1. BbBEJIEHHUE
1.1. HawmMeHoBaHHe Ha CIEIMAITHOCTTA - "MeIUIIMHCKa reHeTHKa"

1.2.  Cpox Ha crnenmanmuzanuara - OpuAoOMBa ce ciex 3 TOIUIITHO
oOydeHwue .

1.3.  M3uckBanoTo 6a30B0 00pa3zoBaHueE 3a JIOIYCKaHe 0 CHelHaIn3aus €

O6pazoBaTenHo-kBaTUUKAIIMOHHA cTeneH =~ Maructep” ¢ mnpodecuoHasHa

KBaJM UKy ,,Maructbp-iaexap”.

1.4.  Omnpenenenue: MeauuuHCKaTa T€HETUKAa € MPWIOKHA AUCUMILIMHA,
KOSITO C€ pa3BHBa H3KIIOYUTETHO OBP30TO W HEWHHUTE TOCTHKEHUS
HAaBIW3aT JBJIOOKO B €XKEJHEBHATa JHArdHOCTHYHA, JiedeOHAa U
npoUIAKTUIHO-TIPOTHOCTUYHA paboTa Ha JeKapuTe.

2. IIEJI HA OBYYEHMUETO:

Crneunnanuszanusara 1m0 MEAMIMHCKA T€HETHMKa MMa 3a Lel Ja U3rpaau
CbBPEMEHHU  3HAaHUS  3a  Hacle[CTBEHaTa  IaTOJOrMsl M TIEeHEeTUYHaTa
MPEPA3NOIOKEHOCT KbM IIUPOKO PAa3MpOCTPaHEHU 3a00JsBaHMs U NMPHI0OMBaHE Ha
IIPAKTUYECKH YMEHUS 3a IMarHOCTUKATa U TeHETUYHO KOHCYJITHPAaHEe Ha NallUeHTUTE.

[Mpunoburara cnenuamTHoCT "MEIUIMHCKA TeHEeTHKA' TMO3BOJISIBA HA JIEKapsi-
CHEIUATTUCT 10 MEIUIIMHCKA TeHETHKA Jla pabOTH, KaTo 3aBEeXKIalll WM OPJIMHATOD B
Menuko-renernyna koHcyntamus (MI'K) B kabuwHeT, KakTo W B IUTOTCHETHYHA,
MOJICKYJIIPHO-ITATOTEHETUYHA U MOJICKYJISIPHO-TEHETUYHA JJabopaTopus.

3. OBYYEHME:

[Iporpamara npeanara o0ydyeHue Mo OCHOBHUTE MPOOJIEMH Ha reHOMHKATa,
MpOTeOMHKaTa, (apMaKOTEHOMUKATA, MOJCKYJIsIpHATA TEHETUKA U LIUTOTCHETUKA W
KOHKPETHO TpH OTAEIHUTE TPyNH TeHEeTUYHU OO0JNeCTH U MpeApasNoIoKeHHs
(XpOMO30MHHM, MOHOTCHHH U TOJIUTCHHH OOJECTH U TMPEAPA3NONIOKCHUS, BPOIACHH
aHoManuu, OOJecTH, MAbDKAIM Ce€ Ha COMATUYHU MyTallMM, HacleJACTBEHU
3a00NIBaHMSI B PA3IMYHU KIMHUYHU CHEIUATHOCTH) - TEHEeTHYHA JUArHOCTHKA,
MOMYTAllMOHHU OCOOEHOCTH, MPHUHIMIK Ha MEIUKO-TeHETUYHOTO KOHCYJITHpaHE,
npoduakTUKa U TeHHA Teparusl.

['eneTnunnTe OOJIECTH, TPEAPA3NONIOKEHUS ¥ BPOJACHH aHOMAIMH Ce
pasriaexaar B ClelHaTa JOTMYHA IMOCIEAOBATEIHOCT — T'€HETHYHM HApYILIECHUS Ha
HACJEACTBEHUTE CTPYKTYpPH, HOBOCTH B MOHOT€HHaTa H MHOTO(aKTOpHAaTa
MATOJIOTHsI, XPOMO3OMHHUTE OOJIECTH M BPOJEHUTE AaHOMAIWU IO OTHOIICHHWE Ha
€TUOJIOTHS, TaTOTeHe3a, YHacjieAsBaHe, KiIacu(UKaIWs, KIUHUYCH M TCHETHYCH
noIMMOp(U3BM, MOICPHH MOJAXOU 32 TAXHATA JUATHOCTHKA.

BriroueHr ca W TeHEeTHYHHM TPOOJIEMH HAa HACIICJCTBCHHUTE 3JI0KAYeCTBEHU
3a00JIIBaHUSI, MUTOXOHAPUATHUTE OO0JIeCTH, OOJEeCTUTE, OMpEeAcieHH OT JMHAMUYHU
MyTaluu W HapymeHus B pemapanusta Ha JIHK. 3ambnGoueno ce pasriexaar
HACJICICTBCHUTE 3a00JIIBaHHS B racTPOCHTEPOJIOTHUSITA, MyJIMOJIOTHUSATA,
He(pOJIOTHATA, HEBPOJIOTHS, OQPTAIMOJIOTHS, CHIOKPHUHOJIOTHS, JIepMaTOJIOTHS,
UMYHOJIOTHSI U JIp.

[Togpo6HO ce 00CHXIAaT MPHHIMIHUTE, OpraHU3aIusATa, 3aJaUdTe WM ETUYHUTE
npo0ieMH Ha MEIUKO-TEHETUYHATa KOHCY/ITAIMs, OMpEACNITHETO Ha MPOTHO3aTa 3a
MalUeHTa ¥ YICHOBETE HAa (haMHIIMATA, TTOJXOAUTE W MHAWKAIIMUTE 3a MpEHaTajHa,
MpPEeIMMITIAHTAIIMOHHA ¥ TPEIKOHIENIIMOHHA JTUArHOCTHKA, OpraHu3alusaTa |
CBHIIIHOCTTa HA MAaCOBUSA M CEJICKTUBHHUS TE€HETHYCH CKPUHMHT, M3TPaXIAHETO Ha



TeHETUYEH PETUCTBP, KAKTO M MOJXOIUTE 32 TEparus HA HACIEACTBEHUTE O0JIECTH U
Mpeipa3noyioKeHNs — KOHBEHIIMOHAIHA U TeHHa. OOCHKIaT ce MpaBHUTE MPoOIeMHU
Ha TeHETUYHUTE U3CJeIBaHUs, 3aJI0)KEHH B 3aKOHA 3a 3/IPaBeTO.

4.1.®@opmu Ha 00y4eHHE U KOHTPOJI:

a). TCOPCTUIHO 4YpC3 OCHOBHHU ©W TEMATHUYHU KYPCOBC, HWHIAUBUAYAJTHO
o0y4eHHe U Upe3 CUCTEMHA CaMOTIOATOTOBKA.

0) mpakTHYecko upe3  pabora B J1a0OpAaTOPUUTE IO IIUTOTCHETHKA,
MOJICKYJISIPHA TeHETUKAa W MOJICKYJISIpHA IIMTOTEHETHKA, KAaKTO W B KaOMHETUTE 3a
MEINKO-TEHETHYHA KOHCYJITAIIUS.

KoHTpombT 10 yCBOSIBAHETO HA MaTepHaja ce OChIIECTBIBA IEPHOANYHO Ype3
oJraraHe Ha ICT KOJIOKBUYMaA MPCa KOMUCHA. OT TpHUMa CIICHUAIIUCTH 11O

CHEIUATHOCTTA, KaTo MpeAceaaTes € pbKOBOJIUTENS Ha CIICIIUATU3aHTa

5. YUEBEH IIVIAH
S5.1.TeopeTuyHa MOATOTOBKA

Moayn Cpokose Ha
o0y4eHue

IIbpBa roguHa

YoBemka reHeTHKa: XpOMO30OMHUTE KAaTO OCHOBHM KIJIETHhYHM | 1 Meceln
CTPYKTYPH Ha HACJIEICTBEHOCTTA. MOJIEKYJIHU OCHOBHU Ha YOBELIKATa
HACJIEACTBEHOCT .

Mounekyasipia U1 OHOXHMHYHA TeHeTHKA: OCHOBHM HapylieHus B | 1 Mecelr
TeHUTE ¥ METAOOJUTHHUTE ITHTHUINA, KOUTO MPEAM3BUKBAT MOHOTCHHU
3200/1ABaHUSA

LluToreHeTuka: OCHOBHM MEXaHH3MH 32 Bb3HMKBAHE HAa XPOMO3OMEH | 2 Mecera
mucbananc. Hapymienus B HopMmManHusi Opoil W CTpyKTypa Ha
XpOMO30MHTE, KaTO eTHOJIOTHYeH (aKkTOp 3a BH3HHMKBAHE Ha
XPOMO30MHHU OOJIECTH.

I'eHeTnyHa JMATHOCTHMKA: OCHOBHM METOAM 3a IIOCTaBsIHE Ha | 3 Mecela
FeHeTUYHa JHWarHo3a -  OWOXMMHUYHHM METOAU, I'€MEJIOJOrHYEH,
KJIIMHUKO-T€HEaJIOTUYEeH, METO/IM 3a OIpeAeIIsiHE Ha MOJIMTEHEH TUIl Ha
yHacJeIsiBaHe, IUTOT€HETHYHHU, MOJICKYJIIPHO-ITATOTCHETUYHH,
MOJICKYJISIPHO-TEHETUYHA METOJM 33 UIASHTH(UIMpaHEe Ha TeHH,
MpEeAN3BUKBAIIN MOHOT'€HHHU 3a0011BaHuUs, METOIHU 3a
uaeHTU(HUIIMaHe Ha W3BECTHHM W HEM3BECTHH MYyTAalldd, METOIU 3a
MPOBEK/IAHE HA TEHETUYCHU CKPUHUHTHU U TEHETUYEH MOHUTOPUHT

Yopemka nmomyJjJanuoHHa Ir¢eHEeTHKA: OCHOBHH reHeTuyny | 1 MECC1
3aKOHOMCPHOCTH, U3ABCHN HAa HUBOTO HAa YOBCIIKATA MOITyJIalls

XpoMo30MHH 00J1eCTH, BPOJCHH AHOMAJIMH HA PA3BUTHETO 4 mecena

Bropa rognna

MoHorenHu 6ojiecTu, (papMakoreHeTH4HH JedeKTH, reHeTHKa Ha | 6 Mecena
YMCTBEHATA HeJ0CTATbYHOCT, OHKOTeHEeTHKA

MHorogaxkTopHO yHacjJeAsiBallld ce BPOJEHU aHOMaJIMM M 4ecTH | 6 Mecena
3a00JsBaHMsI IIPU BB3PACTHHU, T€HETUYHHM NPOOJIEMU Ha MO-YECTHUTE
3a00JIsIBAHMS OT Pa3INYHU KIMHUYHHU CTICIHATHOCTH

Tpera ronnna




I'eneTnyHOTO KOHCy/ATHpPaHe, NPOPUIAKTHKA M Tepanus Ha
reHeTHYHUTEe 3a00JIABAaHMSA: TNPUHIUON M 33a4a4d HAa MEIUKO-
TEHETUYHOTO KOHCYJITHPAaHE,I€HETUYHU CKPUHUHIOBU IIPOrpamy,
PEruCTbp Ha BPOJCHUTE M HACIEICTBEHUTE 3a00IIABaHuUs; IPEHATAIIHA,
NpeAUMIUIAaHTAlMOHHA WM IPEAKOHILCNIIMOHHA  JUAarHOCTHKA,
KOHBEHIIMOHAJIHA TEpanusi Ha T€HEeTHUYHHUTE OOJIECTH, T€HHA Tepanus
HAa MOHOTEGHHUTE 3a00JIsIBaHMS, AHTUCEHC Tepamnus Ha OoJecTy,
CBBbpP3aHU CbC COMATHMYHM MYTAallMM, OHKOJOTHMYHU 3a00JsBaHUSA U
BUPYCHH WHQEKIUH; MOPAITHO-€TUYHU M TMpPaBHU NpodiemMu mpu
TCHETUYHOTO KOHCYJITUPAaHE, TE€HETUYHUTE CKPUHUHIW, TEHHaTa
Tepanus U npu cb3aasane Ha JIHK Gankwu.

