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CUWIABYC OCBITHBOI'O KOMI'[OI-.I.EHTA
AKTYAJIBHI HPOBJEMUW MEANYHOI '’EHETUKHU

CrenianpHicTh: 15 «MeacecTpuHCTBOY O6csr: 3 kpenutu ECTS (90 rox.)
Crnemniamizaris 15.01 «MeacecTpMHCTBOY HapuanbHi 3aHATTS: JieKWii, MpaKTHYHi
Ocgitapo-mpodeciitia mporpama: CecTpUHChKA CTIpaBa  3aHATTHA

Kon kommonenTa B ocBiTHii nporpami: BK 3 [TimcyMKOBHI KOHTPOIIb: 3aJIiK

PiBeHb BuIIOT OCBITH: Mepumii (fakaaBpchbKMii) [pepexsizutu: OK6, OK7, OK8, OK13,
dopma 3700yTTS OCBITH: OYHA (IeHHA) OK45

Pik HaBuaHHs: 2

Cemectp(n): III (ocinniit) / IV (BecHsinmii)
Tum ocBiTHROTO KOMIIOHEHTA: BUOIPKOBHIi
Hapuanbshnii pik: 2026-2027

Kadenpa/miaposnin: kadeapa axkymepcTrBa, TiHEKoJIOrii, JAUTAYOI TiHekoJiorii Ta MeaU4HOI
reneruku, rnp. Hezanexnocri, 13, KHIT XOP «Mixo0OnacHuii crieliiami30BaHAi MEINKO-TSHETUIHUN
LIEHTP — LIEHTP PiAKicHUX (OpdaHHUX) 3aXBOPIOBaHbY, 1 MoBepx
KepiBHHK OCBITHROTO KOMITIOHEHTA: JI0IIeHT byraiioBa Osiena BasepiiBua,

email: ov.buhaiova@knmu.edu.ua
Cropinka ocBiTHbOr0 Komrnonenta B Moodle: https://distance.knmu.edu.ua/course/view.php?id=5361

OIINC OCBITHBOI'O KOMIIOHEHTA
OcCBITHI! KOMIIOHEHT «AKTYaJbH1 MPOOJIeMU METUYHOI T€HETUKN» BKIIIOUA€E B COO1 B1IOMOCTI 3 PaHHBOT
TIarHOCTUKU TIPUPODKEHOT Ta CHAJKOBOI IMATOJOTii, SIKa IO3BOJISIE CBOEYACHO IMPOBECTH MEIHMKO-
TeHETUYHE KOHCYJbTYBaHHS, PO3PaxyBaTd I'€HETUYHHUH PU3UK, PO3POOHTH iHAWBIAyalbHY TaKTUKY
BEJICHHS XBOPHX Ta YWICHIB iX POJIUH, SIKa CIPSIMOBAaHA Ha 3HIDKECHHS PIBHS 1HBaJiAi3amii i CMEPTHOCTI.

META KYPCY: 3100yTTs Ta normOICHHS 3HaHb, BMiHb, HABUYOK Ta IHIMUX KOMIICTCHTHOCTEH 3
MEINYHOI TeHETHKHU, HeOOXIAHUX Yy mpodeciiiHiil MiSIbHOCTI, SIKi BCTAHOBJIEHI Ha OCHOBI OCBITHBO-
npodeciiHol MporpaMu: BU3HAYEHHS TPYMH PHU3UKY MO PO3BHUTKY CHAJIKOBUX XBOPOO, BU3HAYCHHS
ITOPUTMY OOCTEKEHHS Malli€HTIB BUCOKOTO T€HETUYHOTO PU3HKY MO PO3BUTKY CHAJKOBUX XBOPOO,
aHaT3 Ta IHTEpIpeTalliss pe3yJbTaTiB IUTOTCHETHYHUX, OI10XIMIYHUX, MOJIEKYJISIPHO-TEHETUUYHUX
00CTEKCHB.

