMeHKIaTypa (kato ISCN, HGVS u
JIp.) ¥ OHJIAMH pecypcH 3a reHeTndHu 3a0omnsBanus (kato OMIM, Orphanet, GeneReviews u np.)

e Ilo3HaBaHe Ha OCHOBHUTC KJIWHHYHH IOKAa3aHHUS, KIMHMYHATA M0JI3a M CTOHMHOCTTA Ha
Pa3XoJIUTe 3a Pa3IMYHUTE TUArHOCTUYHU aHAJIM3HU

* AHanuTH4YHA CHEIU(PUYHOCT U YYBCTBUTEIHOCT HAa U3MOJI3BAHUTE aHAIIU3H

 CHemane Ha (QaMWIHA aHAMHE3a, M3TPAXKJIAHE HAa POJOCIOBHO JBPBO (T€HEAIOTHYCH
aHaJIM3) U ONpe/essiHe Ha TTOTCHIIMAIHUSI PUCK 32 pa3BUTHE Ha 3a00JI5IBaHETO

* Ilo3HaHus, CBBbp3aHU C PENPOAYKTUBHUTE BB3MOKHOCTU U CEMEWHHM MPOYYBAHMS,
MONXOJAIIM METOAM 3a aHallu3 Ha CBHOTBETHOTO 3a00JNIsIBaHE M TEXHHUTE IMpPEAUMCTBA U
HEJIO0CTaThIU

*  3axbpn004YeHO MO3HABaHE U CIEIUATU3UPaHO OOYUCHHUE B HAIPABJICHUSI KATO:

» Knuanuna reneTrka

OHKOreHeTHKA
I'eneTnka Ha MeTaOOJUTHU 3a00JIIBaHUS
I'eneTrka Ha pa3BUTHETO
Hesporeneruka
dapmaKoreHeTHKa
['eneTnka Ha nHepTUIUTETA
['eHeTrKa Ha CHPICUHO-CHIOBUTE 3200 ISIBAHUS
['eHeTHKa HAa HEBPO-MYCKYTHHUTE 3a00JIIBAaHUS
['eHeTHKa Ha TIPEIPA3NOIOKEHUATA KbM HHPEKITMOZHUTE 3a00IIIBaHUS

I'emeTnka Ha HMYHOJIOTUYHUTE 3a00/IIBaHH

V V V V V VYV V V V VYV V

Jpyru nozacnenuanHoOCTH OT crienu(uyueH HHTEepeC 3a crielrnain3aHTa



« IlpupoOutu mno3HaHMA NO BCUYKM ETHYHU BBIPOCHM B 00JacTTa Ha MEJUIMHCKATa
JMAarHOCTUKA M HAyYHUTE M3CIeBaHus (ChAbp)KaHUE Ha WH(OPMHUPAHOTO ChIacue, MpaBO HA

uHpopMHpaH n300p, ONepuUpaHe ¢ IUYHH JaHHU, HETPUKOCHOBEHOCT Ha JIMYHUTE JaHHU H JIp.)

3.3. PaboTa B eKHIl 1 KOMYHUKANMOHHU YMEHHS:

+ PaspabGorBane Ha 10OpH YMEHUS 32 KOMYHHKAIIHS C KOJIETH B TCHETUYHUTE JIAOOPATOPUH
N OCHTPOBC U APYIr MCAUIHUHCKU CIICUAJIMCTH

« VYMeHHsA 3a TIOATOTOBKAa HAa pPE3yATaTH HE caMO C OWOJOTMYHA, HO W C KJIMHHYHA
BAJIMTHOCT, HEOOXO/IMMHU 32 TMarHOCTUKATA U JICICHUETO Ha MaIeHTa

+  Komynukanus ¢ maboparopeH nepcoHai 3a e(h)eKTUBHO MPEIOCTABIHE HA YCIYTH, YMEHHSI
3a paboTa B €KHII M YIIPaBJICHCKU CITIOCOOHOCTH

. ITo3naBane Ha eTHYHHUTE HOPMH H HU3KIIOYUTCIHATA BaXHOCT Ha HHq)OpMHpaHOTO
CBIVIACUE U 3a/IBJDKUTEITHA KOHPUICHIIMATHOCT NP paboTa ¢ INYHU JTaHHH

«  VYyacTHe B ChbBMECTHO KOHCYJTHpaHe M OOY4YCHHE C JAPYrH MNPO(ECHOHAIHUCTH KaTo

CIICHHUAIMCTH 11O MCIMIMHCKA TCHECTUKA WJIIM T'CHCTUYHU KOHCYJITAHTHU (K'I)ILCTO € HpI/IJ'IO)KI/IMO)

3.4. J1abopaTOpHU YMeHHUSI:

* 3agbibodyeHa MHGOPMUPAHOCT 3a MpaBWiaTa Ha AoOpaTa JlabopaTopHa IMpPaKTHKA U
MO3HAHUA 3a OpraHu3alnuaTa Ha JlaboparopHara padora

* 3nHaHus 3a paboTa ¢ OWONOTMYHM MaTepHaln — HASHTH(UIUpaHe, MPOIEANupaHe,
TpaHCIIOPTUPAHE, apXUBUPAHE U ChXpaHsABaHE Ha OMOJIOTMYHU MPOOHU, BKIIOYUTEIHO MMO3HAHUS
3a 6MoOaHKMpaHe

* 3HaHUA U YMEHHMA 3a NMPUOPUTU3UPAHE HA MPOOMTE 3a TeCTBaHE Ha 0a3a Ha KIMHUYHA
CHEIIHOCT

. OO0mu mno3HaHMA 32 MPUHLIUOUTE U TPAKTUYECKH ONUT B M3INBJIHEHUE Ha
IPEJaHAINTUYHN M AHAJUTUYHU TEXHUKM M METOIM, KOUTO C€ IpuUjarar B T'€HOMHAaTa
JIMarHOCTHKa: paboTa ¢ KiIeTbuHM KyaTypu, uzonupane Ha JHK u PHK, xapuortunupane u
crenuduunn TexHuku Ha ornBeTsiane, FISH, PCR — kiacudecku u B peaqHo Bpeme, U3CeBaHe
Ha Bapualuu B Oposi KOMHs, MUKPOUUIIOB aHAJIN3 ChC CpPaBHUTEIHA TE€HOMHa XUOpUIU3aIus,
araposHa Trein einekTpodopesa, JAeHaTypupalla TMOJIMAaKpUIaMUAHa Ten eJekTpodopesa,
CeKBEHHpaHe M0 Sanger, HOBOTEHEpPAI[MOHHO CEKBEHHpaHe, blot TEeXHUKH, PECTPUKLMOHEH
aHanu3 ¥ aHanu3 Ha ekcrnpecns Ha PHK, MUKpOYMIIOB €KCIIpECHOHEH aHAIN3

* 3agpnboYeHM W U3YEpNaTeIHM [O3HAHUS 32 MHTEpPHpeTaluss Ha TeHEeTHYHUTE
7a00paTOpHU  M3CIEIBaHMSA, TO-CIEHUAIHO TaKWBa, IOJy4YeHH OT IUTOrCHETHYHH,
MOJIEKYJISIPHO-IIUTOT€HETUYHH, OHKOTCHETUYHHU, MOJIEKYISIPHO-TEHETUYHH, (papMaKOreHEeTUIHU

1 OMOXUMHUYHHU aHAJIN3H. Kopenaunﬂ Ha TCHETUYHUTE PE3YIITATU U (beHOTI/IHHI/ITe JaHHU.



» JlokyiagBaHe Ha MOJYYEHUTE PE3YJITaTH OT IMPOBEICHHUS aHAJIU3: U3TOTBSIHE HA NMUCMEH
JTIOKYMEHT (pe3ynTar)
» CrocoOHOCT 3a MBJIHO U aJCKBATHO OMNKMCAHWE U JIOKYMCHTHUpPAaHE Ha IMPOBEIACHUTE
TECTOBE;
» CrocoOHOCT 3a HHTEPIPETHUPAHE Ha TIOJTYYCHUTE PE3YJITaTH OT MPOBEIACHUTE TECTOBE B
KOHTEKCTa Ha TUATHOCTHYHUS IPo0sieM U (OpMyITUpaHe Ha 3aKIIOUYCHUS,
» Jla e HasICHO C Hali-Ba)KHUTE TOCJICJACTBUS OT IIOCTABeHATA IHArHO3a,
» Jla e HasiCHO C BB3MOXKHOCTUTE M OTPAaHMYCHHATA HAa W3IOJI3BAHUTE TEXHUKU U
MIPUYMHUTE 3a TOBA,
» Jla pa3Oupa MONOKHUTEIHATA WIA OTpPUIATEIHATa TMPOTHOCTHYHA CTOWHOCT Ha
MIPOBE/ICHUS TECT;
» Jla uHTerpHpa MYJITHAUCIUIUTMHAPHH JTAHHH 10 Bh3MOXKHO HAM-ITOIXOISIIUS HAYHH;
» Jla oOenuHsBa HANMOHAIHM M MEXKIYHAapOJHU JIOCTHXKECHHS B oOjactta Ha
MOJIEKYJIIPHO-OMOJIOTUYHATA, IIATOTEHETUKATA U MOJIEKYJISIPHO-IIUTOT€HETUYHA TUAarHOCTUKATA,
» Jla mpoBex/1a Ipy CJI0KHU CIIy9and KOHCYJTAIUS C BETPEIIHN U BHHIIHU CICIIHAUCTH,
» Jla cbcTaBs NMHCMEHM CTAHOBUINA M PE3YJITaTH B CHOTBETCTBHE C MEXKIYHApPOIHO
MPU3HATU CTAHJIAPTH
* [lo3HaBaHe Ha HOBUTE TEXHOJIOTHH B JMArHOCTUYHATA MPAKTHKA:
» HoBu MeTo1, TEXHUKHU U U3I0JI3BaHE Ha OMOMH(OPMAIIMOHHY MPOTYKTH 32 aHATN3;
» Jla e HasICHO C IMarHOCTHYHHUTE BH3MOXKHOCTH HAa HOBUTE METO/IH;
» Jla u3roTBs KPUTEPHH 3a IPUJIaraHe HAa HOBU TEXHUKH B JIMArHOCTHYHATA TPAKTHKA;
» Banmmupane Ha HOBH METOJU U TEXHUKH B TUATHOCTHKATA
* Jla mpurtexxaBa yMEHHS 3a pa3pabOTBaHe, ONTUMUZUPAHE, BATHIUPAHE U BHBEXKIAHE HA
HOBU METOJIM U aHAJIM3H B IMATHOCTUKATA
* Jla e uHdOpMUpaH OTHOCHO M3UCKBAHUATA M CUCTEMH 3a BBTPEIEH M BHHIIEH KOHTPOI
Ha KauecTBOTO Ha u3cnensanusara (npernopsku Ha OECD, nacoku Ha ECA, EuroGenTest — EQA

— MPENOPBHKH, HAIIMOHATHH PBKOBOJICTBA), akpeauTanus (ISO 15189) n knmuHUYHO ynpaBieHHe

3.5. Ilo3HaHus 3a 100pa MeIUIIMHCKA NPAKTHKA:
*  VYwyacTHe B OAUTH U KJIMHUYHU IPOLEAYPHU 32 KOHTPOJ HAa Ka4eCTBO
* Ilo3Hanue u npuUIbpKaHe KbM YCTAaHOBEHHMTE TPOLEAYpH 3a I[OJIydyaBaHEe Ha
MH(OPMHUPAHO ChIache U KOHGUACHIIMATHOCT IpU paboTa ¢ TeHeTUYHa UHPOpMaIIHs
* Pa30upane u cna3zBaHe Ha €ETUYHUTE U IPABHU HOPMHU
* VYuyacThe B MOBUIIABAHETO Ha NMpodecHoHanHaTa KBANU(UKALUSA 4Ype3 MPOaBbIKABAILO

npodecrnoHanHo 00y4YeHHe U IoceniaBaHe Ha 00pa3oBaTesIHU KypcoBe/KOH(epeHIINH



3.6. YMeHusn B 00J1acTTa HA HH(POPMALMOHHUTE TEXHOJIOTHM:

* IlpunoOuBaHe Ha 3HAHHWA M yMEHHUS B 00JIaCTTa Ha MH(POPMALMOHHUTE TEXHOJOTHHU 3a
nogo0psiBaHe HA aHAJIM3a M MHTEPIpETaldsl Ha TOJYYCHUTE pE3YNTaTH, CBBP3aHH ChC
CrienUaI3upany COPTYEpHH IPOTrpaMu, OHJIAIH pecypcH U 0a3u TaHHU

e 3HaHuA CBBbpP3aHH C rapaHTUPAHEC CUTYPHOCTTA HA JaHHUTE

3.7. YnpaB/IeHCKH YMeHUsl

* Pa3BuTue Ha MyNTHIUCHUIUIMHAPHNA YMEHUS 32 pad0oTa B €KUIT U JIUICPCKU KauecTBa

