HAIIIOHAJIbHUH YHIBEPCUTET OXOPOHH 3/10POB’S
YKPAIHU IMEHI I1. JI. IIYIIUKA
CUWJIABYC HABYAJILHOI JUCHUILIITHHA
«MEJUYHA TA JTABOPATOPHA 'EHETUKA»

I'any3b 3HaHB E «Ilpupoganyi HayKu, MaTeMaTHKa Ta CTATUCTHKA
Indp Ta HA3Ba cneniaIbLHOCTI E1 «biomoris Ta Gioximis»

Ha3Ba ocBiTHbO-nipodeciitnoi mporpamu  «IIpukitagHa 6ioyorist Ta GioOMeTUITTHA

PiBenb BUIIOI OCBiTH Ipyruii (MaricrepcbKuil) piBeHb

Kadenpa MEIMYHOT Ta 1a00PaTOPHOT TeHETUKU

Cratyc HaBYaJIbHOI IV CHUILTIHA

, . 000B’s13K0Ba
(o00B’s13K0Ba, BUOIpKOBA)

dopma HABYAHHS O4Ha (JIeHHAa), 3a0YHa
Bukiaanay
IpizBuune, im’s1, 10 6aTLKOBI Toposenko Haranis I'puropisua
Iocana 3aBilyBay Kadeapu MeAMYHOI Ta 1a00paTOPHOI T€HETHKH
HaykoBuii cTyninb, BuUeHe 3BaHHSsI JOKTOp MEIMYHUX HayK, podecop, uneH —kopecnonaeHT HAMH VYkpainu
EnexTponHna aapeca medgen2010@ukr.net

https://www.nuozu.edu.ua/s/np/k/medychnoi-ta-laboratornoi-henetyky/naukovo-pedahohichni-pratsivnyky/1952-horovenko-
nataliia-hryhorivna#gsc.tab=0

IHocunanns Ha npodins BuKIagaya

Koncyabramii IIOZICHHO MPOTSTOM JIPYTOTO CEMECTPY MEPIIOro HaBdarbHOTO poKy, 10:00 — 16:00, okpim cyO0oTH Ta HEILI.


https://www.nuozu.edu.ua/s/np/k/medychnoi-ta-laboratornoi-henetyky/naukovo-pedahohichni-pratsivnyky/1952-horovenko-nataliia-hryhorivna#gsc.tab=0
https://www.nuozu.edu.ua/s/np/k/medychnoi-ta-laboratornoi-henetyky/naukovo-pedahohichni-pratsivnyky/1952-horovenko-nataliia-hryhorivna#gsc.tab=0

Meta 1ucHMILTIHA

3aBIaHHd IUCHUILTIHA

IIpepexBizuTn

IMocTpekBizuTH

KomnereHnTHoOCTI,
(popmyBaHHIO AIKHX
CIIPUSIE€ AMCUMILTIHA

3arasbHa iHopMalisi NPO TUCUMUILIIHY

®dopmyBaHHs y 3700yBaviB BUIIOI OCBITH KOMILUICKCY TEOPETHYHUX 3HAHD 1 MPAKTUYHUX HABUYOK MO0 CYYaCHHX TCHETUYHUX
METOJIIB JTOCIIJPKCHHS CITaJKOBOI MATOJOril, a TaKOXX iX 3aCTOCYBaHHS JUIsl PO3B’S3aHHS KOHKPETHUX TNPUKIATHUX 3aBJaHb.
JlucuuiutiHa crpsiMOBaHa Ha OBOJIOJIHHS 3arajlbHOI0 METOJIOJIOTIEI0 aHaNi3y Ta KIOYOBUMH METOJAaMHU, IO MArOTh BaXKIIUBE
3HAYEeHHS B IOCI1PKEHH1 610J10T1YHOTO MaTepiany. BuB4eHHs 1i€1 HAaBYaIbHOT AUCLUUILTIHU € BATOMHM €TallOM 3araJibHO1 IiATOTOBKHU
3m00yBayva OCBITH, 3a0e3reuye HeoOXiIHy 0a3y 3HaHb 1 BMiHb JIJISl TIOJAIBIIIOT0 OCBOEHHS OUIBIN CKJIAIHUX METOIB 1 MPUIAIiB, a
TakoXk (popmye 31aTHICTE OOTPYHTOBAHO 00MpaTh eheKTUBHUN METO]] AaHAJI3Y BIAMOBITHOTO 00’ €KTa 3riHO CPOPMOBAHKX 3aBIaHb.

OCBO€HHS TEOPETUYHUX OCHOB IOJI0 MEXaHI3MIB 30€peeHHs, Tiepenadi 1 peaisallii CraJKoBUX O3HAK Ha BCIX PIBHAX Oprasizaii’
KHUBOTO (MOJIEKYJIIPHOMY, KIITHHHOMY, OPTraHi3MEHHOMY Ta MOMYJISILIHHOMY) Ta OpraHi3allii cragKoBOro Marepiaiy, BIaCTHBOCTEY
Ta MEXaHI3MiB peai3allii TeHeTUYHOTO KOy, CTPYKTYpPH I'€HIB, MEXaHi3MIB €KCIIpecii TeHETHYHOI iH(popMaIlii, MPUHIIKIIB 1 METOIIE
TEHCTHYHOTO aHali3y,; MPaKTUKA 3acCTOCYBaHHS TIEHETHYHUX METOMIB aHamizy (KIIHIKO-TeHEAJIOTriYHnd, Ol0XiMIYHUH.
[UTOTEHETUYHUHN, MOJEKYJISIPHO-IIUTOTCHETUYHUI, MOJIEKYJISIPHO-TEHETUYHUN Ta iX Moaudikamii). BUBYECHHS NUCHUIUIIHM JAcTE
3MOTY HABYATHCS NPUHAMATH PIIIEHHS MO0 BUKOPUCTAHHS €(EKTHBHOTO TEHETHYHOI'O METOAY aHaNi3y YM KOMOIHAIll JEKUTBKOX
METO/IIB JJIsI TOCIIIIPKEHHS IIEBHOTO 00’ EKTY.

OnaHyBaHHS JUCIUIUIIHA TPYHTYEThCS Ha 0a30BUX 3HAHHSAX 13 TEHETUKH, MOJEKYJIApPHOI Ta KIITUHHOI Olosorii, Oioximii.
[lepenbavae po3yMiHHSI OCHOB CIaIKOBOCTI i MIHJIIMBOCTI, OpraHi3alii Ta peasizamii TeHeTHYHOI iHpOpMallii, a TaKOK HABHICTh
0a30BUX HABUYOK POOOTH 3 OI0JIOTIYHUM MaTepiajioM, aHaJli3y W IHTEepIIpETallii pe3yIbTaTiB 1a00PATOPHUX JTOCIIIKCHD.

HaOyTi 3HaHHS Ta HABUYKH 3aCTOCOBYIOTHCS Ui aHAJI3y CIIAaJKOBOi MAaTOJOrii, BHOOPY METOJIB T'€HETHYHHUX JOCITIKEHb Ta
iHTeprpeTalii iX pe3ynbTaTiB. BoOHM MOXYTh BHUKOPHUCTOBYBATHCS TMiJ 4Yac MEPEAAUIIOMHOI MPAKTHUKH, MIATOTOBKH JI0
aTeCTAIIMHOTO ICTIUTY, BUKOHAHHS KBaJi(iKalliiHOT pOOOTH Ta MOJANIBIINOT HAYKOBO-AO0CITHOT A1SUTBHOCTI.
Inmezpanvna komnemenmuicms: 30aTHICTh PO3B’A3yBaTH CKJIAJHI 3aBJIaHHS Ta poOsieMu B cdepi 0100r1i Ta O10MEAUIIMHU TIPU
3ailicHeHH1 npodeciiiHol AISTBHOCTI a00 y Tpolleci HaBYaHHs, 110 nepeadayae MpoBEACHHS TOCHIKEHb Ta 31HCHEHHs 1HHOBAIII,
XapaKTEePU3YETHCS HEBU3HAYCHICTIO YMOB 1 BUMOT.
3azanvni Komnemenmuocmi:
3K06. 3naTHICT POBEIEHHS JOCIII)KEHb Ha BIAMOBITHOMY PIBHI.

