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Mporpamma aucumnnuHbl "MeguumnHekas reHetrka B ctomatonorum”; 31.05.03 Ctomatonorns; AoUeHT, K.H. (goueHT) babbiHuH 9.B.
Bpau-reHetuk Mabenko O.U.

Mporpammy ovcumnnnHbl paspaboTan(a)(n) OUEHT, K.H. (aoueHT) babbiHuH 3.B. kadbenpa reHeTrkm
LleHTp 6uonornn n neparornyeckoro obpasosanns , Edward.Babynin@kpfu.ru ; Bpau-reHetuk
rabenko [O.. Otoenenne nnaHnpoBaHms ceMbh Meguko-caHntapHas 4acte ®AQY BO KDY
DIGabelko@kpfu.ru

1. LLlenu ocBoeHUs AMCUUMIUHDI

Llenbto ocBoeHns gucumnnmHel "MeguumHckas reHeTuka" asngeTcs: doopMmnpoBaHne y CTyaeHToB
npogoeccnoHanbHbIX KOMMAEeTeHUU KITMHNYECKOro MbIWNEeHWa ANng ANarHoOCTUKM HacneoCcTBEHHOW
naTtosiornu, Bblpa6OTKa CMOCOBHOCTU N TOTOBHOCTM CAMOCTOSITENIbHO npeannonoXuTb gnarH03
Hanbonee 4acTo BCTpedarwmnxcsa HacneqCTBeHHbIX 3ab60neBaHuiA.

2. MecTO oMcUMNNUHBI B CTPYKTYype OCHOBHOM 06pa3oBaTtefibHOM NPOrpamMmmbl BbICLLETO
npocpeccuoHanbHoOro o6pasosaHus

[aHHas yyebHas oucumnnnHa BkodeHa B pasgen "b1.6.45 OucumnnmHbl (Moaynmn)" OCHOBHOM
obpasoBaTtenbHol nporpammbl 31.05.03 CtomaTonorns u oTHoCUTCS Kk 6a3oBON
(obwenpogpeccroHanbHo) Yactu. OcBanBaeTcs Ha 4 Kypce, 8 ceMecTp.

MeaouumHckas reHeTuKa SIBNSIETCS YacTbio reHeTUKM YenoBeka 1 NPOoHM3biBAeT NPaKTUYeCcKun Bce ee
obnactu. 9To CBA3AHO C TEM, YTO NCTOPUYECKM HOPMaNilbHOE HACcNenoBaHMe y YenoBeka

yCcTaHaBNMBaeTCs Nnocne nayyYeHust natonorum. MIHTeHcnBHoOe pasButme MeauLMHCKOW reHeTKN B
HacTosllee BpeMs CBSI3aHO C OypHbIM pa3BMTUEM MONEKYNSIPHOK Bronorumn n peanusaumnen

MeXAyHapOAHbIX MPOEKTOB MO UCCNEeN0BaHNIO reHOMa YenoBeka.

3. KomneTteHuumn obyuarowerocsi, popMupyemble B pe3ynbTate 0CBOEHUS AUCLUMIINHDI
/mopyns

B pesynbTate 0CBOEHUS AMCLMNINHBI (QOPMUPYIOTCS CReaytowme KOMNeTeHUNN:

PacwudpoBka
LLincpp komneteHumu npuobpeTaeMon KoMneTeHLUN
OK-1 CMOCOBHOCTLIO K aBCTPakTHOMY MbIWNEHWUIO, aHaNN3y, CUHTE3Y;

rOTOBHOCTbIO pewarb CTaH4apPTHbIE 3a0a4u MPOJoeCcCoHanbHOM
LesITENbHOCTUN C UCMONb30BaHNEM MHPOPMALIMOHHbIX,

OlMK-1 6rnbnmorpadunyecknx pecypcos, Meanko-bnonornyeckoi
TEPMMUHOMOT MK, MHPOPMALMOHHO-KOMMYHUKALIMOHHbBIX TEXHONOMMIA 1
Y4E€TOM OCHOBHbIX TpeboBaHWii MHOPMaLIMOHHON 6e30NacHOCTY;

FOTOBHOCTbIO K UCMOMb30BAHUIO OCHOBHbIX (OU3UKO-XUMUYECKNX,
OrikK-7 MaremMatnyeckux N NHbIX eCTeCTBEHHOHAYYHbIX NOHATUA N METOL0B
npw peleHnn NpodreccnoHanbHbIX 3a4ay;

CNOCOBHOCTBIO K OLIEHKE MOPAOMYHKLIMOHANBHBIX, (OU3NONOrMYEeCKNX

OriK-9 COCTOSIHMI 1 NATONOrMYeCcKMX NPOLIECCOB B OpraHn3Me Yyenoeeka ans
pelweHns npogoeccnoHanbHbIX 3anay;

MK-18 CMOCOBHOCTLIO K Yy4aCTUO B MPOBEAEHNM HaYYHbIX MCCNea0BaHWIA;

MK-19 rOTOBHOCTbIO K Y4aCTUIO BO BHEAPEHUM HOBbIX METOO0B U METOLNUK,

HanpaBfieHHbIX HA OXpPaHy 340p0BbsA HAaCeNleHns

B pesynbtate 0CBOEHUS ONCUMMNUHBI CTYAEHT:
1. QONXeH 3HaThb:

1. BpayebHyio TakTKy Npu NoLO3PEeHNN Ha HacneacTBeHHoe 3aboneBaHne, OCHOBbI MPOBEAEHMS
KNUHVKO-TeHeanorn4eckoro MeToia, NokasaHusi 4ns HanpasBneHus K Bpady reHeTuky, ons
Ha3HaYeHUsi MONEeKYNSIPHO-TeHeTUYECKIX, LINTOreHEeTUYeCKMX MeToA0B UCCNeaoBaHuS.
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2. OCHOBbI MPOMOUNAKTUKM HACNeACTBEHHbIX, XPOMOCOMHbIX 6onesHel, 6oneaHei ¢ HacneACTBEHHOM
NpenpacrnonoXeHHOCTbIO, MPOBEeAEHNe CaHNTaPHO-NPOCBETUTENBHON PaboThl.