12 mecena

S5.2.IlpakTHYecka NOAroOTOBKA

Moayu Cpokose Ha
o0y4eHue

IIbpBa roguna

PonocioBen ananus 1 mecer

[luToreHeTHYHN METO U 4 Mmecena

MonekynsspHO-TeHEeTUYHU METOAMN 4 mecena

MonekynsapHO-IIUTOT€HETUYHU METOIN 2 Mecela

buoxuMuyHn MeToaM B JMAarHOCTHKaTa Ha  HacieacTBeHuTe | 1 Mecer]

3a00/IIBaHU

Bropa roauna

XpOMO30MEH aHAJIW3 3a MpeHaTaJIHA U MOCTHATAJIHA IIUTOTCHETHYHA | 6 Mecena

JIMAarHOCTHKA

Menuko-reHeTH4Ha KOHCYITaIus 6 Mecena

Tpera ronnna

I'eHeTHYEHN CKPUHUHIHU 2 Meceny

[TpakTruecka pabota B kKaOMHETa 3a MEIMKO-TeHETHYHA KOHCyaTanusa | 10 mecena

5.3. KonokBuymu

Temu IIpoBexnar ce:

ITvpeu Konokeuym — 4YOBEIIKA TE€HETHWKA, MOJICKYJIApHAa | | 6-THs Mecell,

OMOXMMUYHA TeHETHKA, [IMTOICHETHKA, TeHEeTHYHA

JIMAarHOCTHKA

Bmopu konokeuym — doBellka IONMyNAallMOHHA TIE€HETHKa, | 12-Tus mecel,

XpOMO30MHHU OOJIECTH, BPOJICHU aHOMAJIMH Ha Pa3BUTUETO

Tpemu Konoxkeuym - MOHOTeHHH OoiecTH, (papmakoreHeTuunu | 18-tust mecery

nedeKkTH, TEHeTHMKa Ha  YMCTBEHAaTa  HEJIOCTaThYHOCT,
OHKOI'€HETHKA

Yemevpmu Konokeuym — MyITU(PAKTOPHO yHACHEISBAIIUA Ce€ | 24-THS MECEIl

BpOI[eHI/I AaHOMAJIM MU YCCTHU 3a6OJI$IBaHI/I}I HpI/I B’b3paCTHI/ITe,
TEHETUYHH TPOOJIeMH Ha TI0-4eCTUTE 3a00JsIBaHUS  OT
paBJ’II/I‘IHI/I KIIMHUYHU CIICOUAJIHOCTHU

Ilemu xonoxeuym - 36-THs Mecell

TeHETUYHOTO KOHCYJITHPaHEe, NPOPHUIAKTHKA U TEPATHs




6. YUEBHA ITPOTPAMA
6.1. OBIIA YACT
YOBEIIIKA TEHETUKA

XpOMO30MUTE, KATO OCHOBHU KJIETHUHU CTPYKTYPH Ha HACJIEICTBEHOCTTA
MHUKpOCKOIICKa U CyOMUKPOCKOIICKA OpraHU3arysl
IloBeneHne Ha XpOMO3OMUTE 110 BPEME Ha KJIETHYHOTO JIEJICHUE
KapuoTtun Ha yoBeka
Xpomosomen xerepomopduszsMm — RV, C, Q, natepaina acumMeTpust
MEXJy XpOMaTUANUTE. 3HAYCHUE Ha XPOMO30MHHUS ITOJIUMOPHU3IBM
MUTOXOHIPUAIIHA XPOMO30MHU

MornekynHu OCHOBH Ha HaclieZicTBeHoCTTa .Opranu3aiys Ha YOBEIIKUSI TEHOM
Crtpykrypa 1 GyHKIIUS HA TEHUTE
Excrpecus Ha reHeTuyHaTa UHQOPMALIHS
I'enna perynanus
JIHK mnomumopduzsm. Mynturennn ¢davunuu. [lopropenn JIHK
cekBeHLMU. [IceBgorenun

YoBemku reHOMEH MPOEKT M 37ipaBeoriazBane.l ' eHoMuka.

MOJIEKYJISIPHA TEHETUKA

Etnomnornss Ha MoHOreHHHTEe 3aboisBaHus. MyrtammoneH mnporec. Daktopw,
IIpeAU3BUKBAILY MyTanuu. ETanu Ha MyTallMOHHUS npouec. TUmose MyTanuu.

Mytauuu B saapenara JJHK, kouto BoasT no:
- Chb3/laBaHE HA aHOPMAJICH F'€HEH MPOIYKT
-TIOCTTpaHCIaIMOHHa Mot uKanus Ha GenThKa
- HaMaJIeHa MPOAYKIIUS UM JIUIICA HAa TeHEH MPOIYKT
Hedextu B JIHK penapatuBHUTE CUCTEMU
Hapymenus B TpanckpunuusTa u 3peeHero Ha PHK
Mytanuu B Mutoxonapuannarta JJHK

[TaToreHe3za Ha MOHOTEHHUTE 3a00ISIBAHUS
JIHK myrarnuu, KOMTO ce OTpa3siBaT BHPXY CTPYKTypaTa W (PyHKIUsATa Ha
E€H3UMUTE
JHK mMyTanuu, KouTo HaMaisgBaT aKTUBHOCTTA Ha PELIENTOPHUTE TPOTEUHU
JIHK myranuu, 3acAramy CTpyKTypHU IPOTEUHH
JHK Myrtanuu, KOMTO MNPOMEHST aKTUBHOCTTA Ha TE€HHUTE, y4dacTBalld B
TYMOpOIeHe3aTa
['eHOMEH UMOIPUHTHUHT U €JHOPOAUTEIICKA TU3OMHUSL.
I'eneTnven momumoppuzbm
Bapuanuu Ha TeHHOTO J€liCTBUE
MHOXECTBEH aneln3bM
Mex1yreHHu B3auMOAEHCTBUS

MUTOI'EHETUKA
[lpyurHM W OCHOBHM MEXaHM3MH 32 BB3HHKBAHE Ha XPOMO3OMEH ucOaiaHc.
Hapymenust B HopManmHust Opoil U CTPyKTypa Ha XpOMO3OMHTE, KaTO €THOJOTHYEH
(hakTOp 32 Bb3HUKBAHE HA XPOMO30MHU OOJIECTH.
XpOMO30MHU MyTallMi U XpOMO30MHA YYIUIMBOCT
- OpoitHM XpOMO30MHU abepaluu



- CTPYKTYPHH XPOMO30MHH a0eparuu
- XpOMO30MEH MO3aullU3bM, KJIOH ,XUMEPA.
- XpOMO30MHAa YyIJIUBOCT

I'EHETUYHA IMATHOCTUKA

buoxumuuau MeToau
I'emenonorunues MeToxa
KnuHuko-reHeanornueH METoJl U KPUTEPUH 32 OTIpeiesiHe THITA HAa YHACIeAsIBaHe Ha
MOHOTE€HHH 3a00JIIBaHUS
ABTO30MHO-TOMUHAHTEH THIT Ha YHACJICISIBAHE
ABTO30MHO-PEIIECUBEH THUIT Ha YHACIICIIBaHE
X-pelecuBeH TUT Ha yHACIEAsIBaHE
X-IOMUHAHTEH TUI Ha yYHaJICIBaHE
Cbp3aHo ¢ Y XpoMo3oMaTa yHaJIEIBaHE
VYHacneasBaHe MpU TOHAJIEH MO3aUIIU3bM
VYHacnensBane npyu JUHAMHYHU MYyTallud
VYHacneasBaHe Mpu TCHOMEH UMITIPUHTHUHT U €THOPOIUTEIICKA TU30MHSI
MUTOXOHIPUAITHO YHACIIEsIBaHE
Mertoau 3a onpesiessiHe Ha TIOJUTEHEH THIT HA YHACTIEAsIBaHE
damuITHU, AIONTHBHY U OJIM3HAYHU IPOYUYBAHUS
Meroau 3a OTKpHBaHE Ha T€HH, Ch3/IaBalllH MPEIACITO3UITH
KBM COLIMATHO-3HAYNMU 3a00/IIBaHU
- aHaJW3 3a CKAaYEHOCT
- MOMyJAIMOHHO 0a3UpaHU aCOLMATUBHU MPOYYBAHUS
- (aMuHO 6a3uMpaHU aCOIMATHBHU U3CIICIBAHUS
- uaeHTUQUIUpAHEe HA “KaHAUIAT XPOMO3OMHHU pailoOHU U
“kagauoar’ TeHU
[uTOreHeTHYHN METOIU
PyTuneH nuroreHeTHYEeH METO/ 3a KyJITHBHpaHEe U 00paboTBaHe Ha:
- UMQOIUTHH KYIATYpH
- aMHHUOTHUYHM KJIETKH
- XOpUOHHH BbCHU
- KOCTEH MO3BK
- TYMOpHH KJIETKHU
- ¢ubpobaacTu u 1p
OLBeTUTETHU TEXHUKA
- GTG
- QFQ
— RBG
- CBG
— T menToBO o1BETSIBaHE
— DA.DAPI
— NOR
- CXO
MonexkynspHO-ITATOTEHETUYHN METOIH
FISH (¢nyopecuenTHa in situ XuGpuausamnus)
PRINS (in sity xuGpuau3aius Ha mpaiMepH)
Oo6paten FISH