PE3YJIBTATU HABYAHH/I:

— OBOJIOJIIHHA OCHOBHMMHM IOHATTSMU MEAMYHOI Ta KJIIHIYHOI T'€HETHKH, OCOOJIMBO CY4aCHUX
pobJIeM J1arHOCTUKY, JIIKYBaHHS Ta MPO(IIAKTHUKY CIIaJAKOBOT aTOJIOTI;

— TPOBOAMTU MEJICECTPUHCHKE CY0'€KTUBHE Ta 00'€KTHBHE OOCTEKEHHS PI3HUX OpPraHiB 1 CUCTEM
MaIieHTa Ta OI[iHIOBAaTH OTPUMaHi AaHi . B ymMoBax 3akianiB oxoponu 310poB’s (303) ta BaoMa,
[UIAXOM CHUIKYBaHHS 3 HNAI[lEHTAMU PI3HUX BIKOBUX TPYII, IXHIMU poAWYaMH YU OJHU3BKHUMU 3
OTOUYEHHS XBOPOIO AUTHHOIO Ta ii 6aTbKaMu, yMITH 30MpaTH CKapr, aHaMHE3 3aXBOPIOBaHHS,
aHAMHE3 JKUTTS, aJeproJIOTIYHUI aHamMHe3, eMiAeMIOJIOTIYHUN aHamMHe3, OI[IHIOBaTH
aHAMHECTHUYHI /IaHi Ta IPOBOAUTU 00’ EKTUBHE OOCTEIKEHHS;

— bpartu ydacte y 3a0e3nedeHHI CHOCTEPEKEHHS 3a 3J0pPOBUM 1 MEPEXBOPIIMM HACEJIECHHSM,
pealimitanii Ta qucnancepHoro Harysiay. B ymoBax 303, ynoma Ta B rpoMajii, KOpUCTYIOUHChH
yuHHUMH HakazaMu MO3 Vkpainu, 3 MeToro ¢popMyBaHHS, 30€peeHHS Ta MOJIMIIEHHS CTaHy
3JI0POB’sl IOPOCIIOTO Ta TUTSIYOTO HACEICHHS.

— Bwmiti BecTm O0O0JIK JUCHAHCEPHUX TPyH HACEICHHS, POOUTH PO3paxyHOK Ta aHaii3
CTaTUCTMYHHUX IIOKa3HUKIB e(EeKTUBHOCTI UCIaHCepu3allii, MPOBOJUTH pO3’ICHIOBAIbHY
poOOTYy cepe] Mali€HTIB PI3HUX TUCHTAHCEPHUX TPy,
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SMICT OCBITHBOI'O KOMIIOHEHTA

IMepenik Tem aexniii (10 rox.):

1.

arwn

[Tpenmer i 3aBaanHs Mean4HOi reHeTUKHU. Poib criagkoBocTi B matostorii mroauau. CeMioTuka
CIaJIKOBUX 3aXBOPIOBAHb

3arajgpHa XapaKTepUCTUKA TeHHOI aTOJIOT 1.

3aranpHa XapakTepPUCTHKA XPOMOCOMHHUX XBOPOO.

3arajgpHa XapaKTepUCTUKA MITOXOH/IPiaabHOI MATOJIOT 1.

PiBHI Ta nuIAX¥ MpoBeACHHS MPO(PITAKTHKHI CIIAAKOBUX XBOPOO.

IMepenik Tem MpaKTHYHUX 3aHATH (22 rox.):

=

~

[Tpenmer i 3aBaaHHS MEIUYHOI TeHETHKH. POJTbh CIIaJKOBOCTI B MATOJIOTI JIFOAMHH.
Kiiniko-reneanoriuauii  Meron. LluTtoreHeTw4yHi 1 MOJEKYJISIPHO-TEHETUYHUH METOJIH.
BioxiMiuHi MeTOIH.

CemioTHKa CHAJKOBUX 3axBOprOBaHb. OCOOJMBOCTI MPOSBIB CHAJAKOBUX XBOopoO. Mopdo-
TeHETHYHI BapiaHTH PO3BUTKY. Bamu po3BUTKY.

3aranbHa XapakTepucTUka MoHOreHHoi mnartosorii. Kiixika 1 reHeTtuka okpemMux Qopm
MOHOTCHHHX Ta €MIreHETHYHUX XBOPOO.

CrnankoBi xBopoou oOmiHy. [IpuHIMNH TiKyBaHHS CIIaIKOBUX XBOpOO, peadiiiTarlii i comianbHOoT
ajionTarii.

3araibHa XapaKTEPUCTHKA XPOMOCOMHHX XBOpoO. KiiHika ocHOBHUX (OpPM XPOMOCOMHHUX
XBOpOO.

3arajnbHa XapakTepUCTHKA MITOXOHIpianbHOI marosorii. Kiinika, JiarHOCTHKA, JTIKYBaHHS.
3aranpHa XapakTEpPHUCTUKA MYJIbTH(AKTOPIiaJbHUX 3aXBOPIOBaHb. BU3HAYECHHS TE€HETHYHOT
CXUIIBHOCTI. 3aX0/11 PO iTaKTHKH.