* 3amo3HaBaHE C HOpPMaTHBHATa ypenda M OpraHW3alUsITa HA 3[APAaBHUTC M KIMHHYHU
TEHETUYHH YCIYTH

* BBb3MOXHOCTH 3a y4acTHe B KOOPJMHUpPAHE Ha JCHHOCTTa Ha Pa3IUYHUTE OTICIH,
CBBP3aHO C OPraHU3alOHHO IUTaHUpaHe, (UHAHCOB MEHUKMBHT MOHUTOPUHT U MOJIbPIKAHE
Ha CTAHJApTH 32 Ka4eCTBO.

e Ilo3naHus 3a 061_]_[8. 3ApaBHA IMOJIUTHKA, HCJIN U IIPUOPUTCTH

3.8. [IpenoxaBaresicka ieifHOCT (MPeNOPHLYHUTETHO)

* HacppuaBane mnpemnonaBarenckaTa JIeHHOCT Ype3 YydyacTHE B OOpa30BaHUETO U
00y4eHHEeTO Ha CTYJCHTH U 3/IpaBHU paOOTHUIN

* VYyacTHe B MNPAKTUYECKOTO OOydeHHWE Ha MarucTpu M JOKTOpaHTH B oOjacTtra Ha
MOJICKYJIIpHAaTa TCHCTHUKA U JUArHOCTHUKA

° Yyactne B PasopoCTpaHCHUEC Ha 3HAHWA W KOHCYJITAUHU 3a BB3MOXHOCTHUTC U
OTpAaHMYEHUSATA HA JUArHOCTUYHUTE TECTOBE M YCIYTH Cpel MEIMIMHCKH CIEUHAIINCTH,

CEMEMCTBA U MAllUEHTH C HACIIEACTBEHHU 3a00JIIBaHUS

4. OBYYEHHUE:

[Iporpamara mpemnara oOydeHHE 110 OCHOBHUTE NpoOJeMH Ha T'€HOMHKATa,
IpOTeOMHKaTa, (hapMaKOreHOMHUKAaTa, MOJICKYJIsIpHAaTa FeHETUKAa M IUTOI€HETHKAa U KOHKPETHO
IPU OTAEIHUTE TPYNU F'€HETUYHU OOJIECTH M IPEIPA3MOI0KEHUS: XPOMO3OMHH, MOHOT€HHHU U
MyNTUGAKTOpHU (MOJUTeHHN) OOJIECTH W MPEAPA3MONIOKEHHs, BPOJACHH aHOMAaIHWH, OOJIECTH,
JIBJDKAIIM Ce Ha COMATUYHM MYTAllMM, HAcJeICTBEHM 3a00JIIBaHUS B pa3IMYHU KIMHUYHU
CHELMATHOCTH — FeHETUYHA JAMAarHOCTHKA, MOIMYJAMOHHI OCOOCHOCTH, MPUHIUIINA Ha MEIUKO-
FeHETUYHOTO KOHCYJITHpaHe, Mpo(UIakTHKa U TeHHA Teparius.

['enetnuynute O0JecTH, MPEAPA3NOJIOKEHUS U BPOJEHU AHOMAIMM CE€ pasryiexaarT B
CJIEIHATA JIOTUYHA ITOCJIEI0BATETHOCT — FCHETUYHY HApYIIEHUs HA HACIEACTBEHUTE CTPYKTYPH,

HOBOCTH B MOHOI'CHHATa 1 MHOFO(baKTOpHaTa MnaToJIorusa, XpoMO30MHHUTC OoJlecTu H BPOACHUTC



AHOMAJIMH TI0 OTHOIIICHHWE Ha €THUOJIOTHS, MTaTOTeHe3a, YHACHeasIBaHe, KiiacupuKaus, KIMHHYCH
U IrCHECTUUYCH HOJII/IMOP(I)I/ISTJM, MOIIepHI/I IIoAX0o4au 3a TAXHaAaTa AUAarHoCTukKa.

BxiroueHr ca ¥ TeHEeTHUYHHU MPOOJIeMH Ha HACIEJACTBEHHUTE 3JIOKAYECTBEHH 3a00JIsIBAHUS,
MUTOXOHJIPHATHUTE OOJIECTH, OOJIECTUTE, ONMPEICICHH OT IMHAMUYHNA MYTAllMM U HapYIICHUS B
penaparmusata Ha JIHK. 3amenbodeHo ce pasriexaaT HacICACTBEHUTE 3a0oJiiBaHUS B
racCTPOCHTEPOJIOTUATA,  IYJIMOJOTHATa,  HE(POJOTHsATa,  HEBPOJIOTHS,  OQPTAIMOJIOTHS,
eHI[OKpI/IHOJIOI‘I/ISI, I[epMaTOJIOFI/ISI, I/IMyHOHOFI/ISI 158 l[p.

[ToapoOHO ce 00CHKIAT MPUHITUIIUTE, OPTraHU3AIMATA, 3aJaYUTEe U CTUYHHUTE MPOOJIeMH HA
MEUKO-TCHETHYHATA KOHCYJITALIHS, ONMPEIEITHETO Ha MPOTHO3aTa 3a MallMeHTa ¥ WICHOBETE Ha
q)aMI/IJII/ISITa, IIOAXOUTC nu HNHIAUKAIIUHUTC 3a HpeHaTanHa, HpCI[I/IMHJIaHTaLII/IOHHa nu
HpeI[KOHIICHHI/IOHHa JUardHoCTHKa, OpI‘aHI/I3aHI/I$ITa U CBIIHOCTTA HA MACOBUA U CCIICKTHUBHUS
T€HETUYCH CKPUHUHT, H3TPAXKIAHETO Ha TEHETUYCH PETUCTBP, KAKTO M MOJIXO0IUTE 3a Tepamus Ha
HACJICJACTBEHUTE OOJECTH M MPEIpaslojoKCeHUs — KOHBEHIIMOHAJIHA, TGHHA W IIPHUIIEITHA.
OOcwmxaar ce mpaBHUTE MPOOJEMHU HA TEHETUYHUTE H3CIEIBAaHUSA, 3aJIO)KEHM B 3aKOHa 3a
3/IpaBeToO.

®opmu HA 00yUYeHHE U KOHTPOJI:

a) TpakTH4ecKo o0ydeHWe — ype3  pabora B 1a0OpaTOpUUTE IO LUTOTECHETHKA,
MoneKmepHa TCHCTHUKA U MoneKmepHa OUTOI'CHETHUKA, KaKTO U B Ka6I/IHeTI/ITe 3a MCIOUKO-
TCHCTUYHA KOHCy.HTaIII/Iﬂ.

0) TeopeTHYHO OOyYeHHUE — 4Ype3 OCHOBHH M TEMaTHYHH KypCOBE, WHIAMBHIYaTHO
oOydeHure U Ype3 CUCTEMHA CaMOTIOATOTOBKA

KOHTpoJIbT 10 yCBOSIBAHETO HAa MaTepHalia C€ OCHIIECTBSIBA MEPUOJAUYHO Upe3 MojiaraHe

Ha MeT KOJOKBUYMa.
4.1. Yue(eH NJ1aH — HAMMEHOBAHMS HA MOAYJINTE U TSIXHATA NPOAbJLKMTETHOCT

Teoperu4Ha yacr

Mopayan CpoxkoBe Ha

o0y4eHue

ITbPBA TOANHA

Yopemka reHeruka: XpOMO30OMUTE KaTO OCHOBHHM KJIEThYHU CTPYKTYpU Ha | 2 Mecena

HaCJICACTBCHOCTTA. MOJ'IeKy.]'IHI/I OCHOBH Ha YOB€IIKaTa HACJICACTBECHOCT.

MOJIGKyJIHpHﬂ U OMOXHMHMYHA TeHeTHKA: OCHOBHH HapymcHus B I'CHUTC U

MeTa0OJIUTHHUTE IbTUIIA, KOUTO MPECAU3BUKBAT MOHOI'CHHU 3a00JIIBaHUS

HI/ITOFeHeTI/IKa: OCHOBHHU MCXAaHU3MHU 3a Bb3HUKBAHC Ha XPOMO30MCH )1H06anch.

Hapymienust B HopmanHust Opoil 1 CTpyKTypa Ha XpOMO30OMHUTE, KaTO €THOJIOTUYEH




(akTop 32 Bb3HUKBAHE HA XPOMO30MHHU OOJIECTH.

I'eneTnyna AHMArHOCTHKA: OCHOBHHM MCTOIM 3a IIOCTaBAHC Ha ICHCTHUYHA
Juario3a — OMOXMMUYHHU METOJH, TEMCIOJIOIMYCH, KIHMHHKO-I'CHCAJIOIH4YCH,
MCTOAN 3a OIPEACTIAHC Ha IOJMICHCH THUII HA YHACICAABAHC, HMUTOICHCTHUYHH,
MOJICKYJIAPHO-IUTOICHCTUYHU, MOJICKYJIAPHO-TCHCTUYHHA MCTOIHU 3a
I/II[CHTI/I(I)I/II_II/IpaHe Ha I'CHHU, MPCAU3BUKBAIIIK MOHOTCHHU 3360H$IBaHI/I$I, METOJH 3a
I/I,I[GHTI/IQ)I/II_II/IaHe Ha U3BCCTHU U HCU3BCCTHU MYyTalliK, MCTOAH 3a IMIPOBCKIAHC HA