2. IONXEeH yMeTb:

1. BbINONHSATb OCHOBHblE NeYebHble MeponpuAaTna npu Hanbonee yacto BCTpe4darLwmnxcs
HacneacTBeHHbIX 3aboneBaHmsx 1 6oNe3HsX ¢ HacneaCTBEHHO npenpacrnosiookKeHHOCTbHO,

2. NpennonoXuTb guarHo3 Hanbonee 4acTo BCTPEYAIOWMNXCS HACNEOCTBEHHbIX U XPOMOCOMHbIX
3aboneBaHuii;

3. TPakToBaTb pe3ynbTartbl na60paToprlx N NHCTPYMEHTAalIbHbIX METOL0B nccnenosaHun;

4. NPUMEHATb PasNMyHble peabunnTaunoHHbIe MePONPUATUS Hanbonee pacnpoCTPaHEHHbIX
HacnenCTBEHHbIX 3aboneBaHuiA, onpeaensTe NokasaHus U NPOTMBOMNOKa3aHUS K Ha3HAYEeHUIO
CpeancTB nevebHon rakynbTypbl, ouanoTepanum, pegonekcotTepanum n opyrnx CpeacTs
HeMeanKaMeHTO3HOM Tepanuu;

3. 0OMXeH BnageTb:

TeOpeTVI‘-IeCKVIMI/I 3HaHNSAMIN nNpoBeneHns KNMHNKO-reHeanorm4eckoro Metona, noka3aHumsa ons
Hanpae/ieHne B Bpaydy reHeTuky, nns Ha3Ha4eHns MOJNTIEKYyNApPHO-reHeTU4eCknx, UNToOreHeTn4eCcknx

MEeToO0B nccnenoBaHns, NPoOUNakTUKN HacnenCTBEHHbIX, XPOMOCOMHbIX bonesHein, bonesHel ¢
HacnenCcTBEHHOM NpPenpacnonoXeHHOCTbIO.

4. nONXeH OEeMOHCTPNPOBaTb CMNOCOOHOCTb M FTOTOBHOCTb:
1. CnocobHOCTb MHTEPNPETMPOBATbL Pe3ybTaThl AONONHUTENbHBIX METOLOB UCCNEeaoBaHNS;
2. CnocobHocTb 0KkasaHus Bpa4ebHol MeaNLMHCKON NOMOLLM HacneACTBEHHbIX 3aboneBaHuii.

3. CnocobHOCTb BbISIBUTL CUMNTOMbI HACNEACTBEHHOIO 3a60NeBaHNS 1 HAaNpPaBuTb 6ONBHOrO K
Bpayy-reHeTuKy.

4. CTpyKkTypa 1 cogepxaHve AUCLUNMUHBI MOAyns
Obwas Tpya0eMKOCTb AUCLMIMIMHBI COCTaBNSET 2 3a4eTHbIX(ble) eanHuL(bl) 72 yaca(os).
dopma NPOMEXYTOYHOrO KOHTPONS OUCLMMIUHBIL: 3a4eT B 8 cemecTpe.

CyMmMapHOo no aucumnanHe MoXHo nony4ntb 100 6annos, n3 HMX Tekywas paboTa oueHnaeTcs B 50
6annos, utoroeas goopma KoHTpons - B 50 6annos. MMH1MManbHoe KONMYECTBO ANs AOMycKa K 3a4eTy
28 bannos.

86 6annos 1 bonee - "oTANYHO" (OTN.);

71-85 6annos - "xopowo" (xop.);

55-70 6annos - "ynoBneTBOpUTENBHO" (YAO0B.);

54 6anna n MeHee - "HeyOBNETBOPUTENbHO" (Heyn.).
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4.1 CTpyKTypa u cogepxaHue ayauTopHon paboTbl Mo aucuUnIMHe/ MOgyNo
TemaTnyeckuit NnaH GUCLUNNHbLI/MOAYNS

Bupabl n yachbl
ayauTopHOM paborThbl,
Pasnen MX TPYA0EeMKOCTb
N OucumnanHbl/ CemecTp c';;gg:;'al (B yacax) TeK"’(':)"':Tepg:;pr'
Moayns MpakTK-|abopa-
Nexuum| yeckne | TOpHbie
3aHATNA paﬁoTbI
1 Tema 1. BeegeHve. lNpeamert n 8 5 0 4 Konnoksunym
" IMeToabl MEAUNLIMHCKOM FEHETUKMN.
Tema 2. 'eHOM Yenoseka.
5 ["eHeTnYecKknin KOHTPONb 8 5 0 6 Konnoksuym
" [HOpManbHOro pasBUTUSA U
opMUpPOBaHMSA TKaHel 3yOoB.
Tema 3. MonekynsipHble OCHOBbI
3. [HACNeACTBEHHbIX 3aboneBaHuiA. 8 5 0 8 Konnoksuym
" |F'eHeTu4eckue dhakTopsbl
oOpMUpPOBaHMS aHOManuii 3y6oB.
Tema 4. bonesHu ¢
4 MyNbTNdOAKTOPUANbHbIA TUNOM 8 5 0 6 Konnoksuym
" |HacnepoBaHus. [ eHeTnyeckmne
acnekTbl kKapueca.
Tema 5. LlutoreHeTtrka 4yenoseka.
5 XpomMocoMHble 6one3Hn. CUHAPOMBI, 8 5 0 4 Konnoksuym
" |conpoBoxgarowmnecs aHoManmsMm
3y6o0B.
Tema 6. Meouko-reHeTnyeckoe
6. [KOHCynbTMpOBaHNE. BpoxaeHHble 8 5 0 4 Konnoksnym
" [mopokn pa3BnTums
4eNCTHO-NNLEBON obnacTu.
yet
Tema . ITorosas goopma KOHTpOns 8 0 0 0 Saue
NTtoro 12 0 32

4.2 CopepxaHvue JUCLUMNMUHDI

Tema 1. BeepeHue. lNpeamet u Metoabl MEAULIMHCKON FreHETUKMW.