Daxo6i KomMnemenmuocmi:

CKO1. 3paTtHICTP KOPUCTYBATHCS HOBITHIMH JOCATHEHHSMH O010J0Tii, HEOOXITHUMH IJisi MpOoQeciiiHOol, AOCTITHUILKOI Ta/abo
IHHOBAIIIHOT JiSITILHOCTI.
CKO7. 3gaTtHicTh J1arHOCTYBaTH CTaH O10JIOTTYHUX CHUCTEM 3a pe3yibTaTaMy JOCTIIKEHHS OpraHi3MiB Pi3HUX PIBHIB OpraHi3allii.
CK10. 3gaTHicTh BUKOPUCTOBYBATH PE3yIbTaTH HAYKOBOTO MOMIYKY B MPAKTUYHIN TiSTTHHOCTI.

CK11. 3gatHicTb po3po0sSTH Ta BIPOBAIKYBATH HOB1 JaOOPATOPHI MIAXOAH 10 BUSBJICHHS NATOJIOTTYHUX 3MIH Ha MOJIEKYJISIPHOMY,
KJIITUHHOMY Ta TKAHUHHOMY PiBHSIX.

CK12. 3naTHicTh 1HTErpyBaTH 010JI0T14H1, 610XIMI4HI, (JapMaKOIOri4HI Ta 010TEXHOJIOT1YH1 3HAHHSA JUJIsl CTBOPEHHS Ta OLIIHIOBAaHHS
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IHHOBAIIMHUX TEXHOJIOT1H MpOo(dIIAKTUKH, MOHITOPUHTY Ta KOPEKIIIl MaTOJOTIYHUX CTaHIB JIOIUHHU.

PesyabTaTn HaBuannss ~ [IPHS. AnanizyBatu Ta OLiHIOBATH BIUIMB JOCSTHEHB 010JI0Tii HA PO3BUTOK CYCHIJILCTBA.

[TPH6. AnanizyBatu 610JIOT14HI SIBUIIA Ta MPOIIECH HA MOJICKYJISIPHOMY, KJIITHHHOMY, OpTraHi3MEHHOMY, MOMYJISAIIHO-BUA0OBOMY Ta
OiochepHOMY PIBHSIX 13 TOUKH 30py (QyHIaMEHTAIBHHUX 3arajbHOHAYKOBUX 3HaHb, a TAKOXK 32 BAKOPUCTAHHS CIICIiabHIX CYJacHUX
METOMIB JIOCIIIKEHbD.

[MPH16. KpuTn4HO OCMHUCIIOBATH TEOpii, MPUHIMIIKA, METOAM 3 PI3HHUX Taiy3el OloJorii /Ui BUPIMICHHS MPAKTHYHHUX 3aBIAHb 1
po0Jem.

[TPH17. OuiHroBaTH Ta 3aCTOCOBYBATH CydacHI METOJIU TOCIIPKEHb JIJIsl BUSBIICHHS MATOJOTIYHUX 3MiH Ha BCIX PIBHSAX OpPraHi3My
BIJIIIOBITHO 0 IIOCTABJIEHOI METH.

[TPH18. Po3pobmasiTu Ta BIpoBaKyBaTH 010TEXHOIOT14H1, 610XiMiuHI Ta (hapMaKoJIOTIYHI TIAXOH 11 MOHITOPUHTY, TPO(ITaKTHKH
Ta KOPEKIIi1 MaTOJOTIYHUX CTAHIB i3 BpaxXyBaHHSAIM MIKJIUCIHUILTIHAPHOTO KOHTEKCTY.

O0cAar INCOUILIIHA Baraneauii o0csar gucuumuting: 4 kpeaguta CKTC (120 roaun).

®opma

Jlyist o9HO1 IeHHOT ()OpMHU HaBYAHHS: ayJAUTOPHUX 54 roauH, camocTiiiHa poboTa 66 roauHu.
Jns 3a0un0i popmu HaBuaHHs: ayauTopHux 20 roauH, camoctiitna po6ora 100 roaunm.

Icrmat

MiICyMKOBOTOKOHTPO0JII0

TepMinu BUKJIaTaHHS

JIMcIuIIiHa BUKJIATAEThCS y 2 (Apyromy) cemectpi 1 poKy miAroTOBKH.

JTUCIUILIIHA
IIporpama qucunIiHA
Kox .
TeMu Hassa moay.1ro, Temu IlepeJtik OCHOBHUX IUTAHb TEMH
MeaudHa reHeTHKa. [IpenmMer Ta 3aBAaHHS MEIUYHOI TeHeTUKH. OpraHizailisi MEIUKO-TeHETUYHOI CIIy)kOu B YKpaiHi.

IIpeamer Ta 3aBaanHs. | Pons cmagkoBocTi B matosorii roauHu. OcoOIMBOCTI MPOSIBIB CITaKOBUX XBOp0O. Kitacudikarris cmagkoBoi matosorii.
Etanu emOpioHanpbHOTO pPO3BUTKY mOAWHH. JluQepeHiiioBaHHS Ha MOJEKYJSIPHO-TEHETUYHOMY, KIITHUHHOMY Ta
TKAaHUHHOMY PIBHSIX.




Perynsauis B nporeci aApoOneHHs i ii mopymeHHs (YTBOPEHHS MOHO3UTOTHUX OJIM3HIOKIB, BaJu PO3BUTKY). Kpurnuni
nepiogn po3BUTKY. Teparorene3. TeparoreHni (akTopu. BpomkeHi Bagu pO3BUTKY: NMEPBUHHI Ta BTOPHHHI, iX
€T10JIOTiYHa reTepPOreHHICTh. [3071b0BaHI, CHCTEMHI Ta MHOKMHHI BPO/IXKEH1 BaJll PO3BHUTKY.

MikpoaHoMaJii, MIKPOO3HaKH Ta CTUTMU JHU3EMOpioreHe3y sSK MOpPGOTCHETHYHI BapiaHTH PO3BUTKY, T€HE3 Ta
noctHaTanbHa MoauGikanisa. [TouarTs cunapomy, acomianii, qepopmartii, Aucruiasii. XapakTepucTUKa BPOIKEHUX Ba
PO3BHUTKY Ta MAIMX aHOMAJII PO3BUTKY SIK MAPKEPiB CIAJAKOBOI IMATOJIOT 1.

KuainiyHa giarHocTuka
CIIAIKOBHX
3axBoproBaHb. Kiiniko-
reHeasIoriyHui aHaJi3.

Oco0MBOCTI KITHIYHOTO OTJISITY XBOPHX Ta iX POJIMHU, IO CIPHUSIOTH 11arHOCTHUIII BPOHKEHOT Ta CIIaAKOBOI MATOJIOTI].
Kumiaiuauii momiMopdizM 1 Moau(BiKyrOUHil BIJTUB TEHOTUITY Ha MPOSBHU MaToyioridyHoi myraiii. CriagkoBi XBopooOu 3
mi3HiM nposiBoM. [IporpenieHTHHiA XapakTep mepeoiry.

YpakeHICTh PI3HUX OpPTaHiB Ta CUCTEM: MOJICUCTEMHICTh YPaXKEHHS.

Menuko-reHeTHYHE KOHCYJIbTYBaHH:, 0COOIMBOCTI, OCHOBHI 3aBIAaHHs Ta MMOKa3aHH: A0 MpoBeeHHs. PoinHa sk 00'eKT
MEJIUKO-TEHETUYHOT'O CIIOCTEPEIKECHHS: HEOOX1THICTh CIMEHHOTO ITiIXOY.

[TpuHIMNH OIIHKM T€HETUYHOTO PU3UKY ITPH MOHOTEHHIH, XpPOMOCOMHIH 1 MyJIbTH()AKTOPHIH MaTOJIOT 1.

KiiHiuHa 3HAYUMICTD SIBUII] HEMTOBHOI MTEHETPAHTHOCTI Ta BapialliiHOI €KCIIPECUBHOCTI y CTPYKTYpP1 MPUYUH KIIIHIYHOT
PI3HOMAaHITHOCTI €TiOJIOTIYHO €IMHUX (OPM CHaIKOBOI MaToorii. AHami3 (PEHOTUIIIYHUX OCOOIMBOCTEH IpodaHAa.
PosznizHaBaHHs (PEHOTUIIYHUX MPOSIBIB CMAIKOBOI MaToorii. BusHaueHHs THMY yclagKyBaHHS O3HAKH, TATOJIOTIYHOTO
MIPOSIBY, 3aXBOPIOBAHHS Ta MIEHETPAHTHOCTI reHa. OcoOIMBOCTI pOIOBOY IPU ayTOCOMHO-IOMIHAHTHOMY, ayTOCOMHO-
periecuBHOMY, X-34€MJICHOMY IOMIHAHTHOMY, X-34YEIUICHOMY PEIECHBHOMY, Y -34EINIEHOMY, MITOXOHApialbHOMY
ycraaKyBaHHI. | €HHI 3aXBOPIOBAaHHS 3 PI3HUMH TUIIAMH yCIIAAKyBaHHSI.

