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3micTroBuit MoayJab Ne3 Mean4yHa reHeTMKA
Tema 1. MoHoreHHI XBOPOOH, CIIAJKOBI MOPYILIEHHS O0OMIHY.

MoHoreHHi XBOpoOH € OJIHI€IO 3 TTpoOJIeM MEeIUYHOI TeHeTuKH. [HTepec 10 ii
BUBYCHHS IIJIKOM OOIPYHTOBAHUM, TOMY IIIO 1I€ € BEJIMKA Ta PI3HOMAaHITHA 3a KJI1HIY-
HUMH O3HaKaMU TpyTa 3aXBOPIOBaHb, 1ka 00yMOBJIEHA MYTallisIMU HA TEHHOMY P1BHI.
KpiM TOro, MoHOreHHi XBOpOOM MPOSBISIOTHCA B PI3HI MEPIOAM OHTOTEHE3Y, IO
MOB’sI3aHE 3 peati3alli€lo MaToJIOTYHUX MyTaliil. 3HaHHS KJIIHIYHOI CUMITOMATHKH,
METO/IIB JIIarHOCTUKU JTO3BOJIUTH MMOCTABUTH CBOEYACHUUN J1arHO3, MPU3HAUUTH JIKY-
BaHHs 1 Hajatu poauni MI'K.

Jlo 1i€i Tpyn# TakoX BITHOCATHCA CHAJAKOBI XBOpoOM 00MiHy. 3aXBOpIOBaH-
Hsl, TIOB'A3aH1 3 NOPYIIEHHSIM OOMIHY pE€YOBHH, — MpobiemMa rinodansHa. L1 xBopodu
MOIIMPHUITUCS Y BCIX KpaiHax CBITY, 1 MOB'SI3aHO 1€ 3 KapJAUHAIILHUMH 3MIHAMHU YMOB 1
CIoco0y JKUTTS Cy4acHOI JIIOJIMHHM, SIK1 O0e3mocepeHbO BijgOuBaroThcs Ha ii. OOMiH
PEUYOBHH B OpraHi3Mi JIIOJIMHH 3a0€3MeUyEThCS 3aBASKH BEJIMUE3HIA KIJIBKOCTI IMOCHI-
JIOBHUX €TalliB, Kl PerynoroThcs hepMeHTamMu. OEepMEHTH KOAYIOThCS TeHaMu. Y
HOPMI 11l TeHH PEIUTIKYIOTHCS 3 BEJIMKOIO TOYHICTIO, 10 3a0e3neuye hepMEeHTHUM CH-
cCTeMaM MOXJIMBICTh €()EKTUBHO MPAIIOBATU BiJ MOKOJIHHSA 110 MOKOJIIHHSA. AJle B
MIPOILIEC] €BOJIIOLIT B TEHOMI JIFOJMHH BIJOYBAIOTHCSA MyTalli — HOPYIIEHHS CHaAKOBOT
iHpopmanii. IlaTomoriuni Myrarii sSIK 4acTKa CHAJAKOBOI MIHJIMBOCTI € TPHYHUHOIO
CIaJIKOBUX XBOPOO.

3naru:
1. ETiosiorito MOHOT€HHHUX XBOPOO.
2. Knacudikalliro MOHOTEHHUX XBOPOO.
3. OCHOBHI 3aKOHOMIPHOCTI NMaTOT€HE3y MOHO T€HHHUX XBOPOO.
4. OCHOBHI KJIIHIYHI XapaKTepUCTUKH MOHOT€HHUX XBOPOO.
5.KuiHiKy Ta reHeTHKY JeSKHMX MOHOT€HHUX XBOPOO:
cunapoM Mapdana;
cunapoM Enepca-/lanmnoca;
MYKOBICIIUIO3;
HelpodiObpomaros (xBopoba Pekiinrxaysena);
aJpEHOTeHITAIBHUI CUHIPOM;
BPOXKEHUH TIMOTUPEO3;
3arasibHy xapakrepuctuky OI'C.
CXO aMIHOKHCIOT;
CXO ByrneBois;
J. JlizocoMHUX XBOPOO HAKOMTUYCHHS
K. 3HaTH 3arajibHy XapaKTepUCTHKY OHKOT€HETHYHUX CHHIPOMIB
6.IIpuHIIUTIN J1arHOCTUKY MOHOTEHHHX XBOPOO.
7 IlpuHiunu JiKyBaHHS MOHOT€HHHMX XBOPOO HA MPUKIIAI MYKOBICIIUIO3Y.
8. Ilpunrunu npodinakTHKY, COMAIBHOI aanTalii 1 peadbimiTaiii XBOPUX 3 MOHO-
TeHHUMHU XBOPOOAMH.