JNleKuMoHHoe 3aHsiTne (2 4yaca(os)):

OnpegneneHve npegMeTa Kak KnMHNY4eCKOon 1 NpodounakTm4eckon UCUnnIvHbl. 3anadm
MEeONLIMHCKOW reHeTUKN. 3HAa4YMMOCTb MENKO-TEHETUYECKMX 3HAHWIA B NPaKTNYeCKoin paboTe Bpaya.
CBs3b C 6BUONOMMYECKNMI N MEQULMHCKMMU OUCLUUNANHAMU. SHAYEHNE FEHETVKIN A/ MEANLMHDI.
HacnencteeHHOCTb 1 300p0oBbe. B3aMMOOTHOWEHE HAaCNeACTBEHHOCTU 1 Ccpefbl B (DOPMMPOBAHUN
YCTOAYMBOCTM 1 NPeapacrnonoXeHHOCTU K 3aboneBaHnsaM. HacneacTBeHHble CUHAPOMbI C
aHoOeHTnen, onuro- U T’MNOAEHTUEN.

naboparopHas pabora (4 4aca(oB)):

MeToabl MEOUUNHCKON FrEHEeTUKN: KNUHUKO-TreHeanormyeckunin, nonynsaumMoHHO-CTaTUCTUYECKNA,
broxnmmnyeckme. AyTOCOMHO-AOMUHAHTHbBIE M ayTOCOMHO-PELIECCHBHbIE 3a00NEBaHNS C
HeooCTaTOYHbIM KONMYECTBOM 3yH0B.

Tema 2. 'eHOM yenoBeka. FeHeTUYECKMIN KOHTPONb HOPMaNbHOro pa3suTus N oopMmnpoBaHus
TKaHeu 3y60B.

JIeKLMOHHOe 3aHsiTue (2 4aca(oB)):
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[Mporpamma "l'eHOM YenoBeka": ee BO3HUKHOBEHWE, COAepXaHue, pa3Bntne, OCHOBHbIE UTOTW.
Menuvko-reHeTnyeckme acnekTbl M3y4eHns reHoma yenoseka. Co3naHmne reHoMHbIX O1bnmnoTex.
"eHHas paktunockonus. NHK-gmnarHocTuka. 'eHeTnyeckas nHxeHepus.

naboparopHasi pabora (6 4aca(oB)):

1. OCHOBHblE MPUHLMMbI KOHLEMNLMN MONEKYNAPHO-rEHETUYECKON NHANBUAYANU3aunm npu
reHOAEeHTNUKALMOHHOM akcnepTuae. 2. O6nacTn NPUMEHEHNS TEHETUYECKNX METOA0B
naeHTnrkaumm B cyaebHo-MmeanumnHckom npaktuke. 3. NoHaTne o runepeapunabenbHbix
MuHucatennutHbix reHax (VNTR, STR) kak 0OCHOBbI Myfb-TUIOKYCHOW CUCTEMbI C BbICOKUM
NHOMBNOYANN3NPyoWMM noteHumanoMm. 4. Cnocobbl aHannsa runepBapmnabenbHbiX TOKYCOB
(rmbpuaunsauns, amnancoukaums). 5. MNMpuHunnranbHas cxema noeHTUOKaLMOHHOIro aHanmaa npu
NPOBEeLEHNN 9KCNEPTU3bI CMOPHOro OTLOBCTBA. 6. O6nacTb NPUMEHEHNS UHANBUAYANN3NPYIOLLEN
CUCTEeMbl Ha OCHOBE aHannaa nonMMopdmnama nocnenoBaTenbHOCTU aMnNIMGOULNPOBAHHbIX
goparmeHTos (MOA®P) mutoxoHgpuanoHon OHK.

Tema 3. MonekynsipHble OCHOBbI HacneACTBeHHbIX 3aboneBaHui. FeHeTU4Yeckue cpakTopbl
chopmupoBaHns aHomanun 3y60B.

JNeKuMoHHoe 3aHsiTne (2 4yaca(oB)):

Obwas xapakTepucTuka reHHbIx 6onesHeit: Yncno, YactoTa, knaccugukaums, npuynHel. HapyweHns
aMUHOKUCNIOTHOrO 0BMeHa: PEHUNIKETOHYPUS, anbbUHN3M, TUPO3NHO3, ankanToHypusi, 6onesHb
?KNEHOBOro cupona?, UMCTUHYPUS, IIMOLMCTUHYPUS, LMCTATUOHMHYpUS. HapyweHns yrneBoaHoro
obMeHa: ranakto3emus, HenepeHOCUMOCTb NakTO3bl, MyKOMNOnMcaxapuao3abl, FMUKOreHo3bl.
HapyweHns obMeHa nunuaoB: CCOUHrONMNNAO3bl, AucnMnonpotTenHemMun. HapyweHus obmeHa
MYPUHOB U MMPUMUANHOB: cUHAPOM Jlewa-HuxaHa, HacneaCTBEHHAs 9TUONOrs noaarpbl.
"emornobynHonaTmn: TanacceMun, CEPrOBMUAHOKNETOYHAS aHeEMMS, HECTAOW/IbHbIE FTEMOTrNOOUHbI.

naboparopHas pabora (8 yaca(oB)):

1. ranakTosemus - HapylweHne MeTabonmam nakTo3bl, 2. MyKOnonMcaxapuaosbl - HapyweHne
pacllenneHns nonmcaxapuaos); 3. COUHrONMNNA03bI; 4. anbOMHN3M - HapyleHNe CUHTe3a
NUrMeHTa MeNaHuHa; 5. roMoUNCTUHYPUSI.

Tema 4. bone3Hu ¢ MynbTUdpakTOpUanbHbIA TUMOM HacnenoBaHusA. FeHeTUYecKme acneKkTbl
Kapueca.

NeKuMoHHoe 3aHsiThe (2 yaca(os)):

Tunol reHoTun-cpenoBbiX COOTHOLLEHUI: BNNAHNE cpenbl, reHoTunN-cpenoBblie Koppenaunn. Obwas un
nHomnsuayanbHas cpena. reHOTVIFI-Cpe,D,OBbIe COOTHOLWEHNA B Bapma6eanocm KOM'HUTUBHbIX
prHKLlMIZ, TeMrnepameHTa, OBuUratenbHOM akTUBHOCTN. reHOTVIFI-Cpe,D,OBbIe COOTHOLWEHNA B
Bapma6eanocw| NCUXogon3nonornyecknx napameTpos. [McmxoreHeTnyeckme nccnenoBaHns

naboparopHas pabora (6 4aca(oB)):

"eHeTuyeckme acnekTbl bonesHer naponoHTa, HesocnannTenbHble 3aboneBaHUsl OeceH
HacneaCTBEHHOro reHe3a, 3BeHHast bonesHb Xenyaka v oBeHaguatunepCcTHOM KULWKN,
6p0meaanaﬂ acTma, caxapHbl nnaber, Wn3odpeHns, anunencus

Tema 5. LiutoreHeTnka yenoBeka. XpoMocoMHble 60ne3Hn. CUHAPOMbI, CONMPOBOXAaloLLLNecs
aHomanusimm 3y60B.