TCHCTUYCH CKPUHUHT 1 TCHETUYCH MOHUTOPUHT

Yopemka MmOomyJJalfluOHHA TE€HETUKA: OCHOBHM TI'CHCTUYHH 3aKOHOMCPHOCTH,

H35BCHU HA HUBOTO HA YOBCUIKATA IMOITYyJIAllUA

BTOPA I'OAUHA

XpoMo30MHH 00J1eCTH, BPOJEHH AHOMAJINH HA PAa3BUTHETO 2 mecena

MoHoreHHu 00J1eCTH U NPeAPA3N0JI0:KeHUsA, papMaKoreHeTUIHH JedeKTH

TPETA T'OJANHA

I'eHeTHKa HA YMCTBEHATAa HEOCTATHYHOCT, OHKOreHEeTHKA 1 mecent

MHorodakTopHOo yHAc/IeasiBAIM C€ BPOJCHU aHOMAJIMU U YECTH 3a00JsBaHUS

OpU BB3PACTHU, TEHETUYHU TMPOOJIEeMH Ha TMO-YECTHTE 3a00JIABAaHUS OT

Pa3JIMYHM KIMHUYHHU CIIEIHATHOCTH

YETBBPTA TOAUHA

['eHeTHYHOTO KOHCYJTHpaHe, NPOPUIAKTHKA M Tepanmusi HA TreHeTHYHHUTe | | Mecel

3a00/1IBaHMsA: TPUHIUON W 33/a4yd Ha MEIUKO-T€HETUYHOTO KOHCYJITHpAHE,

T€HETUYHU CKPUHUHTOBU MPOTPAMH, PETUCTHP Ha BPOJICHUTE M HACIEACTBEHUTE

3a00JsBaHMsI; TPEHATadHa, MPEIUMIUIAHTAIMOHHA ¢ MPEJKOHIENIIMOHHA

JMUAarHOCTHKA; KOHBEHIIMOHAJTHA Tepanus Ha TEeHETHMYHUTE OOJeCTH, TEeHHA

Tepanusi Ha MOHOT€HHUTE 3a00JIsIBaHNs, aHTUCEHC Tepanus Ha OOJEeCTH, CBbpP3aHu

CbC COMATUYHH MYTAallUH, OHKOJOTHMYHHU 3a00JBaHMs W BHUPYCHU HH(QEKIIUH,

MpUIETHA Tepamnusi; MOPATHO-€TUYHU W TPAaBHU MPOOJIEMU TPH TEHETUYHOTO

KOHCYJITUpaHe, TeHeTUYHUTE CKPUHUHTH, TeHHATa Tepanus M MPHU Ch3JaBaHE Ha

JIHK Gankmn

IIpakTH4yecka yacr

Monynau CpokoBe Ha
o0yueHue

IIbPBA TOAUHA

Ponocnosen ananus 10 mecena




I_[I/ITOI‘GHCTI/ILIHI/I METOOAHU

MoneKyJIapHO-TEHETUYHH METOAU

MOJ'IeKy.]'IﬂpHO-I_II/ITOFCHCTI/I‘IHI/I METOaHU

bunoxumuuan METOJM B JHarHoCTHUKaTa Ha HaCJICICTBCHUTC 3a00JIIBaHUS

MGI[I/IKO-I‘ CHCTUYHA KOHCYJITalA

BTOPA I'OJJUHA

XpOMOSOMeH AHAJIM3 3a IIpCHAaTaJIHa U NOCTHATAJIHA HUTOICHCTUYHA JUArHOCTUKA

I[I/IaI‘HOCTI/IKa IIpu BPOACHHU aHOMAJIMU HA PA3SBUTHUECTO

MG,Z[I/IKO-FGHGTI/I‘IHH KOHCYJITallHA

10 mecena

TPETA I'OJAUHA

I[I/IaFHOCTI/IKa IIpru YMCTBCHA HCAOCTATBYHOCT

I[I/IaFHOCTI/IKa IIpHU OHKOJIOT'MYHH 3a00/19BaHU

Menuko-reHeTuIHa KOHCYJITalluA

11 mecena

YETBBPTA 'OAUHA

I'eneTnunu CKPUHHUHI'OBH IIPOTpaMHU

HpaKTI/I‘{CCKa pa60Ta B KaOHHeETa 3a MCIAUKO-TCHCTHYHA KOHCYJITAllUs

11 mecena

4.2. YyeOHa mporpama

4.2.1. TeopeTnuna yact

OBLIIA YACT

XpOMO30MUTE KaTO OCHOBHU KJIETHYHU CTPYKTYPH Ha HACJIE€CTBEHOCTTA
Muxkpockorcka 1 cyOMUKPOCKOIICKa OpraHu3alus
IToBeneHne Ha XpOMO30MUTE IO BPEME Ha KJIETHYHOTO JEJICHNE

KapI/IOTI/IH Ha YOBCKa

Xpomozomen xerepomopduzbm — RV, C, Q, narepamHa acuMeTpusi MEXIY

XpoMaTHANUTe. 3HaYeHHE Ha XPOMO30MHUS TOJUMOP(HU3bM

MI/ITOXOHI[pI/IaJ'IHI/I XpOMO30MHU

MOJ]CKYJ]HI/I OCHOBH Ha HACJICACTBCHOCTTA. OpFaHI/BaHI/I}I Ha YOBCIIKHUSA I'CHOM

Crtpykrypa 1 QyHKUHS HA TEHUTE
Excrnpecust Ha reHeTn4YHaTa nHGOpMaLIUs

['enHa perynanus

JHK nomumopduszsm. Mynrurennn ¢amunmuun. IloBropenn JIHK cexkBenuun.

IIceBmorenn

Enureneruka
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YoBemky reHOMEH MPOEKT U 3ApaBeonas3Bane. [ eHoMuKa.
MoJiekyIsipHa reHeTHKA
Etnonorns Ha MoHoreHnure 3a0oasiBaHusi. MpyraunoHeH mnpouec. Daxrtopy,
MpEeAN3BUKBAIM MyTallui. ETany Ha MyTaumoHHUs npolec. Tuose MyTaiuu.
Mytanuuu B sapenara JJHK, kouto BoasT 1o:
- Ch3/1aBaHE HAa AHOPMAJICH T€HEH NPOAYKT
- IOCTTPaHCIAMOHHA MOoAn(UKaLus Ha OenThbKa
- HAMaJICHA MPOAYKIIMS WIH JIUIICA HA TEHEH MPOIYKT
Hedextn B JIHK penapatuBHUTE CUCTEMU
Hapymenus B Tpanckpunuusra u 3peenero Ha PHK
Mytauuun B Mutoxonapuannara JJHK
IlaTorene3a Ha MOHOTeHHHTE 3200/1IBAHUS
JIHK myTtanuu, KOUTO ce 0Tpa3siBaT BbPXY CTPYKTypaTa v (PyHKIHUATA HA CH3IUMUTE
JHK myrannuu, KonTo HamansiBaT akTUBHOCTTA HAa PELENTOPHUTE TPOTEUHU
JHK myranuu, 3acsaramy CTpyKTypHU IPOTEHHH
JHK myTranuu, KouTo IpOMEHAT aKTUBHOCTTA Ha T'€HUTE, y4aCTBAILM B TYMOpPOIr€He3aTa
['eHOMEH UMIPUHTHUHT U €AHOPOJUTEIICKA TU30MHUS
['eneTrueH monmmmMoppu3bM
Bapuauuu Ha TeHHOTO J€CTBHE
MHOX€eCTBEH aJleIn3bM
MexyreHHr B3auMOJAEUCTBUS
MurToreneruxa
[IpyunHU ¥ OCHOBHM MEXaHM3MHU 3a Bb3HHUKBAHE Ha XpoMO30MeH nucbOanaHc. Hapyimienus B
HOpMaTHHs Opol U CTPYKTypa Ha XPOMO30OMHUTE, KaTO €THOJOTHYEH (haKTop 3a BH3HMKBAHE Ha
XPOMO30MHHU OO0JIECTH.
XpOMO30MHHU MYTallMM U XPOMO30MHA YyIUIMBOCT
- OpOfHM XPOMO30MHH abeparuu
- CTPYKTYPHH XpOMO30MHHU abeparuu
- XpOMO30MEH MO3aulU3bM, KJIIOH, XUMEPA
- XpOMO30MHa YyIUIMBOCT
I'eneTu4yHa TMATHOCTHKA
buoxumuunu metoau
I'emenonornyen MeTox
KimHHMKO-TeHeanornyeH MeToJ W KpUTEpUM 3a OINpeleNsiHE THUIMA Ha YHacle[sBaHE Ha

MOHOTEHHHU 3a00JIIBaAHUSI
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ABTO30MHO-TOMUHAHTEH THUII HA YHACIIE/SIBaHE
ABTO30MHO-PEIIECUBEH TUII HA YHACJIEIIBaHE
X-peLeCcuBEeH TUII HA YHACIIEIIBaHE
X-TOMUHAHTEH TUIT HA YHACIIEsIBaHE
CBBbp3aHo ¢ Y XpoMO30MaTa yHacJIeIssBaHe
VYHacnensBaHe Mpu rOHaJIeH MO3aulIU3bM
VYHacnensBane npu AMHAMUYHU MYyTallUU
VYHacieasiBaHe Ipy TeHOMEH UMIIPUHTUHT M €THOPOIUTEIICKA TU30MUS
MUTOXOHIPHAIHO YHACIICISIBaHE
Mertoau 3a onpeiensiHe Ha OJIMIEHEH TUII Ha YHACTIEAsIBaHE
daMuUIHU, aIONITUBHYA U OJIM3HAYHU TTPOYYBAHUS
Mertoau 3a OTKpHMBaHE Ha TC€HH, Ch3JaBallld IMPEAUCIO3UINS KbM COIUATHO-
3HAYNMU 3a00/IIBaHU
- aHaJIM3 3a CKAYCHOCT
- TONyJIAIMOHHO 0a3upaHu aCOLMATUBHU IIPOYUBAHUS
- (ammHO Ga3upaHu aCOIMATHBHU U3CIICIBAHUS
- uaeHTU(UIMPAHE HA “KaHIUIAT XPOMO30MHHU PAOHHM U “KaHAMIAT TCHHU
[luToreHeTHYHN METOIN
PyTuHEH IUTOTEHETHYCH METO/T 32 KYJITUBHpPAHE ¥ 00padOTBaHe Ha:
- TUMQOUUTHHU KyATypH
-  AMHHOTHYHH KJIETKH
- XOpUOHHU BBHCHU
- KOCTEH MO3BK
- TYMOpPHH KJIETKH
- (¢ubpobnactu u n1p.
O1BETUTEIHN TEXHUKHU
- GTG
- QFQ
- RBG
- CBG
— T meHTOBO OLIBETSIBAHE
- DA.DAPI
— NOR
- CXO
MonexkynsipHO-IIUTOr€HETUYHU METOAU

FISH (¢nyopecuenTHa in situ xubpuausamnus)
12



PRINS (in sity xuGpuau3aius Ha mpaiMepH)
O6paren FISH

Fiber-FISH (Bucokopesontoruen FISH Bbpxy usreriena JJHK pubpua)

CGH (cpaBHHTENIHa TeHOMHA XUOPUAN3AIINS)

MOJ'IeKy.]'IﬂpHO-FeHeTI/I‘IHI/I MCTOIHU

MCTO[[I/I 3a I/IILCHTI/I(bI/IL[I/IpaHe Ha T'CHH, ONPCACIAIIN Bb3HUKBAHC HAa MOHOI'CHHO

3a0019BaHe

[TpuHuMNIM U cTpaTerus

@DYHKIMOHAIHO KIOHUPAHE

[To3MIMOHHO KIIOHHpaHE

Wpentudunupane Ha reHH B KPUTUIHHA PAiOHU

“Kannunat regu”

Mertoau 3a uzonupane Ha JJHK

bror-xubpuanzanus no CaaspH

[Tomumepasna BepmxHa peakiusi (PCR)

MeTtoau 3a I/II[CHTI/I(I)I/IL[I/IpaHe Ha HCU3BCCTHU MyTalluU

CexBenupane Ha JIHK

AHamu3 Ha KoH(OpPMAMOHHUS TOTUMOPOU3BM Ha €IHOBEPHIKHATA
JTHK (Single Strand Conformation Polymorphism - SSCP)
Henarypupama rpagueHTtHa ren enekrpodopesa (Denaturation
Gradient Gel Electrophoresis — DGGE)

Xereponymiekcen ananu3 (Heteroduplex Analysis - HA)

Mertonu 3a uaeHTUpUIIMpaHe Ha U3BECTHU MyTallUuu

AMiunupaHe-pecTpUKIHs

PCR-3aBucrmMa HacoueHa MyTareHesa

AMimudunupasne Ha peypakTopHaTa MyTallMOHHA CUCTEMa
Anen-cnenuduuno ammmpuurpane (ASA)

Anen-crierupuuHu onuronykieotuau (ASO)

YoBemka nmomyjJalfiOHHA TreHETUKA

ITonymanroHHa reHeTHKa

3axoH Ha Xapau-Baitn6epr

['eHeTHYHA CTPYKTYpa Ha MOMYJIALUUTE

WNHOpuauHT U ayTOpuIuHT

I'enermuna CIIMICMUOJIOTHA Ha HACJICACTBCHHUTC 3a00JIsIBaHUs U IpeaApasnoIOKCHHUA

Ilonnarane Ha NbPBH KOJIOKBHYM
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CIIEHUAJIHA YACT
Xpomo30MHH 00J1€CTH
CpImHOCT, MEXaHM3MH Ha BB3HHKBAHE Ha XPOMO3OMEH JUcOanaHc, KIMHUYHU
0CcO0EHOCTH, Ki1acu(UKaIysl, IMTOTeHETHYHU BapPUAHTU U T€HETUYHO KOHCYJITHPAHE.
XpoMo30MHU 00JIeCTH IPU CTPYKTYpPHU U OpoifHU abepanuu Ha MOJIOBUTE XPOMO3OMHU:
Cunnpom Ha Klinefelter
CungpoM Ha nonusomus ¥Y
Cungpom Ha Turner
Cungpom Ha om3zoMust X
46,XX KapuOTHUII IPU MBXKE
Xpomo30MHH 0oJieCTH TPy OPOWHU U CTPYKTYPHHU abepanny Ha aBTO30MUTE:
Cungpom Ha Down
Cunapom Ha Edwards
Cunnpom Ha Patau
CunnpoM Ha koremkoTo MsykaHe (Cri du chat, Sp- cuaapom)
Cunnpom Ha Wolf- Hirschhorn (4p- cunapom)
Cunzapom Ha yacTuuyHa MoHO30Mus 18(-
Punr cungpom
Menuko-reHeTUYHH TPOoOJIeMH Ha PENPOIYKIMATA, CBbP3aHN ¢ XPOMO30MHHU HAPYIICHUS
MukpoaeneuHOHHUA CHHAPOMU
CpaiHoct
MonekyiiHa XxapakTepuCTHKA
Mexanu3Mu Ha ()EHOTHUITHA EKCIIPECHs
Cunnapom Ha Prader-Willi (PWS)
Cunapom Ha Angelman (AS) u apyru 3a0oisiBaHHs, CBBP3aHH C XPOMO30MEH
UMIIPHHTHAHT
Bpoaenu anomaium Ha pa3BUTHETO
Jucmoponorust 1 TeparoreHesa
Posnst Ha TeHETUYHUTE U TEPATOTeHHUTE (haKTOpU
Bponenun mandopmanuu, nedopmaruu, TMCPyIIUN, TUCTUIa3HH
['onemu u manku mandopmanuu
MHoOeCcTBEH! U H30JIUpaHu HopMu
Bunose chueTaHn aHOMaJIUK — CHHIPOMH, CEKBEHIIUH, ACOIHAIINH U JP.
Hapymienus B nonoBata nudepeHuanys, UHTepCeKCyalHH ChCTOSHUS

