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MoJgexyasipaasi 0MoJ0rust

Jleknusa Nel

1. Tema: Bpenenne B MojekyysipHyto Ouonoruto. CtpoeHre u (QyHKIUH OEIKOB M HYKJIEHHOBBIX
kucinot. [lytu nepenauu reHeTuyeckoi nHGpOpMaLnH.

2. Hean: Jlate mpexacraBnenue: 1) o mpenMere, 3ajadax M 3HAYCHUU METUITMHCKOW OHMOJOTHH U
TCHETUKE;, 2) OCTPOECHUU W (PYHKIUAX HHPOPMAIMOHHBIX Mojekyir: OenkoB u HK; 3) o tumax
MepPeHoca HACIEICTBEHHON HH(OPMAITHH.

3. Te3ucwl Jaexkmmu: MouekyisipHas OHOJOTHS - pa3jieid OHOJOTHH, H3YYaIOIIUi CTPYKTYPY,
B3aMMOJICHCTBME MOJICKYJI M MAaKpOMOJICKYJISAPHBIX CHUCTEM, YYaCTBYIOIIMX B OHMOJIOTHYECKHX
mpoueccax >KMBBIX OpPraHU3MOB, MOJICKYJISIPHBIE OCHOBBI HACJIEJICTBEHHOCTH M CHHTe3a Oelka,,
MEXaHU3Mbl XPaHEHUS, ePeaayll U peau3allii FTeHeTUYECKOH MHbOpMaluu, CTpOeHHE U (YHKIUN
CIIO)KHBIX  BBICOKOMOJIEKYJISIPHBIX ~ COEAMHEHUH,  COCTABISIOMIUX  KJIETKY:  HeperysspHbIX
OuornosMMepoB (OEIKOB U HYKIICHHOBBIX KUCIIOT).

I'enetuka (0T Ipev.YEVITMOG — MPOUCXOISAIIUNA OT KOro-TO) — HayKa O 3aKOHOMEPHOCTSX
HACJIC/ICTBEHHOCTH W W3MEHYMBOCTU. B 3aBUCHMOCTH OT OOBEKTa MCCIICAOBAHUS KIACCHPHUIUAPYIOT
TEHETUKY pACTeHHM, >XMBOTHBIX, MUKpPOOPTaHHU3MOB, 4YEJIOBEKa M Jpyrue; B 3aBUCHMOCTH OT
HCHOJIb3YEMBIX METOJIOB JIPYIHX JUCLUILUIMH —MOJIEKYJSIPHYIO TEHETUKY U U pyrue. Maeu u Metosl
TEHETUKH WIPAIOT BAXKHYIO pOJIb B MEIUIUMHE, CEJIBCKOM XO34iCTBE, MHUKPOOHOIOrHYEeCKON
IIPOMBIIIJIEHHOCTH, a TAK’K€ B TEHHOM MH)KEHEPHH.

Benk# (mpOTEUHBI, MOJUMENTH/IBI) — BBHICOKOMOJIEKYIISIPHBIE OPraHUYECKHE BEIECTBA, COCTOSIINE U3
COCAMHEHHBIX B MEMOYKY NENTUIHOH CBs3bI0 alb(ha-aMUHOKHCIOT. B  JKUBBIX OpraHm3max
AMUHOKHCIIOTHBIN COCTaB OENKOB OMPEENAeTCs FeHEeTUYECKUM KOJOM, NMPU CUHTE3€ B OOJBIIMHCTBE
cirydaeB Hcrmosib3yercss 20 cTaHIapTHBIX AMHHOKHCIOT. MHOXKECTBO MX KOMOWHAITUH Jaf0T OOJIBIIOE
pazHooOpas3ue CBOWCTB MoJieKyn OenkoB. Kpome Toro, aMMHOKHCIOTBHI B COCTaBe Oelika 4acTo
MIOJIBEPraloTCsl MOCTTPAHCISMOHHBIM MOJAN(UKAIMAM, KOTOPblE MOTYT BO3HHUKAaTh M J0 TOTO, Kak
0eJI0K HaYMHAET BBIMOJIHATH CBOIO (DYHKIIMIO, U BO BpeMs €ro «palboTb» B KieTke. YacTo B KUBBIX
OpraHM3Max HECKOJbKO MOJIEKYJ OelKOoB 00pa3ylOT CJIOKHbIE€  KOMIUIEKCHI, HallpuMep,
(OTOCUHTETHYECKUI KOMILIEKC.

BoicokoouniieHHble O€NKM MpU  HU3KOM TeMmieparype oOpa3yroT KpHUCTallbl, KOTOpbIE
MCHOJIB3YIOT /7S TOJIy4eHUs] MOJIeTIH JAaHHOTO OeliKa.
OyHKIMKM OENKOB B KIETKAX >KMBBIX OpPraHU3MOB Oosiee pa3HOOOpa3Hbl, YeM (QYHKIMH JPYrHX
ouononumepoB — mnonucaxapugoB u JHK. Tak, Oenxu-pepmMeHThl KaTalu3upyrOT HPOTEKAHUE
OMOXMMHUYECKUX PEaKIMi U UTPaIOT BaXKHYIO poJib B 0OMeHe BeliecTB. HekoTopbie OenKky BBITOIHSIOT
CTPYKTYPHYIO HJIM MEXaHHYECKyl (YHKIUIO, 00pa3ys NIHUTOCKENET, MOJIEpPKUBAIOIIMNA (Hopmy
KJIETOK.

Tunmbl nepeHoca reHeTHueckoil wuHpopMmanuu. Beinensror 3 Tuma mnpoleccoB IepeHoca
nH(popManuu: o0 epeHoc, CIeNUaTIu3uPOBAHHbIN U 3allpelleHHbIH TepeHoc
4) UnirocTpaTuBHBINA MaTepua:
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OcHoBHBIE npoOHECChl, KOTOpble HeCae-
AVIOTCH MOJIEKY ISAPHOI D00 e, ABIsoTcs
PEeIIMKANNA, TPAHCKPHITIHA W TPAHCAA A

! }

OfecneunBaloT nepeaady n peaaTnianuio
HACHCACTBeHHOH uHEGopManHH  H NOTOMKH
HOJIVUAIOT TE /Re NPHIHAKKT, UT0 I PoANTEan

S5.JIuteparypa: cM.ipuiioxeHue 1

6. KonrpoJibHble BONPOCHI: (00paTHAasi CBSI3b)

1. IIpenmeT u3ydeHus MOJEKYISIPHONW OMOJIOTHH.

2. Ctpyktypa u GyHKIIUHA OCITKOB..

3. Crpyxrypa u ¢pynkuun JIHK u PHK. Bunst PHK u popmsr THK.
4. IlepBuuHnas, BTopuuHas u TpetudHas ctpyktypsl [JHK u PHK.
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5.Turpl nepeHoca reHeTHIECKON HHGOpMAIIHH.

6. HykiecomHasi HUTb.

7. HagnykneocomHuas yknaaka JJHK.

8. duzuko - xumMudeckue cpoicTBa u Gynkuun JHK.

Jleknms Ne2

1. Tema MaTpuuHblii CUHTE3 HYKJIEMHOBBIX KUCJIOT. MexaHU3Mbl pEIIMKALUN, TPAHCPUIILIMU U
TPaHCIALUY.

2.llenb: naTh MpeaCTaBICHUE O MPUHIMIIAX 3aMUCH TeHETHYECKOW MH(OpManuu U ee JaibHeHIei
pean3anum.

3. Tesucnl Jgexnun: Pemmukanus JHK — nponecc cuntesa nouepneit mosekynsl JHK, naymmii
BO BpeMs CUHTEeTHYecKOH (S) (a3bl KU3HEHHOr0 LIMKJIA KJIETKH Ha MAaTPULE POAUTEIBCKON MOJIEKYIIbI
JHK. Ilpu stom reHermueckuii marepuan, 3amudposannbiii B JIHK, ynBauBaercs u B mporecce
MOCJIEAYIOLIETO JEICHUS JIEIUTCS Mexay nodepHumu kierkamu. Perumkanuro JJHK ocymectsiser
CJIOKHBIN (PePMEHTHBIN KOMILIEKC, COCTOSIIUN U3 15-20 pa3inyHbIx OEIKOB.

Permmukanus JIHK ocymectsisiercs moJiyKOHCepBaTHMBHO.  PerumMkanuss HauuHaeTcs c
pa3beIMHEHUS B ONPEICIEHHON TOUKe (JIOKYC Ol MM OPHIKMH) JIBOHHON CHHpain U 0Opa3oBaHUs
onHouenouHsix yyactkoB JIHK, cinyxamux Marpuueil s cuHTe3a HOBBIX Lenei. Yuacrok J(HK, B
KOTOPOM HAUMHAETCS M 3aKaHYMBACTCS PEIUIMKALMS y JYKApUOT HasblBaercs pemankoH. JHK
[IPOKApUOT y/IBAUBACTCS LIETMKOM B OJJHOM LIMKJIE PEIUIMKALIUH, TO €CTh, OaKTepUaIbHAs XpOMOCOMa U
IJJa3MUIBL ABJSIIOTCA OAHMM PpelIMKOHOM. Y sykapuor JummHa JIHK cocrasisser MWUIMOH map
HYKJICOTUAOB (y yenoBeka okoio 150 MiH. map HyK/I€OTHJ0B). Perumkanus Takux MOJIEKYJ, IpU
ckopoctu perutukaruu 50 Teic.I.H. B MuHyTY Y E.COli cocrasisier 8004. ITostomy perumukarust JTHK
IIPOUCXOUT OJHOBPEMEHHO B HECKOJIbKMX caiTax (calT - moboil yuactok /IHK), cienosarenbHo,
JIHK 2ykapnoT UMeeT MHOKeCTBO PelJIMKOHOB
Jl1st Bcex croco00B peruIMKaluy UMEIOTCs CIIEAYIOIINE OCHOBHbBIE TPHUHLIUIIBL

1. Cunre3 npouepneit [JJHK sBnsieTrcss MaTpM4HBIM IPOLECCOM; MaTpUIIEH SBISIOTCS LENU
poautensckoit JJHK.

2. B ocHOBe pemuKaiuy JeKUT NPUHIMI KOMIIJIEMEHTAPHOCTH: HyKi1eoTuabl qouepuet JJTHK
KOMIUIEMEHTapHbI HyKJIeoTHAaM poauTensckon JJHK-matpuisl.

3. [Iporrecc mepeHoca sBISETCS CAMMETPUYHBIM - MaTpuilamu ciyxar ooe nenu JTHK.
dakTopaMu peIuIMKaluu SBISAIOTCS OelKHU: Tomou3oMepasbl, 0eok SSB, xeamkasza, JTHK-

noJiuMepasa.

Tpanckpunuua — npouecc cunresa PHK ¢ ucnons3oBannem /IHK B kauectBe Marpuisl,
MIPOUCXOAAIIMM BO BCEX JKHUBBIX KIeTKax. JlpyrmMu cioBaMH, 3TO NEPEHOC T'€HETHYECKOMN
uHpopmannu ¢ JIHK na PHK.

Tpanckpunuus karanusupyercs pepmentom JJHK-3aBucumoit PHK-nonmumepasoii. Ilponecc cunresa
PHK npotekaer B HampaBiieHuu OT 5'- K 3'- KOHILY.

Tpanckpunus COCTOUT U3 CTAANM WHUIIUAIINH, TOHTAllUK U TEPMUHAIIH.