JNIeKLMOHHOe 3aHsiTne (2 4yaca(os)):

HopmanbHbii kapyoTtun Yenoseka. Metonbl nsyyeHus kapuortuna. HomeHknarypa kapvoTuna.
CrHOPOMbI, CBA3aHHbIE C aHOMANUAMM YACa XPOMOCOM, CO CTPYKTYPHbIMU NepecTponkamm
XPOMOCOM. [MonHbIE N MO3anyHble DOPMbI XPOMOCOMHbIX BonesHein. F'eTepoMoptn3mM XpOMOCOM.
N3oxpomocombl. PekombrHaunoHHas aHaynnonansi. CUHAPOM NOMKOM X-XPOMOCOMBbI.
Vicnonb3oBaHne MeTona B reHeTUYECKOM CKPUHUHIE U MOHUTOPUHTE.

naboparopHas pabora (4 4aca(oB)):

Obuwas xapakTepucTuka: 4actoTa, knaccudmkauus, npudnHsl. Mozanumam. CuenneHHbie ¢
X-XpOMOCOMOI1 3ab6oneBaHnst 1 CUHOPOMbI C HAPYLIEHNEM (POPMMPOBAHUS IMANN.
MukpouuntoreHeTnyeckue cuHopombl. Tpucomun: 13, 18, 21. HYactuyHblie Tpucommnn: 9p+.
MoHocomuun: 4p-, 5p-, 139-. AHOManNMM NONOBbIX XPOMOCOM: Tpucomns X, cuHapom KnaHenbtepa,
cuHaopowm Uepelwesckoro-TepHepa.
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Tema 6. Meauko-reHeTU4ECKOE KOHCY/IbTUpOBaHUe. BpoX.aeHHble MOPOKU pa3BUTUA
YeNCTHO-NULLEeBOM obnacTtu.

JNIeKLMOHHOe 3aHsiTue (2 4yaca(oB)):

3anaun reHeTM4eckoro KOHCYNbTUPOBaHUS, NoKa3aHus. dTanbl: AUarHoCThKa, OLeHKa
reHeTn4eckoro pucka, saknodeHne. OueHka reHeTUYeCcKoro pyucka ans pasnunyHbIxX rpynn
HacneacTBeHHbIX natonoruin. EereHmka. KpoBHoe poactBo. CKPUHMHIOBbIE FTEHETUYECKUNE
obcnepnoBanus. MNMpeHatanbHas OUrHOCTUKA.

naboparopHasi pabora (4 4aca(oB)):

MonynsiuMOHHO-TEeHETUHECK NN METOL, U3YYEeHMS HACNEeACTBEHHOCTY YenoBeka (onpenenexme,
BO3MOXHOCTU 1 OrpaHnyeHunsi Metoaa). 3akoH Xapan-BainHbepra. MeHeTudeckuii rpys B
nonynaumsx yenoseka. MeanMuMHCKME acnekTbl OXpaHbl OKpyXatowe cpelbl U FeHeTUYeCKuii
MOHUTOPVHI B NONYNSILMUSIX YenoBeka.

4.3 CTpyKTypa 1 copepXxaHume caMoCTOsITe/IbHOM paboTbl AUCLMMIUHBI (MOLYNSA)

dopmbl
KOHTpoOns
caMocCTo-
sAITeNbHOM

paboTbl

Hene- Buabl Tpyno-

N Pasnen Ce- ns camocTosiTeNibHOMN €eMKOCTb
OUNCLUMNIINHBI MecTp| ceme paboTbl (B

cTpa CTyOeHTOB yacax)

Tema 1.
BeeneHne.
1 Mpeomert un 8
mMeTonbl
MeOULIMHCKOM
reHeTuKu.

Tema 2. eHOM
yenoseka.
["eHeTnveckni
o [KOHTPOMb 8
HOPManbHOro
pasBUTUSA n
doopMupoBaHNSA
TKaHel 3y6oB.

Tema 3.
MonekynsipHble
OCHOBBbI
HacnenCcTBEHHbIX
3. [3aboneBaHwmia. 8 NOAroTOBKA K KONNOKBUYMY 6  |KONNOKBUYM
'eHeTnyeckne
goakTopbl
doopMunpoBaHns
aHomanuii 3ybos.

Tema 4. BonesHu
c
MyNbTUPaKTopUanbHbIN
4. [TMnom 8 NOAroToBKa K KOMNOKBUYMY 6  |[KOnnokBUyMm
HacnenoBaHUS.
["eHeTn4yeckune
acnekTbl Kapueca.

MOAroTOBKA K KONMOKBUYMY 4 |KONNOKBUYM

noaoroToBeka K KOJINOKBUYyMY 4 KONnnokesmym
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dopmbl
KOHTpONns
camocTo-
ATENbHOMN

pabortbl

Hepe- Bunbi Tpyno-

N Paspen Ce- ns caMoCTOSITeNIbHOM eMKOCTb
AVNCLUMN/INHDI mMecTp| ceme paboTbl (B

cTpa CTYAEHTOB yacax)

Tema 5.
LintoreHeTtuka
yenoseka.
XpPOMOCOMHbIE
5. |[bonesHu. 8 NOAroToBKa K KOMTOKBUYMY 4  [KONNOKBUYM
CuHOpOMBl,
conposoxgarowmecs
aHoManusMu
3y60B.

Tema 6.
Menunko-reHeTnyegkoe
KOHCYNbTMPOBaHME,
6. [BpoxaeHHble 8 NOAroToBKa K KONMOKBUYMY 4  |KONNOKBMYM
NopOKN PasBUTUS
4entCTHO-NNLLEBON
obnacTtu.