Qe oo oo
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BmiTn:

Busnauatu eTiosioriyHi Ta maTOreHEeTHYH1 (PaKTOPH MOHOTEHHHUX XBOPOO.
Bonoaitu kinacudikaiiiero MOHOTEHHUX XBOPOO.

AHaJi3yBaTH KJIIHIYHY KapTHHY OCHOBHHUX MOHOTE€HHHX XBOPOO.

Busnauaty CMUMIITOMOKOMILIEKC TIPH OILIHII (PeHOTHIY MpobaHa 3.
cunapoMoM Mapdana;

cunapomom Enepca-Jlanioca;

aJPCHOTCHITAIBHIM CHHIPOMOM;

MYKOBICIIHI030M;

03HAKaMH OHKOTEHETUYHUX CUHIPOMIB;

BPOJKEHUM T1ITOTUPEO30M;

O3HaKaMU CMaJIKOBUX XBOPOO MOPYIICHHS OOMIHY PEUOBUH;

03HaKaMH JI130COMaJbHUX XBOPOO HAKOITHMYEHHS.

CkrnanaTtu 11aH OOCTEKEHHS Ta aHaAII3yBaTH JIaH1 JJabOpaTOPHUX Ta 1H-
CTPYMEHTAJIBHUX JIOCHII)KEHb IPU MOHOTEHHUX XBOPOOax.

[Tpu3HayaTH JIIKyBaHHS [TPU MOHOTEHHHX XBOpOoOax (Ha MPHKJIaAl MyKOBICIIH-
703Y).

[IpoBonutu MI'K B ponuHax, Jie € XBOpi HA MOHOTEHHI XBOpOOH, pO3paxoBy-
BaTH PU3UK HAPOKEHHS JIITeH 3 MOHOTCHHUMH XBOPOOAMH.

JleMOHCTpyBaTH BOJIOJIIHHS MOPaJIbHO-I€OHTOJIOTIYHUMH MIPUHIIUIIAMU MEIU-
YHOro (paxiBUs Ta NpUHIMIAMHU (axoBOi CyOOpAHHALIT B MEAUYHHUIA T€HETHUII.

Qe "o o 0o
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lonarkosa:
1. E.A. I'pewanuna. «ModekyisipHas MEIUIIMHA: PEATBHOCTb U MEPCEKTUBBIY.
Xapbkos, 2007. — 120 c.
2. Kosmosa C.U., JlemuxoBa H.C., CemanoBa E.l, bennukosa O.E. Hacmenc-
TBEHHBIE CHHJIPOMBI M MEJIUKO-TEHETUYECKOE KOHCYIbTUpOoBanue. MUzm. 2. - M.:
[TpakTuka, 1996.- 416¢.
3. HacnencrBennble 0ONE3HM U MEIUKO-TEHETHYECKOE KOHCYJIHTUPOBAHHE:
mox pen. [lla6omraa B.H. — Mocksa, 1991. — 226 c.



4. 10.U.bapamneB, B.A.baxapes, II.B.HoBukoB. JluarHoctuka u JiedyeHHE
BpPOK/ICHHBIX U HACJEACTBEHHBIX 3a00eBaHuil y nerei». — M., « Tpuaga-X»,
2004 r.