Cxnaganus pogosoay. CUMBOIIH, Ta MpaBUIIa, 10 BUKOPUCTOBYIOTHCS MPH CKJIalaHHI poAoBOAYy. BuMoru g0 ipereHau
ponoBony. Po3paxyBaHHsl pU3UKY NP PI3HUX THUIAX yCNaIKyBaHHS. AHaJI3 pOJIOBOIIB.

3aranbHa
XapaKTepUCTHKA
XPOMOCOMHHX XBOPOO.
Kiinika Ta miarHocTHKaA
OCHOBHHX (opM
XPOMOCOMHHX XBOpPOO.
CyuacHi HalpsIMKH
JOCITIJPKEHb y TEHETHIII.

Myranii sk erionoriydi ¢akropu. ['eHoMHI, XpoMocoMHiI U reHHi mytamii. [Ipuunnu myrtaniii. ®i3uyHi, XiMiuHi,
61os0riyHi MyTareHd. ClIOHTaHHMM 1 1HlyKOBaHUM MyTareHe3 (METO/I1 BUBUEHHSI, OOJIIKY 1 KOHTPOJIIO 32 MyTareHHUMU
eeKTaMH aHTPOITOTEXHOT€HHUX (paKTOPiB HABKOJIMIIHBOTO cepeoBuiia). JleransHi ehektn MyTamiii (IXHe 3HaYEHHS B
NepUHATAJIbHIN, paHHIN IUTAY1I CMEPTHOCTI, 3B’ 30K 3 0€3IIiA/19M, MUMOBUIBHUM BUKHUIHEM).

XpomocomHuit HaOip moauHU. TIOHATTS Npo KapioTHI. XpPOMOCOMHI aHOMalii (YMCIIOBI, CTPYKTYpHi). Tumu
MATOJIOTIYHUX 3MIH B KaplOTHUIIl: MOPYILIEHHS YUCIa, CTPYKTYpH, IJI0iNHOCTI XpoMocoM. [IpaBuna 3anucy kapioTumy.
[HTEeprpeTaltiss HOHATTSI XpPOMOCOMHOTO OJIIMOP(i3My, TOHATHOTO MO3aillU3My, OAHOOATHKIBCHKOT TUCOMII.
XpOMOCOMHI XBOpPOOH, 1110 3yMOBJIEHI MOPYIIEHHSIM KIIBKOCTI YU CTPYKTYPH XPOMOCOM, IIUTOI€HETUYHI MEXaH13MH,
CYTHICTb.

VaBIIeHHS PO MIKPOCTPYKTYpHI mepeOynoBu B xpoMocomax. Kiacudikarlis, €Tioyiorisi, maroreHe3 XpoMOCOMHHUX
xBopo0. Crenudika maToreHesy XpoMOCOMHHUX XBOpOO, 3arajibHi 3akoHOMipHOCTI. [1oBHI i Mo3aiuni ¢popmu. Tumosa
KJIIHIYHA KapTHHA XPOMOCOMHHUX XBOPOO, MapakiiHiuHI Ta J1abopaTOpHI METOAM A1arHOCTUKH, JIKYBaHHS, IIPOTHO3,
peabimiTarisi, colianbHa ajanraifis. XpOMOCOMHI XBOpOOH, MOB’s3aH] 3 KUIbKICHUMH 3MIHAMH CTaT€BHX XPOMOCOM
(Cunnmpomu Tepnepa Tta cunapom KraitHbenpTepa, mosicoMii 3a cTaTeBUMU XpoMocomMamu). Yactora XpoMOCOMHOT
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MaTOJIOTIi y momyisAwii, KiIiHiuHI GopMu i BapiaHTH, TaTOTe€HE3, TUIIOBA KIIiHIYHA KapTHHA, TapaKIiHiyHi Ta 1JabopaTopHi
METOAM JIarHOCTHKH, JIIKyBaHHS, IIPOTHO3, peadiiTallis, coliajbHa ajgamnTallis. XpOMOCOMHI XBOpOOH, IMOB’s3aH1 3
KimbkicHUME 3MiHamMu aytocoM (Cungpomu Jlayna, Ilaray, EnBapmca). XpomocomHi XBopoOuW, TOB’si3aHi 3i
CTPYKTYpHUMH aHOMaisiMu XxpomocoM (CunapoMm JIeskeHa - CHHIPOM «KPHUKY KIMIKW». MikpoaeneriiiHi CHHAPOMU
(Cungpom Binbsimca, Ilpanmepa-Bimni, Anrenpmana), ix miarHoctuka. OmHOOATHKIBCHKI JUCOMii. XPOMOCOMHHUMN
IMIIpUTHHT. J{iarHOCTHKA Ta TPO(dIIAKTHKA XPOMOCOMHHUX XBOPOO.
urorenernunuii meton. [lokazanns 1o npoBeaeHHs. Cy4acHi TEXHOIOTIT TOCHTIKSHHS XPOMOCOM.

[Ipoekr «['enom» 1 Moro pe3ynbratd. CydacHl HampsIMKU JIOCHIKEHHS: T€HOMIKa, TPaHCKPUIITOMIKa,
npoTeomika, MeTabosioMiKa, emireHeTuka, papMakoreHeTuka, HyTpireHomika. [TopaorenomHi gocnimkeHHs (GWAS).
Jocnimxenns Hekonytounx PHK. Bukopucranas CRISPR-CAS9 Ta iHIIMX MOJIEKYISIPHO-TEHETUYHUX 1HCTPYMEHTIB.

3aragbHa
XapaKTepUCTHKA
MOHOT'€HHO]I MATOJIOTII.
I'enernuHi MeTOaH
JiarHOCTHKH

MoHoreHHi (MOJISKYJISIPHI) XBOPOOU JIFOIMHH, 110 3yMOBJICHI 3MiHOIO MOJICKYJISIPHOT CTpYKTypH rena. [Ipuknanu
MOHOTCHHHX XBOpOO 00MiHY, 30KpeMa BYTJIEBOJIHOTO, aMiHOKHCIOTHOTO, JIIITHOTO, MiHEpaJIbHOTO 00MiHy. MexaHi3Mm
iX BUHUKHEHHS Ta MIPHHIIAIIN JJA00PATOPHOI MiarHOCTHKH. bioXiMidH1 MeToIM AiarHOCTHKH. [TOHATTS PO CeICKTHBHHMIA
1 MacoBHil CKpHHIHT. 3arajbHi MUTAaHHS €TIOJIOTii Ta MaTOreHe3y MOHOTCHHUX 3aXBOPIOBaHb. 3arajbHi MEXaHi3MU
MaTOreHe3y MOHOTCHHUX CHaIKOBUX XBOpoO. [larorenes i pakropu pusmky, acomiallis 3 MEHIESIIOIOUYUMH 03HAKAMH YH
MapkepaMu. ODEHOMEH aHTHUITUTIALII].

Tunu reHHux MyTaniii. ['eHeTHYHA TeTEpOreHHICTh KIIHIYHO MOMIOHMX (opM 3axBoproBaHb. KiliHIUHMIA
noiMopi3M etiosoriuHo eauHOi (OPMH 3aXBOPIOBAHHS: BapiariiiHa eKcrpecuBHICTh. [IOHATTS Tpo reHo-, GeHo- i
HOPMOKOITI{.

Knacugixkarii MOHOreHHUX 3aXBOPIOBaHb: €TI0JOTI4HA (TEHETUYHA), OPTraHHO-CUCTEMHA, TATOTeHETUYHA.

XBopobu amiHokucioTHOro oominy (PKVY, cxema maroreHesy). XBopoOu OunipyOiHOBOro oOMIHY (CHHIPOM
XKunsbepa). XBopoOu 0OMiHYy
BYIJIEBO/IB (TaJIaKTO3€Misl, TJIIKOTeHo3H). JIi30coMHI XBOpOOM HakomuueHHs (Mykomosicaxapuaosu). [TopymieHHs
oOminy miniaiB. CimeliHa rinmepxosiectepuHeMis. YacToTa iX y Momysisinii, KJIiHIiYHI GOpMHU i BapiaHTH, TUIM MyTallii,
MaTOTeHe3, TUIOBa KIIHIYHA KapTHUHA, MapakiiHIYHI Ta JaOOpaTOpHI METOAM [1arHOCTUKH, JIKyBaHHS, MPOTHO3,
peabimiTaris, coliaabHa aganTarlis.