Ilotarane Ha BTOPH KOJIOKBUYM
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MOHOT'EHHHU BOJIECTH
O011a XxapakTepruCcTHKa HA MOHOTEHHHUTE O0JIeCTH
[TaToreHETMUHN MEXAHNU3MHU Ha TAXHOTO pa3BUTHE
Knacudukanus Ha MOHOreHHUTE 00JIECTH
[TpuHIMOM HA TMArHOCTUKaTa, MPOGUIAKTUKATA U TepaHiTa
XeMorJ100MHONIATHH
Hopmainnu xeMoriioOuHu — reHeTUYeH KOHTPOJI, OHTOT€HETHYHA XapaKTePUCTHKA
AHOpMaHM ~ XEMOIJIOOMHHM  —  CBIIHOCT, T€HeTHMYHH JAe]eKTH, MOJeKyIHa
naToQU3nOIOrHsl, KIMHUYHM M  XEMaTOJOIMYHU  XapaKTepPUCTUKH, TI'eHETUYHa
nuarHoctuka, MI'K, npodunaktika u Tepanus Ha:
XeMOrjao0MHOBH BapUaHTU C aHOPMaJiHa pa3TBOPUMOCT
XeMorio0MHOBH BapUaHTH € YBEIMUYEH aQUHUTET KbM KHCIOpOJa
XeMoriio0MHOBH BapUaHTH ¢ HaMajleH aQUHUTET KbM KHCIOPOa
XeMOrjo0MHOBM ~ BapuHaHTH C  HaMajeHa  CTaOMWJIHOCT  (KOHI'€HHUTalIHA
HecepoLnuTHA XeMOJIMTHYHA aHeMus ¢ Teiia Ha Heinz)
MeTtxemMorno0MHOBY BapuaHTH (KOHI€HUTAJIHA [IMAHO34)
TanaceMuu — ChIHOCT, TEHETHYHU Ae(PEKTH, MOJIEKYIHA NAaTOU3NOIOT s, KIMHUYHU U
XEMaTOJIOTMYHU XapaKTepUCTUKHU, reHeTuyHa auarHoctuka, MI'K, mpodunaktuka u
Tepanust Ha:
B-tanacemusita
OL-TaJaceMHusITa
CwcTosiHUS, T01I00HU Ha B-TajmaceMusiTa
Jlenra-Tanacemust
I'ama-tamacemust
JIpyru reHeTHYHO 00YCJIOBeHHU 3a00/IABAHMS HA KPBBTA — CHIIHOCT, TEHETUUHHU JIe(EKTH,
MOJIEKYJHa MNAaTO(U3MOJIOTUS, KIMHUYHU M XEMAaTOJOTMYHM XapaKTEepUCTHKH, TI'eHETHYHA
nuarnoctuka, MI'K, npodunakTika u Tepanus npu :
Hapymenns Ha eputponoesara
Hapymenus Ha rpanynonoesara
Hapymenus Ha MexaHU3MUTE Ha KPbBOCHCUPBAHETO
3a0oasiBaHusi, CBbpP3aHU ¢ JedeKTH B MeTadoM3Ma — CBHITHOCT, TEHETUYHU AePEeKTH,
MOJIEKYJIHa MaTO(QU3HONOTHs, KIMHUYHU XapaKTePUCTHKH, TeHeTW4yHa nauarHoctuka, MI'K,
npodHIaKTUKA U TEpaIus Ha:
Hedextu B oOMsiHaTa HA AMUHOKHUCEIIUHUTE

Jedextu B oOMsiHaTa HAa BBIVIEXUAPATUTE
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JedexTn Ha yperHHUS IUKBJT
JIn3030MHM 0OJIECTH HA HATPYIIBAHETO
JucnunonporenHeMun
HedexTn Ha MeMOpaHHMS 1 OBOPEUHUS TPAHCIIOPT
Opranu4nu auugypun
Jpyru rpynu 3a60siBaHMs, CBbP3aHU C JePEeKTH HAa MeTaboIn3Ma B OOMsIHATa Ha:
HykneunnoBure kuceanHu
[ToppupuauTe
JKbuHuTE MUTMEHTH U METAINUTE
HacnencrBenu 3a00/1si1BaHMsl ¢ HAPYIIEHUS] B MMYHHHS OTTOBOP
['eHeTr4eH KOHTPOJI HA MMYHHHS OTIOBOp, IJaBEH KOMIUJIEKC Ha ThKaHHATa
cbBMecTUMOCT — HLA anTurenu
HacnenctBenn wumyHonmeduuuTHu 3a00NsBaHUST — TEHETHYHU JAedexTH,
MOJICKYJTHa TaTO(U3NOJIOTHS, KIMHUYHUA XapaKTCPUCTUKU, TCHETHYHA JUArHOCTHUKA,
MI'K, npodunakTika u Tepanus Ha:
Kom6unupanu umynonedunutu (KHUI)
NmyHOaepUIIUTH Ha XYMOPATHHS OTTOBOP
HNmynonedunuru Ha aromurosata 1 KOMILUIEMEHTA
Hacaeacreena npeaucno3unusi KbM aBTOMMYHHHU M JIePrUYHM 3200/11BaHUS
HacnencrBenu 3a00/151BaHNsl, CBbP3aHU € 1e()eKTH HA ChbeIMHUTEJIHATA ThKaH
Ocreorenesuc nmmnepdexra (OI)
Cunnpom Ha Marfan (MFS)
Cunnpom Ha Ehlers - Danlos (EDS)
Jpyru 3a0onsBanus ¢ BpoJeHU 1e(heKTH Ha CheIMHUTEIHATA ThKaH
HacnencrBenu 3a0ossiBaHMsl, CBBbP3aHHM C JAe(eKTH B HHMTOCKEJICTHHTE M PelenTOPHU
NMPOTEeUHHU
Hacaeacreenn 3a6o/siBanus, cBbp3anu ¢ Aedgextu B IHK-penapaTuBaurte cucremu
Kceponepma nurmMeHTo3ym
ATakcusi TeleaHTMeKTa3Hsl
Cunapom Ha Bloom
Anemus Ha Fanconi
Cunnpom Ha Cockayne (CS)
damusieH HenoJuIo3eH kosopekTaneH kapiuuHom (HNPCC)
3abo/isiBaHusl, CBbP3aHU C IUHAMHYHA MYTaIlHH

Mpuotonnuna auctpodus (DM)
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Cunapom Ha yyruirBara X xpomo3oma (cuaapom Ha Martin - Bell)
Xopest Ha XBbHTUHITOH
bonect na Kenenu
Cnuno-niepedenapna atakcus 1 (SCAI)
Bonect na Machado-Joseph (MJD)
Arakcusa Ha @puapaiix
MuToXoHApHAIHHU (0JIeCTH
Hacnencreena ontuuna HeBponatus tui Jlebep (LHON)

MHUOKJIOHYC SIHUICTICHS C mapiaanBu Myckyaau BiaakHa (MERRF)

CuHIpOM HAa MHUTOXOHJpHWANHA MHUOMATHS, CHIedaronarus, JaKTaTHA alua03a,

uHcynronoaoouu enuzoau (MELAS)
Cunapom Ha Kearns — Sayre u nip.
®apmakoreHeTnynu gepexTu(PI)
Mouorennn @I nedexrn
ATunuyHa OyTHPUIXOJMHECTEPa3a

3nokauectBeHa xuneprepmus (MH)

Hamanena unm numncpaia akTUBHOCT Ha CH3UMHUTC, KOUTO Y4aCTBAT B CHUHTC3a Ha

peAyIUpPAHUS TIIyTaTHOH
I'moko30-6-pocharnexuaporenazna (I'6D/1) HemocTaTbYHOCT
HecTtabunau XeMOTII00MHH
Jedunut Ha MeTXeMOrnoOuHpeIyKTa3aTa
AJKOXOJIIEXHIPOTeHA3HA U aJICXUICXUIPOreHa3Ha HeTIOCTAThIHOCT
N-anetmirpancdepazna (NAT2) HenocTarpyHOCT
l'enetnuen  momuMoppu3bM  Ha  YEPHOAPOOHUTE  ITUTOXPOM
MOHOOKCHUT€HA3H1
dapMaKOTeHETHYHY YCIIOKHEHUS TIPH JIUIA C HACTIEACTBEHH OOJIECTH
I'eHeTHKAa HA YMCTBEHATA HENOCTATHYHOCT
CBIIHOCT U IPUYNHH
['eHeTHYHA XETEPOTEHHOCT U KIacu(pUKaIus
JlnarHoCcTHKa ¥ METUKO-TEHETUIHO KOHCYJITHPAHE
OHKoreHeTuka
Perynanus Ha KICTHYHHS [TUKBIT
Amnonito3a. MyTaHTHHU T€HHU, KOUTO HapyliaBaT MEXaHU3Ma Ha arornTo3ara
Onkoresu

Tymop-cynpecopHy reHn

450
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I'eHn, KOUTO CH3IaBAT FEHOMHA HECTAOMIHOCT
Meracra3uu resu

ITonarane Ha TPETU KOJIOKBUYM

MYJITUH®AKTOPHU BPOJEHU AHOMAJIUU U YECTU 3ABOJISIBAHUSA IIPU
BB3PACTHUTE C HACJIEJACTBEHA IPEAPA3ITIOJIOKEHOCT

O0111a xapakTepucTUKa

OmnpenensiHe Ha FTEHETUYEH PUCK

Mertoau 3a AMarHoCTHKA

Menuko-rTeHeTUYHO KOHCYATHPaHe

[Tpodunakruka

MyntudakTopHu BpoA€HN aHOMAINH

MynTudakropHu yectu 3a00JIIBaHUSI IPU BH3PACTHUTE

IFEHETUYHU MPOBJIEMUW HA MO-YECTUTE 3ABOJIABAHUS OT PA3JIMYHU
KJIMHUYHU CITIEHUAJTHOCTH
Hapymenusi Ha penpoaykuusira
CnioHTaHHM a0OpPTU U MBPTBOPAXKIAHUS
WNHbepTHIUTET — MBKKH U KCHCKU
Bponenu anomanuu Ha penpoIyKTUBHATa CUCTEMA
3abonsaBaHus, CBP3aHU C HAPYIICHHS B 1MOJI0BaTa AUQepeHIuams
HacnencrBeHu HeBpPOJIOrHYHH 3200/1IBAHUSA
Myckynnu nuctpoduu
CnuHanHa MycKyIJiHa aTpodus
HacnencTBeHn MOTOpPHO-CEH30pHHM HeBpomatuu — cuuapoMm Ha Charcot-Marie-Tooth
(CMT), “Jlomcka 60ect” (HMSNL)
Jpyru HacienCTBEHN HEBPOJOTUYHU 3a00JISIBAHUS.
Hacaeacreena npeaucno3unusi Npy NCUXUYHHU 3200/I1BAaHUS
HIuzodpenus
AdexTuBHU 3a00JIIBaHUS
Enunencus
Bonecrt na Alzheimer
Hacaeacreenn 3a00/1s1BaHUs1 HA 3pDUTETHUS] AHATHU3ATOP