Tpancasuus MPHK — 510 mnpouecc mnepeHoca HH(OpMAIMM C  MOCIEAOBATENLHOCTH
HykineotunoB MPHK Ha omnpeneneHHyro nOCIeq0OBaTENbHOCTh AMHHOKHCIOT COOTBETCTBYIOIIETO
Oenka. B mporecce Takoro mnepeHoca HH(POPMAIMM MPOUCXOIUT BKIKOYEHUE AMHUHOKHUCIOT
(monumepu3anys) B pacTyllue MENTUIHbIEC LIETH B COOTBETCTBUU C MOCIEI0BATENIbHOCTHIO KOJIOHOB
MPHK, uHbIME cllOBaMU FOBOpS , IPOUCXOIUT CUHMES MONIEKYIAPHO20 henmuda Ha mampuye uPHK.
B npotiecce TpaHcnsnuyu NpUHUMAIOT y4acTHe:

1. MPHK, cunHTe3upoBaHHas B spe B IPOLECCe TPAHCKPUIILUH, MPOIIEANIAs CO3pEBaHUEe U
TPaHCIOPTUPOBAHHASI B KOMILJIEKCE CO CHEIMAIbHBIMU O€JIKaMu B IIUTOILIa3MYy;
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2. TPHK (HeckoJbKO JECATKOB BHJIOB), CHHTE3UPOBAHHAS B sIpE, MPOILIEIIIas CO3peBaHUE U
MOJU(DHUKAINIO M TPAHCTIOPTHPOBAHHAS B IIUTOILIA3MY;

3. 4 Bupa pPHK, cuHTe3mpoBaHHBIC B spe W, TaM jXe, oOpa3yloliue B KOMIUIEKCE C
pubocoManbHBIMU  OelKaMHu CyObeAUHMIbI pPUOOCOM. DOTH CYOBEAMHHUIBI Yepe3 TOpPbI SIEPHOM
MeMOpaHbI MOCTYMAIOT B IUTOIJIA3MY.

4. 20 BUI0B aMUHOKUCJIOT, HAXOSAIIUXCS B IIUTOIIA3Me, CHHTE31- POBAaHHBIX M3 YTJIEBOJOB B
HEel, TOCTYNUBIIMX HM3BHE C MUIIEH WM U3 OCENKOB COOCTBEHHBIX TKaHEW. OCHOBHOW HCTOYHUK
AMUHOKHCIIOT, HCIIOJIb3yeMbIX B CHHTE3€ OCIKOB, SIBIISIOTCS OCIKH MUIICBBIX NPOAYKTOB. OO0muii Bec
CcBOOO/IHBIX aMUHOKHUCIIOT B Opranusme cocrasisieT 30r.

5. 20 BunoB depmentoB - amuHoannwja-TPHK-cunreras.

6. JlonosHUTeIbHbIE 0e/IKOBbIe (PaKTOPbI: (PAKTOPHI HHUIMALIMH, HJIOH-TALIUU U TEPMUHAIIH
TPAHCISUU.

[Tocne 3aBepmenus tpanckpunuuu JHK, undopmanus ¢ monekynst MPHK mepeBoautcs Ha
MOJIEKYITy O€llka B COOTBETCTBUH IIPABWJIAM T€HETHYIECKOTO KOJIa.

I'eHeTH4YeCcKOi KOJ — 3TO CHCTEMa 3alKCU TeHEeTHYecKoi nHGOpMaIuu, ¢ IOMOIIBIO KOTOPOii
MIPOMCXOJUT TMEPEHOC HHQPOpMAIUU ¢ an(aBUTa HYKICHHOBBIX KHCJIOT Ha ai(paBUT aMHHOKHUCIOT
O0enkoB. ['eHeTHueckuil KOJI HMMEET Pl CBOWCTB: KOA TPHUILIETEH, HeNmpepbiBeH, BbIPO:KIAEH,
cnenuduyeH, KOJUHeapeH, yHUBepcaJieH.

4. UnmoctpaTuBHbIi MaTepuai: O630opHas

Jesruner

......

T ([

Tpanckpunuus JHK

N
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Mepsoe no- Bropoe no. Tperse to-

NOJIOH:“ nozxoma
{c 5'-ac0numn) ¥ 1L A I (¢ 3"-xoHua)

VYV - @en | VIIY - Cop | YAY - Tup | ¥IV - Llne
¥ VVIL ~ @en | VL] ~ Cep | VALL - Tup | ¥I11 - I{wc
YVA - Jieit | ¥11A - Cep | VAA - Cron | VIA - Cran
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Cron &Iull

Tpancasimusa PHK

S5.JIuteparypa: cM.mpuiioxeHue 1

6. KonrpoJibHble BONpPochI: (00paTHAasi CBSI3b)

1. DTtamnbl MOMTyKOHCEPBATUBHON PEILUIMKALIUU:

MHULUAIMS,

JJIOHTalLMs,

TEpMHUHALIHSL.

@DaxTOpBl MHULIMALNH, JJIOHTALIUH, TEPMUHALMHU PEIITMKALUN

JAHK-—nonumepasbl 1 UX BUABL.

benox PCNA, ctpoenue u GyHKIIUH.

Tpanckpurmust JJHK — nepBast cragus sxenpeccnn nHGOpMaIUN 0 CTPYyKType Oenka. MexaHusm
TPaHCKPUIILIHH.

6. dakTopbl TPAHCKPUIIIIHH:

- o0u1re (hakTOphl TPAHCKPHIILIUY;

- JIHK-cBs3pIBaromnye OCNKA U UX THIIHI,

- 6enok P-53 kak TpaHCKPHUILIMOHHBIN (hakTop.

7. Dtanbl TpaHCKpUNIMY. IHUIMANMs, STOHranys, TepMUHALUS.

8. IlpuHIMIBI KOAUPOBAHUS IreHETUYECKON HH(DOPMAIUH.

9. 'eHeTHYECKUIT KO U €r0 CBOIICTBA.

10. Tpaucnsaums MPHK - BrOpo#l stam peanuzanuu reHetndeckoil uH@opmanuu. OCHO-BHBIE
KOMIIOHEHTBHI, yUaCTBYIOLINE B CUHTE3€ OeKa.

A WNO T
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Jlekums Ne3
1. Tema: MonekynspHas 6uomnorus kietku. [InmazmonemMma u ee pynknuu. TpaHcopT BelIecTB Yepes
OonomemOpanbl. Anre3uBHas GyHKIIHS MEMOpaH.
2. Heab: Jlatp mnpeacraBieHHe 00 OCHOBHBIX KJIETOYHBIX D3JEMEHTaX, YYacTBYIOIIMX B
KU3HEEATCIPHOCTH KJIETKH, a TaKkKe O MeXaHu3Max o0O0pa3oBaHUs MEXKKIETOYHBIX KOHTAKTOB,
a/Jre3uy, BHEKJIETOYHOM MaTpHUKCE.
3. Te3uchl Jexkuuu: MostekyJsipHasi OMOJIOTHA - KOMIUIEKC OMOJIOTMUECKHX HAYK, HM3ydYarolIuX
MEXaHU3MBbl XpaHEHUs, TMIepelayd U Pealn3alui FeHeTHYeCKOH MH(POpPMalluU, CTPOCHUE U (QYHKIMU
HeperyJsipHbIXOHOMoIMMepoB (0eIKOB M HYKJICUHOBBIX KUCIOT). TpemMsi OCHOBHBIMHA KOMIIOHEHTaMH
KIJICTKH SBISIOTCS: SIpO, LUTOIUIa3Ma M OKpYXarollas MX KJIETOYHas MeMOpaHa - Iula3MoJieMMa.
[Tutonnasma (cytoplasma) KiaeTKH BKJIFOUAET B c€0s THaomia3My, HaXoAs1Iecs B Hell 00s13aTeNbHbIe
KJIETOYHbIE KOMIIOHEHTbl — OpPraHellIbl, a TaKXXE pPAa3JIMYHbIE HEMOCTOSHHBIE CTPYKTYpbl —
BKJIIOYeHHs. [HManornasma sBISeTCS CIOXKHOM KOJJIOMTHOW CHUCTEMOHM, BKIOYamoleil B cebs
pasnuyHble OWOMONMMEpHI, TaKue Kak OeNKH, HYKJICWHOBBIE KHCIIOTHI, Moiucaxapuisl. B cocras
I'MajIoIUIa3Mbl BXOAST INIaBHBIM 00pa3oM pasiinyHble rio0ymnspHble 6enku. K BaxuelmmM pepmentam
THaJIOIUIa3Mbl OTHOCATCS (hepMEHTHl MeTaboM3Ma caxapoB, a30TUCTBIX OCHOBAHWH, aMHHOKHCIIOT,
JUMHUJIOB U JIPYTUX BAXKHBIX COE€JUHEHUH. B ruanomnasme pacnosararorcss (pepMEHTbl aKTHBAIMH
aMHHOKHCIIOT IIPH CUHTE3€ OeNKOoB, TpaHcnopTHeie (TpanchepHbie) PHK (TPHK).

Oprane/ibl- BaXXHEHIIMA  KOMIIOHEHT  KJETKHM, CTPYKTYpbl KJIETKHM, MMEIOLIHE CTPOro
OIIpEICNIEHHOE CTPOEHUE U (PYHKIINH.
ITo ¢yHKIMOHAIBHOMY ITPU3HAKY OpTraHeIIbl AEIATCS Ha!

1 - opranemsl 001IETO 3HAYEHUS;

2 - OpraHesUIbl CIeHaIbHOI0 3HAUCHHUS;
[To cTpykTypHOMY NPUHIUIY OpraHesUIbl AEIATCS Ha:
1 - memOpannbie (MutoxoHapun, IIIC, KI', n1M30coMBbI, IEPOKCUCOMBI);
2 — He meMOpanHble (PUOpHIUIApHBIE OpraHe/utbl (MUKPOTPYOOUKH, MHUKPO(DHUIAMEHTHI, PECHHUKH,
KTYTUKH, LIEHTPHUOJIN) U TPaHyJIApHbIE OpraHesuibl (pHOOCOMBI, ITOJIMCOMBI).
Opranennbl  ABIAIOTCS  IUHAMUYECKUMH  CTPYKTypaMH; MOTYT M3MEHSTh pa3Mepbl, HO He
dopmupyrorcs. s o6pa3oBaHUs HOBBIX OpraHeisl HeoOXoauMa MHpOpMalus, B BUAe pyIUMEHTa
WIM MaTpullbl OT yXKe CyLIecTByIolleld opraHemibl. Kaxnas opraHenna 3aHUMaeT B THaJIOIUIa3Me
MECTO, ONTUMAJIbHOE IS BBIOJIHEHHS €€ CIelUaIn3uPOBAaHHON (YHKIIMH.

BuomeMOpaHbI- 3TO JIMIONPOTEUIHBIE OOpPa30BaHUS, KOTOPbIE OrPAHUYMBAIOT KIETKY
CHapYXH U (GOPMHUPYIOT HEKOTOPbIE OPraHEIIbl, @ TAKXKE AACPHYIO 000JI0UKY - KAPHOIEMMY.

Pa3znnyaroT HECKOJIBKO TUIIOB MEMOPAH, OTINYAIOIIUXCS IO XUMHUYECKOMY COCTaBy, pa3Mepam 1
(GYHKIMSAM, HO UMEIOLINX €IUHBIN IUIaH CTPOSHMS.
OO1elt uepToii Bcex MeMOpaH KJIETKH SBJSIETCS TO, YTO OHU MPEJICTABISIIOT co00ii ToHKuE (6—10 HM)
IUIaCTHl  JIMIONPOTEUIHOW TMpUPOAbI (T.e. JUMNMIBI B KOMIUIEKce ¢ Oenkamu). OCHOBHBIMHU
XUMHUYECKUMHU KOMITOHEHTaMU KJIETOYHBIX MeMmOpaH sBistitoress yunuasl (40%), Genku (60%) u
yrieBosl (5—10%).