CyuacHa kiacudikailisi, KOpoTKa XapakTepUCTUKaA IPYyI, TPYAHOIIl Kay3albHO1 Kiacudikamii. Cxema naToreHe3y
CHaJIKOBHX XBOPOO OOMiHY.

KiiHika 1 reneTnka okpeMux (opM MOHOTEHHHX XBOpOO 3 pI3HUMHM TUIIaMU ycnaakyBaHHs [lopyiieHHs: cuHTe3y
TOPMOHIB  (BpPOKEHHH TilOTUPEO3, aapeHOreHiTanbHUl cunApoM). Cunapom wmansbaOcopOuii. [lemiakis.
Myxkosiciuao3. Cunapom Mapdana. Cungpom Enepca-/lannoca. Cunapom ¢pariibHOI (71amMKOi) X-XpOMOCOMH.
Yacrora iX y momyJisii, KJIiHiuHi (opMH il BapiaHTH, TUITU MyTalliif, MaTOreHe3, TUNOBA KJIIHIYHA KapTUHA, TapaKIiHIuH1
Ta 1ab0paTopHi METOAM J1IarHOCTUKH, JIKYBaHHSI, MPOTHO3, peadimiTaiis, colialibHa aaanTallis.

MOIJIMBOCTI MOJIEKYJISIPHO-T€HETHYHUX METOJIB y JA1arHOCTHII cragkoBuX xBopoO. IlonimepasHa maHIrorona
peakiisi. CexBenyBanHs. Po3mm¢poBka reHomy moauHu. [lokazaHHsI 10 3aCTOCYBaHHS MOJIEKYJIIPHO-T€HETHYHHX
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METOZIB Ta iX OOMeKeHHs. 3HaueHHs 610XIMIYHIX METOJIB y A1arHOCTHIII CTIaJKOBUX XBOpPoO 0OMiHy. PiBHI OioXimMiuHOT
J1arHOCTHKU: TIEPBUHHUN MPOAYKT I'eHa, KJIITUHHUN PiBEHb, META0OIITH B 010JI0TIYHUX PiUHAX.

CumnTomMaTHyHa 1 maroreHeTW4YHa Tepamis. [IpUHIMIM NaTOreHEeTUYHOro JIKyBaHHS SK OCHOBHOTO METOIY
Tepamii crmankoBux xBopoO. ErtioTpomne nikyBaHHs. ['eHHO-IH)XXKEHEpHI MiAXOAM 10 JIIKYBaHHS CITAJIKOBUX XBOPOO.
I'enotepanis uepe3 cOMaTHYHI KIITHHU (IPUHIUIN, METOIH, pe3ysbTaTi). OcoOIMBOCTI Teparlii Ta CyyacHi JOCSITHEHHS
B JIIKYBaHHI CIIaJIKOBO1 MATOJIOT1.

3arajbHa OcobmmBocti  OymoBu MitoxoHApiansHOi JIHK. 3arampHa XapakTepHCTHKA MITOXOHIPIalbHOI IATOJIOTII.
XapaKTepUCTHKA OcobmuBocTi  MiTOXOHIpianbHOI  muchyHkiii. Knacudikaris MITOXOHApiAIBHEX XBOp0oO. MIiTOXOHIpiaapHa
MIiTOXOH/IPiaIbHOL CHaJIKOBICTh MITOXOHIpialibHI XBOPOOH, 3yMOBIeHI MyTamisiMu MitoxoHapianeaoi JIHK (curapom Jlebepa). XBopobu,
5 naroJiorii. Meroau 3yMOBJICHI z[eneL.[i;IM.I/I a0o AyIUTiKamisaMu MiTOXOHz[piaJILHo'l' JIHK (KniHiKa}, TFeHETUKA, J1arHOCTHKA, Tepqniﬂ CUHIPOMIB
AiarHOCTHUKH. Kepnca-Ceiipa i Ilipcona). XBopoOu, 3yMOBIEHI TOYKOBUMH MyTamismMu B reHax T-PHK (xmiHika, reHeruka,
niarHocTuka, teparis cuaapoMiB. MERRF, MELAS). MitoxonapiansHi XxBopoOu, 3yMoBieH1 myTauismu siaepHoi JJHK.
3axBOpIOBaHHS, TOB’s3aHI 3 JAe(eKkTaMu AMXAIBHOTO JIAHIIOTA. 3arajibHi MPUHIUIHN JiarHOCTHKH Ta JIIKYBaHHS
MITOXOH/JIpiaJIbHOT MAaTOJIOTIi.
3arajabHa Poib ciakoBUX GakToOpiB i hakTOPiB CEpeAOBUIAa Y BUHUKHEHHI MOIIUPEHOT MaToJorii HeiH(EKIIiHOT eTi0oTii.
XapaKTepUCTHKA 3aranbHa XapaKTEPUCTHKA MYJIbTU()AKTOPHUX 3aXBOPIOBAHB: BIUCOKA YAaCTOTa B MOITYJIALIL; MPUPOJa CTATEBO-BIKOBHX
MYJIbTH(AKTOPHOI PO3XO0JIKEHb; OCOOIMBOCTI MOMMPEHHS T€HIB CXMIBHOCTI i MOMMPEHICTh XBOPOO Y pOANHAX.
naroJiorii. Kirinika, [ToHATTS Tpo CXWIBHICTh. ['eHeTHYHMIA moMMOp(di3M momyiAiid. B3aemMosis reHeTHYHOI CXWUIBHOCTI Ta
AiarHOCTHKA, cnenu(iYHUX YMOB HABKOJHIIHBOTO CEPEOBHUINA B PO3BUTKY 3aXBOPIOBaHb (Hamatu cxemy). KoHKpeTHI MexaHi3MH
6. JIKYBaHHS. peatizariii crmajakoBOi CXUIBHOCTI.
Busnavyenus [TonirenHa CXUJIBHICTD SIK PE3yJbTAT B3a€MOJII1 HEAJIETbHUX TeHIB. [ eHeTnka MyIbTH(AKTOPHUX 3aXBOPIOBAHbB:
reHeTHYHOI TEPMIHOJIOTiS, MOHATTSA ¥ 3MicT. Tabnuii eMnipuyHOro pu3uKy. Mapkepu cxmibHOCTI. DAaKTOPH MiJBUILEHOTO PUZHKY.
CXMJIbHOCTI. 3axoau Omnkorenernyni cunapomu (OI'C). Busnauenns nousatts. Etionoris Ta knacudikamis. CrnaakoBo 00yMOBIIEHI
NpopLIAKTHKH. ¢dopmu Heorutasiil. Mexanizm po3Butky OI'C, ocobauBocTi myxsiuHHOro pocty. Lnsgxu momepemkeHHs Ta TaKTHKA
BenieHHs narfieHTiB pu OI'C.
MKP Mony.tera KOHTpOITbHA [IncemoBe TecTyBaHHS.
pobora
CTpykTypa HAaBYAJIbHOI M CHUILIIHA
Kox ' [lenna ¢popma HABYAHHA 12?a]\r/[glcl_nﬂ) . .
TeMu Ha3Ba 0CBITHBOTO MOZYJTIO, TEMH Veporo | mexuii Hg%& : nTaoﬁlg)}%a pggg?a 1}1;%%%%
1. | Menuyna renetuka. [Ipenmer Ta 3aBaaHHs 16 2 6 - 8 -
2. KiiHiuHa miarHocTHKA CIIagKOBUX 16 2 6 - 8 -




3axBoproBaHb. KiliHIKO-reHeaIori i1 aHaIi3.

g XBOpOOH 31 CIAJIKOBOKO CXHJILHICTIO 22 4 6 - 12 -
4 3aranbpHa XapaKTePUCTHKA XPOMOCOMHHUX XBOp0O. KitiHika Ta qiarHOCTHKA OCHOBHUX 20 4 6 ) 10 )
" | hopM XpOMOCOMHHX XBOPOO.
5 3arajpHa XapaKTEPUCTHKA MOHOT€HHOI MMATOJIOT]. 22 4 6 - 12 -
6 3aranpHa XapaKTepUCTHKA MyJIbTH(GaKTOpHOT aTojorii. KimiHika, giarHocTuka, 16 9 4 ) 10 )
JiKyBaHHs. BU3HAaYeHHs TeHETHYHOT CXMJIBHOCTI. 3aX0au MPOQiIaKTHKH.
7. | MKP 8 - 2 - 6 -
YCcboro KpeauTiB / TOAUH 32 JTUCHUILIIHY 120 18 36 - 66 -