ITurmenTHR PETUHUTHU
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Jerenepanus Ha MaKkyJaTa
Hapy1ienus Ha HBETHOTO 3peHHE
Jpyru HacinenCTBEeHN OYHH 3a00JIIBaHUS
HacaencrBena u npuao0uTa riiyxora npu:
['enetnynu neeKT — MOHOTEHHU U MHOTO()aKTOPHU
Herenetnunu ¢axropu
Hecunnpomna riyxora
CunpoMHa riayxota
Hapymienus Ha roBopa
MoHorennu 0oJiecTH ¥ HAcjJeJCTBEHA TMPEAUCHO3UIMA TNPH HAKOM BbTPElIHH
3a0osIABaHNSA:
MyxkoBucuuo3a
XunoduzapeH HaHU3bM
Bponena nanos0peuna xunepruiasus (BHX)
brOpeuna monukucrosza
HacnencrBenu 6omnectu ¢ 0b0pevny nposiBu 6e3 ObOpeuHa MOJIMKHUCTO3a
XUMOTUPEOUTU3HEM
XpoHuuHu HEponaTHu
Knunnunu nposiBu npu anga-1-aHTUTPUNICUHOB JeDUIUT
ATtepockieposa
Ecennmanna XxunepToHus
S3Bena Gomnect
Junaber
PeBmarousen aptput
Koponapna 6omnect Ha chpuero (CHD)
®amuiiHa xuneprpodpuyna kapauomuonatus (FHC)
[Tonarpa
ITaHkpeatuTn
UpeBHH MOTUMNO3U
bponxuaiHa actMa
Hpyru HacnencTBeHN 3a00IIBaHUS
MoHorenHu 60/1eCTH U HACJIeACTBEHA MPeIUCIIO3UIUS IPH HAKOU KOKHU 3200/ 11BAHUA
HxTtnosa
Enunepmonusuc 6ynoza

HaJ'IMO-HJ'IaHTapHH KEpaToACPMHUHU HAPYIICHHA B IMT'MEHTAUATA U KOXKHUTE IPUAATBIA
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IIcopuasuc

AToOnuYeH AepMaTUT

Jlynyc epuremaronec

Jpyru HacnencTBeHu 3a00sBaHUs
3/10kayecTBeHH 3200/ 1IBAHUS

Pernnobnactom

Tymop na Wilms

HeBpodubpomarosa tun 1 u tum 2

Cunzapowm Ha Li-Fraumeni (LFS)

MuoxecTtBeHa enokpuHHa Heorutazus (MEN)

®damuJieH pak Ha 1e0eI0TO YepBO

damuaHa ageHoMaro3Ha nojumnos3a (FAP)

Cunnpom Ha Peutz-Jeghers (PJS)

damusieH pak Ha MJIEUHATA kKJie3a U THYHUKA

[Ipeapa3nonoxkeHus: KbM 3JI0KAYECTBEHHM 3a00JsBaHMS B pe3yJTaT Ha METaO0OJUTEH

OJIMMOP(HU3BM

Ilosrarane Ha YEeTBBPTH KOJOKBUYM

I'EHETHUYHO KOHCYJITUPAHE, IPO®PUJIAKTUKA U TEPAIINUSA
Menuko-reHeTHYHA KOHCYJITANMS — MPUHIANY | 321291
ITocTaBsiHe Ha TeHETHYHA IHarHo3a
OmnpenensiHe Ha TECHETUYHHS PUCK MTPH TEHETUYHOTO KOHCYJITHPaHE 3a:
MoHoresnH# 3a0019BaHUs
XpoMo30MHH OosiecTn
MHorogakTopHO yHAcTeAsBallld C€ BPOJECHH AaHOMAIMHM U YECTH 3a00JsIBaHUS
MIPH BB3PACTHUTE
CbBpeMEHHU MOPATHO-CTUYIHHY, TTPABHHU U COIIMAITHU TIPOOIEMHU
Peructbp Ha BPOJeHHTE U HACeACTBeHUTE 3a00asiBanus. [I[puHIMIH, OpraHu3amnusi.
IIpenaTajHa AMArHOCTHKA
[TokazaHus 3a MpeHaTagIHa TUarHOCTUKA
Meroau Ha mpeHaTagHaTa TMarHOCTHUKA
[IpenaTanHa TUarHOCTUKA HA XPOMO30OMHHUTE OOJIECTH
[IpenaranHa TUArHOCTHKA HA MOHOTEHHUTE 0OJIECTH
KomOuHMpaHa npeHaTaiHa AHarHOCTUKA
IpennMNIAHTAMOHHA M MPEAKOHIENIIHOHHA TUATHOCTHKA

I/IHI[I/IKaHI/II/I 3a IPpEAUMILIAHTAIIMOHHA U MPEAKOHICIIINOHHA TUarHOCTUKA
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Marepuanu 3a u3cieaBaHe
TeXHUKH 3a aCUCTUPAHA PETIPOLYKLUS
MeTtou 3a NpeIMMIUIAHTAllMOHHA U IPEIKOHIENIIMOHHA IMAarHOCTUKA
I'eHeTMYHU CKPHMHUHIOBH NIPOIPaMH
Bunose, ycnoBust U M3MCKBaHUSA 3a MIPOBEXJaHe. MeTou, N3M0JI3BaHU 332 CKPUHUHIOBU
U3CIIEIBAHUS
MacoB u CeneKTUBEH CKPHHMHT 32 HACJEICTBEHH BEIIECTBOOOMEHHU 3a00JsIBAaHUS CPEl
HOBOPO/IEHU
MacoB CKpUHUHT 3a BPOJIEHU aHOMAJIMK cpell HoBopoaeHU. [loaxoau 3a peructpanus.
buoxumMuueH CKpPUHHMHI 3a HSKOM Hai-ueCTH BpOJEHUM aHOMAaJIMM Ha IUIOAA Cpel
OpeMEeHHU KeHHU
VYTpa3ByKOB CKpUHHUHI 3a BPOJECHHM AHOMAJIMM Ha IUIoa cpell OpeMeHHW XeHu. Y3
u3cieaBaHe Ha GeTanHa MOpQOIOrHsL.
['eHeTHYHO KOHCYATHpPAHE IPU Pa3IMUYHUTE CKPUHUHTOBH IIPOTPAMHU
MopallHO-€THYHH U COLUAITHYU MPOOIeMHU
3HayeHre Ha CKPUHMHTIA 32 NPOQUIAKTUKATa Ha HACJIeICTBEHATA aTOJIOTUs
I'eneTn4eH MOHUTOPUHT
[TonynannoHeH U BUCOKO-PUCKOB MOHUTOPHHT
OCHOBHM Ipylli METO/M, U3MOI3BaHU 32 TEHETUYEH MOHUTOPUHT
3HaveHue 3a OXpaHaTa Ha raMeToreHes3ara 1 npo(uiakTUKaTa Ha KaHlleporeHesara
ConuanHo-ipaBHU NMPOOJIEMH, CBBP3aHU C TEHETUYHNS MOHUTOPHHT
Tepanus Ha reHeTHYHHTE 00J1€CTH
KonBeHmonanHa repanusi Ha FeHETUYHUTE 00JIECTH
XUPYPrU4yHO JIEUEHUE
Tepamnus upe3 quera
3aMecTuTeNHA Tepanus
OtcTpaHsiBaHe Ha pUCKOBHU (haKTOpH
TpancrnnanTanus
['enHa Teparnus Ha MOHOT€HHU 3a00JIIBaHUS
Texbk koMOuHUpPaH uMyHeH aepunut (SCID)
daMuIHa XUIIEPXO0JIECTEPOIEMUS
MykoBucuuaosa
AHTHCEHC Tepanus Ha 00JIecTH, CBbP3aHH ChC COMAaTUYHU MYTalluu
Pecrenosa

PeBmaronneH aptpur
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Anepruunu 3a001sIBaHUS
bvopeunu 6onectu
AHTHCEHC Tepanus Ha OHKOJIOTMYHU 3a00JIsIBaHUS
TyMmop-cynpecopHa reHHa Tepanusi Ha OHKOJIOTHYHU 3a00JIs1BaHuUs
I'enna tepanus Ha OHKOJIOTUYHM 3a00JISIBaHUS Ype3 CTHUMYJIHMpaHE HA MMYyHHaTa
cucTema
WNHcepuysa Ha TeHU B TYMOPHUTE KJIETKH 3a Ch3[l[aBaHE Ha YYBCTBUTEIHOCT KBbM
JIeKapcTBa
I'enna tepanus Ha BupycHu undexuu — CITMH, xpornunu BUpycHU 3a00JIIBaHUS
ETnanu npo06iieMu Ha reHHaTa Teparnus

ITonarane Ha nmeTu KOJIOKBUYM

4.2.2. lIpakTHyeckKa 4act
Ponocnosen ananus
XpOMO30MEH aHAJIN3
e PyTuHEH MUTOreHETHYEH METOJ] 3a KYJITHBHpPAHE W TMOJlydaBaHe Ha MeTada3HU XPOMO30OMHU
OT:
- muMdonuTu
- KOCTEH MO3bK
- KOXHU pubdpoOdiacTu
- aMHUOTHYHH KJICTKU
- XOPUOHHHU BBCHU
- TYMOPHH KJIETKH
e BuCOKO-pe30MIOTUBEH LUTOTEHETHYEH METOA 3a KYITUBHpAaHE U IIOJyd4aBaHE Ha
npoMmeTadazHi XPOMO30MHU OT JIUMGPOITUTH
o KyntuBupane Ha TUMQOIUTH 32 U3CIIEIBAHE HA XPOMO30MHA YYTIJTMBOCT
o KynTuBupane Ha TUM(OIUTH 3a U3CIIeIBAaHE HA CECTPUHCKH XPOMATUIHU OOMEH!U

e  OLBETUTEIIHH TEXHUKH

- GTG

- QFQ

- RBG

- CBG

— T neHTOBO OLIBETSIBaHE — /1a OTHATHE
— DA.DAPI

— NOR
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- CXO

Knacuueckn xpomoszomeH aHanu3 Ha Metadasnu twactuHkn ¢ GTG mudepennumanno
OLIBETCHU XPOMO3OMH 3a OIpeneisHe Oposi, JICHTOBaTta CTPYKTypara M KapuOTHIIA B
neprdepHa KpbB IPH CbMHEHKE 32 XPOMO30MHA 00JIeCT

Knacuyeckn xpomo3omeH aHanu3 Ha Meradasznu twiactuHkd ¢ GTG audepeHnmamzo
OLIBETCHU XPOMO30MH 3a OIpEJIeNsiHe Oposi, JICHTOBAaTa CTPYKTypara U KapuoTUIa B KOCTHO-
MO3BYHU KJICTKH PU OHKO-XEMaTOJIOTHYHH 3a00JIIBaHHS

Knacuyeckn xpomo3omeH aHanu3 Ha Meradasznu 1wiactuHkd ¢ GTG audepeHnmamzo
OLIBETEHHM XPOMO3OMH 3a OIpenensHe Opos, JIeHTOBaTa CTPyKTypara M KapHOTHIIA B
AMHUOTUYHY KJICTKH MM XOPUOHHU BBCH IPY MPEHATAIHA IUAaTHOCTHKA

Knacuueckn xpomo3zomeH aHanu3 Ha Metadasnu mactuHkn ¢ GTG mudepennmanno
OLIBETCHU XPOMO30MH 3a OIpe/IeIisiHe Opos, ICHTOBATa CTPYKTypaTa U KapUOTHIIA B TYMOPHH
KJICTKH 32 OIpe/elisiHe Ha Crelu(UYHI XPOMO30MHH IIPEYCTPONCTBA

Kapuorunupane Ha Bucoko-pesomotuBHr GTG audepeHIranHo OBETeHH XPOMO3OMH 3a
OIpeesiHE HA MUKPOCTPYKTYPHU XPOMO30MHU IIPEYCTPOUCTBA

AHainu3 Ha XpOMO30MHa UYyIJIMBOCT IPpM CHbMHEHHE 3a 4YyIlulMBa X XpoMo3oma H
3a00J151BaHMsI C XPOMO30MHA HECTAOUITHOCT

Anaim3 Ha CBG xerepoxpomarnHOBH OJOKOBE (3a LENHTE Ha ChACOHO-MEIUITMHCKATA
MPAKTHKA)