Jlumuawl (rpeu.lipos - xup) — rpynmna MOpUPOAHBIX BEIIECTB, HEPACT-BOPUMBIX B BOJE, HO
PacTBOPUMBIX B HEIOJSPHBIX  pacTBOpUTENAX (xyopodopme, adupe u T.1.). ModeKysbl JUIUA0B
SIBISIFOTCSA aM(PUUITBHBIME, TO €CTh, KaK/1asi MOJIEKYJIa JIMMHIa UMEET TUIPOPMIBHYIO (PaCTBOPHUMYIO
B BOJIE) «TOJIOBKY» M J1Ba TUAPO(POOHBIX (HEPACTBOPUMBIX B BOJE) «xBocTay (puc.6,A). Monekybl
«XBOCTay MPEJCTABIAIOT COOON JJIMHHYIO YIJIEBOJOPOIHYIO LIETIb.
benxu membpan coctaBistor 50% OT Macchl KIETOUHBIX MeMOpaH. MIX pojib 3akiio4aercs B TOM, YTO
OHHU obecreynBaeT (PyHKIMOHAIbHYIO aKTUBHOCTh MEMOpPaH, a UMEHHO:

1 - yyacTBYIOT B TPaHCIIOPTE BEIIECTB;
2 - BXOJISIT B COCTaB TPAHCTIOPTHBIX HACOCOB W MOHHBIX KaHAJIOB;


http://ru.wikipedia.org/wiki/%D0%91%D0%B8%D0%BE%D0%BB%D0%BE%D0%B3%D0%B8%D1%8F
http://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD%D0%B5%D1%82%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B0%D1%8F_%D0%B8%D0%BD%D1%84%D0%BE%D1%80%D0%BC%D0%B0%D1%86%D0%B8%D1%8F
http://ru.wikipedia.org/wiki/%D0%91%D0%B8%D0%BE%D0%BF%D0%BE%D0%BB%D0%B8%D0%BC%D0%B5%D1%80
http://ru.wikipedia.org/wiki/%D0%91%D0%B5%D0%BB%D0%BA%D0%B8
http://ru.wikipedia.org/wiki/%D0%9D%D1%83%D0%BA%D0%BB%D0%B5%D0%B8%D0%BD%D0%BE%D0%B2%D1%8B%D0%B5_%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D1%8B
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3 - ABIAIOTCS (pepMEHTAMU U PELIENTOPAMHU, YYaCTBYs B IPOBEICHUHU CUTHAJIOB B KIIETKY;
4 - CBA3BIBAIOT LIUTOCKEJIET C BHEKJIETOUHBIM MaTPUKCOM;
5 - IpeoOpaszyroT SHEPrHI0 MHUIIEBHIX BELIECTB B XUMHUYECKYIO SHEPTUI0 MAKPOIHEPTeTHUECKUX
cBsizeil Mosiekynbl ATO.
ITo Mecty pacnonoxeHus B MeMOpaHe O€lnKM JeNsATCs HauHTErpalbHble U ITOBEPXHOCTHBIE
(mepudepuueckue).
ITo pynkumsim Oenku MeMOpaH ACNATCs Ha:
1 - cTpykTypHBIE;
2 - TPAHCIIOPTHBIE;
3 - anre3uBHbIC (00ECIIEYMBAIONINE MEKKICTOYHBIC B3aMMOICHCTBYS);
4 - yqacTByIOILME B [I€peaue CUTHAJIOB OT OJIHOM KJIETKH K JIPYTOii;
S - KaTaJIUTUYECKUE.

MoznekynsipHast OMOJIOrHsI HCTOPUUYECKH MOsIBHIIACh Kak pasaen Ouoxumuu. K nauvamy XXI Beka
ObUIM TIOJYYEHBI JaHHBIE O TEpPBUYHON cTpyKkType Bceil JIHK uemoBexka W menoro psga Ipyrux
OpPraHu3MoOB, HanboJiee BaKHBIX JJIs1 MEJULMHBI, CEJIbCKOT0 XO35HCTBA U HAYYHBIX UCCIIEI0BaHUM, YTO
NpHUBEJIO K BO3HUKHOBEHHIO HECKOJBKHX HOBBIX HANpaBICHWH B OHOJOTWU: TEHOMHKH,
OMOMH(pOPMATHKY U JP.

MemOpaHHBIii TPAHCIIOPT — TPAHCHOPT BEIIECTB CKBO3b KJIETOYHYIO MEMOpaHy B KJIETKY WUJIHU U3
KJICTKH, OCYILECTBIIIEMBIN C TOMOLIbIO Pa3IMYHBIX MEXaHU3MOB — IPOoCcTO Auddy3un, o0aerdyeHHon
muddy3un 1 aKkTUBHOTO TpaHCopTa. BakHeiiiiee CBOMCTBO OMOJIOrMYECKO MEMOpaHbl COCTOUT B €€
CIIOCOOHOCTH TPOIycKaTh B KJIETKY M M3 HeE pasiauuHble BemiectBa. MemOpaHHBIM TpaHCHopT
(TpaHCTIOPT BEIIECTB Yepe3 JIMIUAHBIA OUCIION): MaCCHBHBIA M aKTUBHBIA. AKTUBHBIA MEMOpaHHBII
TPAHCHOPT — MPOTHUB (3JIEKTPO)XUMHUECKOTO T'PaJIMEHTa, T.€.HEOOXOAUMBI 3HEPIreTUYECKUE 3aTPAThI
(conmpspKeHHE C DHEPreTMYECKH BBITOJHBIM IPOLIECCOM): MEpBUYHBIM M BrTOopuuHbINA.IlaccuBHBIN
MEeMOpaHHbIM TPaHCHOPT — MO (JIEKTPO)XUMHUYECKOMY T'PAUEHTY, HE TpeOyeT SHEepreTHYecKHX
3arpat: Aupdy3us win obnerdyeHHas AupQy3us. VcTouHNKN SHEprun uis aKTUBHOTO MEMOpaHHOIO
TpaHCIopTa: TUIPOJIN3 ATO, CBET, OKHCJIUTEIIbHO-BOCCTAHOBUTEIIbHBIE peaxkuuu,
(27IEeKTPO)XMMHUYECKUN TpaJueHT. DHEPrus A MNEPBUYHOTO AKTUBHOTO TPAHCIOPTa MOCTYMaeT W3
MCTOYHHKA, OTIMYHOTO OT YK€ HMEIOIIErocs (2JIeKTpO) XUMHUYECKOro rpaJueHTa. benku-kaHalbl
(OenkoBbIe KaHabl) - THUI TPAHCHIOPTHOIO OeJKa, IeHCTBYET Kak Mmopa B MeMOpaHe, KoTopast ObICTPO
IIPONYCKAaeT MOJEKYJbl BOJbl MM He OojbllMe HOHBL. belkn BOJHOrO KaHaja (aKBallOpPHUHBI)
MIO3BOJISIFOT BOJIE O4YEHb OblcTpo AudPyHaMpoBaTh uepe3 MeMmOpaHy. bBelku HOHHBIX KaHaioB
MO3BOJISIOT MoHaM AuddyHaAupoBaTh yepe3 MeMOpaHy. B OonbHIMHCTBE cilyyaeB Iepefaya CUrHaia
BHYTpU KJIETKM TPEJCTaBII€T COOOW Menb IOCIEN0BAaTEIbHBIX OWOXMMHMYECKUX —PEaKIUi,
OCYLLIECTBISIEMBIX (DepMEHTaMH, YacTh M3 KOTOPBIX AKTUBUPYETCS BTOPUUHBIMU TMOCPEIHUKAMHU.
Takue npoiiecchl OOBIYHO SIBISIOTCS OBICTPBIMU: UX MPOJOKUTEIBHOCTh — MOPSIIKA MIJIJTUCEKYH/T B
ClIy4ae MOHHBIX KAaHAJIOB U MUHYT — B CJIy4ae aKTUBALUU IPOTEMHKUHA3 U JIMIIA/-OMOCPEIOBAHHBIX
krHa3. OHaKO B HEKOTOPBIX CIIy4asX OT MOJY4YeHHs KJIETKOW CHUrHajia 0 OTBeTa Ha HEro MOTYT
NPOXOAUTh dYachl M Jaxe CYTKH (B ciydae skcnpeccun reHoB). Ilytm mnepenauum curHana,
WM CUTHAIBHBIC IIyTH, YacTo OBIBAIOT OPraHM30BaHbl KaK CUTHAJIbHBIC Kackaabl (aHri. signal
cascade): KONMYECTBO MOJIEKYJ OEJNKOB M JIPYTUX BEIISCTB, NPUHHMAIOIIMX YYacTHE B Ieperaye
CUTHaja, BO3PAacTaeT Ha KaXJO0M IMOCIeAYIOLeM JTare M0 Mepe yJaleHHs OT IepBOHAYAIBHOTO
crumyna. Takum o0pazom, Jaxe OTHOCHUTENIBHO CIAObI CTUMYJ MOXKET BBI3bIBATH 3HAYUTEIHHBIN
OTBET. JTO SBJCHUE Ha3bIBaeTCs aMIUTU(UKaiue curHana. OpHUrHHAIBHBIA TepMHH aHrI. Signal
transduction BnepBble mosiBUIICS B pedepupyeMbIX KypHaiax B 1974 ronmy, a B Ha3BaHHHM CTaThU
¢urypuposain B 1979 rony.

4. LiumocTpaTuBHbI MaTepuas: O630pHas


http://ru.wikipedia.org/wiki/%D0%91%D0%B8%D0%BE%D1%85%D0%B8%D0%BC%D0%B8%D1%8F
http://ru.wikipedia.org/wiki/%D0%94%D0%9D%D0%9A
http://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD%D0%BE%D0%BC%D0%B8%D0%BA%D0%B0
http://ru.wikipedia.org/wiki/%D0%91%D0%B8%D0%BE%D0%B8%D0%BD%D1%84%D0%BE%D1%80%D0%BC%D0%B0%D1%82%D0%B8%D0%BA%D0%B0
https://ru.wikipedia.org/wiki/%D0%A4%D0%B5%D1%80%D0%BC%D0%B5%D0%BD%D1%82
https://ru.wikipedia.org/wiki/%D0%92%D1%82%D0%BE%D1%80%D0%B8%D1%87%D0%BD%D1%8B%D0%B9_%D0%BF%D0%BE%D1%81%D1%80%D0%B5%D0%B4%D0%BD%D0%B8%D0%BA
https://ru.wikipedia.org/wiki/%D0%98%D0%BE%D0%BD%D0%BD%D1%8B%D0%B5_%D0%BA%D0%B0%D0%BD%D0%B0%D0%BB%D1%8B
https://ru.wikipedia.org/wiki/%D0%9F%D1%80%D0%BE%D1%82%D0%B5%D0%B8%D0%BD%D0%BA%D0%B8%D0%BD%D0%B0%D0%B7%D1%8B
https://ru.wikipedia.org/w/index.php?title=%D0%9B%D0%B8%D0%BF%D0%B8%D0%B4%D0%BA%D0%B8%D0%BD%D0%B0%D0%B7%D1%8B&action=edit&redlink=1
https://ru.wikipedia.org/w/index.php?title=%D0%9B%D0%B8%D0%BF%D0%B8%D0%B4%D0%BA%D0%B8%D0%BD%D0%B0%D0%B7%D1%8B&action=edit&redlink=1
https://ru.wikipedia.org/wiki/%D0%AD%D0%BA%D1%81%D0%BF%D1%80%D0%B5%D1%81%D1%81%D0%B8%D1%8F_%D0%B3%D0%B5%D0%BD%D0%BE%D0%B2
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%B3%D0%BD%D0%B0%D0%BB%D1%8C%D0%BD%D1%8B%D0%B9_%D0%BF%D1%83%D1%82%D1%8C
https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
https://ru.wikipedia.org/wiki/%D0%91%D0%B5%D0%BB%D0%BA%D0%B8
https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
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@OyHKIUM 0eJTKOB B cOCTaBe MeMOpaH

. JIuteparypa: cMm. npuiioxkenune 1
6. KontrpoJibHble BONpochl: (0OpaTHasi CBSI3b)
1. Crpykrypa 6uomemOpan

2. @Oynkus omomeMOpaH

3. AnresuBHast QyHKIMs 6MOMeMOpaH

4.
5
6
7
8

AKTHUBHBIN TPAHCIIOPT.