3aouna ¢popma HaBuanus (120 rogun)

Kon HazsBa ocBITHBOTO MOJyII0, TEMU e 6 caMoc- i i
5 HapChK1 J1aoopa x5 1HAUB1.
TeMH Yevoro | JEKUIL | Uppapr | Cropmi obua poboTa
HYHL poooTa
1. Mennuna reneruka. [Ipeamer ta 3aBgaHHs 14 2 - - 12 -
9 KoniHiyHa I1arHOCTHUKA CHAIKOBAX 18 5 16
" | 3axBoproBanb. KiliHiKO-TeHEa 0T YHIIA aHATi3.
3. XBOPOOH 31 CITAJIKOBOK) CXHJIbHICTIO 20 2 - - 18 -
4 3aranpHa XapaKTEPUCTHKA XPOMOCOMHUX XBopoO. KitiHika Ta JiarHoCTHKa OCHOBHHUX 24 5 4 18
" | hopM XpOMOCOMHHX XBOPOO.
5. | 3aranpHa XapakTepHUCTHKA MOHOTE€HHOI MTATOJIOTIi. 18 2 - - 16 -
6 3aranpHa XapakTepUCTHKa MyJIbTU(haKkTopHOI natosorii. KimiHika, AiarHocTHKa, 18 p 9 14
" | nmikyBaHHs. BusHau€HHS reHeTUYHOI CXUIILHOCTI. 3aX0/Ii MPOQ1TaKTUKH.
7. | MKP 8 2 - 6
¥Ycboro kpeauTiB / rOAMH 32 IUCHUILTIHY 120 10 10 - 100 =
CamocriiiHa podora
Kon Oocsr CP
TEMH 3MICT caMOCTIHHOT poOoTH o BEYipHS 3a01Ha
dbopma dbopma
dbopma
1 |Meaununa reneruka. [Ipeamer Ta 3aBgaHHs -
[TpenMeT Ta 3aBAaHHS MEIUYHOI TeHeTuKH. OpraHizallis MeIUKO-TeHEeTHYHOT CITy>KO0u B YKpaiHi. 12

Posb cmagkoBocTi B martojorii mroauHU. OcoOiauBOCTI MPOSBIB cHajakoBUX XBOopoO. Kimacudikaris cmankoBoi

[IaTOJIOTII.




Etanu eMOpioHaJFHOTO PO3BUTKY JIOAWHU. [udepeHiiroBaHHS Ha MOJEKYJISAPHO-TEHETUYHOMY, KIITHHHOMY Ta)
TKaHUHHOMY PiBHsIX. Perysiist B mporieci ApoOJieHHs 1 1i mopymeHHs (yTBOPEHHS MOHO3UTOTHUX OJIM3HIOKIB, BaJlv
po3BuTKY). Kputnuni nepioau po3Butky. Teparorenes. TepaTorenHi ¢paktopu. BpomkeHi Baau po3BUTKY: IEPBUHHI
Ta BTOPUHHI, X €Ti0JI0TiYHa TeTePOTeHHICTh. [30J1p0BaH1, CHCTEMHI Ta MHOKHMHH1 BPOJIPKEHI1 BaJId PO3BUTKY.
MikpoaHoMatii, MiKpOO3HaKH Ta CTUTMH JU3eMOpioreHe3y sik MOp(pOreHeTHYH1 BapiaHTH PO3BHUTKY, €HE3 Ta
nmocTHaTanbHa Moaudikaitis. [ToHATTS cuHIpoMmy, acomiarntii, Aedopmairii, ucriasii. XapakKTEpUCTHKA BPOIKEHUX
BaJl PO3BUTKY Ta MAIMX aHOMAJI PO3BHUTKY SIK MAapKEPiB CIIaJAKOBOI MATOJIOTII.

Kuainiuaa giarHocTHKa CIagKOBUX
3axBoproBaHb. KiliHiko-reHeasoriyauii anaJis.
Oco0JMBOCTI KIIIHIYHOTO OIJISIAY XBOPUX Ta iX POJWHU, IO CIPHUSIOTH IarHOCTHIN BPOHKEHOI Ta CIaJKOBOI]]
MaTOJIOTi.

Kninigyauii moniMopdizm 1 MoaudiKyrounii BIUIMB FT€HOTHUITY HA IPOSIBU MATOJIOri4HOi MyTaii. CriagkoBi XBopoOu 3
mi3HIM rposiBoM. [IporpenieHTHHI XapakTep mepeoiry.

'YpaskeHICTh PI3HUX OPraHiB Ta CUCTEM: MOJICUCTEMHICTD YPaXKECHHSI.

Menrko-rTeHeTUYHEe KOHCYJIbTYBaHHS, 0COOJIMBOCTI, OCHOBHI 3aB/JIaHHS Ta MOKa3aHHA 10 NpoBeneHHs. PoanHa sk
00'€KT MEAMKO-TEHETUYHOTO CIIOCTEPEIKEHHS: HEOOX1THICTh CIMEHHOTO T1IXOTy.

[TprHIMNH OIIHKYM T€HETHYHOTO PU3UKY IIPY MOHOTEHHIH, XPOMOCOMHIM 1 MyIbTH(AaKTOpiaIbHIN MaTOJOT 1.
KitiHiYHa 3HAYMMICTh SBUII HEMTOBHOT IIEHETPAHTHOCTI Ta BapialliiHOI eKCIPECUBHOCTI Y CTPYKTYP1 IPUYHH
KJIIHIYHOT PI3HOMAaHITHOCTI €TIOJOTIYHO €JMHUX (POPM CrIaKOBOI MaToNorii. AHami3 (PEeHOTUIIYHUX 0OCOOTHMBOCTEH
npobanaa. Po3nizHaBaHHs (DEHOTHIIUMUX MPOSIBIB CMAIKOBOI MATOJOTii. BU3HaueHHs TUITY YCIaAKyBaHHS O3HAKH,
MaTOJIOTIYHOIO MPOSBY, 3aXBOPIOBAHHS Ta MEHETPaHTHOCT1 reHa. OcoOIMBOCTI POJIOBOJY NPU ay TOCOMHO-
NTOMIHAaHTHOMY, ayTOCOMHO-PELIECUBHOMY, X-34EIJICHOMY JIOMIHAHTHOMY, X-34€IJICHOMY PELECUBHOMY, Y -
3UEIIICHOMY, MITOXOH/ApIalbHOMY yCIaJIKyBaHHI. | '€HHI 3aXBOPIOBAaHHS 3 PI3HUMH TUIIAMU yCIIaJKyBaHHS.
CxiaganHs posnoBogy. CUMBOIIM, Ta MpaBuiia, 10 BUKOPUCTOBYIOThCS IIPH CKJIaJlaHH1 poJoBoay. Bumoru o
ieren M ponoBoay. Po3paxyBaHHs pU3UKY IpU PI3HUX TUIAX yCNAJKyBaHHS. AHaJli3 pOJIOBOJIIB.

16

3arajpHa XapakTEpUCTHKA XpPOMOCOMHHUX XBopo0. KiliHika Ta JiarHOCTHKa OCHOBHUX (DOPM XpPOMOCOMHHX XBOPOO.
CyuacH1 HalpsIMKH JOCTIKeHb Y TEHETHIII.

MyrTarii sik eTiojoriuHi ¢aktopu. ['eHOMHI, XpoMOCOMHI i reHHi myTanii. [Ipuunnu myramii. Pi3uyHi, XiMiYHI,
Oionoriydi myrareHu. CHIOHTaHHMM 1 IHAYKOBaHMM MyTareHe3 (METOOU BUBYEHHs, OOJIIKY M KOHTpOJIIO 3
MyTareHHUMH e(eKTaMU aHTPOIIOTEXHOTEHHUX (PaKTOPIB HABKOJIMIITHBOTO cepeioBuIna). JleTanbHi ehekTu MyTalii
(iXHe 3HAYEHHS B IEpUHATAJIbHIN, paHHIN IUTAYIN CMEPTHOCTI, 3B'SI30K 3 O€3IUIIASIM, MUMOBIJIbHUM BUKUTHEM).
XpomocomHuii Habip moauHU. [IoHATTS mpo kapioTun. XpoOMOCOMHI aHOMalii (YMCIIOBI, CTPYKTYypHi). Tumn
MaTOJIOTIYHHUX 3MIH B KaplOTHI1: HOPYIIEHHS YKUCIIa, CTPYKTYPH, IJI01THOCTI XpoMocoM. [IpaBuiia 3anucy kapioTumy.
[HTEeprpeTallisi HOHATTSI XPOMOCOMHOTO MOJIMOP(i3My, TOHATHOTO MO3AIlM3MY, OAHOOATHKIBCHKOI IUCOMIi.
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XpoMOCcOMHI XBOpOOH, 1110 3yMOBJIECHI MOPYIIEHHSIM KUIBKOCT1 UM CTPYKTYPH XPOMOCOM, IMTOTCHETUYHI MEXaHI3MH,
CYTHICTb.