Fiber-FISH (Bucoxope3omtotusen FISH Bbpxy uzrernena JJHK
¢bubpuna)
CGH (cpaBHHTEeTHA TeHOMHA XUOPUAM3AIIHS)
Mpmuorouseren FISH
MonekynsipHO-r€eHETUUHU METOIU
Metoau 3a uaeHTudULIMpaHe Ha TeHU, OTIPEAETSAIIN Bb3HUKBAaHE Ha
MOHOT'€HHO 3a00JIIBaHe
- Ilpunnunu u crparerus
- (DyHKUMOHAIHO KJIOHUPAHE
- Ilo3uunMoHHO KJIOHHpaHE
- Wpentudunupane Ha reHH B KpUTHYHH PaiioHH
- “Kamupat regun”
Metoau 3a nzonupane Ha JJTHK
brnor-xubpuauzanus mo CaxbpH
ITonmnmepasna BepukHa peakuus (PCR)
Metoau 3a uaeHTUULIMaHE HA HEU3BECTHU MYTAllUH
- Cexsenupane Ha JIHK
- Awnamuz Ha KOH(OpPMAIMOHHUSA TOAUMOPPHU3BM  Ha
enHoBepwxkHara JIHK (Single Strand Conformation
Polymorphism - SSCP)
- JeHarypupama  TpaJMe€HTHa  Trel enexTpodopesa
(Denaturation Gradient Gel Electrophoresis - DGGE)
- XereponymiekceH aHanu3 (Heteroduplex Analysis - HA)
Metoau 3a uaeHTuduLIpane Ha U3BECTHU MyTalluu
- AMmummduupane-pecTpUKIUsL
- PCR-3aBucuma HacoueHa MyTareHesa
- Ammmudunupane Ha pedpakTopHaTa MyTallMOHHA CHCTEMA
Anen-cniennduyno ammmduiupane (ASA)
- Anen-cneunpuynu onuronykieotuu (ASO)
ITosiarane Ha MBPBH KOJIOKBUYM

YOBELIKA IIOITYJIAIIMOHHA TEHETUKA

[TonmynanuonHa reHeTuKa
3akoH Ha Xapau-BaiinGepr,
['eHeTn4HA CTPYKTYpa HA OMYJIAIUUTE
WubpuauHr u ayrOpuIuHT
['eHeTnyHa  eNMIEMHONIOTHST HAa  HACHEJACTBEHHTE  3a00JsBaHUS U
MPEPasoIOKEHHUS

6.2. CIIEITHAJIHA 9ACT
XPOMO30OMHMU BOJIECTHU
ChIIHOCT, MEXaHU3MHU HA BH3HUKBAHE HA XPOMO30MEH JUCOATaHC, KITMHUYHU
0COOEHOCTH, Ki1acu(UKalys , IMTOTEHETUYHU BapUAaHTU U T€HETUYHO
KOHCYJTHpAaHE.
XpoMO30MHH OOJIECTH TIPHU CTPYKTYPHH U OpOiHM abepaliuy Ha TOJIOBUTE
XPOMO30MH:
Cunnapom Ha Klinefelter
Cunapom Ha nonuzoMust Y
Cungpom Ha Turner



Cunzapom Ha nonauzoMust X
46,XX KapHOTHUII TIPH MBKE

XpoM0o30MHH O0JIECTH TIPpU OPOMHM U CTPYKTYpHHU abeparuu Ha
aABTO30MHTE:
Cungpom Ha Down
Cungpom Ha Edwards
Cungpom Ha Patau
Cunapom Ha kotemkoTo Maykane (Cri du chat),(Sp- cunapom)
Cunapom Ha Wolf- Hirschhorn (4p- cunapom)
Cunapom Ha yacTuyHa MOHO30MUs 18q-
Punr cunagpom
Menuko-reHeTUYHU TMpOoOJeMH Ha PENpOAYKIUATA, CBBP3aHU C XPOMO3OMHH
HapyIICHUS.

MUKPOJEJIEHMOHHU CUHAPOMU
ChiHOCT
MonekynHa XxapaKTepUuCTHUKa
MexaHu3Mu Ha (PEHOTHUITHA EKCIIPECHs
Cunapom Ha Prader-Willi (PWS)
Cunapom Ha Angelman (AS) u apyru 3ab0sBaHus, CBP3aHU C
XPOMO30MEH UMITPUHTHHT.

BPOJJEHU AHOMAIJIMN HA PASBUTUETO
Jlucmop¢onorus u TepaToreHesa.
Posnst Ha reHeTUYHHTE U TepaTOreHHUTE (PaKTOpH.
Bponenu mandopmanmu, nedopmaruu, TMCPYIIUT, TACIUTa3HH.
INonemu 1 manku Mandopmaiuu
MHOXeCTBEHU U U30JIUPaHU (OPMH.
BunoBe chueTanu aHoMalluu - CHHAPOMH, CEKBEHIUH, aCOIMALIUU U JP.
Hapymenuss B momoBata gudepennumanusi, Cunapom Ha  Morris,
MHTEPCEKCYAIHU ChCTOSHUS.
ITos1arane Ha BTOPH KOJOKBUYM

MOHOI'EHHU BOJIECTU
OO6m1a xapakTepucTHKa Ha MOHOTCHHUTE O00JIECTH
ITaToreHeTHYHN MEXaHU3MHU Ha TAXHOTO Pa3BUTHC
Knacudukamnms Ha MOHOTeHHUTE O0JIECTH
[TpuHIMNM HA TMATHOCTUKATA, MPO(UIIAKTUKATA U TEpANUsITa

XeMOorjIOOMHOaTHHA
HOpMaJ'IHI/I XGMOI‘HOGI/IHI/I - TCHCTUYCH KOHTpO.H, OHTOI'CHCTHUYHA

XapakTepucTHKa.
AHOpMAlTHU XEMOTJIOOMHM — CBIIHOCT, T'€HETUYHU Je(PEeKTH, MOJIEKYJIHa
naTo(U3NOJIOTUs, KIMHUYHA U XE€MaTOJIOTUYHHM XapaKTePUCTUKU, T€HETUYHA
muarHoctuka, MI'K, npodunaktika u Tepanus Ha:
XeMorn00MHOBH BapUaHTH ¢ aHOPMAJIHA Pa3TBOPUMOCT
XeMorI00MHOBH BapHAHTH C YBEUYEH aMHUTET KbM KHCIOpOaa
XeMorn00MHOBH BapUaHTH ¢ HaMajleH aQUHUTET KbM KHCIOpOJa
XeMorJIo00MHOBH BapHAHTH C HaMaJlleHa CTaOMITHOCT (KOHT€HUTAIHA



HecepoIMTHA XEMOJIMTUYHA aHeMus ¢ Tenna Ha Heinz)

MeTrxeMors1I00MHOBH BapHaHTH (KOHT€HUTATHA ITHaHO03a)
TamacemMun —CBHUTHOCT, TEHETUYHU ACPEKTH, MOJEKYJTHA MATO(PU3IUOIIOTHS,
KIIMHUYHA M XEMaTOJOTMYHU XapaKTepUCTUKH, TEHETHYHA JIMarHOCTHKA,
MI'K, npodunakTika 1 Tepanus Ha:

B-Tamacemusita

Ol-TaJIaceMusITa

ChcrostHus, MOJOOHN Ha B-TanaceMusiTa

Jlenra-TanaceMus

INama-tamacemus

JIpyru TeHeTHYHO OO0YyCIOBEHH 3a00NsBaHUS Ha KPbBTA -CBIIHOCT, T'€HETHYHHU
nedexkTd,  MoOJIeKyJHa  NaTO(U3MOJIOTHS,  KIMHMUYHM M XEMaTOJIOIMYHU
XapaKTepUCTHKH, TeHeTHYHa quarHoctuka, MI'K, nmpodunakruka u tepanus npu :

Hapymenus Ha epurponoesara

Hapyenus na rpanyionoesara

Hapynienust Ha MexaHU3MUTE Ha KPbBOCBCUPBAHETO

3abonsiBaHMsI, CBbP3aHU C JePEKTH B META0OIU3Ma -CHIIHOCT, TEHETHYHU JePEKTH,
MOJIEKYJTHa TaTO()U3NOJIOTHS, KIMHUYHA XapaKTepPUCTUKH, TeHETHYHA TUArHOCTHKA,
MI'K, npodunakTika 1 Tepanus Ha:

JlebekTn B oOOMsiHaTa HA AMUHOKHUCETMHUTE

HedekTu B oOMsiHATA HAa BBITICXUAPATHTE

JledekTn Ha ypeHHUS IUKBJT

JInzo30MHM 00JIECTH HA HATPYIIBAHETO

JucnunonpoTenHeMun

Hedexktn Ha MemOpaHHUS U OBOPEUHUS TPAHCIIOPT

OpranuyHu anuaypuu

Jpyru rpynu 3a00JsBaHus, CBbP3aHU C JeeKTH Ha MeTabosn3Ma B oOOMsiHaTa Ha:
HyknenHoBuTE KHCEINHA
[Topdupunute
XirbuHHMTE MUTMEHTH ¥ METAINTE

Hacnencteenu 3a0omnsiBaHus ¢ HAPYIICHUSI B UMYHHHSI OTTOBOP.
['eHeTHYEH KOHTPOJI HA UMYHHHUSI OTTOBOP, TJIABEH KOMIUIEKC Ha
ThKaHHaTa cbBMecTUMOCT - HLLA aHTUTeHU.
HacnencrBenn nmyHonepuIuTHN 3a00/sIBAaHUS - TCHETHYHH JIS(DEKTH,
MOJIEKYJTHA MTaTOPU3NOJIOTHS, KITUHUYHU XapaKTePUCTUKH, TCHETHYHA

nuarHoctuka, MI'K, npodunakruka u Tepanust Ha:
Kombunupanu nmynoaedunuta (KUI)
NMyHOICHUITUTH HA XyMOPATHHUS OTTOBOP
NmyronedunuTu Ha (harounro3aTa ¥ KOMILJIEMEHTA

HaCJ'IeI[CTBeHa NpeaAuCIIO3nINA KbM aBTOUMYHHHU U aJICPrUYHU 3a00J1sIBaHUs

Hacnencreenu 3a0onsiBanus, CBbp3aHu ¢ 1e(PEKTH HA ChEIMHUTETHATA ThKaH
Octeorenesuc ummnepdekra (OI)
Cunapom Ha Marfan (MFS)
Cunapowm Ha Ehlers - Danlos (EDS)
Jpyru 3a0omsBaHus ¢ BpoJeHU 1e()EeKTH Ha CheIUHUTEIHATA ThKaH



HacnencrBenu 3a00isBaHus, CBbP3aHU C 1e(PEKTH B IUTOCKEIETHUTE MPOTEHHU
HacnencrBenu 3a00isBaHus, CBbp3aHU C 1e(EKTH B PELIEITOPHUTE IPOTEUHHU

HacnencrBenu 3abonsBanus, cebp3anu ¢ nedextu B JIHK-penaparuBHuTe cuctemu
Kceponepma nurmeHTo3ym
ATakcus TeJaHTHeKTa3Hst
Cunapom Ha Bloom
Anemus Ha Fanconi
Cunnapom Ha Cockayne (CS)
®damuiieH HENoaUNno3eH kojopekraneH kapuuHom (HNPCC)

3abomnsBaHMsl, CBbP3aHU C JUHAMUYHH MYTallMH
Mmuotonnyna auctpodus (DM)
Cunapom Ha dyruiBaTa X XpoMo3oMma (cuHapoM Ha Martin - Bell)
Xopest Ha XbHTUHITOH
Bonect va Kenenu
CnuHo-1iepebenapna atakcus 1 (SCA1)
Bonect na Machado-Joseph (MJD)
Artakcust Ha @pupaiix.