. IlaccuBHBIN TpaHCTIOPT.

. Ctpoenue n QyHKIIMH OPTaHOUOB KIIETKH

. Ctpoenue u GpyHKUUi sipa

. Ctpoenne n QyHKIMH KICTOYHON MEMOpaHbI

CtpoeHue U QyHKIIHH arnmnapara ToJIbIKu

10.Ctpoenue u pyHKIIMA MUTOXOHJIPHH
11.CtpoeHue u pyHKIIMH JTH30COMBI
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Jexmus Ned
1. Tema: MonekynsapHas CTPYKTypa KJIETOK W O0OJIC3HW, BO3ZHHMKAIOIIME IPU HAPYIICHHUU HUX
(yHKIMOHUPOBAHUSI.
2. Heab: M3yuuth MOJCKYISIPHYIO CTPYKTYPY KJIETOK U OOJIC3HH, BOSHUKAIOIINE MIPH HAPYIICHUH UX
(bYHKIIMOHUPOBAHUS

3. Te3ucwl aekuuun: Jlnzocomueie Oosee3Hn HakorwieHus (aHria. Lysosomal Storage Diseases) —
o0Iiee Ha3BaHME TPYMIBI BECbMa PEIKHX HACICICTBEHHBIX 3a00JIeBaHMM, BBI3BAHHBIX HAPYIICHUEM
(GYHKIIMM BHYTPUKJIETOUHBIX OpraHeyll JU30COM. OTH OJHOMEMOpaHHbBIE OpPraHOU[bI SIBISIOTCS
YacThI0 JHJIOMEMOpPAaHHOW CHCTEMBl KJICTKM U CIEUUAIN3UPYIOTCS Ha BHYTPUKICTOYHOM
pacIlerIeHUH BEeIeCTB: INIMKOreHa, TNIMKO3aMUHOTTIMKAHOB, TJIMKOIPOTEUHOB U APYyrux. JIn3ocoMubIe
0O0JIe3HN HAKOIUICHHSI BBI3BIBAIOTCS T€HETUYECKH OOYCIIOBJICHHBIM JIE(PUIIMTOM (PEPMEHTOB JH30COM,
YTO NTPUBOJUT K HAKOMJICHUI0 MaKpPOMOJIEKYN, SBISIOIIMXCS CyOCTpaToM ATHX (DEpMEHTOB, B
pPa3NMYHBIX OpraHax M TKaHAX oOpraHmi3Ma. KiuHHWYecKas KapTHHA TIIEPBOTO HACIIEACTBEHHOTO
3a005ieBaHUs M3 TPYIIIBI JIM30COMHBIX Oone3Hel HakomueHus (6one3np Tes — Cakca) OblIa onucana
B 1881 roxy. 3arem, B 1882 rony onucano 3a0oseBaHne, HA3BAHHOE B YECTh BIIEPBbIE OMMCABILETO €ro
¢bpanmysckoro Bpaya Owumunmna [ome. B 1932 roay romnanackuii Bpau Moann Ilomne ommcan
TJIMKOTEHO3 BTOPOTO THIA, BIIOCJIEACTBUM HA3BaHHBIA 1O ero mMmeHwu Ooinesnpio [lomme. B konme
1950-x — mnavane 1960-x romoB Oecnbruiickuii Ouoxmmuk Kpuctunan ne J[poB ¢ coaBTOpamu,
UCTIONB3Yysl METOAMKY (PaKIMOHUPOBAHUS KJIETOK, OTKPBUI JIM30COMBI B KadyeCTBE KIETOYHBIX
OpraHesul, OTBETCTBEHHBIX 3a pacUICIUICHHEe W YTHIW3ALHUI0 MakpoMmosiekyi. JlaHHoe Hay4yHOe
OTKPBITHE [JTAJI0 BO3MOXXHOCTH BCKOPE BBISIBUTH MAaTO(OU3HOIOTHYECKYIO OCHOBY JIM30COMHBIX
Oonesneit HakorieHus. bonesns Ilomme crama mepBBIM  HACIENCTBEHHBIM 3a00JIEBaHUEM,
UACHTU(UITMPOBAHHBIM KaK JIM30COMHasi 00i1e3Hb HakorieHus. B 1963 rony Genbruiickuii ¢pusmonor
u 6uoxumuk I'enpu Xopc (anrn. Henri G. Hers) omybnukoBan paboTy, B KOTOPOW CBsI3al MPUUYHHY
Pa3BUTHS JAaHHOTO CHMITOMOKOMIUIEKCA C JEPHUIIMTOM O-TIFOKO3UIa3bl U BHICKA3aJl TPEATIOIOKEHUE
O CBSI3W JpPYTUX TEHETHYEeCKHMX 3a0oyeBaHUil, B TOM YHCIE MYKOIOJIMCAXapUAO030B, C
HE/IOCTaTOYHOCTBIO TOTO WM HWHOTO (epMeHTa. MUTOXOHApHATBHBIE 3a00JeBaHUsS OOYCIOBIICHBI
TeHETUYECKUMHU, CTPYKTYPHBIMH, OMOXMMHUYECKUMHU JeheKTaMd MUTOXOHAPUHM, MPUBOISIIMMU K
HapyIIEHUsIM TKaHEBOTO JbixaHus. OHU TMEpearoTcs TONBKO IO KEHCKOH JMHUU K JETSIM 000X
[IOJIOB, TaK KaK CIEPMAaTO30UIbl TEpPelaloT 3UroTe MOJOBUHY SAEPHOrO IeHOMa, a silexseTka
MIOCTABIISIET ¥ BTOPYIO MTOJIOBHHY T€HOMA, U MUTOXOHpUH. [laTonornyeckre HapyIeHus: KICTOYHOTO
HHEPreTHYECKOro 0OMEHa MOTYT MPOSBIATHCS B BUAE Ae(DEKTOB pa3lInyHbIX 3BeHbEB B Iukie Kpebca,
B JIBIXaTENIbHOW IIeTH, Mpoleccax OeTa-oKucieHHs W Tak nainee. He Bce ¢epMeHTH U apyrue
perynaropsl, HeoOxoaumeie A7 3PGEKTUBHOTO (PYHKIMOHUPOBAHUS MHUTOXOHIPUN, KOTUPYIOTCS
mutoxoHapuanbHoi JIHK. Bonbimas yacth MUTOXOHIPHABHBIX (DYHKIIMM KOHTPOIUPYETCS SIEPHOM
JIHK. MO»XHO BBLAETUTH JIBE€ TPYIIIbl MUTOXOHIPHAIBHBIX 3a00JIeBaHUI:

SIlpko  BBIp@)KEHHBIC  HACIICACTBEHHBIC CHUHAPOMBL, OOYCIOBICHHBIE MYTAalUsSIMH  TE€HOB,
OTBETCTBEHHBIX 32 MUTOXOHApUanbHbIe Oenku (cunapom bapra, cunapom Kepuca — Ceiipa, curapom
[Tupcona, cunapom MELAS, cungpom MERRF u npyrue). Bropuunble MHTOXOHIpHAaIbHBIE
3a00JeBaHMs, BKIIOYAIOIIME HapyIIEHHE KIETOYHOTO HHEProoOMEeHa Kak BaXHOE 3BEHO
dbopmupoBaHus maroreHe3a (OOJIE3HNW COCNUHUTEIHHON TKAaHW, CHHIPOM XPOHHYECKOW YCTaJOCTH,
TJIMKOT€HO3, KapJUOMUOMNATHS, MUTPEHb, MEYEHOYHAS] HEIOCTATOYHOCTh, MAHIMTOICHHS, a TaKKe
THITOTIApaTHPEO3, THAOET, paXUT U JPYyTHE).

MuTOXOHIpUH HACIEAYIOTCS UHAYE, YeM S/IePHBIC TeHbI. SIIepHbIe TeHBI B KAXKI0M COMAaTUYECKOM
KJIETKE OOBIYHO TPEICTABJICHBI OBYMS AIUICISAMHU (32 HCKIIOUYEHWEM OOJIBIIMHCTBA CIETUICHHBIX C
MOJIOM T'€HOB y rereporaMeTHoro moia). OAuH aiielb yHacleIoBaH OT OTIA, JPYrod OT MaTepH.
Opnaxko muToxoHApun coaepxar coocrBeHHyto JHK, nmpuuem B kaxmoii MUTOXOHIIpHM 4eJIOBEKa
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00BIYHO cojepkutcs oT 5 1m0 10 kommii kosbieBoi modekyinsl JJHK (cm. I'ereporutazmus), u Bce
MUTOXOHJIpUU Hacienyrorcss or marepu. Korga mutoxonapust nenutcs, konuu JJHK ciydaitneim
o0pa3oM pacnpeaenstorcs Mexay e€ noroMkamu. Ecnu Tonpko ogHa u3 ucxonHbix mojekyn JJTHK
COJIEPKUT MYTAIMIO, B PE3YJIbTaTE CIYYAHOTO PACTIPECICHUS TaKUE MYTAaHTHBIE MOJIEKY/Ibl MOTYT
HAKOMUTHCS B HEKOTOPBIX MUTOXOHAPUSIX. MUTOXOH IpHalibHAsl 00JIe3Hb HAYMHAET MPOSIBISTHCS B TOT
MOMEHT, KOTJla 3aMETHOE YMCJIO MUTOXOHIPHI BO MHOTHX KJIETKaX JaHHOW TKaHW MPHOOPETAIOT
mytanTHble kornuu JIHK (moporosast skcnpeccus). Myrauun B mutoxouapuanbioi JIHK npoucxoasr,
[0 pa3HbIM MPUYMHAM, HAMHOT'O Yallle, 4eM B SACPHOW. DTO O3HAYAET, YTO MUTOXOHAPUAILHBIE
00J1€3HU JOCTATOYHO YacTO MPOSBISAIOTCSA M3-3a CIIOHTAHHBIX BHOBH BO3HUKAIOIMIKUX MyTauui. MHOorma
TEMIT MYTHPOBAHHS YBEIMYUBACTCS W3-32 MYTAllUi B SIIEPHBIX TEHAX, KOMUPYIOMUX (EPMEHTHI,
KOTOpbIE KOHTPOJIUPYIOT pernkanuo JJHK mutoxonapuid.