YsBIEHHS PO MIKPOCTPYKTYpHI TIepeOy1I0BH B xpomMocomax. Kiacudikailis, €TioJoris, maroreHe3 XpoMOCOMHHIX
xBopoO. Crenndika maToreHesy XpOMOCOMHHUX XBOpOO, 3arayibHi 3akoHOMipHOCTI. [IoBHI ¥ Mo3aiuHi (opmu.
Tumosa KiIiHIYHA KApTHHA XPOMOCOMHHUX XBOPOO, MapaKIiHIYHI Ta J1abopaTopHi METOIU JIarHOCTUKH, JTIKYBaHHS,
MPOTHO3, peadiiTallis, coriaibHa ajanTaiis. XpoOMOCOMHI XBOPOOH, OB ‘si3aHi 3 KUIbKICHUMH 3MiHAMU CTaTEBUX
xpomocoMm (Curmpomu Tepuepa Ta Knaitndensrepa, momicomii). Yactora iX y momyssimii, kimiHigHI Gopmu i
BapiaHTH, MMaTOIeHE3, TUIIOBA KJIiHIYHA KapTHUHA, MMapakKIiHIYHI Ta JabopaTOpHI METOIW MIarHOCTHKH, JIIKYBaHHS,
MPOTHO3, peadimiTallis, coiaibHa aganTamis. XpOMOCOMHI XBOpOOH, MOB’sI3aH1 3 KUIBKICHUMH 3MiHAMHU ayTOCOM
(Cunmpomu [layna, I1aTay, EnBapaca). XpomocoMHi XBOpoOH, IMOB‘s3aH1 31 CTPYKTYPHUMH aHOMAITISIMH XpPOMOCOM
(Cunrmpom JlexeHna - CHHAPOM «KpHUKY Kimiku». Mikpoaenemniitai cuaapomu (Cuanpom Binssmca, [Ipanepa-Bimi,
AHreiapMana), ix miarHoctuka. OmgHOOATHKIBCBKI JHCOMIi. XPOMOCOMHHUM iMOpUTHHT. JliarHOCTHMKAa Ta
npodiTakKTHKa XpPOMOCOMHHX XBOPOO.

[{utorenetnunuit Mmeto. [lokasanHs 10 mpoBeIeHHS.

MeToa BU3HAYCHHS CTATEBOTO XPOMATHHY.

CyuacHi TEXHOJIOT11 TOCIIPKEHHSI XPOMOCOM.

[TpoexT «I'eHom» 1 Horo pe3ynpratu. CydacHi HaIIPSIMKH JOCIIKEHHS: TeHOMIiKa, TPaHCKPHUIITOMIiKa, IPOTEOMIKa,
MeTa00JI0MIKa, eMireHeTnkKa, papMakoreHeTnka, HyTpireHomika. [loBHorenomsi gocmimkenas (GWAS).
Jlocnimkenns Hekoaytounx PHK. Bukopucranus CRISPR-CAS9 ta iHIImMX MOJIEKyISIpHO-TEHETHUYHUX
IHCTPYMEHTIB.

3arajbHa XapaKTepUCTHKA MOHOTE€HHOI MATOJIO0Til.

MoHoreHH1 (MOJEKYJSpHi) XBOPOOM JIOAWHH, IO 3YMOBJIEHI 3MIHOIO MOJIEKYJISIPHOI CTPYKTypU TeHa.
[Tpukiagu MOHOTEHHUX XBOpPOO OOMiHY, 30KpeMa BYIJIEBOJHOTO, aMiHOKHCIIOTHOIO, JIIIJHOTO, MIHEpaJIbHOIO
00MiHy. MexaHi3M iX BUHHUKHEHHS Ta MPUHIMIIM JJAOOPATOPHOI A1arHOCTHKHU. BioXiMiYHI METOIM M1arHOCTHUKH.
[ToHATTST TpPO CENEeKTUBHUN 1 MacOBUM CKpUHIHT.3arajgpHl NHUTAaHHS €TIOJNOrli Ta MNaTOreHe3y MOHOTI€HHMX
3aXBOpIOBaHb. 3arajbHi MeXaHI3MHU MAaTOr€He3y MOHOTE€HHHMX CHaJKoBUX XBopoO. IlaTorenes i dakTopu pusMKy,
acolliallis 3 MEHJIEII0I0YMMH 03HaKaMM Yl MapkepamMu. @eHOMeH aHTUIUNAaIl].

Tunu reHHUX MyTamid. ['eHeTHYHa reTeporeHHICTh KIIHIYHO MOAIOHUX (opM 3axBoproBaHb. KiiHiuHUI
MoJIIMOP(]13M €TIOJOTIUHO €IMHOT POPMU 3aXBOPIOBAHHS: BapialliiiHa eKcrpecuBHICTh. [IOHATTS npo reHo-, heHo- 1
HOPMOKOIIT.

Knacudikaiiii MOHOT€HHIX 3aXBOPIOBaHb: €TI0J0r4YHA (TeHETUYHA), OPTaHHO-CHUCTEMHA, TaTOreHEeTHYHA.

XBopobu aminokuciotHoro oominy (DOKVY, cxema marorenesy). XBopobu 6iipy6iHOBOr0 0OMiHY (CHHIPOM
PKunbOepa). XBopoOu 0OMIHY BYIJIEBOJIB (TaJlakKTO3eMisl, TJIIKOT€HO3H). JIi30COMHI XBOpPOOWM HAaKOIMMYEHHS
(myxomnoumicaxapuno3u). Ilopymenns oOminy miminiB. CiMeliHa rinepxonectepuHemis. YacTora iX y momyJisiii,
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KJIiHI4HI ()OpMH i BapiaHTH, TUIIM MyTallild, TaTOreHe3, TUIIOBA KIIiHIYHA KapTHUHA, MapakIIiHIYHI Ta J1abopaTopHi
METOJIH J1IarHOCTHKH, JIIKyBaHHS, POTHO3, peadimiTaris, colialbHa aaanTaIis.

CyuacHa kmacudikariisi, KOpOTKa XapaKTEpUCTHKa TpyHl, TPYAHOII Kay3aidbHOi Kiacupikamii. Cxema
MaTOTCHE3Y CITaJIKOBUX XBOPOO OOMIHY.

Kninika i renetuka okpemMux (OpM MOHOTEHHHX XBOpOO 3 pI3HMMH THIIaMHU ycnajakyBaHHsS llopyrienns
CHHTE3y TOPMOHIB (BPOPKCHHH TINOTHPEO3, aJipeHOTCHITAIbHUIA cuHIapoM). CuHapoM manbabcopoOii. Llemiakis.
Myxogiciunos. Cuanpom Mapdana. Cunapom Enepca-Jlannoca. Cunapom ¢parinbHOi (J1amMKo1) X-XpoMOCOMH.
Yacrora ix y momyJsmii, KiiHIYHI (opMu ¥ BapiaHTH, TUIIM MyTalllif, TaTOT€HE3, TUIIOBA KIIHIYHA KapTHHA,
MapakIiHivHI Ta Ta00PaTOPHI METOIM JIarHOCTHKH, JIIKYBaHHS, IIPOTHO3, peadiliTallis, ComiaabHa aanTallis.