MutoxoHipraHA 00JIeCTH
Hacnencreena ontuyna neBponarus tutn Jledep (LHON)
Muokionyc enwiencus ¢ napuanuBu MyckyinHu BiakHa (MERRF)
CuHIpOM Ha MUTOXOHAPUATTHA MUOTIATHSI, eHIehaonaTHs, TaKTaTHA
aruo3a, nHcyaTononoouu enuzoan (MELAS)
Cunnpom na Kearns — Sayre u np.

®apmaxorenernunu aepextu(dI)

Momnorennu peaxu @I nedextn
ATunuyHa OyTUPUIIXOJIMHECTEpa3a
3nokauectBeHa xuneprepmus (MH)
HamarneHna nim uncBamia akTHBHOCT Ha €H3UMHUTE, KOUTO Y4acTBarT B
CHHTE3a Ha pelylIuPaHuUs TTyTaTHOH
HecTtabumau xeMoriaoOuHu
Jebuuut Ha METXEMOTIIOOMHpPETyKTa3aTa

Mownorennu nonumoppuu @I nedextn
ANKOXOJIeXUIpoTeHa3Ha U X UIIEXHIPOTeHa3Ha HEAOCTAThYHOCT
I'mok030-6-pocharaexuaporenazna (I'6MJ1) HeroCcTaTHUHOCT
N-aneruntpancdepasna (NAT2) HemocTaThUHOCT
['eneTnueH nosmmMopdU3bM Ha YepHOAPOOHHUTE IIUTOXpOM P 450
MOHOOKCHTCHA3H

®apMaKOreHETUYHHU YCIOKHEHUS TPH JIUIA ¢ HACTEICTBEHU O0IECTH

I'EHETUKA HA YMCTBEHATA HEJOCTATBYHOCT
CpIIHOCT ¥ IPUYHMHU
['eHeTHYHA XETEPOTEHHOCT M KJIacH(UKAIHS
JIMarHOCTHKA U MEIUKO-TEHETUYHO KOHCYJITHpaHEe

OHKOT'EHETUKA
Perynarmus Ha KJIETHYHUS HUKBI
ArmoniTo3a. MyTaHTHHY I'eHH, KOMTO HapyIIaBaT MEXaHW3Ma Ha arornro3ara
OnKoreHu
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Tymop-cynpecopHu resu
['enn, KOUTO CH3IaBAT FTEHOMHA HECTAOMIIHOCT
MeracTtazHu renu

IMosrarane Ha TpeTH KOJIOKBHYM

MVIJIITUGAKTOPHU BPOAEHU AHOMAJIMU 1 YECTU 3ABOJISIBAHU A TTPU
BB3PACTHUTE C HACJIEACTBEHA TTPE/IPA3ITOJIOXKEHOCT

OO611a xapakTepucTuKa

Onpe;[en;IHe Ha T'CHCTHUYCH PUCK

Metoau 3a JUarHOCTHUKA

Menuko-reHeTU4HO KOHCYJITHUpaHe

[Tpodunaktuxa

MyntudakTopHo yHaCHeIABaIIN Ce BPOJICHN aHOMATIHH
MynTudakTopHO YHACIEAABAIIN C€ YeCTH 3a00IsIBAaHUS PU BH3PACTHUTE

I'EHETHUYHMU ITPOBJIEMU HA TIO-YECTUTE 3ABOJIAIBAHUA OT PA3JIMYHUA
KIIMHNYHU CIIEHNUAJIHOCTHU

Hapymenus Ha penpoaykuusta
CrionTaHHH a0OPTH U MBPTBOPKIAHUS
NupepTHunnTeT-MbXKKU U )KEHCKU
BponeHnn aHoMmanuu Ha penpoayKTUBHATA CUCTEMA
3alounsaBaHusl, CBbP3aHU C HApYLIEHUS B MoJ0BaTa AudepeHnnanus

HacnencTBenu HEBPOIOTHYHU 3a00JISIBAHUS
Myckymnau nuctpodun
CrnimHanmHa MycKyJHa aTpodust
HacneactBenn MOTOpHO-CEH30pHHM HEBpOIaTun- cuHapoM Ha Charcot-Marie-
Tooth (CMT) ,“Jlomcka 6onect” (HMSNL)
JIpyry HacJIeCTBEHH HEBPOJIOTHYHU 3a00JISIBaHUS.

Hacnencreena npeaucno3uiys Mpu MCUXUYHA 3a00JIIBaHUS
[uzodpenus
AdexTuBHU 320005BaHUS
Enunencus
bonect Ha Alzheimer

HacnencrBenu 3a0omsBaHus Ha 3pUTETHUS aHATU3ATOP
[IurMeHTHH pETUHUTU
Jerenepanus Ha MaKyJaTa
Hapyiienus Ha 1BETHOTO 3peHHUE
Jlpyru HacieqCTBEHU OYHU 3200 IsIBaHUS

HacnencrBena u mpuao0uTa riyxora npu:
I'eneTnurmn nedexTr - MOHOTEHHU U MHOTO(AKTOPHU
He-renetnunu ¢axkropu
Hecunapomna riryxora
CuHapoMHa riayxoTta

Hapymenus Ha roBopa.
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MoHoreHHH OO0JIECTH W HACJIEACTBEHA MPEIUCIIO3ULUS IPH HIKOM BBTPEIIHU
3a00JIsIBaHUS:

MyxkoBucuuo3a

XumnoduzapeH HAHUIbBM

Bponena Hanos0peuna xunepmiasus (BHX)

brOpeuna monukucTosa

HacnencrBenu Oonectu ¢ 0b0peunu nposisu 6e3 Ob0peuHa MoJIMKUCTo3a

XUNOTUPEOUANZBM

XpoHUYHHU HepponaThu

Knuauunu nposiBu npu anda- 1-aHTUTPUIICUHOB 1€UIUT

ATtepockiieposa

Ecenimanna xuneproHus

SI3BeHa Gomect

Jlnaber

PeBmaTouneH aprTpur

Koponapna 6onect Ha cupiieto (CHD)

®amumnna xurneprpopuuna kapauomuonarusi (FHC)

[Tomarpa

ITankpeatutn

UpeBHHU MOJUTIO3U

bponxuanna actma

JIpyru HacleACTBEHU 3a00IsIBaHUs

MoHorenuu 60J'I€CTI/I U HaCJICACTBCHA NPCAUCIIO3UIUA TIPU HAKOU KOXHHU
3a00JIIBaHUS

HNxTtHnosa

Enunepmonusuc Oynosa

[TanMo-IUTaHTapHU KEPATOACPMUU HAPYILICHNS B IUTMEHTALUATA U KOKHUTE

MpUAATHIN

IIcopuasuc

ATONWYEH AEPMATUT

JIymyc eputemaronec.

Jpyru HacieICTBEHH 3a00IIBaHUS

3nokadecTBeHH 3a00JIIBAaHUS
Perunobnacrom
Tymop Ha Wilms
Hespodubpomarosza tun 1 u tum 2
Cunapom Ha Li -Fraumeni (LFS)
MHosxecTBeHa eHiokpruHHa Heoruiazus (MEN)
damurieH pak Ha 1e0eI0TO YepBO
damunHa ageHoMaTo3Ha nojumno3a (FAP)
Cunnapom Ha Peutz-Jeghers (PJS)
damuiIeH pak Ha MJIEYHATA XKJIe3a U SHYHUKA
[Ipenpa3nonokeHuss KbM 3JI0KQUECTBEHUM 3a00JIIBaHUA B pe3yiaTaT Ha
METa0OJIUTEH NOTUMOPPU3BM

Ilos1arane Ha YeTBBPTH KOJTOKBUYM
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I'EHETYHO KOHCVYIJITUPAHE, ITPOOUIIAKTUKA U TEPAIINA

MGI[I/IKO—FGHGTI/I‘-IHa KOHcyHTaLII/I}I - HpI/IHI_[I/IHI/I M 3a1a4Yn

ITocraBsiHe Ha reHETHYHA JUArHO3a

OmnpenensiHe Ha TEHETUYHMS PUCK ITPU TEHETUYHOTO KOHCYJITHPAHE 3a:
MoHoreHHH 3a00JIIBaHUS
Xpomo3zomMHU OostecTr
MHorogakToOpHO YHACIIIBAIIM CE€ BPOJICHN aHOMAIHH U Y€CTH
3a00JIsIBaHUS TTPU BB3PACTHUTE

CbBpEeMCHHH MOPATHO-CTHYHH, TIPABHH U COIIMAITHU TPOOJIEMHU

Peructbp Ha BpoJeHUTE U HAclIeACTBEHUTE 3a00msaBanus. [IpuHIunmm, opranu3arus.

[Ipenaranna guarHocTuka
[Tokazanus 3a nmpeHaTanHa AMarHOCTUKA
Meroau Ha mpeHaTajgHaTa JUAarHOCTHKA
[IpenaranHa MMarHOCTUKA HA XPOMO3OMHUTE OOJIECTH
[IpenaTanHa TMarHOCTUKAa HA MOHOTEHHHUTE OOJIECTH
KomOuHupana npeHaraiHa AMarHOCTHKA

[IpeaummianTarmoHHa ¥ MPEIKOHIICTIIIMOHHA TUAarHOCTHKA
Nupukanuu 3a npeuMIUIaHTalMOHHA U TPEAKOHLIENIMOHHA TUarHOCTUKA
Marepuanu 3a u3ciaeBaHe
TexHUKHU 32 ACUCTUPAHA PEIPOYKIUS
Meroau 3a mpeIMMIUIaHTAlIMOHHA U TTPEAKOHIICTIITMOHHA TUarHOCTHKA

['eHEeTMYEHN CKPUHUHTOBH MPOTPAMH.
Bunoge, yciioBusi 1 U3MCKBAHUS 3a MPOBEXAaHE. MeTou, N3MO0JI3BaHH 3a

CKPUHUHTOBY U3CJIC/IBAHUS

MacoB ¥ CeNEeKTHBEH CKPHHUHT 3a HACIEACTBEHH BEIICCTBOOOMEHHU
3a00JIsIBaHUS CpeJ] HOBOPOJICHH.