PiBHI Ta mOUIAXM TPOBEACHHS NPOQPUIAKTUKMA CIAJKOBUX XBOp0O. Menuko-reHeTn4Hi
KOHCYJIbTyBaHHs. [IpeHaranbpHa giarHocTika. Po3mmpennii HeOHATaIbHHUI CKPUHIHT.

Ilepeaik Tem camoctiiinoi podotu cryaenTa (58 roa.)

el N =

10.
11.
12.
13.
14.
15.
16.
17.

[TinroroBka A0 MPaKTUYHOTO 3aHSTTS 3a TeMoro Nel.

[TiaroroBKa 10 MPaKTUYHOTO 3aHATTS 32 TeMOIO No2.

Kuniniko-reneanoriunuii aHamiz. MeToauka CKJIaJlaHHs POIOBOY.

MeTo050Tis 0OCTEKEHHST XBOPOTO 3 MiJ03POI0 Ha CHAAKOBY MaTosoritoo. [IpoBeneHHs aHamizy
(eHoTUNIYHUX 0COOIMBOCTEN MpoOaHIa Ta WIEHIB HOTo ciM'i.

CunzapomosioriyHui  aHami3. 3acTOCYBaHHS CHHIPOMOJIOTIYHOIO aHaji3y MpH TiarHOCTHUII
CIa/IKOBOI MATOJIOTIi.

[TiaroroBKa 10 MPaKTUYHOTO 3aHATTS 3a TeMOIO Ne5.

CyuacHi wmeronu ytouHwoorouoi miarHoctukun CXO. IHTepmpertalliss pe3ynbTaTiB Ta30BO1
xpomarorpadgii — Mac-crieKTpoMeTpii.

CyuacHi Meroau yrouHtorouoi giarHoctuku CXO. [nTepnperartist pe3yapTaTiB TaHAEMHOI Mac-
CIIEKTPOMETDIi.

[nTepnperalis pe3ynbTaTiB JIarHOCTUKH JII30COMHUX XBOPOO HAKOMMUYEHHS.

HoBiTHI T€XHOJIOTIT B MOJIEKYJISIPHIN J1arHOCTHIII.

[TinroToBKa A0 MPAKTUYHOTO 3aHSTTS 32 TEMOIO Neb.

[TigroroBKa 0 MPaKTHYHOTO 3aHATTS 3a TeMOIO No7.

[TinroToBKa A0 MPAKTUYHOTO 3aHSTTS 3a TEMOIO Ne§.

[TigroroBKa 10 MPaKTHYHOTO 3aHATTS 32 TeMOIO Ne9.

CriagkoBi 3aXBOPIOBaHHS HUPOK.

CucTeMHi CKeNeTHi Iucrasii.

OCHOBHM €KOJIOT1YHOI T€HETUKH, (hapMaKOTE€HETHKH.
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CPC cnpsimoBaHa Ha MNOrIMOJEHHSA Ta 3aKpIIUIEHHS TEOPETHMYHMX 3HaHb, OTPUMAHUX MiJ Yac
ayJMTOPHOTO HAaBYaHHS Ta CIIPHUIIOTH (hOpMyBaHHIO Ipodeciinux komnereHTHOCTel. PesynbraTtn CPC
H1JIATal0Th KOHTPOJIIO Ta BKJIKOYEHI /10 MM1JICYMKOBOTO KOHTPOJIIO 3HAaHb.

KouncyabTamnii: oHaiiH, 3a moMepeIHbOI0 PEECTPALIi€l0 Ha CTOPIHIT Kypcy B CUCTEMI JUCTAHIIIHHOTO
HaBYaHHS KYypCy.

MeTtoau HaBYAHHA: KEWC-JICKI[is, HA0OYHI METOAM HAaBUYaHHS, PO3B’S3aHHS CHTYAI[IfHUX 3a7a4 Ta
KEHCiB, METOJT CTAHIaPTH30BAHOIO TAI[IEHTA.