4. AnmocTpaTuBHbI MaTepuas: O630pHas,
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Puc. Buoxumuyeckne U KJIeTOYHbIE OCHOBBI MATOreHEe3a JIM30COMHBIX 00Jie3Hell HaKoIJIeHus (1o
Futerman A.H., G.v. Meer G., 2004): 1 - gedpexT 1u30cOMHOr0 hepMeHTA, IPUBOAAIINN K CHUKEHHIO €ro
aKTUBHOCTH; 2 - MOBPeXIeHue 0eIKa-aKTUBaTOpa; 3 - HapylleHue TpaHcnopTa epMeHTa u3
IH/0IIA3MATHYECKOT0 PETUKYJIYMa (MyTalluM, BbI3bIBAIOIME HAPYIIeHNe KOHopMauuu 0eska); 4 -
HapylleHue 00pa3oBaHusi MyJbTHU(EPMEHTHOr0 KOMILJIEKCA, HE00X0AMMOTrO 1Jis1 TPaHCNOpTa (hepMeHTa
M3 SHIOIJIA3MATHYECKOT0 PETUKYJIYMA; S - HapyllleHHe IVIMKO3WJINpoBaHus ¢gepMeHTa B annapare
Toabaxu; 6 - HapymeHue TIANKO3UIUpPoBanus pepmenTa B annapare ['oabIKu BeJleT K HECIIOCOOHOCTH
tepMeHTAa CBA3aTHCA ¢ MAHH030-6-(hochaTHHIMHU penenTOPpaMu U BOHTH B JIN30COMY; / - 1edeKT
TpaHcnopra ¢epMenTa u3 annapara I'onbaxu; 8 - 1eeKTbl TM30COMHBIX MEMOPAHHBIX 0€JIKOB-
NMEePEHOCYHKOB; 9 - NeeKThI JIN30COMHBIX MEMOPAHHBIX 0€J1KOB, BHIMOJIHSIOMINX BAKHYIO
PEryJsiTOPHYIO pPoJib B GyHKIIHOHMPOBAHUM JTHU30COM
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5. JIuteparypa:

IIpuaoxenne 1

OcHoBHas:

1. Ecupkeno, M. M. MonekynspHast 6uosiorusi kinetku: yued. nmocooue / M. M. Ecupkenos; M-Bo
3npaBooxpanenus PK; VYue6-merommueckoe 00-ume Mmen. By3oB PK. - Kaparamma: UIT "W3n-Bo
AKHYP", 2013. - 146 c.

2. 'enetuka. YueOnuk mias BY3ow/Ilog pen. Axagemuka PAMH B.M. HBanoBa — M.: HKI]
«Axkagemkauray, 2011-638c.: .

3. Mymkam6apos H.H., Ky3nenor C.H. MonekyinsapHas 6uosiorus. Y4eOHOe mocooue /il CTYJACHTOB
MEJIMIIMHCKUX BY30B,3-¢ u3a-e, Mockaa: Hayka, 2016, 660c.

4.Y. Knar, M. Kammunrc. OcHoBbl TeHeTHKH — M.: TexHnocdepa, 2009 r.

5. KypuanoB.A. I'eneTrka yenoBeka ¢ OCHOBaMH o01Iel TeHeTHKH: yued. mocodue -CI16, 2009r.

6. Ans6eprc b, bpeit /1., Xonkun K. OcHOBBI MOJEKyAsIpHON OMONOTUU KIETKU. Y4yeOHOe u3aaHue. 2-
€ u3/., uchp, nep. ¢ anria. 768ct. 2018r.

7. Cnupun A.C. buocuntes 6enkos, Mup RHK u npoucxoxaenue xu3Hu.

8. MymunHOB T. OCHOBBI MOJICKYJISIPHOW OMOJIOTHU: KypC JIeKIuii-AnmmaTsl: Dddekt, 2007.

9. BoeHHas TOKCHKOJIOTHA, paguoOuonorus u MmeaunuHckas 3amura / [log pea. npod.

C.A Kymenko. — C-116: @ommanTt. — 2004*.

10. Buyrpennune 6one3nu. Boenno-nonesas Tepamnus / [lon pen. mpod. A.JI. Pakosa u mpod. A.E.
Cocrokuna. — C-I16. - 2003*

11. OcHoBbl MenumuHCKOMN panuoouonoruu /Ilox pen. U.b. Ymakosa. — CI16: OOO «M3xatenbcTBo
doymanty, 2004*.

12. 1.B.Munsto, B.B.UBanosa, E.A.I'epenr, C.C.I'yrop, 1.B.Cyxozno:o. Jlekuu mo oOuieit
amOpuosiorun yenoreka.-Tomck. M3natensctBo Cu6I'MYVY, 2019r.-112c.

JlomoJiHUTEIbLHASA:

1. V. Knar, M. Kammunrc. OcHoBsl renetuku — M.: Texnocdepa, 2009r.

2. OCHOBBI MOJIEKYTISIPHON OMOJOTHH KJIeTKH. Y4yeOHuk. 3romax. b.Ansbeprc u ap., U3a-Bo
OZON.RU, 2018r.

3. OcHOBBI MOJIEKYJISIpHOI Ouonoruu: Kypc aekuuit/moa pen. T.A.Mymunos;T.A.MymuHoB [u np.]. -
2-e w311, uctp. u gon. - Anmarer: Jlutep [Ipunt. Kazaxcran, 2017. - 556 c.

6. KonTpoJsibHbIe BONPOCHI: (00paTHAsl CBA3b)

1.bone3nu, cBsi3aHHBIE C TATOJIOTHEHW sJpa: YMEHBIIIEHHE TEHETHMUYECKOT0 MaTephaia aTUIUYHBIC
MUTO3BI IATOJIOTHS CUHTE3a cyobenuHull pudocom u TPHK B siipsinike

2.bone3Hu, cBg3aHHbIE C HapylIeHneM (pyHkiroHupoBaHus u crpoenus JIIC: pacumpenneM HUCTEpH
OIIC, ¢parmenrtanmeit OIIC, rumep u runorpodueit IIIC, Orokagol CHUHTETUYECKUX W/HIU
TPAHCIIOPTHBIX MPOIECCOB B KIIETKE.

3.bone3nu, cBs3aHHBIE C HapyuieHHeM (DYHKIMOHUPOBAHUS M CTpOEHUs ammapata [ oibmKu:
3a00JieBaHNs, CBA3aHHbIE C HAPYIIIEHHEM CUTHAJIOB BHYTPUKJIETOYHOIO TPAHCIIOPTA

4.bone3nu, CBsi3aHHbIE C HapymieHHeM (GYHKIMOHUPOBAHHUS W  CTPOCHHS ~ MHUTOXOHAPHUI:
MUTOXOHJIpHaJibHbIe 00JIe3HH, cBsi3aHHbIe ¢ nedektamu sipepHoit JITHK muroxonapuanbabie 00s1€3HH,
BbI3bIBaeMbIe gedextamu Mt/ JHK

5.bone3nu, cBsA3aHHBIE C HapylleHHEM (YHKIIMOHUPOBAHUSA M CTPOEHUS JIM30COM: OOJIe3HU
HAKOIUICHUST MYKOIOJIUCAXapUAOB MIU TeHETUYeCKHe OOJEe3HW HAKOIUICHUs; OOJIe3HH, CBsI3aHHBIC
CHApYILEHUSIM COPTUPOBKHU U TPAHCIIOPTA JIM30COMHBIX (DEpMEHTOB - THApOJIa3. O0JIE3HHU, CBA3AHHBIE C
MOBPEKICHUEM JIM30COMHBIX MeMOpaH. OOlle3HM, CBSI3aHHBIE C BHEKIIETOYHBIM BHIOPOCOMPOID
JU30COM B Pa3BUTHH BOCTIAIUTEILHBIX MTPOIIECCOB

6.bone3nu, cBs3aHHBIe ¢ HapylleHHeM (YHKIIMOHUPOBAHUS U CTPOSHUS MEPOKCHUCOM: 3a00JIeBaHUS,
0OyCIJIOBJICHHBIE TIOYTH TOJHON MOTepel MEepPOKCHCOMHON (YHKIMH, 3a00JI€BaHUsI, BOSHUKAIOIINE B
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CBS3M C M30BITKOM IEPOKCUCOMHBIX (DepMEHTOB; 3a0o0JjieBaHUs, OOYCIOBIEHHBIE HapyIICHUEM
(G YHKIIMOHUPOBAHMSI TOJIEKO OJTHOTO (PepPMEHTA TIEPOKCHCOM .

7.bone3nu, cBsA3aHHbIE C HapylleHHEM (QYHKIIMOHUPOBAaHUA MeMOpaHbl. boiesHu, cBsi3aHHBIE C
M3MEHEHUEM CTPYKTYPhI U KOJIMYECTBA AJIEMEHTOB IIUTOCKENETA.

8. Kakue 3aboneBaHusi BbI3BaHBl HapylleHHeM paboThl kieTku? - Pak, numuomnaruu, Ooie3HU
Anpireiimepa u [lapkrHCOHA — BOT JIMIIIH HEKOTOPHIE U3 MHOTOYHCIICHHBIX 3a00ICBaHHM, CBSI3aHHBIX
C HapyILIEHUEM TPAHCIOPTA KJIETOK

9. KakoBa npuynHa 3a00JeBaHUS Ha MOJICKYJSIPHOM M KJIETOYHOM ypoBHe? - Hebomnbine n3MeHeHus
B KJIETKaX Ha MOJIEKYJIIPHOM YPOBHE IPUBOJSAT K HAPYIICHUIO KJICTOYHOU (PYHKIIMH, YTO IPUBOJIUT K
3aboneBanuto. Hanmpumep, MyTamun B reHe pS3 U3MEHSIOT CIIOCOOHOCTH KJIETOK BBI3BIBATH OCTAHOBKY
KJIETOYHOI'O LMKJA JJisi ucrnpasieHus nospexaenuit JTHK, uTo npuBoAWT K AEJICHUI0 HEUCTPABHOU
KJIETKH, YTO MOTEHIIMAJILHO MOXKET IIPUBECTHU K PaKY.