Tema 2.XpoMoCcOMHi XBOpoOH

XpomocoMmHi xBopoou (XX) — BeJMKa rpyria ClaJKOBUX 3aXBOPIOBaHb,sKI CTAHOB-
1516 0,5% cepen HeMoBIAT. KIHIYHO NPOSBISIOTHECS MHOKUHHUMH BPOIKEHUMU
BaJlaMH PO3BHUTKY, CTHTMaMH JH3eMOpiOreHesy, MepeBaKHO 3 YEIIOCHO-UILOBOT [Ii-
JISTHKY,BIJICTABAaHHSM JIIT€H Y HEPBOBO-TICUXIYHOMY po3BUTKY. BHHHKAIOT B pOH-
HaX CIIOPATMYHO, JTHIlIe 3-5% MepearoThes 3 MOKOMIHHS Y ToKoiHHS. HasBHICTS B
pom/lm JTUTHHU- 1HBAJ1/1a — HABAHTAXXEHHS Ha CIM™10 cycnmLCTBo BynyTs 06roso-
peHi MUTaHHs IarHOCTHKH, Y TOMY YHCII MPEHATAIbHOI AIarHOCTUKH 1 pOdiiak-
TUKH, XPOMOCOHHX XBOPOO, peabuiTalii naieHTiB 3 XpOMOCOMHUMHU XBOpOOaMu.

3HaTu:

1.

O N OTEWN

UMHHUKH, K1 MOTJIA COPUYUHUTH PO3BUTOK XPOMOCOMHOT XBOPOOH Y M-
TUHHU.

OCHOBHI JJaHKH NTATOT€HE3y XPOMOCOMHHX 3aXBOPIOBaHb.

OCHOBHI J1arHOCTUYH1 KPUTEP1l XPOMOCOMHHUX 3aXBOPIOBAHb.

OCHOBHI KIJIIHIYHI ITPOSIBU @yTOCOMHUX XPOMOCOMHHUX 3aXBOPIOBAHb.
OCHOBHI KIJIIHIYHI [TPOSIBU @HOMAJII CTATEBUX XPOMOCOM.

[TpuHIMNHK JiKyBaHHI JIT€H 3 XPOMOCOMHUMHU 3aXBOPIOBAHHSIMU.
CydacHi MOXKJTMBOCTI TPEHATAIBHOI TIaTHOCTUKH.

[Toxa3auns a1 emMiHaLil I0aiB 3 X X.

Bwmitn:

1.

2.

o ol

3i0paTu ckapru, 3arajibHA aHaMHE3 Ta TeHeTUYHUN aHaMHe3 MPH M103pi
Ha XpOMOCOMHI XBOPOOH.

Posmi3zHaTy KIIiHIYHI TPOSIBU XPOMOCOMHHUX 3aXBOPIOBAHb.

[Ipu3HaunTH AOMOMIXKHI JaOOPATOPHI Ta IHCTPYMEHTAJIbHI METOAM J1OCII-
TKESHHSI.

Cknactv poioBiJl CIM i, BCTAHOBUTH MEXaHI3M Iepeadi CnajkoBoro 3a-
XBOPIOBAHHH.

OOrpyHTYyBaTH 1arHos.

CknacTv miiaH JiKyBaHHS, TPOQPUIAKTUKH, peadiniTalii XBOporo ,BU3HaAYUTH
MPOTHO3, TPOBECTU MEAUKO-TEHETUYHE KOHCYJIbTYBaHHS POJAUHHU 3 XPOMO-
COMHOIO MaTOJIOTIEIO. .

Jliteparypa:

OcHoBHA:
1. Bbaxopa 0. Knuaundeckas reneruka: yd. mocooue. — Omeca: «Jpyx», 2001. —

159 c.

2. boukoB H.II. Knuaudeckas renetrka: YueOHUK. — 2-€ U3J., lepepad. u JIOIL.-
M..I'DOTAP-ME/I, 2002. — 448 c.:u.



3. byxiercbka T.I.OcHoBM MenuuHOiI reHeTuku. - Kuis: “3nopos’sa”, 2001.-135c¢.

4. T. W. Jlazok. U. B. Jlypse, 3. JI. YepctBoil. HacineacTBeHHbIC CHHIPOMBI
MHOKECTBEHHBIX BPOK/IEHHBIX IOPOKOB pa3Butud. M.:Menununa, 1983.

5. Memnuna reneruka: Iligpyunuk/3a pen. wi-kop. AMH  VYkpainu,
npod.O.A.I'peuaninoi, npod. O.I1.Bonocosis. — Kuis: Menununa, 2007. - 536 c.

6. HacnenctBeHHble HapylIeHUsS HEPBHO-TICUXMYECKOTO pa3BUTUA JeTel: Pyko-

BoacTBO it Bpauew/ [lox pen. I1.A.Temuna, JI.3.Kazannesoii.- M.:Meauruna,
2001. — 432 c.:um.