Otunrane Ha CXO npu CbMHEHHE 32 MyTareHHU Bb3AEHCTBUS

MOJ'IeKy.]'IHpHO'LII/ITOFCHCTI/I‘-ICH aHaJIn3

MeTtoau:
- Unrepdaszen FISH — ¢pnyopectienTHa MH cUTY XUOpUAU3ALIHS
— FISH na meTada3znu xpomozomu
- CGH — cpaBHUTeIHA TeHOMHA XHOPpUAU3AIHIS
Ananmms
Otuntane Ha pe3ynrara npu (IyopecleHTHA WH CUTY XHOpHIM3alMs 3a pa3KpuBaHE Ha
XUOPHUIHUA T€HU, OHKOTE€HU, aHEYIUIOUIUH U JIP.
Otunrtane Ha pesynrara npu CGH 3a paskpuBaHe Ha XpOMO3OMHHU palilOHH ChC 3aryda wiu
JOTIBJIHUTEIIEH XPOMO30MEH MaTepHa
Otuntane Ha pesynarara npu mFISH 3a unenTuduimpane Ha CIOKHA XPOMO3OMHU
MPEYCTPOMCTBA U MAapKEPHU XPOMO3OMH B KapUOTHIIA YPE3 OIBETSIBAHE HA XPOMO3OMHUTE C
24 nBsiTa
KoMmroTspHa XpOMO30MHA TMarHOCTHKA, JOKYMEHTHPAHE Ha PE3YJITATUTE
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MonekynspHO-TeHETUYHU METOU

e Mzomupane na IHK

e PCR peakuus

e Tecrtane Ha /IHK 3a onpenensiHe Ha Ka4ecTBOTO Ha podaTa

e Enexrpodopesa B arapo3eH rein

e Enextpodopesa B monrakpuiaMuaeH rei

e (CekBenupane Ha JIHK

e RFLP ananus

e M

ultiplex Ligation-dependent Probe Amplification (MLPA)

e AHanu3 ¢ pa3InyHU MUKPOMUKPOUHUIIOBH IIIATHOPMU

buoxyumMuyHu MEeTOAU B JUArHOCTUKATa Ha BeH_[CCTBOO6MeHHI/ITe 3a00J1s1BaHUs

e buoxuMunueH aHaiu3 Ha OpraHnM4HH KUCCIMHU

e bnoxmMmueH aHaim3 Ha AMIHOKHCEINHNA

I'eneTnueH CKPUHHUHT

e CnekTpodayopuMeTprueH U TaHIEM-Mac CIIEKTPOMETPUYECH METO/T

L4 CKpI/IHI/IHF Ha 6peMeHHI/I JKCHHU 3a OIpeAciIHE Ha TI'CHECTUYCH pPUCK 34 Hal-4€CTH

XPOMO30MHHU 0OJIECTH

[IpakTuuecka pabota B KaOMHETa 32 METUKO-TEHETUYHA KOHCYTAIUS

CHeMaHe Ha aHaMHe3a

[TorbnBane Ha popmysipu

I'eneamornuen ananm3

HpeueHKa Ha METOaUTE, HCO6XOI[I/IMI/I 3a [MOCTAaBAHEC HAa TCHCTHUYHA JUarHo3a
IIpenenka Ha pe3yJITaTUTE OT FTEHETUYHUTE U3CIIEABAHUS

IIpenenka Ha reHETUYHUS PUCK

MCJII/IKO TCHECTUYHA KOHCy.]'ITaHI/ISI Ha IMangueHTa U TCHETUYHO O6peMeHeHI/ITe

POACTBCHHUIIU C U3TOTBAHC HA MMCMECHO 3aKJIIOUCHUC

4.3. 3a1bJOKMTETHH KOJIOKBUYMH H CPOKOBE 32 I0JIaraHeTo UM

Temu

IIpoBexnar ce:

H'prI/I KOJIOKBHYM — YOBCHIIKAa TI'CHCTHKA, YOBCIIKA IIOITyJTallMOHHA 12-tu MECe

TCHCTUKA, MOJICKYJISApHA U OMOXMMUYHA T CHCTHUKA, IUMTOICHCTHKA,
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I'CHCTHUYHA JUAarHoCTHUKa

BTopu KOJIOKBHYM — XpOMO30OMHH Oojectd, MukKpoaenennonau/ | 18-tu mecen

MHUKPOAYINIMKAIITMOHHHU, BPOACHN aHOMAaJIMKW Ha pa3BUTHETO

TpeTrn KOJOKBHYM — MOHOTEHHHU OoiiecTH, (papMakoreHeTHuHU JedeKTH, | 24-Tu Mecell

TCHCTUKA Ha YMCTBCHATA HCAOCTATHbYHOCT, OHKOI'CHCTHUKA

YeTBBPTH KOJOKBUYM — MYITHU()AKTOPHO YHACIEISBalll CE€ BpPOACHU | 36-TU Mecell
AQHOMAJIMU M YeCTH 3a00JsBaHUS IPU Bb3PACTHUTE; T€HETUYHU MPOoOIeMu

HAa [10-YECTUTE 3a00JIIBAHUS OT Pa3jiniHU KJIIMHUYHU CICHHUAJITHOCTHU

IleTn KOJIOKBHYM - TEHETHUYHOTO KOHCYATHpaHe, mnpoduiakthka u | 48-mMu mecen

Tepanus

5. KOHCIIEKT 3A ABbPXKXABEH MU3IIUT 3A CIIEHUAJTHOCT MEJUIIUHCKA
I'EHETHUKA

OBIIA YACT

1. MatepuaqHu OCHOBM Ha HACJI€ZCTBEHOCTTa. XPOMO30OMHUTE KaTO OCHOBHHU KJIEThYHU
CTPYKTYpU Ha HaCJIEJCTBEHOCTTAa. MMKpPOCKOICKA M CyOMHUKpPOCKOIICKa OpraHu3anus Ha
XPOMO30MHTE U ITOBEJCHUE 110 BPEME Ha KJIIETBYHOTO JICJICHE.

2. Kapuotun Ha yoBeka. XpOMO30OMEH XeTepoMophU3bM M 3HAYCHHE 3a IPAKTHUKATA.
MUTOXOHIAPUAIHA XPOMO30OMH.

3. MonekymHH OCHOBM Ha HacliecTBeHocTTa. OpraHm3anus Ha YOBEHIKHS T'eHOM.
Crpykrypa u ¢pyHkuus Ha renute. Ekcripecust Ha reHeTnuHaTa uHQopmarus. ['eHHa perymnanusi.

4. THK nonmumop¢uzsm. Mynturennu ¢pamunun. [Tosropenn JJHK cekBenunun — 3HaueHue
3a JUarHOCTUKATa U FCHETUYHUTE MIPOyYBaHUs. HOBEUIKA T€HOMEH IIPOEKT U 3/IpaBeola3BaHe —
T€HOMHUKA.

5. Etnonoruss wa MoHoreHHuTe 3abonsBaHus. MyranuoHneH miporec. Eranu  Ha
MyTaluoHHUA npouec. Tunose myrauuu. GakTopu, HHAYLHUPALIU MyTALUH.

6. Myranuu B siapenata JIHK, kouto BoisT 10 ch3aBaHe Ha: aHOpPMaJIeH F€HEeH MPOJYKT,
HaMaj€Ha NpPOAYKLUWsS WM JIMICAa HAa TEHEH IPOAYKT, 3aciArallyd IOCTTPaHCIIAIMOHHATA
Moaudukamus Ha 6enTrka. Mytamuu B Mutoxonapuannara JJHK.

7. Mexannsmu 3a JIHK penapanus u HapymeHus

8. Ilarorene3a Ha MoHOTeHHUTE 3a0omaBanus — JJHK Mmyranuu, Kouto ce oTpassBaTr BEpXY
CTpyKTypata u ¢yHKuusta Ha eHzumure; JIHK Myranmu, kouto HamansiBaT akKTHUBHOCTTa Ha
peLEenTOpHUTE IPOTEUHU

9. ITarorene3a Ha MoHoreHHute 3abonsBanus — JIHK myranmu, 3acsramm cuHTe3a Ha

CTPYKTYPHHU NPOTEUHU
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10. JHK wmyranuu, KOUTO TIPOMEHST aKTMBHOCTTAa Ha TEHHUTE, Yyd4acTBalld B
TyMOpOI'€He3aTa

11. T'enernyen monuMop(huU3bM — MHOXKECTBEH aJeU3bM B HOpMa M MaTojorus. Bapuarmm
Ha TEHHOTO [eHCTBUE — EKCIIPECUBHOCT M IIEHETPAHTHOCT Ha TeHuTe. MexXIyreHHn
B3aUMOJIeHCTBUS. ' €eHOMEH UMIIPUHTHHT .

12. OcHOBHM MeXaHM3MH 3a BB3HHKBAHE Ha XPOMO30MEH aucOamanc. XpOMO30MHHU
MyTall{ ¥ XPOMO30MHA UyIUIMBOCT. XPOMO30MEH MO3aULIU3bM.

13. Kpurepun 3a omnpejaenssHe THUIa Ha YyHacleAsBaHE HAa MEHIEIUpAIld MOHOTCHHU
3a00JsIBaHMA: aBTO30MHO-JIOMMHAHTEH THIl Ha YHaclle[sBaHE, aBTO30MHO-PELIECHBEH THUI Ha
yHacieAsBaHe, X-pelecUBEH THUIl Ha YyHacleAsBaHe, X-JIOMUHAHTEH THUII Ha YHAcJeIsBaHE,
yHacleAsBaHE CBbP3aHO C Y XpoOMO30Mara.

14. HerpanuuuoHeH TUN Ha yHacle[sBaHE Ha I'€HETHMYHHU 3a00JsBaHMs INpPU: TOHAJAEH
MO3aMLU3bM, JWHAMMUYHM MYTALMH, TEHOMEH HUMIPUHTUHI M €JHOPOAMTENICKA JU30MMI,
MUTOXOHJIPHAJIHO YHACJIEsIBaHE.

15. Meronau 3a AMarHOCTHKA HAa TEHETHYHU 3a00JSBaHMS — KIMHUKO-TEHEAIOTHYEH METO/I,
reMesI0JI0rMYeH MeTO/], OMOXUMHUYHHU METOH

16. LluroreHeTMYHH METOAM — MPUHLUMIM HAa PYTUHHUS LUTOTCHETUYEH METOjA 3a
KyJITHUBUpaHe W oOpaboTBaHe Ha: JUMQOLUUTH, aMHHUOIMTH, XOPHOHHH BBCHU, KOCTEH MO3BK,
¢ubdpobiacT, TYMOPHH KIETKH U AP.

17. 1luToreHeTMYHN METOAM — MNPUHLIUNM Ha JU(PEPEHIHMATHO-OLBETUTETHN TEXHUKH:
GTG, QFQ, RBG, CBG, T nenroBo onpetsisane, DA.DAPI, NOR, CXO

18. TlpuHUMNM ¥ BB3MOXHOCTH Ha MOJIeKyIsipHO-tiuToreHeTndHn metonu: FISH, PRINS,
obparen FISH, Fiber-FISH, muoronseren FISH, CGH

19. MonekynsapHO-TeHeTHYHN MeToAu. lIpuHIMNIM M cTparerus 3a HIeHTH(ULIUpaHe Ha
TeHU, OIpeNesAllM Bb3HUKBAHE HAa MOHOIEHHO 3a0ojsiBaHe — (YHKIMOHAIHO KJIOHUpAHE,
MIO3WIIMOHHO KIIOHWPaHe, HJIeHTH(UIIMpaHe Ha TeHN B KPUTUYHU PalflOHU, “KaHIUAAT TeHn”

20. MonekymsipHO-TeHeTHYHH MeTomu. Meroan 3a m3oimpane Ha JIHK. bBrnort-
xubpuauzamnus no CaabpH. [Tonumepasna Bepuxna peakuus (PCR).

21. MonexkyaspHO-TeHETHYHU MeToAu. MeToau 3a UACHTU(HUIMpAaHE Ha HEU3BECTHU
MyTallid — aHajdu3 Ha KOoHQopMaluoHHusa nonumopdusbMm Ha eanoBeprkHara J[HK (SSCP),
XETEepOAYIUIEKCEH aHanu3, cekpenupane Ha JHK.