OIIHIOBAHHASA
IMoTouna HaByaabHa AisibHicTH (ITH/). OniiHtoBaHHs yCMIMHOCTI 3100yBaviB OCBITH 3MIHCHIOETHCS
BIAMOBIIHO 10 [HCTPYKIii 3 OLIIHIOBaHHS HABYAJIBHOI JiSUTBHOCTI 3100yBaviB BUIOi ocBiTH B XHMY
(https://knmu.edu.ua/documents/normatyvni-dokumenty-navchalnogo-proczesu/).
[ToTouna HaBYangbHA JiSIBHICTH 300yBaviB BUIOT OCBITH KOHTPOJIOETHCS BUKJIAAa4eM aKaAeMidHOT
Ipyny, Micis 3aCBOEHHS 3/100yBayaMH BHIIOi OCBITHM KOXKHOI TEMM IAMCLUMUIUIIHU Ta BUCTABISIOTHCS
OIIIHKH 3 BUKOPUCTaHHAM 4-0abHO1 (HAI[lOHAIBHOT) CHCTEMU.
He3anoBinbHI OLIHKK BiAMPabOBYIOTHCS BiMMOBiMHO 10 [TooXXeHHS Mpo MOPSIOK BiIIpPAaIOBAaHHS
CTYJIEHTaMH XHMY HaBYAILHUX 3aHATh (https://knmu.edu.ua/wp-
content/uploads/2021/05/polog_vidprac_zaniat.pdf).
Cepenne apudmernune [TH/] 3a cemecTp cTaHOBUTH 3arajibHy HaBYaJbHY AistibHicTh (3H/I). B kinmi
CEeMeCTpy CepeIHsl OIliHKa 3a CEMECTp KOHBEpPTyeTbcs y OaratobanbHy omiHky (70 — 120 GaiiB)
BiIMOBIAHO A0 Tabmui 1 [HCTpyKIii 3 OLiHIOBAaHHS (UB. BUIIIE).
InpuBinyanbHi 3aBaanns (I3) omintororees 1o 10 6aris.
IlincyMKoBHii KOHTPO.Ib. 3aJiK.
Ouinka 3 gucuuniinm (O/1). Busnauaerscs sk cepenne apudmernane 6anis [TH/.
Ockap:keHHs1 pe3yJbTATIiB MiJICYMKOBOI0 KOHTPOJI0 IIPOBOAMTHCA Yy BcTaHoBiIeHOMYy B XHMY
nopazaky (https://knmu.edu.ua/wp-content/uploads/2021/05/polog_apel_kontrol.pdf).

MNOJITUKHA OCBITHBOI'O KOMIIOHEHTA
Pexomennauii moago podorn Ha Kypci: OpaTu akTUBHY y4acTh y BCiX (popmax poOOTH Ha 3aHATTIX,
MPUCBSAYYBATH YaC BUKOHAHHIO CAMOCTIMHOI poOOTH Ta MIATOTOBII 70 3aHATh, CTABUTH 3alIUTAHHS 1]
qac 3aHATh.
BinBinyBanHs 3aHaTh. Bi/BilyBaHHS JIeK1I1H Ta IPaKTUYHUX 3aHSITH € 000B’SI3KOBUM.
[Tpony1ieHi 3aHATTS BIANPalbOBYIOThCA BiINMOBIIHO 10 [loyiojkeHHS Mpo MOPSAIOK BiANPALFOBAHHS
CTYJICHTAMH XHMY HABYAITBHUX 3aHATh (https://knmu.edu.ua/wp-
content/uploads/2021/05/polog_vidprac_zaniat.pdf).
AxanemiuHa noopouecHictb. XHMYVY croiTh Ha Mo3uLiSX HYJIBOBOI TOJEPAHTHOCTI IO MPOSBIB
aKaJieMiqHo1 HeJoOpodecHOCTI. Byib-Ki MopyIIeHHs MPUHLUIIB aKaleMiqHO1 T0OpOYECHOCT] TSATHYTh
3a o000 BiAMOBiZANBHICTE Yy BcTaHoBieHomy B XHMY mopsoky (https://knmu.edu.ua/wp-
content/uploads/2021/05/polog_ad-1.pdf).
BukopucTtanHs eJIeKTPOHHHMX TajKeTiB Ta iHCTPYMEHTIB IITYYHOIO iHTEJIEKTY JIOIYCKAEThCs
JIMILE 3 103BOJTy BUKJIa/1aya.
IMosiTuka moao ocié 3 ocoduBUMH OCBiTHIMU moTpedamMu. 3700yBaul 3 OCOOJIMBUMH OCBITHIMU
notrpeGamMu MalOTh 3B’s13aTHCA 3 BUKJIA1aueM 3311 pO3pOOKH 1HIUBIyalIbHOI OCBITHBOI TPAEKTOPII.
Yac Bignosiai Bukjaaxaua: 24 roquHu.