JlonaTrkoBa:

1. Bopcanosa C.I'., IOpos N.I1O., ConobeB U.B., FOpos 1O.b.. I'erepoxpoma-
TUHOBBIE PaloOHBI XPOMOCOM YesioBeka: KinmHuko-0nonornueckue acnekTol. — M.:
NJI «Meanpaktuka - M», 2008, 300 c.

2.C. H. Koznosa. O. CemanoBa, . C. JlemukoBa. O.0.bnunnukoBa. Hacaenct-
BEHHBIE CHHJIPOMBI U MEAUKO-T€HETUYECKOE KOHCYJIbTUpOBaHUe. CpaBOYHUK. -
JI.:Menununa, 1987.

3.Cunnpom JlayHa. MeTMKO-TEHETUYCCKUN M COIUAIBHO-TICUXOJOTUYECKUH TIOp-
tpet». [lox pen. FO.U.bapamnesa. — M.: «Tpuama-X», 2007. — 280 c.

Tema 3. MiToXOHAPiaJbHI XBOPOOH

MiTtoxonapianbHi xBopoou(MX)-reTeporeHHa rpyma 3axBOprOBaHb,sIKi 00yMOBJICHI
T€HETUYHUMH, CTPYKTYpPHUMH, OI0OXIMIYHUMH JepeKTaMu MITOXOHApPIM Ta MHopy-
[ICHHSIM TKAaHEBOTO JUXaHHSI.
3 010xiMIYHOI TOYKHM 30py MX-HEOoAHOpiAHA IpyIa B 3aJ€KHOCTI BIJl IEPBUH-
HUX (PepMEHTHUX Ie(EKTIB:
- TMOPYIICHHS TPAHCIIOPTY 1 D-OKUCIIEHHS KUPHUX KHUCIOT
- TOpYyILIEHHS OOMIHY MHPOBUHOIPATHOI KUCIOTH
- nedektu uuKIy TpukapOoHoBuX Kuciaot Kpedeca
- nedeKkpH JaHIFora TPAHCIIOPTA €IEKTPOIIITIB
[TouatkoBi cuMntoMu MX MOXKYTh IPOSIBUTUCS Y PI3HOMY BIlli: 3 IEPIIUX JAHIB
KUTTS JI0 JOPOCJIOro. 3 010XIMIYHOI TOUKH 30py MX-HEOoHOpiIHA TpyIia B 3aJIexkK-
HOCTI BiJ] IEpBUHHUX (PEepMEHTHHUX JeHEKTIB:
- TMOPYUICHHS TPAHCIOPTY 1 D-OKKUCIEHHS KUPHUX KHUCIIOT
- TIOpYIICHHS OOMIHY MHPOBUHOTPATHOI KUCIOTH
- nedextu nuukiy TpukapoboHoBux kuciaot Kpedca
- aedexpu JaHIIora TpaHCIIOPTa EJICKTPOJIITIB
[Tepebir MX nporpecytounii. [ToBHu# nposiB cnenudiuHOro CUMITOMOKO-
MIiekcy MX Moske 3’SIBUTUCS Yepe3 MEeBHUM Yac micias MaHidecTallii mo4aTkoBUX
nposiBiB.by1yTh 0OTOBOpPEHI MUTaHHS A1arHOCTUKH, MOKJIMBOCTEN JIIKyBaHHS , Mpe-
HaTaJIbHOI IIarHOCTUKY 1 mpodinkTrKu MX.
3HaTm:
1. 3naru 3aranbHy XapaKTepUCTUKY MITOXOHIPIaTbHOI MAaTOIOT1.
2. 3HaTH MPUHIUINHN Kiacudikaiii MiTOXOHIpiaTIbHUX XBOPOO.
3. AnropuTMu 00CTEXEHHS XBOPHUX 3 IMiI03POI0 HA MITOXOHAPIaIbHI XBOPOOH.
4. 3HaTu 3araybHI MPUHIIAIN J1aTHOCTUKU MITOXOHAPIAILHUX XBOPOO.
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3HaTH KJIIHIYHI 0COOIMBOCTI MITOXOHIPIATBHUX XBOPOO.

3HaTH KIIHIKY, TCHETHKY, A1arHOCTHKY, Tepamito cuaapomy MERRF.