MeaunnHCKAasa reHeTHKA
Jexkmusa Nel
1. Tema: Brenenue B reHeTuky. OCHOBBI OOIICH TEHETUKH.
2.. Hean: Jlath nmpencTBajieHUE O MpeIMETe U 3a/1adyaX MEAUITMHCKON T€HETHKH, €€ POIU B MEAUIIMHE;
3. Te3uchl Jgexknuu: ['eHeTHka - HayKa O 3aKOHOMEPHOCTSAX HACJIEACTBEHHOCTH W M3MEHYHUBOCTH. B
3aBUCUMOCTH OT OOBEKTa MCCIEAOBAHUS KIACCU(PUIUPYIOT T€HETHKY PACTCHUH, KUBOTHBIX U TIp.; B
3aBUCHMOCTH OT UCIOJb3YEMbIX METOAOB JPYIHX JUCHUIUIMH — MOJEKYISIPHYIO TEHETHKY,
9KOJIOTUYECKYIO U Jpyrue. Maenm u MeToabl TeHETUKUA UTPAOT BAKHYIO POJIb B MEAMIIMHE, CEIbCKOM
X035 CTBE, MUKPOOHOJIOTHYECKOM IMPOMBIIIJICHHOCTH, a TAK)KE B TEHETHYECKON WH)KEHEPHH.
MennuuHckasi reHeTHKAa — 00JIaCTh TEHETHKHU, HAyKa, KOTOpas U3y4aeT:
- SIBJICHHsI HACIIEJICTBEHHOCTH M M3MEHYUBOCTH Ha BCEX YPOBHSX €ro OpraHU3alui U CyIECTBOBAHHUS:
MOJIEKYJIIPHOM, KJIETOUHOM, OPTaHU3MEHHOM, MOIMYJISIITAOHHOM 0COOCHHOCTH MPOSIBJICHUS U PAa3BUTHUS
HOPMAaJIBHBIX M MATOJOTUYECKUX MTPU3HAKOB,
- pOJIb HACJIEICTBEHHOCTH B TIaTOJIOTHH YEJIOBEKAa, 3aKOHOMEPHOCTH TMepedadyd OT TOKOJICHHS
IMOKOJICHHIO HACIIEICTBEHHBIX OOJIe3HEH,
- HACJIeICTBEHHEIC 3a00I¢BaHNs YEIOBEKA,
- 3aBHCHMOCTH 3a00JIeBaHMI OT T€HETUYECKOW MPenpacloiOKEHHOCTH U YCIOBUN OKpYyKarolen
Cpenbl, METOAbl AMATHOCTUKH, JICYCHHS U TPO(HIAKTUKU HACJIEICTBEHHOM MATOJIOTHH, BKJIFOYAs
00JIe3HU C HACJIeICTBEHHOU MPEAPACTIONOKEHHOCTHIO.
3agaun MeTUIIMHCKONH reHeTHKH
JIMAarHOCTHUKA HACIICCTBEHHBIX 3a00JICBaHUI
® AHAIN3 WX PACIIPOCTPAHEHHOCTH B PA3TUYHBIX TOMYJISAIUAX U ITHUIECKUX TPYIIIax
e npodUITaKTHKA HACIEACTBEHHbIX 3a00JIeBaHNI Ha 0a3e MpeHaTaabHOU (AOPOAOBOM) TMAarHOCTUKU
® U3YYCHUE MOJIEKYJISIPHO-TEHETUYECKNX OCHOB JTHOJOTMM M TIaTOreHe3a HacleICTBEHHBIX
3a00JICBaHUH
® BLIIBJICHUE OOJIbHEIX JIETEH
e BEIPA0OTKA PEKOMEHAITMI 10 MX JICYCHHUIO.
MN3yuenne HacieqoBaHUS YEIOBEKAa C IOMOMIBI0 THOPHAOIOTHYECKOTO aHaim3a (MeTon
CKpEILMBAHUN) HEBO3MOXKHO.
J1J1s TeHETUYECKOTO aHAIM3a Y YeIOBEKa UCIOIb3YIOTCS CIEU(UISCKUE METOIBIL:
reHeasoruyeckuii (MeTo1 aHaau3a poJ0CIOBHBIX),
OJIM3HEIIOBBIH,
IUTOICHETUYCCKUM,
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e OMOXMMHYECKUH,

JIepMaTOrIN(UKU U HAIIbMOCKOITHH

e moutekyJisipHo-reHetnyecknit (JAHK-nuarnoctukm)
® [OMNYJIALHOHHO-CTaTUCTUYECKUH,

® I'CHETUKU COMATUYECKUX KIIETOK

[uroreHeTnuyecknii METOI OCHOBAH Ha MUKPOCKOIIMYECKOM HCCIIEI0BAHUU XPOMOCOM, KapHOTHUIIa

YeJloBeKa B HOpME U IMaTOJIOTHH.
OTOT METOJ TMO03BOJIACT YCTAaHOBHTH HAJMYME HACIEACTBEHHBIX OOJE3HEH YelIOoBEKa, H3ydaTh
CTPYKTYpPBI XpOMOCOM, OOHApyXUBaThb TPAHCIOKAIMH, CTPOUTh T'C€HETUYECKHE KapThl, MPOBOJIUTH
aHaJIU3 XPOMOCOMHBIX M I'€HOMHBIX MYTalW{, NPOBOAUTH HUTOXMMHUYECKOE U3YYEHHUE aKTHUBHOCTHU
T€HOB U T. [I.

KinHuko-reneanoruueckuii Meros 0bL1 npezyiokeH B koHue XIX Beka @. ['anbroHoM. OH OCHOBaH
Ha MOCTPOSHUH POJIOCIOBHBIX U MPOCIEKMBAHUU B POy MOKOJICHHWM Mepenadyud HacleICTBEHHOIO
IIpU3HaKa.

Buoxumu4veckuii MeTo JaeT BO3MOXHOCTh ONPEAETUTh BKJIAJ T€HETUYECKUX (HACIEICTBEHHBIX )
U CpeloBBIX (aKTOPOB (KJIMMAT, MUTaHWE, OOydeHHe, BOCIIMTAHHE U [JIp.) B Pa3BUTHH KOHKPETHBIX
MIPU3HAKOB WK 3a00JIeBaHUI y YelIOBEKa.

HacaencTBeHHble 00/1€3HM MHOTOYMCICHHBI (M3BecTHO cBbime 6000) M pa3HOOOpa3HBI IO
MIPOSIBIICHUSIM.

Takue Oo0Je3HM MOIYT BCTpeYaTbcs JOBOJBHO PEIKO, HO 3a CUET TOrO, YTO WX MHOIO, HX
CyMMapHasi 4acTOTa JOBOJIbHO BEJIHKA.

OHM OTJIMYAIOTCSA OT MPOYUX OOJE3HEH TeM, YTO KakK MPaBHJIO, MOKHO HAUTH TOYHYIO MPUUHHY
3a0oneBaHus1, KOTOpas CBsi3aHa C MOBPEKICHUEM HACIEACTBEHHOIO anrapara.

Knaccndukanus HaciaeICTBEHHBIX O0JIe3HEH YesioBeKa, HanuboJiee 4acTo UCIOIb3yeMast:

1) MOHOTCHHBIC MEHACTUPYIOIINE 3a00IeBaHNS);

2) XpOMOCOMHBIC CHHJIPOMBI, SIBISIOIIUECS CJCICTBUEM CTPYKTYPHBIX WM KOJMYECTBEHHBIX
IIEPECTPOEK XPOMOCOM;

3) mynbTH(daKTOpUATbHBIC 3a00I€BaHN,

4) MOHOTEHHbIE 3a00JCBaHMs C HETPAJUIUOHHBIM, OTIMYAIOIIUMCS OT MEHICICBCKOrO, THIIOM
HacJIEOBaHMs — 3Ta IPYIIa BbII€JIEHA B ITOCIIEHEE IECATUIIETHE.

4. NnumocTpaTuBHBIH MaTepuas: O630pHast

MeTtoabl reHeTUKH
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TCHA

- — Poacreckanifl Gpax

Bonsuiae

B@® B@® Of

I'eneasnornyeckuii MeToxQ
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Poaocnocesan cemsu
C SYIMOCOMHO-PEUBCCUBHEIM MUMOM HAacne0o8aHus

T .
L2

PonocnosHan censi
€ ayMOCOMHO-OMUHEHMHAIM MUNOM HECNEO08aHUR

S.JIuteparypa: cMm.npuioxeHue 1

6.
l.
2.
8.
4.
3.

KonTposbHbie Bonpockl: (00paTHasi CBSI3b)

Kro sBnsieTcs 0THOM TeHEeTHKHU?

KakoBo 3HaYeHNE TEHETHKH JJISI MEAUIMHBL?

YeMm xapaKkTepu3yeTcsi He3aBHCUMOE HaclieI0BaHHE?

B 4em cyTh cuerieHHOTo HacIe10BaHus?

B yem npuurHbl BO3HUKHOBEHUS HACJIEACTBEHHBIX 00JIe3HEN YenoBeKa?

Jlexusa Ne2

1.
2.

Tema: BeeneHnue B MEIUIIMHCKYIO T€HETUKY. MeToAbI HCClIe10BaHUs TEHETUKH YEJIOBEKa
Heab: Jlate mnpencTBaiecHWe O METOMABI HM3YYEHUS TCHETHKH 4YEIIOBEKA: OJU3HEIOBBIMH,

JIepMaTOrTU(PUKU U TaTbMOCKOIINH, TEHETUKU COMATUYECKUX KIIETOK, MOMYJSIUOHHO — CTaTUYECKHIA,
OMOXVMHYCCKHN, TUTOTCHETUYSCKUH, KIIMHUKO-TeHeATIOTHYeCKui. [IpuHIMN aHanm3a poJoCIOBHBIX

3.

Te3uchl Jekuun: MeaunMHCKAS FreHETHKA — 00acTh FCHCTUKH, HAYKA, KOTOPAsA U3y4acT:

SABJICHUS HACJICACTBCHHOCTU WM M3MCHUMBOCTU HA BCCX YPOBHAX €0 OpraHv3alvii U CYIICCTBOBAHUSA:
MOJICKYIISIDHOM, KJIIECTOYHOM, OPTaHU3MCHHOM, IMOITYJISIHUOHHOM 0COOEHHOCTH IPOSBJICHUA U PA3BUTHS
HOPMAJIbHBIX W TMATOJOTMYCCKUX TMPU3HAKOB, pPOJIb HACICACTBCHHOCTH B IIATOJIOTMMW YCJIOBCKA,
3aKOHOMCPHOCTU I€peaavu OT IMOKOJICHUS IMOKOJICHUIO HACJICACTBCHHBIX 60J'Ie3HefI, HaCJICICTBCHHBIC
3a00JIeBaHUSs YCJIIOBCKA, 3aBHCUMOCTDH 3a00JICBaHUM OT TEHETHYECKOU NpeaApPacCIIOIOKCHHOCTU H
YCJIOBI/Iﬁ OKPY)KaIOH_[eﬁ cpeabl, METOAbl TUATHOCTUKU, JICUCHUSA U HpO(I)I/IJ'IaKTI/IKI/I HacCJIeICTBEHHOMH
IaToOJIOIrMH, BKIIOYasa 0oJIe3HH C HaCJICICTBEHHOU MpeaApacIoJIOKCHHOCTBIO.

Sanatm MeIlI/IIII/IHCKOﬁ TF€eHETUKH: THArHOCTHKAa HACJIICACTBCHHBIX 3a00JIeBaHUMA

aHaJIN3 UX PacpPOCTPAHEHHOCTH B Pa3IMUHBIX MOMYJIALUAX U STHUYECKUX Ipymmnax

npoduIakTUKa HaCJIeICTBEHHBIX 3a001eBaHMil Ha 6a3e MpeHaTalIbHOH (JI0pOI0BOM) AMAarHOCTUKHU

U3Y4YEHHE MOJICKYJISIPHO-TEHETHYECKMX OCHOB JTHOJIOTMM W TIaTOT€HE3a HAaCJIEeICTBEHHBIX
3aboseBaHuI

BbISIBIIEHUE OOJIbHBIX JeTel

BbIpabOTKa pEKOMEHIANUHN 110 UX JICYCHUIO.

W3yuenne HacieOBaHUS YeEJIOBEKAa C TOMOLIbI0 THOPUAOIOIMYECKOro aHaimu3a (MeTo[
CKPEIMBAHUI) HEBO3MOXKHO.

JUis TEHETUYECKOT0 aHAJTN3a Y YeJI0BEKa UCTIONb3YIOTCS Crienu(pUIecKue METOIbI:

reHeaJIoTHYeCKUii (MEeTO 1 aHaJIN3a POJIOCIOBHBIX),

OJIM3HEIIOBBIH,

LIUTOT€HETUYECKUH,

OMOXUMUYCCKUI,
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JAepMaTOrIu(GUKU U NAIbMOCKOIIHH

MosekynspHo-renetnueckuit (JJHK-auarnoctukm)

MOMYJISIIUOHHO-CTaTUCTUYECKHM,

TE€HETUKH COMaTHYECKHUX KIIETOK

[luToreHeTn4ecKuii METOI OCHOBAaH Ha MUKPOCKOIIMYECKOM HCCIIEI0OBAaHMU XPOMOCOM, KapHOTHIA
4esloBeKa B HOpME U MaTOJIOTHH.