MacoB CKpUHHMHI 3a BPOJICHM aHOMaluu cped HoBopoaeHu. [logxomu 3a
perucrparusi.

broxumudeH CKpHHUHT 3a HAKOW Hai-4eCTH BPOACHW aHOMAIMU Ha TUIONA
cpen OpeMEeHHH JKEHHU.

VYIITpa3ByKOB CKPHHUHT 3a BPOJCHHM aHOMAJIMH Ha IUIOJAa cpell OpeMEeHHHU
xeHu. Y3 uzcienBane Ha peraaHa MOpPQOIOTHs.

['eHEeTHYHO KOHCYJITUPAHE MPH Pa3TMYHUTE CKPUHUHTOBH ITPOTPAMH.
MopaTHO-eTHYHU ¥ COIUAITHU TTPOOIeMU

3Ha4YeHNEe Ha CKPUHHHTA 32 MPO(QUIaKTHKATa Ha HACTIEICTBEHATA TIATOJIOTUs

I'eHeTMYEH MOHUTOPUHT
ITonmynanvoHeH U BUCOKO-PUCKOB MOHUTOPHHT
OCHOBHM Ipyli¥ METOAM, U3MIOI3BaHU 32 TEHETUYEH MOHUTOPUHT
3HayeHue 3a OXpaHaTa Ha raMeToreHes3ara u npoQuiaakTukara Ha
KaHIeporeHe3ara
ConuanHo-npaBHHU NPO0JIEMH, CBBP3aHU C TCHETUYHHUS MOHUTOPHHT

Tepanus Ha reneTuyHHUTE OOJIECTH
KoHnBeHIMOHAIHA Tepanus Ha TeHeTHYHUTE 00JIecTH
XUpypruyHo JIe4eHUe
Tepanus upe3 auera
3aMecTUTENHA TEPANNS
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OtcTpaHsiBaHe HA pUCKOBHU (haKTOpH
Tpancrianraius
['enna Tepanus Ha MOHOT€HHHU 3a00JISIBAHUS
Texbk koMOnHUpan uMmyHeH aeduiut (SCID)
damuIHa XUIIEPX0JIECTEPOTIEMUS
MykoBucuua03a
AHTHCEHC Tepanus Ha 00JIECTH, CBbP3aHU ChC COMATHYHU MYTaIlUU
Pecrenoza
PeBmaTtouneH aprpur
Anepruynu 3a00sIBaHUS
br6peunu 6onectu
AHTHCEHC Tepanus Ha OHKOJIOTUYHU 3a00JIsIBaHuUs
TyMop-cynpecopHa reHHa Tepamnus Ha OHKOJIOTHYHU 3a00JIIBaHUS
['enna Tepanus Ha OHKOJIOTUYHHU 3a00JIIBaHUS UPE3 CTUMYJIMpaHEe Ha
MMYyHHaTa CUCTEMa
WHucepuust Ha TeHU B TYMOPHHUTE KJIETKH 33 Ch3JjaBaHE Ha
YYBCTBUTEIHOCT KbM JIEKapCTBa
I'enna tepanus Ha BupycHm wuHpekinuu - CIIMH, xponuyru BupycHH
3a00JIIBaHHS

ETnunu nmpobGiieMu Ha reHHaTa Tepanus
IlosiaraHe Ha MeTH KOJIOKBUYM

7. IPAKTHYECKA IIOAI'OTOBKA

Ponocnosen ananus
XpOMO30OMEH aHaju3
¢ PyTuHEH MUTOTCHETUYEH METO/I 32 KYJITHBUPAHE U MOJTy4aBaHe Ha MeTada3HH
XPOMO30MH OT:
- mumdonuTH
- KOCTEH MO3bK
- KOKHH (puOpooOIaTu
- aMHUOTHYHU KIIETKH
- XOPUOHHH BbCU
- TYMOPHH KJIETKU
® BuCOKO-pE30JI0TUBEH IIMTOICHETHYEH METO[ 3a KYJITHUBHpaHE U IMOJIydaBaHE Ha
npomeTadasHU XPOMO30MH OT JTUMDOITUTH
e KyntuBupane Ha TUMQOIUTH 32 U3CIEIBaHEe HA XPOMO30MHA UYIUTUBOCT
e KyntuBupane Ha TUMQOIUTH 32 U3CIEIBaHE HA CECTPUHCKU XPOMATHIHU OOMEHHU
¢  OUBETUTETHU TEXHUKU
-G
-C
- CXO
e Kiacuuecku XpoMO30MEH aHalM3 Ha MeTadasHu miaacTuHku ¢ G nudepeHnuanrHo
OILIBETEHU XPOMO30MH 32 ONpPEJENsIHE Oposi, IEHTOBAaTa CTPYKTYypaTa U KapruoTUIIa
B niepudepHa KpbB MPU ChbMHEHUE 32 XPOMO30MHA 00JIeCT
e Kiacuuecku XpOMO30MEH aHalM3 Ha MeTada3Hu mIacTuHKU ¢ G nudepeHranttio
OILIBETEHU XPOMO30MH 32 ONpEENsIHE Oposi, IEHTOBAaTa CTPYKTYypaTa U KapruoTUIIa
B KOCTHO-MO3bYHHU KJIETKU ITPU OHKO-XEMAaTOJIOTUYHHU 3a00JIIBaHUS
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Knacuueckn xpoMo3oMeH aHanu3 Ha MeTadasHu MIacTUHKU ¢ G nudepeHanTHo
OLIBETEHH XPOMO30MHU 32 OmpesessiHe Oposi, IeHTOBaTa CTPYKTypaTa U KapuoTHIIa
B aMHMOTHYHH KJIETKU WM XOPUOHHH BBCH MPH NIPEHATAJIHA IUAarHOCTHKA
Knacuuyeckn xpoMo3oMeH aHanu3 Ha MeTadasHu MmIacTUHKU ¢ G nudepeHanTHo
OLIBETEHH XPOMO30MHU 32 OmpesessiHe Oposi, IeHTOBaTa CTPYKTypaTa U KapuoTHIIa
B TYMOPHH KJIETKH 32 ONpeelsiHe Ha cieln(pUIHN XPOMO3OMHU MPEyCTpoiicTBa
Kapuotunupane Ha BHCOKO-pe30iOTMBHH G OudepeHINaTHO  OLBETCHU
XPOMO30MH 32 OTIpeIeNIsIHe HA MUKPOCTPYKTYPHH XPOMO3OMHH MIPEYCTPOHCTBA
AHanu3 Ha XpOMO30MHa YyIUIMBOCT IIPU CbMHEHHUE 3a UyIIMBa X XpoMo3oMma U
3200JIsIBaHUSI C XPOMO30MHA HECTaOMITHOCT

Anamu3 Ha C XeTepoXpoMaTHHOBM OJIOKOBE (32 IIeMWTEe Ha ChACOHO-
MEIULMHCKATa IPAKTHUKA)

Otunrane Ha CXO npu CbMHEHHE 32 MyTareHHU Bb3EHCTBUS

MonekynsipHO-IIUTOT€HETUYEH aHAIN3

Meronu:
- Unarepdaszen FISH — dbayopeciienTHa MH CUTY XUOpUAU3AIIUS
— FISH na metadazuu xpomozomu
- CGH - cpaBHUTEIHA TeHOMHA XUOPpUIU3AIIHS
- mFISH — MHorouBeTHa (piyopeciieHTHa UH CUTY XUOpUAU3aLUs
AHanu3
Otuutane Ha pesynTara npu (IyopecleHTHa HWH CHUTY XHOpuau3amus 3a
pa3KkprBaHe HA XUOPUHU T'€HU, OHKOTCHH, aHEYTIJIOUTUH H JIp.
Otuurtane Ha pesynrara npu CGH 3a paskpuBaHe Ha XpOMO3OMHHU PallOHU ChC
3ary0a WId JOMBIHUTEIEH XPOMO30MEH MaTepHal
Otuutane Ha pesynrata npu mFISH 3a wuneHtugumupane Ha CIOXHU
XpPOMO30OMHHU IPEYCTPOMCTBA M MAapKEpHU XpOMO3OMHU B KapHOTHIA Ype3
OIIBETSIBAHE HAa XPOMO3OMUTE C 24 1BATA
KomMmImtoTepHa XpoMO30MHA JMarHOCTHKA, JOKYMEHTHPAHE Ha Pe3yITaTUTe

MOHeKy.H}IpHO-FGHGTI/I‘-IHI/I METOaU

N3onupane na JJHK

PCR peakius

TecrBane na JIHK 3a onpenensHe Ha kauecTBOTO Ha rpobara

Enextpocdopesa B araposeH rein

Enextpodopesa B monuakpuiaMuieH rei

Amnanu3 Ha KoHpopMannoHHUA nonuMophu3sM Ha eqHoBeprokHaTta JIHK (Single
Strand Conformation Polymorphism - SSCP ananu3s)

CexBenupane Ha JJHK

RFLP ananus

Jlenatypupamia rpaaueHtHa ren enekrpogopesa (Denaturation Gradient Gel
Electrophoresis - DGGE)

Xereponymiekcen ananus (Heteroduplex Analysis - HA)

Anen-cniennduyno ammumduiupane (ASA)

Anen-cnienrpuyaau onuronykieotTuan (ASO)

buoxumMuunu METOOHU B JHAarHOCTHUKAaTa Ha BGH.ICCTBOO6M€HHI/ITG 3a00I1BaHUs

bruoxumuuen ananu3 Ha OpraHu4YHU KHUCCIINHU
broxuMuyeH aHann3 Ha aMHHO KHCEITMHH
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['eHeTHYeH CKpUHUHT

e Tecr Hal'pTpH

e Merox Ha GyopeciieHTHUTE meTHa 3a onpeaensHe Ha 6D /] nedunur
¢  Tpumba Tect npu OMOXUMUYCH CKPUHUHT Ha OpEMEHHU KEeHH

[TpakTruecka paboTa B KaOMHETa 32 MEIUKO-TEHETHYHA KOHCYJITAIHS
CHeMmaHe Ha aHaMHe3a
[TonbnBane HaA hopMyISIpH
I'eneanmornuen ananms
[Ipenenka Ha MeTOUTE, HECOOXOIUMH 32 TIOCTABSHE HA TCHETHYHA JUArHo3a
[Ipenenka Ha pe3yATaTUTE OT TEHETUYHUTE U3CIICABAHUS
[Ipenenka Ha TeHETUYHUS PUCK
Menauko reHeTHYHA KOHCYJITALNS Ha TTAIIUEHTa U TeHETUIHO 0OPEeMEHEHHUTE
POJICTBEHUITH

8. KOHCIIEKT 3A ABPKABEH WM3IIUT 3A INIPUJOBUBAHE HA
CIIEHUAJIHOCT IO MEJUIIMHCKA 'EHETHUKA

OBIIA YACT

1. MarepuaiHu OCHOBM Ha HAacClE€ACTBEHOCTTa. XPOMO3OMHUTE KAaTO OCHOBHHU
KJIEThYHU CTPYKTYPH Ha HACIEACTBEHOCTTa. MHUKPOCKOIICKA M CYOMHKPOCKOIICKA
OpraHu3alys Ha XpOMO30MHUTE U MTOBEJEHUE N0 BPEME Ha KJIIETBYHOTO JEJICHUE.