3HaTH KIIHIKY, TCHETHKY, J1arHOCTUKY, Tepamito cuaapomy MELAS.

3HaTH KIIHIKY, T€HETUKY, A1arHOCTUKY, Teparito cuaapomy Jledepa.

9. 3Haru KIiHIKY, TEHETUKY, I1arHOCTUKY, Teparito cuaapomy Kepuca-Cetipa.

10. 3HaTH KIIiHIKY, TEHETUKY, 1IaTHOCTUKY, TePaIito CHHAPOMY

[Tipcona.

11. 3HaTu KIiHIYHI 0COOIUBOCTI MITOXOHIPIAIbHUX XBOPOO 3 MyTalli€l0 B SACPHIN
JIHK( rirroTapoBa,pymapoBa arnuaemii).

12. 3HaTH KIiHIYHI OCOOJIMBOCTI 3aXBOPIOBAaHb, MOB*A3aHUX3 MOPYIIICHHSIM METa-
00J113My MOJIOYHOI TalipOBIHOTPAJAHOT aMiHOKHCIIOT.

13. 3HaTy KIIiHIYHI OCOOJIMBOCTI 3aXBOPIOBAaHHb, SIKi 3yMOBJICHI AedekTamu OeTa-
OKHUCJICHHS YKHPHUX KHCIIOT.

14. 3uatu kiiHIYHI 0c00aMBOCTI (pepMenTonaTii nukiy Kpedca, MKy KapHUTHU-
HY Ta (DEPMEHTIB, SIKl OEPYTh y4acTh y HOr0 METa0O0Ii3Mi.

15. 3HaTtu 3arajabH1 IPUHIIUIH JIIKYBaHHS MITOXOHAPIAIbHUX XBOPOO.

N W

BmiTn:
1. 3iGpaTu ckapru, 3arajJbHUN aHAMHE3 Ta TeHETUYHUM aHaMHe3 y Mpo O6aH/1a
3 M1J103pO10 Ha MITOXOHAPIaJIbHY aTOJIOTIIO.
2. Posmiznatu kiiHiIYHI TposiBu MX.
3. Ilpu3HaunTH TONMOMIXHI JTa0OpaTOPHI Ta IHCTPYMEHTAJIbHI METOAH TOCITi-
TKESHHS.
4. CxkrnacTtu poAoBij CciM’i, BCTAHOBUTH MEXaHI3M Mepeayl CraaKkoBOro 3a-
XBOPIOBAHHH.
OOrpyHTYBaTH 11arHos.
6. CkiacTu 1iaH JiKyBaHHs, MPOQIIaKTUKHN, BA3HAYUTH TIPOTHO3 XBOPOOU

o

Jlitreparypa:

OcHoBHa:
1. baxopa 0. Knuanueckas reHetuka: y4. nmocooue. — Oneca: «Apyx», 2001. —
159 c.
2. bouxor H.II. Knuandeckas renetnka: Y4eOHUK. — 2-¢ U31., Tlepepad. u JOIL.-
M..I'D0TAP-ME]], 2002. — 448 c.
3.Meanuna reneruka: Ilimpyunuk/3a pen. wi.-kop. AMH  VYkpainu,
npod.O..I'pevaninoi, npod. P.B.boratupsooi, npod. O.I1.Bonocosus. — Ku-
iB: Memununa, 2007. - 536 c.
4. 1O.b. I'peuanina, C.1. XKaganos, B.A. I'ycap, O.B. BacunbseBa «MiToxoHapia-
JBHI XBOPOOHW: TPOOJIEMH JIarHOCTUKH, JIKYBaHHS Ta MpodiIakTUkm». Peko-
MengoBaHo MO3 Ykpainu sik yu00oBuil MOCIOHUK TSI CTY/ICHTIB BUIIIUX MEINAY-
HUX HaBUaNbHUX 3akiafiB |V piBHsS akpemutallii Ta JikapiB-iHTEpHIB. XapKiB,
XHMY. 2008, 71 c.
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1. MiroxonapianeHi XxBopoou. I'peuanina O.f., I'peuanina }0.b., Mononan
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JI.:Menununa, 1987.