22. MonexkyasipHO-TeHETHYHU MeToIu. MeTou 3a UAeHTHU(PHUIMpPaHe Ha U3BECTHU MYTalluU
—aMIUTUUIUPpaHe-PECTPUKLINS, anei-cnenuduuHo ammunduuupane (ASA), anen-cnernupuuHu

onuronykineotuan (ASO), onuronykieotuaHo gurupane (OLA), ammmduuupane Ha
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pedpakropHaTa MyTanronHa cucrema, PCR-3aBucuma Hacouena myrarene3a, MLPA, ananusu ¢
pa3IMYHA MUKPOUYHUTIOBH ILIATHOPMHU.

23. Tlogxoaw 3a T0Ka3BaHE HA TCHETUYHA TMPEAUCTIO3HUIINS TPU MYITH(PAKTOPHU/TIOTUTCHHN
3a00JIIBaHUS — TeHEAIOTUYHU KpUTepuu, (aMUWIHM, aJanTHUBHU U OJIM3HAYHU TPOYYBAHUS,
METOIM 3a OTKPHUBAaHE HA TE€HU, Ch3JaBalld MPEAUCIIO3ULUS KbM COLHATHO-3HAYUMU
3a00JIIBaHMsI — aHAIW3 332 CKAYEHOCT, MOMYJIAIMOHHO Oa3WpaHu aCOIMATUBHU IPOYYBAHMS,
dbamMuTHO Oa3upaHu aCOIMATUBHU M3CIICBAHUS , MICHTU(UIIMPAHE HA “KaHIUIAT XPOMO30MHU
palioHU U “KaHIUAAT T'eHHU

24. TlonmynanmoHHa TEHETHKAa — 3aKOH Ha Xapau-BaiHOepr, reHeTHYHa CTPyKTypa Ha
MOMYJIAlIUATe, WHOPUJAMHT M ayTOpUAWHT. |'eHeTMYHa eNmUAEMHOJIOTHS Ha HACIEICTBCHUTE

3a00/1ABaHHS U MpeaApPasnoJIOKCHUA.

CIIEHUAJIHA YACT

25. XpoM0O30MHU 00J€CTHU — CBUIHOCT, MEXaHW3MHU Ha BBH3HUKBAHE Ha XPOMO30MEH
nucOanaHc, KIMHUYHE OCOOCHOCTH, KJIACH(UKAIMS, IUTOICHETHYHH BAPUAHTH M TCHETUYHO
KOHCYJITUpaHE

26. XpomMo30MHHU O0JIECTH NPU CTPYKTYpHU U OpoiiHu abepaluy Ha MOJOBUTE XPOMO3OMHU
—cungpom Ha Klinefelter, cuanpom Ha Turner, momuzomus X, nmoiauzomus Y,46,XX KapuoTHI
IPH MBXKE

27. XpoMO30MHHU OOJIECTH TpH OpOWHM W CTPYKTYpHH abeparid Ha aBTO30MHUTE —
cunapom Ha Down, cunapom Ha Edwards, cuaapom Ha Patau, cuHIpOM Ha KOTEUIKOTO MsIyKaHe
(Cri du chat), cunapom Ha Wolf- Hirschhorn, yactuuna moHo3omus 18q, puHr CMHAPOM U Jp.

28. MUKpOAENIeMOHHN CHHIPOMH — ChITHOCT, MOJIEKYJTHA XapaKTEePUCTHKA, MEXaHU3MHU Ha
¢denorunna excnpecus. Curapom Ha Prader-Willi (PWS). Cunapom Ha Angelman (AS) u npyru
3a00JBaHMsI, CBHP3aHU C XPOMO30MEH UMIIPUHTHHT.

29. Meauko-TeHETUYHN TIPOOJIEeMH Ha PEMpOAYKIUATa, CBBP3aHHM C XPOMO3OMHU
HapyIICHHS

30. HapymeHnus B monoBata qudepeHInaIis, HHTEPCEKCYaITHN ChbCTOSHUS

31. Bponenu aHomanuu Ha pa3BuUTHETO. JlucMmopdomnorus W TeparoreHesa. Bponaenu
nedopMaruu, AUCPYNIUUA, MaadopMalud — TOJEMH U MAJKH, MHOXKECTBEHU W H30JUPAHU
dbopMH, CHHAPOM, acoUHUaIMsl M TOCIEOBATEIHOCT. PO HAa TEHETHYHUTE W TEPATOTCHHHTE
dakropu.

32. MoHoreHHu 3a0oisiBaHUs — 0OIa XapaKTepUCTUKA, MATOTCHETUYHH MEXaHM3MH Ha
TAXHOTO pa3BUTHE, KIacH(pUKaIMs, NPUHIUNON HA JUATHOCTHKATa, NpPOPUIAKTHKATa W

Tepanusra
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33. XemornmobuHomatuu. ['eHeTHYEH KOHTPOJI Ha XEMOTJIOOMHOBAaTa CHHTE3a. AHOPMAIHH
XeMOTJIOOMHM — JAe(UHUIMS, BUIOBE, T'€HETUYHU Je(pEKTH, MOJEKYyJIHa NaTo(pU3UOJIOTHS,
KJIMHUYHH U XeMaTOJIOTMYHH XapaKTEPUCTHKH, TeHeTHYHa auarnoctuka, MI'K, npodunaktika u
Tepanus.

34. Xemornoounonaruu. Tamacemun — JeUHHWIMS, BHJIOBE, TE€HETUYHU Je(EKTH,
MOJICKYJHa MNATO(U3MOJIOTHS, KIMHUYHHA M XEMaTOJOTMYHU XapaKTePUCTUKH, TE€HETUYHA
nuarHoctuka, MI'K, npoduiaktuka u tepamusi.

35. Jlpyrd TreHeTMYHO OOyCIIOBEHM 3a00JsiBaHMs Ha KpbBTA, 3acArallyd epuTporoesara,
rpaHyjonoes3ara M TpoMmOouuTonoe3ara — Je(UHHULNSA, TCHETUYHHU Je(PEeKTH, MOJEKYJIHa
naTo(U3NONIOTHs, KIMHUYHU M XEMAaTOJIOTUYHU XapaKTEPUCTHUKH, TCHETHYHA JWAarHOCTHKA,
MI'K, npodunaktuka u Tepamnusi.

36. 'eneTnuHu 3a00isIBaHMSA, CBBP3aHU C HApyIIEHUS B XeMocTa3ara — JeQUHMLUA,
IFEeHETUYHU  JIeeKTH, MOJEKYyJIHa NaTOQU3UOIOrUs, KIMHUYHU U XEMaTOJIOTHYHU
XapaKTepUCTUKH, reHeTHuHa auarHoctuka, MI'K, npoduaktuka u Tepanus.

37. 'eHeTYHU BEIIECTBEHOOOMEHHU 3a00JsBaHUA — JACOUHUIMS, TPYNH, TEHETHYHH
neQeKTH, MOJIEeKyIHa NaTo(pU3NOIOT s, KIMHUYHU XapaKTepUCTUKU, T'€HEeTHYHA JAMAarHOCTHKA,
MI'K, mpodunaktuka u Ttepanus. 3a0oJsBaHMsS CBbpP3aHM C HapyluleHHs B oOMsHaTa Ha
AMUHOKHUCEJIMHUTE U YPEeUHUS IUKBII.

38. 'eHeTHYHU BEIIECTBEHOOOMEHHU 3a00JsIBAaHUA — JACOUHUIMS, TPYNH, TEHETHYHH
neGeKTH, MOJIEeKylIHa NaTopU3NOIOT s, KIMHUYHA XapaKTepUCTUKU, T€HEeTUYHA AMAarHOCTHKA,
MI'K, npodunaktuka u Tepanus. 3a0oisBaHMs, CBbP3aHM C HapylleHHs B oOMsHaTa Ha
BBIJIEXHUJIPATUTE.

39. 'eHeTHYHU BEIIECTBEHOOOMEHHU 3a00JsBaHUS — JACOUHUIMS, TPYNH, TEHETHYHH
neQeKTH, MOJIEeKyIHa NaTo(pU3UOIOT s, KIMHUYHU XapaKTepUCTUKU, T€HEeTUYHA JAMAarHOCTHKA,
MI'K, npodunakTtuka u tepanus. JInzozomuu 6oxect. JucaunonpoTenHeMIH.

40. I'eHeTHYHN BEIIECTBEHOOOMEHHM 3a00JsBaHUs — ACPUHUIMUSA, TPYNH, TEHETHYHH
nedeKTy, MOJeKyJHa NaTo(u3HOIO0rHus, KIMHUYHA XapaKTePUCTUKH, F€HETUYHA JMarHOCTHUKA,
MIK, npodunakruka u tepanus. Oprannyau anuaypuu. Jlepexrn Ha MeMOpaHHus OBOpedHuUs
TPaHCIIOPT.

41. I'eHETUYHU BEIIECTBEHOOOMEHHM 3a00isiBaHUS — JACPUHHULIMS, TPYNH, T'€HETUYHH
nedeKTH, MOJIEeKyJHa MaTo(U3HOIO0rHs, KIMHUYHA XapaKTePUCTUKH, FeHETUYHA JTMarHOCTHUKa,
MI'K, npodunaktuka u tepanus. Jledpektn Ha MeTabonu3Ma Ha HYKJICMHOBUTE KHCEIUHH,
nopGUPUHUTE, )KITBYHUTE MUTMEHTH U METAJIUTE.

42. HacrmenctBeHn 3a0O0NsBaHHsI C HApymIeHWS B HWMYHHUS OTTOBOp — Je()UHUIIHSA,

TCHCTUYCH KOHTPOJ Ha UMYHHUSA OTTOBOpP, I'TaBEH KOMIIJICKC Ha TbKaHHAaTa CbBMECTUMOCT —
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HLA anturenu, reHeTHuHU AePEKTH, MOJIEKYIHA MaTO(U3HOIOTHS, KINHUYHHA XapaKTePUCTHKHY,
reHetuuyHa juarHoctuka, MIK, mnpodunaktuka wu Tepanus. TexXKd KOMOUHHpaHH
umyHonepunutu (TKUI).

43. HacneacTBeHH UMYHOAC(PUIIMTH HA XyMOPAJTHUS UMYHEH OTIOBOp, Ha (harouuro3ara u
cUCTeMaTa Ha KOMILIEMEHTA

44. HacnencTBeHa MpeAUCHO3UINSA KbM aBTOUMYHHH U aJIEpTUYHU 3a00JIIBaHUS

45. HacnenctBenu 3a0o0isiBaHMs, CBBbpP3aHHM C JePEeKTH Ha CHhEIUHHUTEIHATAa THKaH
ocreoreuesuc ummnepdekra (OI), curapom Ha Marfan (MFS), curgpom nHa Ehlers - Danlos
(EDS). Hpyru 3a0omnsiBanus ¢ BpoAeHH 1e(PeKTH HA CheTMHUTEIIHATA ThKAH.

46. HacnenctBeHu 3a00isiBaHUs, CBBpP3aHU C JNE(EKTH B IUTOCKEIETHH M PELENTOPHU
IPOTEHHU

47. HacnenctBenu 3a0onsiBanus, cBbp3anu ¢ nedextu B JJHK-pemapatuBHuTe cucremu —
KcepoJiepMa MUTMEHTO3yM, aTaKCHsl TeleaHrueKTazus, cuHapoM Ha Bloom, anemus Ha Fanconi,
cunapom Ha Cockayne (CS), dhamuien Henommo3eH kosopekraneH kapuuaoM (HNPCC)

48. 3abomnsBaHUs, CBBp3aHH C AMHAMUYHHA MYTallil — MUOTOHMYHa nuctpodus (DM),
CUHApPOM Ha uyrumBata X Xpomo3oma (cuHiapoM Ha Martin - Bell), xopes Ha XBHTHHITOH,
crnuHaNHO-OynbapHa MyckynHa atpodus (6onmect Ha Keneaw), crnuHo-liepeOenapHa aTakcus
(SCA1 u SCA2), 601ect Ha Machado-Joseph (MJD, SCA3), arakcus Ha Opupaiix

49. MurtoxoHapuaTHu 00JIeCTH — HacleCcTBeHa onTiyHa HeBpomartus turl Jlebep (LHON),
MHOKJIOHyC —enujencus ¢ mnapuaauBu  MyckynHu BiakHa (MERRF), cunzpom Ha
MHUTOXOH/IpHAJHA MHOMNATHs, eHledalonaTus, JaKTaTHA alu103a,MHCYITONOI0O0HN enu3011
(MELAS),cunnpom Ha Kearns — Sayre u ap.