2. Kapuortun Ha yoBeka. XpoMO30MEH XeTepoMOp(hHU3bM U 3HAUCHHUE 32 IPAKTHKATA.
MuTOXOHIpHATHA XPOMO30MH.

3. MoekynHU OCHOBU Ha HacieAcTBeHocTTa .OpraHu3aiusi Ha YOBEIIKHUS TE€HOM.
Ctpykrypa u  QyHkuuss Ha reHute. Excrpecuss Ha  reHeTHYHaTa
uHpopmanus.l'eHHa perynamus.

4. JNHK momumopduzbsm. Mynturenan ¢amunuu. [loBropern JIHK cexBenmmm -
3HaUYE€HHE 3a JMArHOCTUKAaTa M TEHETUYHHUTE NpoyuBaHUs. YoBEIIKM TeHOMEH
MIPOEKT U 3[IpaBEONa3BaHe -T€HOMUKA.

5. ETtnonorus Ha MoHOreHHHTe 3a0oisBaHus. MyTaluoHeH mnpouec. Etanu Ha
MyTalMoHHUs npouec. Tunose myranuu. akTopy, MHAYLIUPAIIUA MyTalUH.

6. Myrauuu B sapenara JIHK, kouTo BomdT 10 ch3/laBaHe HAa: aHOPMAJEH T'€HEH
MPOAYKT, HaMaJeHa IMPOAYKLIMS WM JIAIICA HA T[E€HEH NPOJYKT,3acAraniu
MOCTTPAHCIAMOHHATA MoauduKaus Ha OenThKa. Myranuu B
mutoxoHapuanHara JJHK.

7. Mexanusmu 3a JIHK penapanus u HapynieHus.

8. Tlatorenesza Ha MmoHoreHnute 3abomnsBanus - JIHK myranmum, kouto ce oTpasspar
BBPXY CTpYKTypaTa u pyHKusaTa Ha ensumure; JJHK myranum, konuto HamansBat
AKTUBHOCTTA HA PEUENTOPHUTE MPOTEUHH.

9. Tlarorene3a Ha moHoreHHuTe 3abomsBanus - JIHK myranuu, 3acsramm cuHTE3a
Ha CTPYKTYPHHU IIPOTEHUHH.

10. JHK wmyranuu, KOMTO NpPOMEHSAT AaKTUBHOCTTa HA TIE€HUTE, Yy4acTBallld B
TYMOpOI'€HEe3aTa.

11. T'enetnden momuMop(uU3bM- MHOMKECTBEH alleIM3bM B HOpPMa U TATOJIOTHSL.
Bapuranuu Ha reHHOTO JE€HCTBHE - EKCIIPECUBHOCT U IIEHETPAHTHOCT HA TEHUTE.
MexayreHHu B3auMoAeUCTBUSA. | €eHOMEH HMIIPUHTHHT

12. OcHOBHU MEXaHU3MH 32 BB3HHKBAaHE Ha XPOMO3OMEH JIUCOANIaHC. XPOMO30OMHH
MYTallU¥ U XPOMO30MHA YYIUINBOCT. XPOMO30MEH MO3aULIU3bM.



13.

14.

15.

16.

17

18.

19.

20.

21.

22.

23.

24.
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Kputepuu 3a omnpenesnsHe TuNa Ha yHacle[sBaHe Ha MEHICIUPALIM MOHOTCHHH
3a00NBaHMS: ABTO30MHO-JIOMHMHAHTEH THII Ha YHAaclleAsBaHE, aBTO30MHO-
peliecuBeH THUI Ha YyHacle[sBaHe, X-pElECHBEH THUIlI Ha YyHAcJelIsBaHe, X-
JOMHHAHTEH TUI Ha YHACJIEsIBaHE, YHACIEASBaHE CBBP3aHO C Y XpOMO30MaTa.
Hemenaenupani Tun Ha yHacjiensBaHe Ha TEHETUYHH 3a00JIIBaHUs MIPU: TOHAJCH
MO3auIM3bM, JUHAMHYHH MYTallMH, TEHOMEH HMIIPUHTHHT U €IHOPOJHUTENICKA
JM30MUSI, MUTOXOHJJPUAIIHO YHACJIEIBAHE.

Meroau 3a OMAarHOCTHMKA HAa TEHETUYHH 3a00JSIBAaHUS - KIMHUKO-TEHEATOTHYEH
METO/, TEMEJIOJIOTUYCH METOJ], OMOXMMUYHHU METOH.

[luToreHeTHYHN METOAW - MPUHIUIM Ha PYTHHHHS IUTOTCHETHYCH METOHA 3a
KyJITUBUpaHe M 00paOoTBaHe Ha: JUMQOLUTH, AMHUOLUTH, XOPHOHHH BBHCH,
KOCTEH MO3bK, GuOpOOIacTH, TYMOPHHU KJIETKH U JIp.

. HI/ITOFGHGTH‘-IHI/I MCTOIM - ITPUHIIUIIN HA I[I/I(l)epeHI_[I/IaJIHO -OLBCTUTCIIHU TCXHUKMU:

GTG, QFQ, RBG, CBG, T nearoro ousetsaBane, DA.DAPI, NOR, CXO.
[IpyHIMIM ¥ BB3MOXHOCTU Ha MOJEKYJIsApHO-UuTOoreHetnuHu merogu: FISH,
PRINS, o6paren FISH, Fiber-FISH, muoronseren FISH, CGH.
MonekynsipHO-TeHeTHUHU MeTou. [IpuHIMIM U cTpaTerus 3a UACHTHPUITIPaHE
Ha TEHHU, ONpeAeNsAlI Bb3HMKBAHE HA MOHOT€HHO 3a00JsiBaHE -(YHKIIMOHATHO
KIIOHMpAHe, TO3UIIMOHHO KJIOHHpaHE, WACHTU(UIMpPAHE HA TEHU B KPUTHUYHHU
palioHu, ‘KaauaaT reHn’ .

MonekynspHo-reHeTHUHN MeToau. Mertonu 3a uzonupane Ha JIHK. buot-
xuopunnzanus o Cagsph Ilomumepasna Bepmxkna peakmus (PCR).
MonekynsipHO-TeHETHYHU METOIU. MeToau 3a uaeHTU(UIIMaHe HA HEH3BECTHU
MyTallUd - aHajdu3 Ha KOH(OPMALMOHHUS MOIUMOPPHU3BM HAa €IHOBEPH)KHATA
JHK (SSCP), nenarypupama rpaguentHa ren enekrpodopesa ( DGGE),
XETEepOAYIUIEKCEH aHanu3, cekBenupane Ha JHK.

MonekynsipHO-TeHETHYHU METOIU. MeToau 3a HISHTU(UIMpPAaHEe HAa W3BECTHU
MyTalluu  -aMIUTHUIUpaHe-PECTPUKITNS, ayel-cnenuduaHo amIutuuIupaHe
(ASA), anen-cierupuynn  onuronykieotuan  (ASO), OTUTOHYKICOTHIHO
nurupade (OLA), ammmudunupane Ha pedpakTopHaTa MyTal[MOHHA CHUCTEMA,
PCR-3aBrucHMa HacoYeHa MyTareHesa.

[Hoaxooun 3a JIOKa3BaHe Ha T€HETUYHA MIPEANCIIO3ULUSA pu
MYyATH()AKTOPHU/TIOTUTEHHH 3a00JISIBAaHUS - T€HEATOTUYHU KPUTEPUH, (HaMIITHHU,
aJanTUBHU W OJM3HAYHM MPOYYBAHUSA, METOAM 3a OTKpPUBaHE Ha TEHH,
Ch3aBallld TMPEAUCIIO3UIUS KbM COIMATHO-3HAYMMH 3a00JISBAaHUS -aHAU3 3a
CKa4eHOCT, MOMYJAallMOHHO Oa3upaHu aCOLMATUBHU MPOYYBaHUS, (aAMUIHO
0a3upaHd acONMATUBHU W3CIEABAHUS , WIACHTHPUIMpaHEe HaA “KaHAUIAT
XPOMO30MHH PaiOHM U “KaHAUAAT TEHHU.

[TomynanmonHa reHeTHKa -3aKOH Ha Xapau-BaiinOepr, reHeTuyHa CTpyKTypa Ha
nomnynanuuuTe, HUHOPUIMHT W ayTOpuauHr. ['eHeTHyHa eNmUIEeMHOJIOrHS Ha
HACJICICTBEHUTE 3200 IsIBAHUS U TIPEAPA3IOTI0KECHUS.

CIIEITUAJIHA 9ACT

25.

26.

27.

Xpomo3oMHU 00JIECTH -CHIIHOCT, MEXaHU3MHU Ha BH3HUKBAHE HA XPOMO3OMEH
nucbanaHc, KIMHUYHU 0COOEHOCTH, Kiacu(UKalus , IMTOT€HETHYHN BapUaHTH U
TeHETUYHO KOHCYITHPAHE.

XpoM0O30MHH OOJIECTH TIPHU CTPYKTYPHH U OpOiHM abepaliuy Ha TIOJIOBUTE
xpomosomu -cuapoM Ha Klinefelter, cunapom Ha Turner, monuzomus X,
nonu3omust Y,46,XX KapuOTHIT TIPH MBKE.

XpoMo30MHH 00JIeCTH TIpU OPOWHU U CTPYKTYpHHU abepaluy Ha aBTO30MUTe-
cuHzipoM Ha Down, cunapom Ha Edwards, cuanpom Ha Patau, cuanpom Ha
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koremkoro msaykane (Cri du chat), cunapom Ha Wolf- Hirschhorn, wactuuna
MoOHO30Mus 18q, pUHT CHHIIPOM U .