3. Wallace C.D., Brown M.D., Lott M.T. Mitochondrial DNA variation in hu-
man evolution and disease // Gene 238. 1999. P.211-230

4. Wallace C.D., Brown M.D., Lott M.T. Mitochondrial genetics.

5. 10.b. I'peuanina «CnagkoBi XBOPOOH, SIKI CYNIPOBOIKYIOTHCS CYJJOMHHM CH-
HapoMom». PekomenoBano MO3 Vkpainu sik ya00oBUi MOCIOHUK ISl CTY/ICH-
TIB BHUIIMX MEIUYHUX HaBUYAJIbHUX 3akiajiB |V piBHSA akpeauTalili Ta JiKapis-
iHTepHiB. XapkiB, XHMY. 2008, 83 c.

Tema 4. XBopoOH i3 CIATAKOBOIO CXWJIBHICTIO.
[TogibHo 1m0 TOrO, SIK CHAAKOBICTh JIIOJAMHU PI3HOMaHITHA 3a CBOEIO
opraHizaiicro 1 (QyHKIIIMH, YHCJICHHI 1ii maTtojioriuHi Bapiamii. B ocHOBI
PI3HOMAHITHOCTI ~ peakilii JIOAMHU Ha 30BHIIIHI (AKTOPU JISKUTh TIECHETUYHHIM
noiMopdizM, KOJM OJHA 1 TaX O3HAKA MOXKE JETEPMIHYBAaTUCh PI3HHUMH T€HAMH,
PI3HUMH alieNisiMU 0jIHOTO reHa. Konm xBopoOa BUKIMKAEThCS Oaratbma (pakTopamu
30BHIIIHBOTO CEPEAOBUINA, MOMIMOPGI3M BUPKEHHM e Ouibiie. XBOpoOu 13
CHAJKOBOIO CXWJIBHICTIO 1 BHU3HAYAIOTHCA TOEJIHAHHSAM CIAJIKOBUX 1 30BHIIIHIX
(dakTopiB, 10 JO3BOJISIE BIIHECTH iX /IO 3aXBOPIOBaHb 3 IEHETPAHTHICTIO, SIKa B
3HAYHIN Mip1 3aJIe’KHA BiJl yC1X YMOB CEPEIOBHUIIIA.
3naru:
3HaTH 3arajibHy XapaKTepUCTUKY MYJIbTH(PAKTOPIaIbBHIX 3aXBOPIOBAHb.
[TosicHIOBaTH MOHSATTS MPO CXWJIBHICTh, TEHETUYHUN MOTIMOPG13M MOMYJISITIHA.
[IpointocTpyBaTu npUKiIagaMyd MOHOTE€HHO OOYMOBJIEHY CXWJIBHICTD.
BuzHaunTt KpuTepii MOJITr€HHOI CXUIBHOCTI.
3HaTH TeHEAJIOTYHHUM, OJIM3HIOKOBUI 1 MOMYJISALIHHO-CTATUCTUYHUN METOAU
aHa3y MyJbTU(AKTOPIATEHUX 3aXBOPIOBAHb.
3HaTH TeHETUYH1 OCHOBHU PI3HUX (DOPM 3T0SKICHOTO POCTY.
[ToHsATTS MyNIbTU(PAKTOPIATBHOTO YCTIAAKyBaHHS.
3aranpH1 03HAKH MYJIBTH(AKTOPIATEHUX XBOPOO.
ETionoriuni YMHHUKH, SIKI CIIPUYHHIOIOTh BUHUKHEHHSI MYJIbTU()AKTOpIaTbHO-
r'0 3aXBOPIOBaHHS.

10. I'eneTnuHMi TPOTHO3 TIPHU MYIHTU(HAKTOPIATHFHUX 3aXBOPIOBAHHSIX.

agbrwhE

©ooNO

Bmitn:

1. 316paTt reHeTUYHUIN aHAMHE3 JiTel 3 MyJIbTHU(AKTOPIAIbBHOK XBOPOOOIO.
2. BukopucTtaTy TEOpETHYHI 3HAHHS JJI aHaJ13y TeHETUYHUX CUTYaIliil.

3. Buznauatu Ta popMyIIIOBaTH T€HETUYHI MMOHSATTS Ta 3aKOHH.

4. BUKOPUCTOBYBATH METOIM KIIHIYHOI T€HETUKH.
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