NTtoro 28

5. O6pa3oBareibHble TEXHONOMUU, BK/IloHYasi UHTEPaKTUBHbIE OOPMbl 06yUYeHus

Ob6bsCHEHNE TEMbI C MOMOLLBIO KOMMBIOTEPHbBIX MPe3eHTauunii n obcyXaeHne matepumana no Teme.
BbicTynneHuve B BUAe Hay4yHOro Aoknana no BblbpaHHoi Teme, amckyccus no teme. ObcyxaeHne

npuMepoB HECTAHAAPTHbLIX NPUMEPOB OpraHn3aunn XUBON MaTtepuun, OﬁCY)K,D,eHVIe BO3MOXHOro
Bblrpblilla opraHn3ma.

6. OLeHOUHble cpeacTBa OJ15l TEKYLLLEero KOHTPOssi yCrneBaeMOCTH, MPOMEXYTOUYHOM
aTTecTauMm No UToram OCBOEHUsl AUCLUMNIUHBI U yueOHO-MeToauyeckoe obecrneyeHue
camocTosiTeNlbHOM PaboTbl CTYAEHTOB

Tema 1. BeepeHue. lNpeamet u Metoabl MEAULIMHCKON FreHETUKMW.
KONMOKBUYM , MPUMEPHbIE BOMPOCHI:

KnunHuko-reHeanornyecknii meton. 3anaym metona. [1Ba atana metona: rpagouyeckoe n3obpaxeHve
POAOCNOBHbIX U reHeanorn4ecknin aHanms. AyToOCOMHO-AOMUHAHTHBIA TUN HacnenosaHns. Kateropum
3abonesaHuin. MaHudectauust BospacTta 3abonesaHns, Bapbupyowme NneHeTPaHTHOCTb U
9KCMNPEeCcCUBHOCTb. AyTOCOMHO-PELIECCMBHbI TUM HacnenoBaHus. MNMepenaya 3abonesaHns, TUNb
bpakoB, puck B npeaenax cembn. KpoBHOE POACTBO, BEPOSITHOCTb Nepenayy aHoManbHOro reHa.
KoadhdomumeHT nHbpuamnHra, puck B npenenax nonynauun. CuenneHHble ¢ nonom 3abonesaHus. Mx
pacrnosHaBaHne n puck HocuTenbCcTBa. 3aboneBaHnsl C NPenMyLeCTBEHHbIM NopaXeHrem nona.
MonynsiuMOHHO-CTaTUCTUYECKNE MeToAbl. Accoumnaunm reHeTUYeCckx MapKepoB ¢ 6oNesHsMU.

Tema 2. 'eHOM yenoBeka. FeHeTUYECKMIN KOHTPONb HOPMaNnbHOro pa3suTus N oopMmnpoBaHus
TKaHew 3y60B.

KONMOKBUYM , NPUMEPHbIE BOMPOCHI:

OHK-gnarHoctrka. MeTtonbl. AMnnudpukaums n nnoT-rmbpuamdaumns KocBeHHbIe METObI.
KaptuposaHue reHoma yenoseka. [1onnMopconam oanHbl PeCTPUKUNOHHbBIX doparmeHTos (M OP®d).
MonekynapHo-LmMTOoreHeTu4ecknii Metol. IaotonHasa n HemsoTtonHas (pnoopecLeHTHas)
rmbpuansaums in situ. Paspewatowas cnocobHocTb MeToaa.

Tema 3. MonekynsipHble OCHOBbI HacneacTBeHHbIX 3aboneBaHui. FeHeTMYeckme ¢pakTopbl
c¢hopmupoBaHns aHomanun 3y60B.

KONNOKBWUYM , MPUMEPHbIE BONPOCHI:
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HacnencteBeHHble aedoekTbl 06MeHa amnHokucnot. deHunkeToHypust. KnuHnka. JlabopatopHas
avarHocTtumka (tect Matpu, npoba Pennuura). MNvnepdeHnnanaHnHemMms. AnkantoHypus. TMpo3nHo3.
Buoxnmus. KnnHnka. HapyweHne obmeHa konnareHa. buocuHtes konnareHa. HecoBeplueHHbIiA
ocTeoreHes, cmHapoM MapdhaHa. Jlnnnaoabl. ['eHeTrka nernkos3os, 3TUONOrNS, NaToreHes,
knaccugomkaums. Octpble nerikosbl. KnuHuka n untoreHetuka. unarHoctnyeckas v
NPOrHOCTMYEeCKas LLEHHOCTb BbISIBIEHWUS XPOMOCOMHbIX aHOManui npu oCcTpbix nenkosax. Myrtauum
rnobuHoBbIX uenein. FemarnobuHonaTtnn. Tanaccemun.

Tema 4. BonesHu ¢ MynbTUhaKTOpUanbHbIA TUMOM HacnenoBaHus. FeHeTUYeckue acneKThbl
Kapueca.

KOJTTOKBUYM , NMpMMepPHbIE BOMPOCHI:

3HayeHne 6nM3HEeL0BOro MeToda B U3y4eHun ponu HacneaCcTBEHHOCTU 1 cpedbl B (oOpMMPOBaHUN
deHoTMna. SBneHne 6nn3HeLoBOCTA. Tunbl 6NIM3HELIOB: MOHO3UTOTHbIE U OU3UTOTHbBIE.
Hacnegyemoctb. OnpeneneHne KoaguLmMeHTa HacneayeMocT ¢ NOMOLLbO HNM3HELoBbIX
nccnegosaHuin. dakTopbl BINSIIOWME HA CTeNeHb cxoacTea 6nnsHeuoB. PasHoBuaHOCTH
O6NM3HEeLoBOoro MeToa.

Tema 5. LiutoreHeTnka yenoseka. XpoMoCOMHble 60ne3HU. CUHAPOMbI, CONMPOBOXAAlOLLLNECH
aHomanusimm 3y60B.