MO>KJIMBOCTI MOJICKYJIIPHO-TEHETUYHUX METO/IB Y IIarHOCTHIIl CIaJIKOBUX XBOp0oO. [TommepasHa naHIoroBa
peakuis. CexBeHyBaHHs. Po3mmdpoBka reHomy moauan. [TokazaHHs 10 3aCTOCYBaHHS MOJIEKYJISIPHO-T€HETHYHHX
METOMIB Ta iX OOMEXeHHs. 3HayeHHS O10XIMIYHHMX METOJIB y JIarHOCTHIIl CHAJAKOBHUX XBOpoO oOMiHy. PiBHI
010X1MIYHOI A1arHOCTHKY: TIEPBUHHUN MPOTYKT I'eHa, KIITHHHUHA PiIBEHb, META0OITH B O10J0T1YHUX piTUHAX.
CuMITOMaTHYHA 1 TATOreHETHYHA Tepaltis. [[pUHIMITY MaTOreHETUYHOTO JIIKYBaHHSI IK OCHOBHOT'O METOJy Tepartii
crankoBUX XBopoO. EtioTponue nikyBaHHs. ['eHHO-1HXEHEPHI MiAXOIH 10 JIKYBaHHS CIIaJKOBHX XBOPOO.
['eHoTeparis 4yepe3 coMaTUyYH1 KIITHHH (IPUHLIUIIN, METOIH, pe3yibTaTu). Oco0arBOCTI Teparii Ta cyyacHi
TOCSATHEHHS B JIIKYBaHHI CIIaIKOBOI MATOJOTT.

3arajibHa XapaKTepuCcTHKA MiTOXOHApiajabHOI naToJorii. OcobnuBocti 6ygoBu MitoxouapiansHoi JTHK.
3arapHa XapaKTEPUCTHKA MITOXOHIPiadbHOI aTosorii. OcoOIMBOCTI MiTOXOHIPIaIbHOI AUCHYHKIIIT.
Knacudikamist MiTOXOHApialbHUX XBOp0O. MiTOXOHApialibHA CIIaAKOBICTh MITOXOH IpiajibHI XBOPOOH, 3YMOBIIEHI
MyTanisiMu MitoxoHapiaabHoi JIHK (c-M JleGepa). XBopoOu, 3yMOBIIEH1 AenenisiMu abo AyIUTKaisasMu
miToxoHapianbHoi JIHK (kniHika, reHeTHKa, 1larHocTrKa, Tepamis cuaapoMiB Keprca-Ceiipa 1 [Tipcona).
XBOpoOH, 3yMOBJIEHI TOUKOBUMHU MyTaiisiMu B reHax T-PHK (kiiHika, reHeTuka, AlarHoCTHKa, Teparnis

curapomiB. MERRF, MELAS). MitoxonapiaibHi XBopoOu, 3ymoBiieH1 myTauismu siaepHoi JJHK. 3axBoproBanHs,
MOB’si3aH1 3 AePeKTaMH IUXaJIbHOTO JIAHIIora. 3arajibHl IPUHIUIHN 11arHOCTUKHU Ta JIIKYBaHHS MITOXOH/IpialbHOI
aTOJIOTIi.
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3arajbHa XapakTepucTuka MyJiabTH(akTopHOI natoJiorii. Kiinika, niarnoctuka, jJikyBanus. Buznauenns
TeHeTHYHOI CXHJIBHOCTI. 3aX01H NPOPIIAKTHKH.

Ponb cnankoBux ¢aktopiB 1 (akTOpiB CepelOBUIA y BHHUKHEHHI MOLIMPEHOI MAaTOJOTii HelH(EeKUiHOiI
eTiozorii. 3arajibHa XapaKTEPUCTHKA MYJIbTU(AKTOPHUX 3aXBOPIOBaHb: BHCOKA YacTOTa B MOMYJIALIi; MPHPOJIA
CTaTeBO-BIKOBHUX PO3XOJKEHb; OCOOIUBOCTI MOIMKUPEHHS I'€HIB CXMJIBHOCTI i MOMIMPEHICTh XBOPOO y pOJIMHAX.

[MonarTs mpo cxmibHICTh. ['eHeTHuHM TodiMOpdi3M momysAiid. B3aeMosis reHeTHYHOI CXMIBHOCTI Ta
crenugiYHIX YMOB HaBKOJHUIIIHBOTO CEPEIOBHUIIIA B PO3BUTKY 3aXBOPIOBAaHb (HagaTH cxemy). KoHkpeTH1 MexaHi3Mu

eaJtizallii craJIkoBOi CXUIIBbHOCTI.
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I1iIBUILIEHOTO PU3HKY.

[lomireHHa CXWJIBHICTh SIK pE3yJbTaT B3a€MOAll HealenbHUX TeHiB. [‘eHeTmka MyIbTH()AKTOPHUX
3aXBOPIOBaHb: TEPMIHOJIOTISI, MOHATTA W 3MICT. TaOnuIll eMIipUYHOrO0 PU3HMKY. Mapkepu CXWIbHOCTI. DakTopu

Onkorenernyni cuaapomu (OI'C). Buznauenns nonsatts. Etionoris ta kinacudikamis. CriagkoBo 00yMOBiIeH1
dopmu Heomnaziit. Mexanizm po3Butky OI'C, 0co0auBOCTI MyXIUHHOTO pocTy. Lnsxu monepemkeHHs Ta TAKTHKA|
BeneHHs nmamiedTiB npu OI'C.

MKP [[loBTOpeHHst Tem 1 - 6

Bceboro

66 - 100

HaBuaJjabHi TexHoJIOrIl Ta
¢opmu i 3ac00M HABYAHHA

Opranizaniss HaBYaHHA
Ha nekuyiax matepiall TIOJA€ThCS CTPYKTYPOBAHO, 3 aKIIEHTOM Ha KiIacH(iKallio CIaJKOBUX XBOPOO, KJIACHYHI Ta CyYacHi

3pa3KiB Ta OLIHKK TMOXHUOOK. 30CEpeKYEThCsl yBara Ha MDKIMCIMIUTIHAPHUX 3B’S3KaX MK 010JI0Ti€r0, 1H(POPMATHKOIO Ta
MEIUITMHO. BUKOPUCTOBYIOThCSA OJI0K-cxemMH, Tabmuill, rpadiku, IUGPOBI NPUKIATH, IO UIFOCTPYIOTh 3aCTOCYBAaHHS
TEOPETHYHHX 3HAHB y PEATbHUX CUTYAIisIX, PUKJIAAN THUIIOBUX CHTYallill y KIiHIUHINA Ta 1abopaTopHiil npakTumi. [loscaeHHs
CYNPOBOIKYIOTHCSI MYJIbTUMEIIMHUMHU TTPE3CHTAIIISIMY, BiJICOIEMOHCTpAIlIIMA POOOTH 00JIaJIHAHHS, Bi3yasi3alli€lo MPOLECiB.
3m00yBadi 320X0UYyIOTHCS 10 aKTHBHOTO OOTOBOPEHHS NPHHIUIIB aHANI3y, ITOCTAHOBKA YTOYHIOIOUYHX IHUTaHb, 31CTABICHHS
PI3HUX METOIB JJIsl BUPIILICHHS PUKJIAIHUX 3aBAaHb.

Ha nabopamopnux 3anammsax 3100yBadi 0e3M0CEPETHHO MPALIOIOTH 13 IpWwiagaMu abo JEMOHCTPAIIMHUMH MOJETSIMH. Y
npotieci poOOTH CTyI€HTH BEAYTh Ja00OpaTOpHi MPOTOKOJIH, CKIIAIal0Th 3BITH, OOTPYHTOBYIOTh BUOIp METO/IIB 1 PEXKHUMIB POOOTH.
[IpoBomuTBHCSI OOTOBOPEHHS THIOBUX IMOMMJIOK, aHal3 albTEPHATUBHUX MIAXOMIB Ta OOMIH MPAKTUYHUM JOCBIIOM MIXK
rpymnamMu.