50. ®apmakoreHeTHYHH JePEKTH — MOHOTEHHH PEeNIKH (aTHINYHA OyTHPHII-XOJIHHECTepasa,
3JI0KaueCTBEHa XUIEPTEpMUs, NPU HECTAOMIHM XEMOIVIOOWHH, IpU HaMalleHa aKTUBHOCT Ha
€H3UMH,  CBBp3aHM C  MeraboiuM3Ma  Ha  [DJIyTaTMoHa, mnpu  jAedenutr  Ha
METXEMOTTIOOMHPETyKTa3aTa)

51. ®apmakoreHeTnuHH ~ JneeKTH  —  MOHOTeHHW  moimumMopdHHM  (TIIFOK030-6-
dochaTaexunporeHazHa HeI0CTaTbUHOCT, IpU JePUUUTH Ha N-aneTuinTpaHcdepasara, aTkoxol
U aJIeXH]1 IeXHIporeHasara

52. ®apmakoreHeTHYHH JePEeKTH, TBHIDKAIIA C€ HAa TEHETHUYEH MOJMMOP(GU3BM B CHCTEMATa
Ha nutoxpoM P 450 moHOOKCHTEeHa3n

53. ConuamHO3HaYMMHU OOJIECTH C HACIEICTBEHO MPEAPA3NON0KEHHE U BPOJCHU aHOMAINU
Ha Pa3BUTHETO C MYATH(AKTOPHA/TIONUT€HHA €THOJIOTUA — OO0Ila XapaKTepUCTUKa, METOIH 32
JIMarHOCTUKA, MEIUKO-TeHETHYHO KOHCYITHpPaHe W OCOOCHOCTM Ha TEHETUYHHS PHCK,

npoduIaKkTuKa
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54. I'eHeTrika Ha YMCTBEHaTa HEJOCTATPYHOCT — CBIIHOCT, NPUYWHH, TEHETHYHA
XCTCPOIrCHHOCT U KHaCI/I(bI/IKaL[I/I}I. I[I/IaFHOCTI/IKa U MCJUKO-TCHCTUYHO KOHCYJITUPAHC.

55. OHKOreHeTHKa — TEHETHMYHA peryjlalus M HapylleHUs Ha KIETbYHUSA LUKBI U
aronTo3ara

56. OHKOreHeTHKa — MPOTOOHKOTEHH M MEXaHU3MU 33 aKTHBAIIUs, TyMOPCYIPECOPHU T'CHU
Y T€HH, CBBP3aHU C TCHOMHA HECTAOMITHOCT

S5/. Menuko-reHeTUYHO KOHCYJITHpaHe — MNPUHLUUIM M 3ajadd. ETanu Ha TreHeTMYHOTO
KoHcyntupane. OcoOCHOCTH TIpU OIpENeNisiHE Ha PUCKAa TPU XPOMO3OMHH, MOHOTCHHU U
MyiaTHdakTopHU/TOTUreHH: 3a00siBaHusl. ChbBPEMEHHU MOPAITHO-CTUYHH, MIPABHU U COIIMATHU
po0dJIeMH.

58. ITlpenartamHa JWMArHOCTHKa — CBITHOCT, IeJ, IMOKa3aHus W Meroaw. [IpeHaramHa
JIMarHOCTUKA HAa XpOMO30MHHUTE Ooiyectu. [IpeHaranHa AMAarHOCTHKA HA MOHOT'CHHU OOJIECTH.
KomOuHupaHa npeHaraiHa JUarHoCTHKA.

59 HpeI[I/IMHJIaHTaHI/IOHHa U NPCAKOHICTIIIMOHHA JUArHOCTHKA — MHAWKALWHW, MAaTCpHAIN
3a U3CJe/IBaHe, TCXHUKH 32 aCHCTHUPAaHA PENpoayKIus. [ eHeTHYHN METOIU — BB3MOXHOCTH H
OTpaHUYCHUSI.

60. ['eHEeTHYHU CKPUHUHTOBU IPOTPAaMH — BHJOBE, YCIOBHS 3a NMPOBEXKIAHE U METOIH.
MopasiHO-€THYHN M COIMATHHU MpoOiemMu. 3HaYeHHE 3a Mpo(MIAKTUKATa Ha HaCJeJICTBEHATa
NaToNIOTHs. | eHETHYHO KOHCYITHPAHE.

61. MacoB ¥ ceneKTUBEH CKPUHHUHT 32 HACJIECTBEHH BEIIECTBOOOMEHHU 3a00MsIBaHUs CPET
HOBOPOJIEHU

62. MacoB CKpUHUHT 32 BPOJICHH aHOMAJIUH cpell HoBopoaeHH. [loxoam 3a perucrpanusi.

63. buoxumuueH W yNATPa3BYKOB CKPUHUHI Ha OpPEMEHHM JKEHH 3a HSAKOM Hal-4eCTH
BPOJICHU aHOMAJIMH Ha TUI0fa

64. I'eHeTHueH MOHUTOPUHT — TOMYIAMOHEH U BUCOKO-PUCKOB. OCHOBHU TPYMH METOJIH.
3HaveHHe 3a OXpaHaTa Ha raMeToreHe3ara u npoduiakTuKara Ha KaHieporeHeszara. CoruanHo-
IMpaBHU HpO6H€MI/I, CBBbp3aHH C TCHCTUYHHNA MOHUTOPUHT.

65. KoHBeHIMOHAIHA Tepanus Ha TEHETUYHUTE OOJIECTH

66. I'enHa Tepamuss Ha MOHOTEHHU 3a0OJIIBaHUS — MPUHIUIHN, MOJEKYISIPHU BEKTOPH,
IIpUMEPU

67. AHTHCEHC reHHa Tepanus Ha O0JIEeCTH, CBbP3aHH ChC COMATUYHNA MYTAITUH — TPUHIIHIIH,
MOJIXO/TU, IPUMEPH

68. 'enna Tepamusi Ha OHKOJIOTMYHH 3a00JsBaHUS — TYMOpP-CYIPECOpHAa, Upe3
CTUMYJIMpaHC Ha HWMYHHATa CHUCTEMAa H Cb3JaBaHC Ha YYBCTBUTCIIHOCT KbM JICKApPCTBA.

MopanHo-eTrnann nMpooeMy Ha TeHHATa Tepariusl.
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69. [lpunenHa Tepanus — MPUHIINIH, TOJXOIH, TPEAUMCTBA U OTPAHUICHUS

70. IlpunenHa Ttepamus NpH pak Ha MIIEYHATA >JIe3a, KOJOHA, Oenmus Apo0 M mpu
OHKOXEMaTOJIOTHYHH 3200 IsIBaHHS

71. T'enetnunu (HaKTOpU TIPU PENPOIYKTUBHH HEOJIAromnonyduss — HHPEPTHINTET,
CIIOHTAaHHU a0OpTH W MBPTBOPAXKIAHUSA. 3a00JIIBaHUS, CBBP3aHH C HAPYIICHUS B I0JIOBATa
IuQepeHImanus.

72. HacnencTBeHH HEBPOJOTMYHHM 3a00JSBaHHS — MYCKYJIHH JUCTpO(UH, CIUHAIHA

MYCKYyJTHa aTpodust

73. HacnencTtBeHH HEBpPOJIOTMYHU 3a00JsBaHUS — HACIEICTBEHH MOTOPHO-CEH30pHHU
HEBPOIIaTUU
74. HacnenctBeHa MNpeAauclO3ULIMS NpU  I[ICUXUYHU 3a00isiBaHUs — MIU30(QpEeHHUs,

apeKTUBHY 3200 IsIBaHMsI, SIHIICTICHS, 00JIECT Ha AJxaiimep

75. HacnencrBenn 3a00JisiBaHHMSI HA 3PUTEIHUS AHAIM3aTOP — HUTMEHTHU PETHHHTH,
JereHepalys Ha MaKyjara, BpoJieHa KaTapaKkTa, HapylIeHUs Ha [IBETHOTO 3peHHE

76. HacnenctBeHa riryxoTa — M30JIMpPaHHd U CHHAPOMHHU (opmu. HapyimieHus Ha roBopa.

77. MoHoreHHH OOJIECTH M HACIEACTBEHA MPEIUCIIO3UIUS TPH HAKOM BBTPEHIHU
3a00JsIBAHUS — MYKOBHUCIIMII032, KJIMHUYHH TPOsiBM Tpu anda-l-aHTUTPUIICUHOB IeUINT,
OpoHXHaHa acTMa

78. MoHoreHHn ©0OJ€CTH M HACJEACTBEHA MPEIUCIIO3ULUS TPH HAKOU BBTPEIIHU
3a00J5BaHMsI — aTEepPOCKIEepPO3a, KOPOHapHAa OOJECT Ha ChPLETO, ECEHIMaTHAa XMUIIEPTOHMS,
damunHa xunepTpoduyHa KapJUOMUOTIATHS

79. MoHoreHHH O0OJECTH W HACIEICTBEHA MPEIUCIIO3UIUS TPH HAKOM BBTPEUIHU
3a0ongBaHusl — ObOpeuHa MOJIMKUCTO3a, XPOHUYHU He(dpoIaTuu, HACJIEACTBEHU OO0JIeCTH C
0b0peuHu mposiBu 0e3 ObOpeyHa MOTUKUCTO3a

80. MoHnorennn OoyecTd W HacleACTBEHAa MPEAMUCIIO3UIMS TPH HAKOU BBTPEIIHU
3abossBaHus — sA3BeHa OoJiecT, (haMHITHA a/IEHOMATO3HA MOJIMIT03a, CHHApOM Ha Peutz-Jeghers,
YPEBHU TTOJIUIIO3H, TAHKPEATHTH

81. MoHorennu OoyiecTH W HACIEACTBEHA TMPEANCIIO3ULMSA TPH HSIKOM BBTPEIIHU
3a0onsaBaHusT  — BpoJieHa HanOBOpeuHa  XWMepIuiasusi, XunoduszapeH HaHU3BM,
XUTIOTUPEOUTU3BM, THAOET

82. MoHoreHHH 0O0JECTH W HACIEACTBEHA MPEIUCIIO3UINS TPH HAKOM BBTPEIIHA
3a00JIIBaHMs — PEBMATOUICH apTPUT, MoJarpa

83. MoHoreHHu 0ONECTH U HACJIEICTBEHA MPEAUCIIO3UIINS TIPU HIKOW KOXKHU 3a00JSIBaHUS

— eMUICPMOJIH3HC 0y103a, HXTHO3a, TICOPUA3HC
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84. MonorenHu 00JECTH W HACJIEICTBEHA TTPEAUCIIO3UITUS MIPU HAKOU KOKHH 3200 IIBaHUS
— MaJMO-TUIAHTAPHHU KEPaTONCPMHUM C HApPYIIEHUsS B MUTMEHTAIUATa M KOXKHUTE MPUAATHIH,
ATOMUYEH JIEPMATHUT, JIYITYC EPUTEMATOIEC

85. I'enernka Ha (haMHIJIHU M CIIOPAJIMYHU 3JI0KAYECTBEHH 3a00JIsIBaHMs — paK Ha J1e0eI0To
4YepBO, MHOXKECTBEHA eHI0KpruHHA Heoruta3us (MEN)

86. I'eneTtrka Ha (aMHUIIHH M CIIOPAAMYHH 370KaYECTBEHH 3a00JIIBaHUs — PaK Ha MJICYHATA
JKJie3a U stiiuHuKa, cuHapom Ha Li -Fraumeni (LFS)

87. I'enernka Ha paMUIHU U CIIOPAIUYHU 3JIOKAYECTBEHU 3a00JISIBAHUS — PETUHOOIACTOM,
HeBpoduOpomarosa tum 1 u Tun 2, Tymop Ha Wilms

88. TlpeapasmnonoxeHusi KbM 3JIOKAYECTBCHH 3a00JISIBAHHS B pE3ylITaT Ha METabOIHUTEH
HOTMMOPPHU3BM

89. Opranuzanys Ha TE€HETUYHOTO oOciyxBaHe B bbarapus. Peructbsp Ha BpojaeHuTe U

HaCJICACTBCHUTC 3a00IsIBaHUS — IIPpUHLUIIK, OpTaHUu3aus
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