KONNoKBUyM , NpMepHbIE BOMPOCHI:

AHomanuu B cucteme aytocoM. BospacTtHoin pakTtop 1 xpomocoMHas natonorus. Cungpom [ayHa.
Kpatkoe onncaHvne peHoTuna, LMTOreHeTUYeckme xapakTepmucTukn. PobepTCOHOBCKME CUSHUS.
TpaHcnokauum Tnna o/21 n 21/21.HactnyHas tpucommns 21922. Mosaunku. CuHgpom lNartay. KnuHuka
N unToreHeTrka oopm cuHapoma. CuHagpom dasapaca. KnuHuka. LintoreHetnyeckne
XapakTepucTUKn oopM CMHOPOMA, NPoNCXoxaeHne KonbLesorn 18 xpoMmocombl. PeunnpokHbie
TpaHcnokauuu. leneunn, KonbLeBble XpOMOCOMbI. CUHAPOM ?KOowWaybero Kpuka?.
dunapenbguiickas xpomocoma. CuHapom Bonbga-XupwxopHa. AHoManum B CUCTEME MONOBbIX
XPOMOCOM. HepacxoxaeHne XpOMOCOM Kak NpuyMHa XPOMOCOMHbIX 3abonesaHnii. CUHOPOM
Lepewesckoro-TepHepa. [Monosoi xpomatuH, runotesa JlanoH. isoxpomocombl. CUHAPOM
KnanHdpenbrepa. KnnHuka, umtoreHetuka. HapyweHme nonosoin andpdpepeHumnpoBKiu.
ALpeHOo-reHnTasnbHblil CUHOPOM, CUHAPOM TECTUKYNSPHON doeMrnHm3aummn. VIHTepcekcyanbHble
coctosHusA. OcHOBHbIE oopMbl repmadopoanTmama. Y-xpomocoma. CuHapom 47, XYY. KnuHuka.
[MpouncxoxaeHne BTopor Y-XpoMocoMbl. Y-xpomatuH. CUHOPOM yMCTBEHHOM OTCTanoCT C JTIOMKOWA
X-XpOMOCOMOIA.

Tema 6. Meguko-reHeTU4ECKOE KOHCY/bTUPOBaHuUe. BpO)K,D,eHHbIe NMOPOKU pa3BnUTus
YeNnCTHO-NULLeBOM obnacTtu.
KONNOKBUYM , NMpUMEpPHbIE BOMPOCHI:

MNpeHaTanbHas omarHoCTNKa HacnenCTBEHHbIX 3aboneBaHunii, NokasaHns K ee npoeeneHuto. Metoapbl
Y3W. Y3WN-mapkepbl ANt HEKOTOPbIX XPOMOCOMHbIX 3aboneBaHuii. dtanbl NPOBEeAEHWS NPeHaTabHOW
anarHoctTukn. AMHmnoueHTes. Cpoku ero nposeaeHns. MIcnonb3oBaHMe aMHUOTUYECKOWN XNOKOCTU
LS ANarHoCTVKN HacnenCTBEeHHbIX 3aboneBaHuii nnoaa. buoncms BopcuH xoprnoHa. CTpoeHne
BOPCUHbI. MNokasaHus K nposeneHuto buoncum, cpoku. MnaueHtoueHTes. KopnoueHTtes. Cpoku
nposeneHns. MeTton KynbTUBUPOBaHWS MYNOBUHHOM KPOBM (NPUHLMILI). [1onydyeHne XpOMOCOMHbIX
npenaparos.

UtoroBas cpopmMa KOHTponsi
3ayerT (B 8 cemecTpe)

[MprMepHbIe BONPOCHI K UTOrOBOW (POPME KOHTPONS

1. OcobeHHOCTM YenoBeka kak 0ObekTa reHeTU4ecknx nccnenosaHuia. MNpoekt "MeHoM Yenoseka" u
ero MeguumMHcKoe 3HavyeHue.

2. CTpyKTypa 1 OyHKUUN HYKNENHOBbIX KUCNOT

3. MpuHUMMbI 1 yCnoBusa NpoBeneHNs nonuMepasHon uenHom peakuuu. NpumeHerHne metona NLP B
61ONOrNYECKNX U MEONLIMHCKUX MCCNELOBAHUSX.

4. 'eHHble (TOYKOBbIE) MyTaumu (onpeneneHne, kKnaccuukaums, MonekynsipHble MexaHu3Mbl reHHbIX
MyTauui).
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5. CnoHTaHHbIE N MHAYLMPOBaHHbIE MyTauun. MyTareHHble doakTopbl 1 Bbi3blBAEMbIE UMI
nospexaeHns cTpyktypbl JHK.

6. NoHATME 0 XPOMOCOMHOM KOMMieKce (onpeneneHne n npumepsbl). XapaktepucTmka kapmoTtuna
Yyenoseka.

7. OKCTPaxpOMOCOMHbIE FTEHETUYECKNE INIEMEHTbI 3YKapUOT (CTPYKTYPHAS U reHeTu4eckas
opraHunsauusa mmtoxoHapuansHon JHK).

8. MpyHUMUNbI reHHOo nHXeHepun. CosnaHne pekombuHaHTHbIX JHK. MpuHUMnbl MONeKynsipHOro
KNOHMPOBaHNSA B COCTaBE NreHETUYEeCKOro BeKTopa.

9. MNpUHUMMbI FreHHOW Tepanun (Co34aHne reHHbIX KOHCTPYKUWIA U MeTodbl X AOCTaBKW B KNETKU
MULLEHN).

10. XpOMOCOMHbIE MyTaUMK (ONpPeaeneHuns, Knaccugukaums, MexaHn3mbl BO3HUKHOBEHNS).

11. KnuHuko-reHeanorm4yecknin MeTon n3y4yeHns HacneacTBEHHOCTW Yenoseka (onpeneneHue,
BO3MOXHOCTU W OrpaHNyYeHnst Metona).

12. LinToreHeTtnyeckunin Meto n3y4eHns HacneacTBEHHOCTU YenoBeka (onpeneneHne, BO3MOXHOCTU
N OrpaHu4yeHns MetToa).

13. bnvsHeLoBbIN METOL N3YyYeHNst HAacNeOCTBEHHOCTW YenoBeka (onpeneneHne, BO3MOXHOCTU 1
orpaHu4YeHns MeToaa).

14. [onynsauMOHHO-reHeTUYECKUA MeTO N3YYeHUs HacneaCcCTBEHHOCTU YenoBeka (onpeneneHme,
BO3MOXHOCTM U OrpaHuyeHns metona). 3akoH Xapaun-BaiHbepra.

15. MonekynsipHo-reHeTn4eckme MeTobl U3y4eHns HACNeaCTBEHHOCTM YenoBseka (rmbpuansaums
OHK, amnnndmkauns n ceksenmposanve OHK, pectpukuns OHK, renb-anektpodopes).

16. eHHble 6one3Hn YenoBeka (onpeneneHne, MeToAbl U3y4eHus, knaccudomkaums, Tunbl
HacnegoBaHus, NPMMepbI).