Ha npakxmuunux 3anammsax peani3yloThes 3aBJIaHHs MPOOIIEMHO-OPIEHTOBAHOTO HABYAHHS 3 BHKOPHCTAHHIM PEeaTbHUX a00
CHUMYJIbOBAaHMX O1OMEIWYHUX JaHUX. 3aCTOCOBYIOTHCS KEHC-METOIH, AUCKYCii, MO3KOBI IITypMH, KOMaHAHa Mo0yJa0Ba
MOJIeJIeH, aHalI3 pe3yabTaTiB 3 OOIpyHTYBaHHSAM BUOpaHoro migxonay. llepemnbadeHo CTBOpEHHs MpE3€HTAalllid, 3BITIB,
AQHATITUYHUX TMOSICHEHb, OOTOBOPEHHS aJbTEPHATHBHMX DpilleHb y Tpymi. lIpakTukyeTbcs mepexpecHe OLIHIOBAHHS
pe3yabTaTiB 1 B3aeMoaHami3 MiAXo/iB.3100yBaul O€3MOCEPeHhO MPAIIOITh 13 MpHiIagaMu a00 JIeMOHCTpaIliiHUMH
MoJiensaMu. Peani3yroTbes 3aBJaHHA 3 CKIIaJJaHHs POAOBO/IIB, IHTEPIPETallii pe3yIbTaTiB FeHETUYHHUX JTOCITIIKEeHb. Y MpoIeci
poOOTH CTYJEHTH BEAYyTh JIaOOpaTOPHI MPOTOKOJIM, CKJIAJAIOTh 3BITH, OOTPYHTOBYIOTH BHOIp METOMIB 1 PEXUMIB pOOOTH.
[IpoBoaNTHCSI OOrOBOPEHHS TUIIOBUX MOMHJIOK, aHali3 albTEPHATUBHUX MIAXOMIB Ta OOMIH MPAKTHUYHUM JOCBIIOM MiX
rpymamMu.
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MeToau HaBYAHHS

Camocmiiiny pobomy 3000yeaua BUKIaaay IUIaHye pa3oM 31 3700yBaueM, ajie BUKOHYE i 3100yBay 3a 3aBJaHHSAMH Ta MiJ
METOAMYHUM KEPIBHULTBOM 1 KOHTPOJIEM BHKIIaJaya;, 3MICT CaMOCTIMHOI poOOTH 3a TeMaMH BH3HAYAETHCS POOOUYOIO
POrpaMoI0 HaBYAIIbHOI TUCIIUILTIHY.

Jlnist akTHBi3aMii mpoliecy HaBYaHHs 3400yBaviB OCBITH IIiJl YaC BUBYCHHS AUCUUILTIHU « Menn4Ha Ta 1abopaTopHa reHeTHKa»
3aCTOCOBYIOTBCSI Cy4acHI HaBYaJbHI TEXHOJIOTII Ta TUJAKTUYHI 3aCO0H, CIIPSMOBaHI Ha ()OpMYBaHHS PO3yMiHHS TPHUHIIUIIIB
po0OTH TpUIIAAiB, PO3BUTOK MPAKTUYHUX YMiHb POOOTH 3 BUMIPIOBAIHPHUMH CHUCTEMaMH Ta QHAIITUYHOTO MHCICHHS B
KOHTEKCTI 00pOOKH pe3yJIbTaTiB BUMIPIOBAHb.
Memoou opzanizayii ma 30ilicCHeHHA HAGYATbHO-NIZHABAILHOT JIATbLHOCHI:

»  cioBecHi (JISKIIisI-MOHOJIOT, JISKIIisI-11ajI0T, MPo0IeMHA-JIeKITis);

» Hao4Hi (Mpe3eHTallisl, IEMOHCTPYBAaHHS; OIOPHUX CUTHAJIB; OIIOPHMX KOHCIICKTIB);

» TpaKTU4HI METOAU (BIPABU; MPAKTHYHI 3aBIaHHS; CIIOCTCPESIKEHHS).
Memoou cmumynrosanna ii Momueayii HAGYAIbHO-NIZHABAILHOT OIANbLHOCHI:

»  MeToJ poOJIEeMHOr0 BUKJIAy MaTepiany;

»  MOJICTIOBAaHHS KUTTEBUX CUTYAIlil;

»  MO3KOBHUH IITYPM;

» METO/Jl OTIOPH Ha )KUTTEBUU JOCBIT;

» HaBYAJIBHOI JIUCKYCII.
Memoou KoHmpoar ii CAMOKOHMPOII0 34 eheKMUBHICHIIO HABUATbHO-NI3ZHABANbHOI OIAILHOCHI:

»  YCHOTO KOHTPOIO;

» THCHBMOBOTO KOHTPOJIIO;

»  CaMOKOHTPOJIIO Ta B3aEMOKOHTPOJIIO;

»  peleH3yBaHHS BiAMOBIIEH.

3arajbHa cxeMa OLiHIOBAHHSA

CYMA BAJIIB 3A IIKAJIOIO | OLIHK OIIIHKA 3A HAIIIOHAJIBHOIO
A HIKAJIOKO
ECTS

100 6aiB 200 6aiB ICIIUT / 1/3aJ11K 3aJTiK

90 - 100 170 - 200 A BIJIMIHHO
82 -89 155 - 169 B
75 - 81 140-154 | C Aobpe 3apaxOBaHO
68 - 74 125 -139 D :
61 - 67 111-124 | E SAAOBLIBHO
35-60 60 - 110 FX HE33J0BIJIHHO HE 3apaxoBaHO
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ITosiTHKa OMAHYBAHHS JUCHMILIIIHH

3000yeau euuioi oceimu 30006’a3anuii:

BUKOHYBaTH BUMOTHY OCBITHBOI IPOrpaMM Ta JOCATaTH BU3HAUYEHUX IS BIAMOBIAHOTO PiBHS BHUILOI OCBITH PE3yJbTaTiB HABUAHHS:

»  HE MPOIYCKaTH 3aHATTS 0€3 MOBAKHOI NPUYMHHU Ta HE 3aITi3HIOBATHCS;

» OpaTH aKTUBHY Y4acTh B OCBITHBOMY IPOIIECi, BECTH KOHCIIEKTH JICKI[ili, IPAKTUYHUX 3aHATH, TOTYBaTH TEOPETUYHHUI Ta NMPAKTUYHUI Marepiai,
BUKOHYBATH nepeadadeHi KypcoM BIIpaBU Ta TECTOB1 3aBAAHHS;

» 3IIHCHIOBAaTH CaMOCTIHHY MiJrOTOBKY /IO 3aHSThH 3Ti/THO J0 3aTBEPKEHOTO IUIaHY;

»  BiANpamnboBYBATH MPOMYIICHI 3aHATTS (JIEKIii, MPaKTUYHI, CEMiHAPCHKi) y BUIIISII pedepaTiB, Mpe3eHTAIlii IHITUX BHIIB POOIT 3TiTHO 3 TEMOIO 3aHATTS
i1 yac KOHCYJIbTAllill BUKJIaZaya 3a po3KJIazoM KadeapH He Mi3HillIe 3aBepIICHHs CEMECTPY;

»  CKJIaJaTH 3rimHo 3 rpadikoM MoTOYHUN MOy IbHUN KOHTpob (IH/3, koHTponbHa poO0Ta) 3 TUCIHILTIHM,

JOTPUMYBATUCh aKaIeMIYHOT 10OPOYECHOCTI:

» CcaMOCTIHHO BHKOHYBAaTH HaBYaJbHI 3aBJaHHS, 3aBJaHHS IOTOYHOTO Ta IiJICYMKOBOTO KOHTPOJIIO PE3yJIbTaTiB HaBUaHHS (U1 OCi0 3 0cOOIMBHMHU
OCBITHIMH NOTpeOaMU 1151 BUMOTA 3aCTOCOBY€ETHCS 3 YpaxXyBaHHSM IXHIX 1HIUBIAyaIbHUX HOTPEO 1 MOKIMBOCTEH);

» TIOCWJIATHCh Ha JDKepelna iHpopmalii y pa3i BAKOPHCTaHHS i11ei, pO3pO0OK, TBEPIKEHB, BiIOMOCTEH;
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» JOTPUMYBATHCh HOPM 3aKOHOJIABCTBA ITPO aBTOPCHKE MPABO 1 CyMiXKHI ITpaBa;
» HaJaBaTH JOCTOBIPHY IH(OPMALIO MPO PE3ybTaTH BIACHOI HABYAIBbHOI (HAyKOBOI, TBOPYOI) MisZIbHOCTI, BUKOPUCTaHI METOJIUKH JIOCIIKCHD 1

Jokepena iHdopmarii.
3a mopyIiieHHs akajeMidHoi 100podyecHo T (TIariat, panbcudikaris, cnucyBaHHs, 0OMaH TOIIO) 3100yBadi OCBITH MOXYTh OyTH IPHUTITHEH] 10
aKaJIeMI4HOI BiAIOBIIAIbHOCTI:
»  TOBTOPHE MPOXOKEHHSI OLIHIOBaHHS (KOHTPOJIbHA POOOTA, ICIUT, 3aJIiK TOIIIO);
» TOBTOPHE MPOXO/PKEHHS BIIMOBITHOIO OCBITHROI'O KOMIIOHEHTA OCBITHBOI IIPOTPaMU;
BiJJpaxyBaHHs 13 YHIBEPCUTETY.
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