TexHiuHi BUMOTH 10 po00TH HA KYpCi:
® JIOCTYyI JI0 KOMIT'toTepa, HOyTOyKa, IUIaHIIeTa ud cMapTdoHa;
e KoprnopaTuBHHI 06sikoBuii 3anuc Google 3 BiacHuM ¢oTO;
e HaBuuku podotu 3 Google Workspace (Google Meet, Docs, Sheets, Slides, Forms) Ta Moodle


https://knmu.edu.ua/documents/normatyvni-dokumenty-navchalnogo-proczesu/
https://knmu.edu.ua/wp-content/uploads/2021/05/polog_vidprac_zaniat.pdf
https://knmu.edu.ua/wp-content/uploads/2021/05/polog_vidprac_zaniat.pdf
https://knmu.edu.ua/wp-content/uploads/2021/05/polog_apel_kontrol.pdf
https://knmu.edu.ua/wp-content/uploads/2021/05/polog_vidprac_zaniat.pdf
https://knmu.edu.ua/wp-content/uploads/2021/05/polog_vidprac_zaniat.pdf
https://knmu.edu.ua/wp-content/uploads/2021/05/polog_ad-1.pdf
https://knmu.edu.ua/wp-content/uploads/2021/05/polog_ad-1.pdf
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Texniuna niompumxa: ACY (ev.shevtsov@knmu.edu.ua), Google (tehotdelknmu@gmail.com),
Moodle (al.korol@knmu.edu.ua)

PEKOMEH/IOBAHI JI’KEPEJIA

1. Meauuna reHeruka. [liApydYHMK JUIsi CTYJIEHTIB BHUIIUMX MeIUYHUX ((papMareBTUIHUX )
HaByanbHux 3aknani [I-1V / Ilix pepakimiero I'peuaninoi O.51., Bonocorus O.I1.: K.,
2019 — 535c.

2. ComaroreHeTHyHe OOCTE)KEHHsI MAIlI€HTIB 13 MiI03pOI0 Ha CIAJAKOBY MATOJIOTIIO: [Mpe3eHTaris
PowerPoint ] / O.d.I'peuanina, }O0.b.I'peyanina, T.B.®pomoa, IO.M.KynpisHuyk,
O.B.byraiioBa, S.P.I'peuanin, /I.B.IlIkonpHikoBa. — Enexkrponni nani (62 cnaiiamn). — Xapkis,
2024.

3. MoHoreHHi Ta emnireHeTH4Hi XBopoOu. DeHo-, TeHo-, Ta eNireHeTHYHi 0COOIMBOCTI Cy4acHOi
[ATOJIOT1 HEPBOBO-TICHXIYHOTO PO3BHUTKY. IIpo mo MoBuarh aitu?: [mpesenraitis PowerPoint ]/
O.A.I'peuanina, T.B.®ponosa, S.P.Ipeuanin, IO.M.Kynpisauyk, FO.b.I'peuanina,
JI.A.Burisceka, J1.B.IlIkonpHIKOBA, O.B.byraiioBa,  JI.B.Mononan, H.O.Ilokas3ii,
O.10.Bepnirop, [.M.Illep6ina. — Enextponni gani (147 cnaiinis). — Xapkis, 2025.

4, MOHOTEHHI Ta eNIreHETUYHI XBOPOOHW. JTUCTOHII-TUTFOC. KIIIHIKA, T'E€HETHKA, J1arHOCTHKA
MIOKJIOHIYHOT aucTOoHIT Ta cunapomy CeraBu: [mpesenTtauiss PowerPoint | / O.f.I'peuanina,
JI.B.Monogan, O.FO.Bepuirop, J.B.llIkonsHikoBa, O.B.byraiioBa. — Enexktponni mani (82
crmaiina). — Xapkis, 2025.

5. Georg F. Hoffmann, Johannes Zschocke. Vademecum Metabolicum: Diagnosis and Treatment
of Inborn Errors of Metabolism, 2021.

6. Georg F. Hoffmann, Johannes Zschocke, William L. Inherited Metabolic Diseases: A Clinical
Approach, 2021.

7. Iurepuer pecypcu: Orphanet: http://www.orpha.net; PubMed Central:
https://www.ncbi.nlm.nih.gov/pmc/; Genetics Home Reference: https://ghr.nlm.nih.gov/;
OMIM (Online Mendelian Inheritance in Man): https://www.omim.org/; GeneReviews:
https://www.ncbi.nlm.nih.gov/books/NBK1116/; GeneCards: https://www.genecards.org/

B.o. 3aBigyBaua kadeapu akymepcTBa, TTHEKOIOT1,
IUTAY0] TIHEKOJIOT1T Ta MEAUYHOI T€HETUKH Onena T PEUAHIHA
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