17. XpoMocomHble Bone3Hun YenoBeka (onpeneneHne, MeToapl N3y4eHns, knaccudpukaums,
npumMepsbl).

18. MutoxoHapwuanbHble 6one3Hn Yenoseka (onpeaeneHune, Knaccmgukaumsi, 0cobeHHoOCTH
HacnegoBaHus, NPUMepsI).

19. bonesHu reHeTM4eCcKoro NMNPUHTUHIa (onpeneneHne, NPUYMHbLI BOSHUKHOBEHUS, MPUMEPHI).
20. bonesHn akcnaHcumn TPMHYKNEOTUOHbIX MOBTOPOB (OnpeaeneHne, 0CoO6eHHOCTU NPOSIBNEHNS,
NPWYNHBI BO3HWKHOBEHWS, MPUMEpbI).

21. MynbTndoaktopmanbHble 6one3Hn yenoseka (onpeneneHne, NPUYMHbI BOSHUKHOBEHWS, METObI
N3y4eHns, Npmumepbl).

22. [NpuHUMNbI AMAarHOCTMKK, NPOCOUNAKTUKN 1 NeYEHUs HACNeACTBEHHbIX BonesHel Yyenoseka.
Mepgunko-reHeTn4eckoe KOHCYNbTUpPOBaHUeE.

23. eHeTMyeckuid rpy3 B nonynsumsx yenoseka. MeanumMHCKMe acnekTbl OXpaHbl OKpyXatoLei
cpenbl N TeHEeTUYECKNIA MOHUTOPUHI B MOMYNAUMUSX YenoBeka.

7.1. OcHOBHas nuTteparypa:

1) MeauunHckas reHeTuka [OnekTpoHHbIA pecypc] : yuebHuk / non pea. H. M. Boukosa. - M. :
FS0TAP-Megnuna, 2014. - http://www.studmedlib.ru/book/ISBN9785970429860.html

2) 'MenmunHckas reHeTuka [SnekTpoHHbI pecypc] : y4eb. nocobme ons cTyaeHTOB Med. By30B MO
cneumanbHocTn 'Ctomatonorus' / J1.B. AkyneHko n gp.; nog pen. O.0. Axywesunya. - M. :
F90TAP-Megnuna, 2015." - http://www.studmedlib.ru/book/ISBN9785970433706.html

3) MeamuuHckas 1 KnMHN4Yeckas reHeTnka ans cToMaTonoros [ONeKTPOHHbIA pecypc] : y4ebHuK ans
By3oB / [og pea. O.0. Axywesnya - M. : TSOTAP-Meana, 2009. -
http://www.studmedlib.ru/book/ISBN9785970411315.html

4) MeguumHckas n KNMHNYecKasi reHeTuka Onsi CToMaTonoroe [ONeKTPOoHHbI pecypc] : yuebHoe
nocobve / Mog pen. O.0. Anywesunya - M. : TOOTAP-Meaua, 2015. -
http://www.studmedlib.ru/book/ISBN9785970431757.html

7.2. lononHutTenbHasa nureparypa:

KETPOHHBH
B_EPCHTET

AHATTAMECKAR CrCTEMA KPY

PerunctpaumnoHHbiii Homep 8494335219 5AE
Crpanunua 10 n3 13. il YHITI

S OEALIK G



Mporpamma aucumnnuHbl "MeguumnHekas reHetrka B ctomatonorum”; 31.05.03 Ctomatonorns; AoUeHT, K.H. (goueHT) babbiHuH 9.B.
Bpau-reHetuk Mabenko O.U.

1. KapmaHoga, E.IM. MpakTukym no reHetmke [OnekTpoHHbIR pecypc] : yuebHoe nocobue / E.MM.
KapmaHosa, A.E. Bonros, B./. MuTioTbKO. - 9nekTpoH. aaH. - CaxkT-lNetepbypr : NlaHb, 2018. - 228
c. - Pexum goctyna: https://e.lanbook.com/book/104872. - 3arn. ¢ akpaHa.

2. ®paHk, J1. Mol HenoBTOPUMbIA reHOM [DNeKTPOHHbIV pecypc] / J1. dpaHk ; nep. ¢ aHrn. H.
LWadbpaHoBcKkoi. ? AnekTpoH. gaH. ? Mockea : apatenbctso 'Nlabopatopust 3HaHwuid', 2016. - 272 c.
- Pexxum poctyna: https://e.lanbook.com/book/84068. - 3arn. ¢ akpaHa.

3. MprMeHeHne MonekynsipHbIX METOOOB UCCNenoBaHUS B reHeTrke: Y4ebHoe nocobue / J1.H.
Hedoepnosa. - M.: HAL NHdpa-M, 2012. - 104 c.: 60x88 1/16. - (Bbicwee obpa3oBaHue:
Bakanaspwuart). (obnoxka) ISBN 978-5-16-005494-0 - Pexum goctyna:
http://znanium.com/catalog/product/302262

7.3. UHTepHeT-pecypcChbl:

BNONOIMNA YEJNTOBEKA: TEHETUKA - http://humbio.ru/humbio/genetics.htm
"eHeTuka yenoseka - http://renosconnection.com/genetics/2/page106.htm

"'eHoM yenoseka - http://medbiol.ru/medbiol/genexp/00063334.htm#00051b9d.htm

OHK-TectuposaHue -
http://www.rmj.ru/articles/genetika/DNKtestirovanie_monogennye_i_mulytifaktorialynye_bolezni/

MEONUWHCKASA MTEHETUKA - http://mllsk.narod.ru/med/med_gen.html

8. MatepuanbHo-TexHM4Yeckoe obecrneyeHme oUCLMMINHBI(MOAYNS)

OcBoeHune gncumnnuHbl "MeanumnHekas reHetrka B ctomaronorun” npegnonaraet NCNonb3oBaHmne
cnenylowero MmaTepuanbHO-TEXHUYECKOro obecneyeHmns:

MynbTumMeguiiHas ayantopus, BMECTUMOCTbIO bonee 60 yenosek. MynbTumMeauiiHas ayamtopums
COCTOUT N3 UHTErPUPOBAHHbBIX UHXEHEPHbIX CUCTEM C €ANHOWN CUCTEMOWN yNpaBneHns, OCHaLWeHHas
COBPEMEHHBIMM CpeacTBamMy BOCMPOU3BEAEHNS 1 BU3yannaaumm nobor Bnaeo n ayamo
NHpopMaLUK, NONy4EeHNS 1 Nepenadn aNeKTPOHHbIX JOKYMEHTOB. TnoBas KoMnnekTaums
MyNbTUMEAVNIAHON ayanTOPUM COCTOUT U3: MyNbTUMEONAHOrO NPOEKTOPa, aBTOMAaTU3NPOBAHHOIO
MPOEKLMOHHOr0 9KpaHa, akyCTMYECKON CUCTEMBI, a TAKXe MHTEPAKTMBHOWM TPpMOYHbI MpenonaBaTens,
BK/OYaoLWen Ta4-CKPUH MOHUTOP C AnaroHasnbio He MeHee 22 OI0MOB, NepCOoHaNbHbIn KOMMbIOTEP
(C TexHU4ecknMm xapaktepuctmkamm He Huxe Intel Core i3-2100, DDR3 4096Mb, 500Gb),
KOHpepeHL-MUKPOOoH, 6ecnpoBofHOM MUKPOMOH, 610K ynpaeneHus 060pynoBaHNEM, UHTEPGECHI
noakntoyeHms: USB,audio, HDMI. HTepakTnBHas TpnbyHa npenofnasaTens SBnsetcs KNo4YeBbiM
9NEMEHTOM yrNpaBneHns, 00 beANHAOWNM BCE YCTPONCTBA B €AMHYIO CUCTEMY, 1 CNYXUT
MONHOLUEHHbIM paboynm MecToM npenogasartens. Npenonasarenb MMeET BO3MOXHOCTb NIErko
yrnpaBnsiTb BCE CUCTEMOW, HE OTX0AS OT TPMOYHbI, YTO MO3BONSIET NPOBOAMTDL NEKLUMN, NPaKTUYecKne
3aHATUSA, Npe3eHTaumm, BebrHapbl, KOHEPEHLMN 1 Opyrie BUabl ayAMTOPHON Harpy3km
oby4yarowmxcs B yooOHON 1 OOCTYNHOW ONsi HUX POPME C MPUMEHEHNEM COBPEMEHHbIX
MHTEPaKTMBHbIX CPeACTB 0Oy4eHMs, B TOM YMCNe C MCNONb30BaHMEM B npoLecce oby4yeHns Bcex
KopnopaTusHbIX pecypcoB. MynbTumMeguinHas ayautopums Takxke oCHaleHa WupPOoKOrnonoCHbIM
LOCTYrNOM B CETb MHTEpHET. KoMnbloTepHoe 060pynoBaHMEM NMEET COOTBETCTBYIOWEE
NIMLLEH3NOHHOE NPOorpaMMHoOe obecneyeHue.

NHTepakTnBHasa TpnbyHa npenonaBatens SBSETCS KNOYEBbIM 31EMEHTOM YNpPaBNEHNS,

00 beanHSAWMM BCE YCTPOWCTBA B €AMHYIO CUCTEMY, U CITYXUT NOMHOLEHHbIM paboynuM MECTOM
npenogasatens. [penonasatenb UMeEET BO3MOXHOCTb IENKO YNPaBnsiTh BCE CUCTEMONA, HE OTXOAS
OT TPMBYHbI, 4TO NO3BONSIET MPOBOANTL NEKLNW, NPAKTUYECKME 3aHATUS, Npe3eHTaumnmn, BebrnHapbi,
KOHCPepeHLUMN 1 pyrue BUAbl ayAUTOPHOW Harpy3ky obyyarowmxcs B yA0OHON 1 LOCTYMHOW ANS HUX
POpPME C NPUMEHEHNEM COBPEMEHHbIX MHTEPAKTMBHbBIX CPEACTB 00y4eHMS, B TOM YnCne C
MCNONb30BaHNEM B NpoLecce 0by4eHns BCeX KOpnopaTuBHbIX pecypcoB. MynbTumMeoniiHas
ayauTopMs TakXe OCHaLeHa WNPOKOMONOCHbBIM AOCTYMNOM B CeTb UHTEPHET. KoMnbioTepHoe
obopynoBaHNEM MMEET COOTBETCTBYIOLEE NNLIEH3NOHHOE NPOrpamMMHOe obecneyeHue.
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Mporpamma aucumnnuHbl "MeguumnHekas reHetrka B ctomatonorum”; 31.05.03 Ctomatonorns; AoUeHT, K.H. (goueHT) babbiHuH 9.B.
Bpau-reHetuk Mabenko O.U.

MpenoaaBaTenb NMEET BO3MOXHOCTb NIErKO YNpaBnsaTb BCEV CUCTEMOI, HE OTXOAS OT TPUOYHbI, YTO
NO3BOMSIET MPOBOAUTL NEKLUMUN, NPaKTUYECKMNE 3aHSTUS, Npe3eHTaunmn, BebnHapbl, KOHPEPEHLUMN 1
Lpyrue Buabl ayOUTOPHOM Harpy3ku obydarowmxcs B y40OHOM 1 4OCTYNHOM ANns HUX doopMe C
NMPUMEHEHNEM COBPEMEHHbIX MHTEPAKTUBHBIX CPEACTB 00y4eHMs, B TOM YCNE C UCMONIb30BAHUEM B
npouecce 0by4yeHns Bcex KOpnopaTUBHbIX pecypcoB. MynbTuMeaniiHaA ayanTopust TakXXe OCHalleHa
LUMPOKOMOJIOCHBLIM AOCTYMNOM B CeTb UHTEpPHET. KoMnbioTepHoe 060pyaoBaHNEM nMeeT
COOTBETCTBYIOLWEE NMLEH3NOHHOE NPorpaMMHoe obecrneyeHmne.

Mporpamma cocTtasneHa B cootBeTcTeum ¢ TpebosaHnsmm ®rOC BIMNO 1 y4ebHbIM nnaHoM no
cneunanbHocTu: 31.05.03 "Ctomartonorusa” n cneumanndaumm He nNpeaycMoTPeEHO .
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Mporpamma aucumnnuHbl "MeguumnHekas reHetrka B ctomatonorum”; 31.05.03 Ctomatonorns; AoUeHT, K.H. (goueHT) babbiHuH 9.B.
Bpau-reHetuk Mabenko O.U.
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