28. MUKpOAENEeIMOHHN CUHAPOMH -CHIIHOCT, MOJIEKYJIHA XapaKTEPUCTHKA,
MexaHu3MH Ha ¢eHoTumnHa excrnpecus. Cuaapom Ha Prader-Willi (PWS).
Cunzapom Ha Angelman (AS) u apyru.3abossiBanusi, CBbp3aHH ¢ XPOMO30MEH
UMIPUHTHHT.

28. MenuKo-reHeTUYHH Ipo0IeMH Ha pEenpoIyKIUATa, CBEP3aHH ¢ XPOMO30MHHU
HapyLEeHHUs.

29. Hapymenus B nonoBara audepenuunanst, Cuaapom Ha Morris, HHTEpCEeKCyaaTHH
ChCTOSIHHUS.

30. Bpoaenu anomanuu Ha pa3BuTHeTo. JlucMopdonorus u Tepatorenesa. Bpoaenu
nedopmanuu, JUCpynuuu, Man(opMarum - ToJIeMH U MaJIK{, MHOXKECTBEHH U
M30JIMpaHu (OPMH, aCOIUAIIMU U TTOCIEI0BATETHOCTH. PO Ha TeHETUYHUTE U
TepaTOTeHHUTE (PaKTOpH.

31.MonorenHu 3a601ABaHus - 00112 XapaKTePUCTHUKA ,IATOT€HETHYHN MEXaHU3MHU Ha

TAXHOTO pa3BUTHE, KJIaCU(PUKALMS, IPUHIMIN HA JUArHOCTUKATA,
npodHIakTUKaTa U TePaIHITa.

32.XeMornoouHonatiui. ['€HETMYEH KOHTPOJ Ha XEMOIJIOOMHOBaTa CHHTE3a.
AHOpMaJTHU XeMOTJIOOMHU— JTe(DUHULINS, BUIOBE, TCHETUYHH  JIe(EKTH, MOJIEKYJIHA
naTo(U3NOIOTHUs, KIMHUYHU M XEMaTOJIOTUYHU XapaKTepUCTUKH, TEHETUYHA
muarHoctuka, MI'K, npodunaktika u Tepanus .

33. Xemornobunonaruu. Tanmacemur— aeUHUALINAS, BUTOBE, TEHETUYHU nedexT,
MOJ'IGKy.HHa HaTO(bI/ISI/IOJIOFI/I}I, KIMHNYHHU n XeMaToJI0TNun XapaKTepI/ICTI/IKI/I,
reHeTu4Ha nuarnoctuka, MI'K, npodunaktrka u Tepammus .

34. Jlpyru reHeTHMYHO oOOycJIOBEHHM 3a0oysBaHUs Ha KpPBBTA, 3acATALIH
epuTporioe3aTa, rpaHyionoesaTa U TpoMoOouurTonoesara - NeQUHULKSA, TEHETUYHU
nedexkTn,  MoJIeKylHAa  NAaTO(QU3MONIOTHS,  KIMHWUYHH M XEMaTOJOTMYHH
XapaKTEePUCTUKH, TeHEeTHYHA nuarHoctrka, MI'K, npodunaktika u Tepammus.

35. 'enernyHu 3a00JsIBaHMs CBBP3aHHM C HApyIIEHUS B XeMocTa3aTa - Ae(puHuIus,
TEHETUYHU Je(QEeKTH, MOJEKYJIHAa NaTo(pU3UOJIOrHs, KIMHUYHM M XEMAaTOJOTHMYHHU
XapaKTepUCTHKH, TeHeTHYHa quarnoctuka, MI'K, npodunakruka u repanus.

36.'eHeTHYHN BEIIECTBEHOOOMEHHHU 3a00JsIBAaHUS - NeDUHUITUS, TPYNH, TCHETUIHHI
nedeKTH, MOJIEKYJIHa NaTo(U3MOIOTHS, KIMHUYHU XapaKTCPUCTUKU, TCHETUYHA
muarHoctuka, MI'K, nmpodunakTika u tepanus. 3a00asBaHus CBbP3aHU C HAPYIICHUS
B 00MsIHaTa Ha AMUHOKHUCEIHHHUTE U YPEHHUS [IUKBIL.

37. I'eHeTUYHU BEUIECTBEHOOOMEHHHU 3a00sIBaHUS - AEPUHUIMS, TPYIH, T€HETUYHU
nedeKTH, MOJIEKYIHa TaTo(U3MOIOTHS, KIMHUYHU XapaKTCPUCTUKU, TCHETUYHA
muarHoctuka, MI'K, npodunakrtrka u Tepanus.3a00isBaHus CBbP3aHHU C HAPYIICHUS
B 0OMsIHAaTa Ha BBIJICXUPATHUTE.

38. 'eHeTMYHU BELIECTBEHOOOMEHHHU 3a00sIBaHUS - AEPUHULMS, TPYIH, T€HETUYHU
nedeKT, MOJIEKYIHa TaTo(U3MOIOTHS, KIMHHUYHU XapaKTCPUCTUKU, TCHETUYHA
muarHoctuka, MI'K, mnpodunaktmka wu  Tepanusa. Jluzo3omHM — OoJecTH.
JlucnunonporenHeMuun

39. I'eHeTUYHU BELIECTBEHOOOMEHHHU 3a00sIBaHUS - AEPUHUIMS, TPYIH, T€HETUYHU
nedeKT, MOJIEKYJIHa TaTo(U3MOJIOTHS, KIMHHUYHU XapaKTCPUCTUKU, TCHETHUYHA
muarHoctuka, MI'K, npodunaktuka u tepanus. Oprannunu anmaypur. Jledextn Ha
MeMOpaHHUsT OBOpEUHUsS TPAHCIIOPT.
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40. I'eneTnyHM BerecTBEHOOOMEHHH 3a00JBaHUs - Ae(DUHUIMS, TPYNH, TEHETHYHI
nedexTH, MoJeKylHa NaTo(QU3NOIOTHs, KIMHUYHHM XapaKTEPUCTHKH, TEHETHYHA
muarHoctuka, MI'K, mpodunaktuka u Tepanus. Jedextn Ha Mertabonm3zma Ha
HYKJICHHOBUTE KHCEINHH, TIOPOUPUHHTE, KIBUHUTE TUTMEHTH M METAJIHTE.

41. HacnenctBeHu 3a00isiBaHUSI ¢ HApPYIICHUS B UMYHHHSI OTTOBOP - Je(UHUIUSA,
T€HETUYCH KOHTPOJ Ha HMYHHHS OTTOBOpP, TJaBEH KOMIUIEKC Ha TbhbKaHHATa
cbBMecTUMOCT - HLLA aHTUTeHH, TeHETUYHH JedeKTH, MOJIEKYTHA MaTO(U3HOIOTHS,
KIIMHAYHUA XapaKTEPUCTUKH, TeHeTH4YHa nuarHoctuka, MI'K, npodunaktuka u
tepanusi. Texkn komOuaupanu umyHogepuuutu (TKHU).

42.HacnenctBeHn WMYHOACPUIIMTA HA XYMOpPAJHUS HWMYHEH OTTOBOp, Ha
¢aroruTo3aTa ¥ CUCTEMaTa Ha KOMIUIEMEHTA.

43. HacneacTBeHa mpeIUCIIO3UITUS KbM aBTOUMYHHHU U aJIEpTUYHU 3a00JISIBAaHUSI.

44. HacnencrBeHu 3a00IsIBaHUs, CBbP3aHH € 1e(DeKTH Ha CheTUHUTEIHATA ThKaH -
ocreorenesnc ummeppexra (OI), cuaapom Ha Marfan (MFS), cunapom na Ehlers -
Danlos (EDS). pyru 3a0oisiBanusi ¢ BpoJeHU Ae(PEeKTH Ha CheAMHUTETHATA ThKaH.

45. HacnencTBenu 3a001siBaHUsl, CBbP3aHH C 1e(DEKTH B IIUTOCKEIETHUTE IPOTEUHH.
46. HacnencrBenu 3a00siBaHUsA, CBbP3aHH € A€(DEKTH B pElENITOPHUTE TPOTEHHHU.

47. HacnmenctBenu 3abonsBaHusi, cBbp3anu ¢ aedpextu B JIHK-pemaparuBHUTE
CUCTEMH - KCepoJiepMa MUTMEHTO3YM, aTaKCHUsl TeIaHTHeKTa3us, CHHApoM Ha Bloom,
anemus Ha Fanconi, cunapom Ha Cockayne (CS), damuneH HemonumnoseH
kosopekTaneH kapuuHoMm (HNPCC).

48. 3abonsiBaHus, CBbP3aHU C JUHAMUYHU MyTallii- MUOTOHNMYHA aucTpodus (DM),
CUHApPOM Ha uymuMBara X Xpomo3zoMma (cuHipom Ha Martin - Bell), xopes nHa
XBHTUHTTOH, CIIUHAIHO-O0y0apHa MyckynHa arpodus (6onect Ha Kenenn), cimHO-
uepebenapua arakcusi (SCA1 u SCA2), 6onect na Machado-Joseph (MJD, SCA3),
atakcusa Ha Opunpaiix.

49. MuTOXOHIIpHaHU OOJECTH - HAcJeICTBEHAa ONTHYHA HeBpomartus Tumn Jlebep
(LHON), wmuokioHyc enwiencus ¢ napuaiuBu MyckynHu BiakHa (MERRF),

CUHIPOM  HAa  MUTOXOHJpHAJIHA  MHUONATHS, eHIedanonaTus, JIaKTaTHa
aruo3a,uacynrononoonu enuzonu (MELAS),cunnpom Ha Kearns — Sayre u mip.
50. DapMaKOTeHETUYHHU nedextu(dI)- MOHOTEHHH peaKku(aTunyHa

OyTUpUIIXOJMHECTEpas3a,  3JI0KaYyeCTBEHa  XHUIEPTepMUs, INpU  HECTaOWIHU
XEMOIJIOOWHH, TPU HamalleHa aKTUBHOCT HA €H3WMHU CBBP3aHU ¢ MeTabonm3ma Ha
TIIyTaTUOHA, NPH Ae(enuT Ha METXEMOTJIIO0MHpPEyKTa3aTa).

51. ®apmakorenernuyan nedektu(PI'/])- MoHOreHHH MOTUMOPPHH(TITFOK030-6-
dbocharaexuaporenaszta HEIOCTATHYHOCT, npu nehunuTI Ha N-
areTrnTpancdepasara, amkoxoi U alIeXua JeXUIporeHasara.

52. ®apmakorenernynu nedextu(dDI'J]), nboKamy ce Ha TEHETHYEH MOJIUMOPHU3HBM
B cucTemara Ha uToxpoM P 450 MoHOOKCUTEHA3H.