OTOT METOJ TMO3BOJIAET YCTAaHOBHTH HAJMYME HACIEACTBEHHBIX OOJNE3HEW YeNoBeKa, H3ydaTh
CTPYKTYpPBhl XpOMOCOM, OOHapyKHBaThb TPAHCIOKAIMHU, CTPOUTh T'C€HETUYECKUE KapThl, MPOBOJIUTH
aHaJIN3 XPOMOCOMHBIX M T'€HOMHBIX MYyTalU{, MPOBOAUTH IUTOXMMHUYECKOE U3YYEHHUE aKTHUBHOCTHU
T'€HOB U T. [I.

KimHuko-reneanorunuecknit Mero1 0b11 npeioker B koHue XIX Beka @. ['anbTroHoM. OH OCHOBaH
Ha MOCTPOCHUHM POJIOCIOBHBIX M MPOCIEKUBAHUU B PSAAY MOKOJICHHM INEpenadyd HaclieJCTBEHHOIO
MIpU3HaKa.

Buoxumuyeckuii MeTo JaeT BO3MOXHOCTh ONPEAETUTh BKJIa/] T€HETUUYECKUX (HACIIEICTBEHHBIX)
U CpeloBBIX (PaKTOPOB (KJIMMAT, MUTaHUE, OOydeHHE, BOCIIUTAHHE U JIp.) B Pa3BUTHH KOHKPETHBIX
MIPU3HAKOB WK 3a00JIeBaHUN y YeNOBEKa.

HaciencTBeHHble 00/1€3HM MHOTOYMCICHHBI (M3BecTHO cBhImie 6000) M pa3HOOOpA3HHBI 1O
MIPOSIBIICHUSIM.

Takue Oo0JIe3HM MOTYT BCTpEYaTbCsl JOBOJBHO PEIKO, HO 3a CUET TOro, YTO MX MHOIO, HX
CyMMapHasi 4acTOTa JOBOJIbHO BEIHKA.

OHH OTIIMYAIOTCSA OT MPOYUX OOJIE3HEH TeM, YTO KakK MPaBHJIO, MOKHO HAWTH TOYHYIO MPUUHHY
3a0o0IieBaHus, KOTOpas CBsi3aHa C MOBPEKAECHUEM HACIIEICTBEHHOTO arnmapaTa.

4. MnmocTpaTuBHbIA MaTepuai: O030pHas

Buoxmmm4eckmum metopn,

MeauuuHcKan reservka (\M s\ o ] » @
p Hb A : Bas-ruc-Nea~Tpe~Npo- Fay=~ay=~/lua

MonexyRpHAR reHETHRD Hb S :Bar-Tuc—Nei~Tpe—-Npo—Ban-My-Nus

A Ve sl s g e

| BMOXWMHYOCKAR TOMOTHER

[ B 94 e o

b Unroresetnis
11188 atoy <o

L KnMHMMECKAR reHETHED Hb A Hb S

[ B . — | G .

Hopmaabnblii CepuoBnansiii
IPHTPOUNT IPUTPONAT
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LUuToreHeTu4eckKkuu metoa

PogocnosHan no Bpaxunakminig

: 9809 D9 $@%

T'eHeajornuyeckmii MeTox

S.JIuteparypa: cM.mpuioxkeHue 1

6. KonrpoJibHble BONpochl: (00paTHAasi CBS3b)

1. KakoBo 3Hau€HHE T€HETUKH JJIsI METUIIUHBI?

2. Yem xapakTepusyeTcs He3aBUCUMOE HACIeJ0BaHue?

3. B yem npuurHbI BOBHUKHOBEHUS HACIIEACTBEHHBIX 00JIe3HEN YenoBeKa?
4. MOXHO JIi BBUJICUUTH HACIIECTBEHHBIC O0JIE3HH UeoBeKa?

5. Onpenenenne MOHATHSI HACIEICTBEHHBIX 00Je3HeH

6. MexaHU3Mbl BOBHUKHOBEHUS HACIICJICTBEHHBIX 0O0JIC3HEH

Jleknms Ne3
1. Tema: MoHoreHHbI€, MOJIUIE€HHBIE WK MYJIbTU(AKTOpHUATIbHBIE 001€3HN. XPOMOCOMHBIE O0JIE3HU U
00JIe3HU C HETPAJUIIMOHHBIM TUIIOM Hacje0BaHUs
2. Hean: V3ydyeHue HacieACTBEHHBIX 3a00JIeBaHUN dYelOBeKa. V3ydeHue STHOJOTHH, MMaToreHe3a U
SMHUIEMHOJIOIMM  HACNEJCTBEHHBIX 3aloneBaHuid. HacnencTBeHHbBIX Oose3Hu. ['eHeTnyeckue
ME€XaHU3Mbl BOSHUKHOBEHHS.
3. Te3ucnt Jexkuuu: HaciaencrBeHHnble 00Jie3HH MHOTOYMCIEHHBI (M3BecTHO cBbime 6000) u
Pa3HOOOPAa3HBI MO TIPOSBICHUSIM.

Takue 00n€3HM MOTYT BCTpeuyaTbCs JOBOJBHO PEIKO, HO 3a CYET TOro, YTO MX MHOTO0, HMX
CyMMapHasl 4acToTa JOBOJIbHO BEJIHKA.

OnM oTMYaroTCsa OT MpouYuX OOJIE3HEH TeM, YTO KakK MPaBHJIO, MOKHO HAWTH TOYHYIO MPUUYHHY
3a0o0JieBaHusl, KOTOpasl CBsi3aHa C MOBPEKICHUEM HACIIEICTBEHHOTO arnmapara.

Knaccugukanus HaciaeICTBEHHBIX O0JIe3HEH uenoBeKa, Hauboiee 4acTo UCIOIb3yeMast:

-MOHOTEHHBIC MEHICTUPYIOIINE 3a00JICBaHMS);

-XPOMOCOMHBIE CHUHAPOMBI, SIBIISIFOIIMECS CIEICTBUEM CTPYKTYPHBIX WM KOJIMYECTBEHHBIX
MIEPECTPOEK XPOMOCOM;

-MyJIbTU(aKTOpHATIbHBIE 3a00JIeBaHMS,

-MOHOT€HHbIE 3a00JIeBaHUSl C HETPAJUIIMOHHBIM, OTIMYAIOIIUMCS OT MEHJEJIEBCKOro, TUIIOM
HACJIEI0OBaHMsI — 3Ta IPYIIA BbIIEICHA B IIOCIIEHEE IECATUIIETHE.
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HacnencrBenHsle 3a001€BaHUA-3TO OOJIE€3HH, KOTOpBIE IEPENAKTCs OT pPOIUTENeHl K MOTOMCTBY.
HacnencrBennsie 3a60eBanus 00pa3yroTCs U3-3a U3MEHEHHS TEHETUYECKOr0 MaTepraia, BEI3BAHHOTO
I€HHBIMU, XPOMOCOMHBIMH Y TEHOTCHOMHBIMHU MYyTallUSIMH.

HacnezncrBeHHbie 3a0051€BaHuUS 110 TEHETUYECKON KITACCHU(PUKAIIIN:

* MOHOT'€HHBIH;

* XpOMOCOMHEIE;

* MynbTH(DaKTOpHBIE (TIOJUTCHHBIE).

MoHorenHbie 3a00/1eBaHUA BBI3BaHBI MYTAIlMSIMH B CTPYKTYPHBIX T'€HaX, B KOTOpPBIX 3aIlKCaHa
reHeruueckass uHpopmanusa. Ilepenaya 3Tux OGose3Held MOTOMCTBY Ha3bIBAeTCS MEHAEIEBCKUM
HACJIC/ICTBEHHBIM 3a00JieBaHMEM, TaK KaK IPOMCXOIUT [0 3aKOHAM HacleloBaHHMS T. MeHzens.
MoHOreHHbI! THUIl ayTOCOM.- IOMUHAHTHBIE (apaXHOLAKTHIINSA, OpaxuIaKTHIINS, TOJIMAAKTHIINS U Ap.),
ayTOCOMHBIE.- PEIIECCUBHBIN (Uallle BCTPEYaeTCs y JIUIl, COCTOSAIIMX B Opake ¢ JAByMS, a MHOTIA H
TpeMsl BOIOPOJHBIMU OpaThsIMH; araMMarJIoOyJMHEMHUs, aJKanTOHYpUs U T. J.) U COYeTarouuiics ¢
MOJIOBEIME X - M Y-XpOMOCOMaMmH (B 3aBHCHMOCTH OT TeHa 3a00JIeBacT MyX4YWHA, a OOJEe3Hb
MEPEHOCUTCS CaMKOM; remoduius U 1p. bose3nun) moapasnenstorcs Ha HaclleACTBEHHbIE 3a00JIeBaHUs.

XpomocomHbIe 3a00JieBaHusA (OPMUPYIOTCS M3-32 TEHOMHBIX (M3MCHEHHE YHCIIa XPOMOCOM) H
XPOMOCOMHBIX (M3MEHEHHME CTPOCHMs XpomocoM) myTauuid. Cpeau Hambosee pacHpoCTpaHEHHBIX
XPOMOCOMHBIX 3a00JIEBaHUI-TPUCOMHUU. B 3TOT MOMEHT B OJHOW M3 Map XpoMOcOoM o0Opa3yercs
nononHuTenbHas 3-X xpomocoma. Hampumep, ayrocom npu 6one3nu Jlayna. Tpucomus mo napam 21
npucyrctByer B napax 13 Ilpu cunnpome Ilatay m B mapax 18 mpu cungpome Oasapca. U3 — 3a
HapyLEeHUs] MEHOTHYECKOro AeJeHHUs B raMeTOreHe3e y JKCHILIUH, €CJIM HET OJHOM U3 IMOJIOBBIX X-
xpomocoM, To cunapom IllepemeBckoro — TepHepa, HA00OPOT, MPU U3OBITKE OJHOW XPOMOCOMBI-
IPUBOANT K oOpa3oBanuto cuHapoma Tpuio-X (Knalingensrepa y MyK4uH). XpoMOCOM MJIAJICHLIEB
[P BBIHAIIMBAHUK peOCHKA Y KCHIIMH cTapiie 35 JeT. poabl ¢ ITHUM 3a00JIEBaHUEM CONPSIKEHBI C
BBICOKUM PUCKOM.

MyabTH(akTOopHble 3a00/1€BaHMsA BO3HUKAIOT B pPE3yJbTaTe MyTalUd W B3aUMOJCHCTBHN
HECKOJIbKUX I€HOB, KOT'Jla aJlanTamnus K 3a001€BaHUIO YBEIMUYMUBACTCS, U U3-3a BO3ACUCTBUS (HaKkTOPOB
OKpY>KaloIlEeH Cpeibl.

K Takum 3a005eBaHUSIM OTHOCSATCS

* [10/1arpa;

* caxapHblil ArabeT;

* TUIIEepPTOHUS;

* SI3BBI XKeyKa ¥ KUILICYHUKA;

* aTepOCKIIepO3;

* OTHOCHUTCS K UIIEMUYECKO# 00JIe3HH ceplua U ap.