53. CouuanHO3HAYUMHU OOJECTH C HACJIEICTBEHO MpPEIpa3NoyiOKeHUEe U BPOACHU
aHOMaJMM Ha Pa3BUTUETO C MYyNTU(HAKTOPHA/TIONUIEHHA €THOJIOTHS - O0IIa
XapaKTepUCTHKA, METOAM 3a AMArHOCTHKA, MEAMKO-TeHETHMYHO KOHCYITHpaHE U
0COOCHOCTH HAa TEHETHYHUS PUCK,TPOPIIAKTHKA.

54.I'eneTuka Ha YMCTBEHaTa HEJOCTaThYHOCT - CBIIHOCT, NPUYUHU, TE€HETUYHA
XETepOTreHHOCT U Kiacuukaius. JJMarHocTUKa ¥ MEIUKO-TeHETUIHO KOHCYJITHPAHE.
55. OHKOreHeTHKa - FeHeTHYHa perylalus U HapylleHUs Ha KIEThYHHUS LHUKBJI U
arornro3ara.
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56. OHKOI'€HETHKA - IPOTOOHKOTEHU U MEXAHU3MHU 3a aKTUBALUsl, TYMOPCYIIPECOPHU
T'€HU U T€HH CBBP3aHU C TEHOMHA HECTA0OMIIHOCT.

57.MenuKo-reHeTUYHO KOHCYJATHPaHEe -IPUHLUIN U 3a7add. ETanyu Ha reHeTHYHOoTOo
KoHCcyntupaHe. OcOOEHOCTM TMpH OIpeleNsHe Ha pHcKa INpU  XPOMO3OMHH,
MOHOTE€HHH M MYITH(AKTOPHHU/TIONMUTEHHN 3a00isBaHui. CHBpEeMEHHU MOPAIHO-
€TUYHM, IPaBHU U COLMAIHU NpoOieMu. Perucrep Ha BpOJEHUTE U HACIEACTBEHUTE
3a00JsIBaHMSI - IPUHIIUITN, OPTaHU3ALIKS.

58. IlpenaramHa AWarHOCTHKA -CHIIHOCT, IEJ, TOKazaHus W Meroaw. IIpeHartamna
JMAarHOCTHKA Ha XpOoMO30MHUTe OonectH. IIpeHaranHa nuarHocTuka Ha MOHOT€HHHU
oonectu. KomOnHupaHa npeHaTaiHa TuarHoCTHKA.

59. llpenuMIuIaHTallMOHHA M TPEAKOHLENLMOHHA [WAarHOCTUKAa - WHAMKAIMH,
MaTepHaad 3a U3CICNBAaHE, TCXHUKHM 3a ACHCTUpaHa penpoaykuusd. I'eHeTnyHun
METOJIU -Bb3MOKHOCTH U OTpaHUUYEHUSI.

60. I'eHeTHYHN CKPUHUHTOBY MPOTrPaMHU — BUJIOBE, YCIOBUS 32 IPOBEXJAHE U METOAU
MopanHo-€TUYHH M COLMAIHM Npobiemu. 3HaueHHWE 3a MNpoduIaKTHKaTa Ha
HACJICICTBEHATA M1aTOJIOTHs. [ eHETUYHO KOHCYITHPAHE.

61.MacoB 1 CeNleKTUBEH CKPUHUHT 32 HACJIEJICTBEHHU BEIIECTBOOOMEHHHU 3200 IsIBaHUS
Cpell HOBOPOJCHH.

62.MacoB CKpUHUHI 3a BpOJECHHM aHOMaluu cpen HoBoponeHu. Ilomxomm 3a
perucrpanusi.

63.bHoXMMUYEH U YNTPa3ByKOB CKPUHUHI HAa OpPEMEHHHU KEHH 32 HSAKOM Hal-4ecTH
BPOJICHU aHOMAJIMH Ha IUI0Za

64.1'eHeTHYEH MOHHUTOPHUHI - IIOMYJIALMOHEH MU BUCOKO-pUCKOB. OCHOBHU TIpynH
MeToAM.3HAYEHHE 3a OXpaHaTa Ha raMmeroreHe3aTa W NpoQUIaKTHKaTa Ha

KaHueporeHe3ata.ConyaaHoO-IpaBHU ~ NpoOJeMu,  CBBP3aHH € TEHETHYHUS
MOHHUTOPHHT.

65.KoHBeHIIMOHAIHA Tepanus Ha TeHETUYHUTE OOJIECTH.

66. T'enHa Tepamusi Ha MOHOTEHHU 3a00JIIBaHUS — WPHUHIUIHN, MOJCKYJSIPHHA

BEKTOPU,IIPUMEPH.
67.AHTHCEHC TeHHa Teparus Ha OoJIeCTH, CBBP3aHH ChC COMAaTUYHU MyTallMd —
MIPUHIINIIH,, TIOXOH, IPUMEPH.

68. I'enHa Tepamus Ha OHKOJIOTUYHHM 3a00JIIBaHUS — TYMOP-CYNpPECOpHa, dYpe3
CTUMYJIMpaHe Ha IMYHHATA CHCTEMa U Ch3JaBaHe HA YyBCTBUTEITOCT KbM JICKAPCTBA.
MopanHo- eTuyHHU MpoOIeMH Ha TeHHATa Teparusl.

69.I'eneTnyHN (aKTOPH TPU PENPOAYKTHBHH HeOjaromosyuuss — HHGEPTUIHUTET,
CIIOHTAaHHHM a0OpPTH M MBPTBOpPaKAAHUS. 3a00NIABAaHMSA, CBBP3aHU C HAPYLICHHS B
noJioBaTa nudepeHIHaIns.

70. HacnenctBeHHM HEBPOJOTHYHU 3a00JSIBAHUS - MYCKYJIHU AUCTPO(HH, CrIMHATHA
MYCKYJHa aTpodus .

71. HacnencTBeHr HEBPOJIOTHYHH 3a00JI5BaHUSI - HACJICACTBEHH MOTOPHO-CEH30PHHU
HEBpPONATHUH.

72. HacnenactBeHa NPEeNUCIIO3MIMS TPH TMCUXWYHU 3a00JIABaHUS — IH30QpEHUS,
aeKTUBHH 3a00JIsIBaHMS, eMHIIETICHs, OosiecT Ha Anxanimep.

73. HacnencTBenu 3a00/sBaHMs HA 3pUTEITHUS aHATU3AaTOP — MATMEHTHU PETUHUTH,
JIereHepalys Ha MaKyJiaTta, BpOJIeHa KaTapaKkTa, HapylIeHUs! Ha IIBETHOTO 3pEHHUE.

74. HacnenctBeHa TIIyXOTa — HM30JHpaHH W CUHIpoMHH (opmu. Hapymienus Ha
roBopa.
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75. MoHoreHHH 0O0JeCTH W HACIIEJCTBEHA MPEAMCIIO3UIIMS TPHU HAKOU BBTPEUTHU
3a005BaHUsI — MYKOBHCLH[033a, KIMHUYHU NpOsSiBU Tpu ajnda-1-aHTUTPUIICHHOB
neuIuT, OpoHXHaTHA acTMA.

76. MoHoreHHun 00JecTH W Haclle[ICTBEHa MPEAMCIIO3ULUS MPU HAKOU BBTPEUIHH
3a00NIIBaHMUsSI — aTepoCKiiepo3a, KOpOHapHa OOJIECT Ha CHPILETO, CCCHIMAHA
XUNepTOoHUsI, (haMuIHa XUnepTpoPuuHa KapAUOMHUOIIATHS.

77. MoHOoreHHH OOJIECTH M HACJEJCTBEHA NPEAUCHO3MLUS TPU HIKOU BBHTPEIIHU
320015 BaHusl — OBOpPEYHA TMOJMKHUCTO3a, XPOHWYHU HEPPOMATUH, HACICIACTBECHHU
Oorectu ¢ 6b0peuHu MposiBU O6€3 OBLOpeUHa MOTUKUCTO3A.

78. MoHoreHHH OOJIECTHM M HACIEICTBEHA MPEAUCIO3UINS MPU HAKOW BBTPEITHU
3a00JsiBaHUs — sI3BeHa OoJiecT, (haMHIIHA aJeHOMAaTO3Ha IIOJIMII033a, CHHIPOM Ha
Peutz-Jeghers, upeBHU MOTMTIO3HU, TAHKPEATUTH.

79. MoHoreHHH 0O0JEeCTH W HACIIEJCTBEHA MPEAMCIIO3UIIMS MPHU HAKOU BBTPEUTHU
3a00nsBaHusl —  BpoOjJeHa HaAOBOpedHa XuIepIulaszus, XUMopU3apeH HAHHU3BM,
XUTMOTUPEOUANIBM, TUAOET.

80. MoHoreHHu OOJIECTH W HACJEACTBEHA MPEIUCIIO3UIMS TPHU HIKOM BBHTPEIIHU
3a00JIIBaHUS — PEBMAaTOUICH apTPUT, IMOAArpa.

81. Monorennu OoJieCTH W HACIEACTBEHA MPEAMCIO3UIUS TPH HAKOU KOKHU
3a00JIsIBaHUS - EMUACPMOIU3UC 0Yy103a, HXTHO3a, IICOPUA3HUC.

82. MonoreHHu O00JIeCTH W HACIEACTBEHA MPEAMCIO3UIUS TPH HAKOU KOKHU
3a00JIIBaHUS - TAIIMO-TUIAHTAPHU KEPAaTOACPMHUH C HAPYIICHHs B MUTMEHTAIMATA U
KOXHUTE MPUAATHIM, aTOMHYEH AEPMATHUT, JIYIyC EPUTEMATO/IEC.

83.I'eneTnika Ha (haMUIHM W CHOPAJAWYHHM 3JI0OKAYECTBEHU 3a00JIIBaHUS - paK Ha
ne0esI0To YepBO, MHOYKECTBEHA eHI0KpruHHA Heorutasus (MEN).

84. I'enernka Ha (paMHUITHU U CHOpPAJAMYHU 3JIOKAYECTBEHHM 3a0OJSBaHUS - PaK Ha
MJIEYHATA JKJIe3a U SiuHuKa, chHapoM Ha Li -Fraumeni (LFS)

85.I'eneTnika Ha (QaMIWIHM ¥ CHOPAJAMYHU 3JIOKAYECTBEHH 3a0O0NsSBaHUS —
petuHoOacToM, HeBpoduOpomarosa tun 1 u tum 2, tymop Ha Wilms.

86. IlpenpasmoyiokeHUs KbM 3JI0KQUeCTBECHH 3a00JIsiBaHUS B pe3yiaTaT Ha
MEeTa0O0JIUTEH MOTUMOP(PHU3BM.
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