[IpyurHa BO3HMKHOBEHMS 3TOrO THIIA HACJIEICTBEHHBIX 3a00JI€BaHMM 0 CUX MOp MOJHOCTHIO HE
BbIsIcCHeHa. KimHnueckas kiaccuukanus HacjaeICTBEHHbIX 3a00J€BaHUN MPOBOJUTCA MO OpraHaM U
CUCTEeMaM, MOJBEPTUIMMCS MaTOJOTHYeCKUM U3MeHeHus M. Hanpumep, HaciiecTBEHHbIE 3a00I€BaHUs
HEpBHOM M HHIOKPMHHON CHCTEM, CHUCTEMBl KPOBOOOpAIlleHUs, MEYEHH, IMOYeK, KOXKM MU T. .
KJIaCCU(PUIUPYIOTCS KaK HAacJeACTBEHHble 3a0oieBaHHs oOpraHoB. B pecryOimuke JUarHOCTHKOM,
JIeUeHHEM HACIIEJICTBEHHBIX 3a00JIeBaHUN 3aHUMAIOTCS KJIMHUKU U OOJILHUIIBI HEBPOJIOTUH, TEPAIUH,
XUPYPTUU

K 3a00JieBaHUSIM ¢ HeTPAJUIIMOHHBIM THUIIOM HACJIe0BAHUS, OTHOCATCS: MUTOXOH/PUAIIbHBIC
00J1€3HM, BO3HHMKAIOIIUE B pPE3yjbTaTe MYTallMii MUTOXOHIPHANBHBIX T'€HOB. Bojie3HUM TIeHOMHOro
UMIPUHTHHTA. bBOJEe3HM SKCMaHCUM  TPUHYKJICOTHIHBIX TOBTOPOB, B  PETYJIATOPHBIX MU
TPaHCKPUOUPYEMBIX YaCTAX T€HOB. boyie3HH, BbI3BaHHbIE HAPYLIEHHUEM SIUTCHETUYECKOM perysiiuu
TEHHOW DKCIIPECCHUU.

4. UnmoctpaTuBHbIi MaTepuan: O630pHas
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S.JIuTeparypa: cM.mpuiaoxkeHue 1

6. KonTpoJbHbIe BONPOCHI: (00paTHAasi CBSA3b)

1. B yeM nmpu4rHBI BOSHUKHOBEHUSI HACIIEJICTBEHHBIX 00JIe3Hel YemoBeka?
2. MOXHO 11 BBUICYUTH HACIIEICTBEHHBIC OOJIE3HH UeIOBeKa?

3. OnpenernieHre MOHATHS HACICICTBEHHBIX 00JIe3HEH

4. MexaHu3Mbl BOSHUKHOBCHUS HACJICACTBEHHBIX 00JIC3HEH

5. MoHoreHnssie 00I€3HI

6. [Tonurennsie 00IC3HN
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7. XpOoMOCOMHBIE 0OJIE3HM M UX MECTO B OOIIEH NaTOJIOTHH YEI0BEKa.
8. Kimaccudukarysi XxpoMOCOMHBIX 3a00JIeBaHHIA:
a. OrmHonoruyeckas (OCHOBaHA Ha XapaKTepe MyTalLlUH):
b. XpomocomHbIe 00NE3HH, CBSI3aHHBIE C YUCIOBBIMUA aHOMAIIUSIMH XPOMOCOM IIPH COXPaHCHHUU
UX CTPYKTYDBI;
9. XpomocomHbIe 00€3HH, OOYCIOBIEHHBIE CTPYKTYPHBIMH IIEPECTPOWKAMU XPOMOCOM: JEJICLHUH,
JYTUTMKALIMN, UHBEPCUH, TPAHCIOKALIUM.
10. Onpenenenne NOHATHS 00JIE3HEH CHEMEHICIIEBCKUM THIIOM HACJICOBAHUSI.

Jlexuus Ned

1. Tema: OCHOBBI MOJIEKYJISIPHO-TEHETUUECKON TUArHOCTHKHM, IIpEHaTajbHas JUarHocTHKa U
po¢UIIaKTHKA HACIEICTBEHHbBIX OOse3HEN

2. Hean: llenpro O0O0BEOUMHEHUS MOJEKYISIPHO-TEHETHYECKOW  JUArHOCTHKH, IPEHATATbHON
JIMArHOCTUKU M TNPO(UIAKTUKY HACIEJCTBEHHBIX OOJIe3HEH SBISETCS NPEAYNPEKIECHUE POXKICHUS
JeTel ¢ TSHKEIBIMU HACJIEICTBEHHBIMHU 3a00JIEBAaHUSIMU TTOCPEACTBOM PAHHETO BBISBICHHS ATOJIOTUH
y IUIOAAa W MNPEAOCTaBICHHUS POAUTENSIM HHGOpMAalUK A NPUHATHUA B3BEUICHHBIX pELICHUH O
JalibHeNnIe 6epeMeHHOCTH

3. Te3uchl jgeknmu: MOJEKyJIIpHO-TEHETUYECKAs JMArHOCTUKA ucnoap3yer aHanusbl JHK nus
BBISIBJICHUSI HACJIEICTBEHHBIX 3a00JIeBaHUM, TOI/Ia KaK MpeHaTajlbHas AMArHocTuka BKiarovaer Y3U u
OMOXHMMHUYECKHE MapKepbl Uil OOHapyKEHHs NAaTONOTUi y mioja emie A0 poxkaeHus. [Ipodunaktuka
HACJIEICTBEHHBIX 0OJIe3HEH HallpaBlieHa Ha CHU)KEHUE PHUCKA UX BO3HUKHOBEHHS M OCYLIECTBIIAETCS
4yepe3 MEIUKO-TEHETHUECKOE KOHCYIbTUPOBAHKE U IIPEHATAIbHBIC UCCIEAOBAHHUS.

OCHOBBI MOJIEKY/JISIPHO-TEHETHYECKOH JUATHOCTHKH - 3TO METOJbl HCCIEI0BaHUS,
MO3BOJISAIOIINE BBIABUTh U3MEHEHHUs B reHetnuyeckom marepuane ([{HK), koropeie Moryt npusectu k
HACJIEACTBEHHbIM  3a0oieBaHusM. OHM  HMCHOJB3YIOTCS Ui JWAarHOCTUKM  KOHKPETHBIX
HaCJIe/ICTBEHHBIX CHHIPOMOB U OOJIE3HEN.

IIpenarajibHasi AMArHOCTHKA - TMPOBEJICHUE MHCCIEJOBAaHUN BO BpeMs OEpeMEHHOCTH s
BBIIBJICHUS IIaTOJIOTMH, YTO TMO3BOJIIET MNPUHATH PELIEHUWE O JalIbHEHIIMX JCHCTBUAX WIN
MIOATOTOBUTHLCS K POXKACHUIO peOeHKa C ONpe/IeIeHHBIMU OCOOCHHOCTSAMHU 3/10pOBbsl. DTO KOMIUIEKC
Mep, HaIllpaBJICHHBIX HA BBISBICHUE BPOKICHHBIX M HACJIEJACTBEHHBIX 3a00J€BaHUM 1012 HA CTaJUU
BHYTPUYTPOOHOTO Pa3BUTHS.

MeTopl BKIIIOYAIOT:

o HeunnBazuBHbIE METOABI:

-Y3MU: Busyanuzauus mioga s BbIABICHUS aHOMAJIMM pa3BUTHS.

-buoxumuveckne mapkepbl: AHanu3 ypoBHer XI'H (XOpHOHMYECKOTO0 TOHAA0TPONIMHA
yenoBeka) 1 PAPP-A (accounnupoBaHHOro ¢ 0€peMEeHHOCTbIO MIIa3MEHHOr0 Oenka A) Kak
MOKa3aTesIel XpOMOCOMHBIX aHOMAaJIUK.

e HMuBa3uBHbIE METObI.

-IlnanenTonenTes u kopaoueHTes: 3a00p 00pa3LOB MIALIEHTAPHON WM MYTOBUHHON KPOBU IS
00Jjiee TOUHOTO aHaJN3a TeHETHYECKOro MaTepuaia 1mioja.

-Ilpumenenue: Jlnarnocruka cuaapoma Jlayna, cuanpoma Kmaitnbensrepa, cuaapoma TepHepa
U JPYTUX FEHETUYECKUX AaHOMAJIUH.

[IpoduinakTuka HacjieACTBEHHBIX 0Ooje3Hell - MpoduIaKTHYECKHMEe Mepbl HalpaBieHbl Ha
CHIDKEHHE PUCKA POXKJICHHs peOeHKa ¢ HaclleACTBEHHON 001e3HbI0. OCHOBHBIE MOXO0/IBI:

-Mennko-reHeTnyeckoe KOHCYJIbTHPOBAHHE:

KoncynpTanust ¢ TE€HEeTHMKOM JJIs OIIEHKHM pPHCKOB HAClEJACTBEHHBIX 3a00JE€BaHHM y CEMbU H
ONpeaeIeHUs JaIbHENIINX JICVCTBUM.
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- ]_II/ITOFCHCTI/ILICCKI/II\;I METOJ I/ICHOJ'IB?)YIOT 1 U3Yy4YCHHSA XPOMOCOM, a TaKXKe IIpU AWMArHOCTHUKE
HaCJICACTBCHHBIX 3360JI€B&HPII>1, CBA3aHHBIX C I'CHOMHBIMHU W XPOMOCOMHBIMH MYTAIlUSAMU. KpOMe
TOro, 3TOT METOJ MPUMCHAIOT IIPU HCCICAJOBAHHH MYTAarCHHOI'O HeﬁCTBHH PA3TUYHBIX XMUMHUYCCKHUX
BCIICCTB, IICCTUIINI0B, MHCCKTHIUAOB, JICKAPCTBCHHBIX IIPCIIAPATOB U AP.

srwntn

4. UnmoctpaTuBHbIi MaTepuan: O63opHas
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6. KonTpoJibHbIEe BONIPOCHI: (00paTHAsI CBSA3b)

1. Yrto Takoe MOJEKYJIIPHO-TEHETHUECKAasl JUATHOCTHKA? - CPABHUTEILHO HOBBIM MeTO 1 00CIIeI0BaHus
OpraHu3Ma, IO3BOJISIONIMA TOYHO M OBICTPO BBIIBUTH BHPYChl W HH(MEKIUH, MYyTAallMd TEHOB,
BBI3BIBAIONINX [1aTOJIOTHIO, OLICHUTh PUCKHU HACIIECTBEHHBIX M MHBIX 3a00JjieBanuii. M 310 nanexo He
MOJIHBIN CIIEKTP BO3MOkHOCTEN uccienoBanus JJHK.

2. Koryia mpoBOJUTCSA I'EHETHUECKOE MCCIICIOBaHKuE? - OOpalleHue K MeHETHYSCKUM HMCCIICIOBAHUSIM
AaKTyaJIbHO B TEX CIIy4asX, KOTJa TAlMEeHT CTPEMHUTCS MOJIYYUTh CBEICHUS O COCTOSHUU CBOETO
opranusmMa. OOBIYHO 3TO HEOOXOAUMO B CIEAYIOUINX CHTYALIUsAX:

e 11 MOCTAHOBKM TOYHOrO JuarHosa. Hampumep, o4yeHb pacnpOCTpaHEHHBIM SIBISETCS HEBEPHOE
ompeieNieHUe ajuiepreHa MO0 HeCBOSCBPEMEHHAs JUATHOCTHKA BUPYCHOTO 3a00JieBaHusl. MEXIy TeM
OT 3TOr'0 3aBUCUT YCIICUIHOCTb JICUCHHUS;

e JUis MPO(UIAKTUKA BO3MOXKHBIX IMATOJIOTUNA. ECTW MAnMeHTy M3BECTHO O TOBBINIEHHOM PHUCKE
CepJICUHO-COCYIUCTHIX 3a00JIeBAaHUIN HIIM paKa, OH MOXKET MPeANpPHUHIUMATh COOTBETCTBYIOIINE MEPHI,
HaIlpuMep, 0TKa3aThCs OT BPSIHBIX MPUBBIYEK;

e Ui TOBBIIEHUS 3PdekTuBHOCTH Nedenus. K mpumepy, oHko3a00JIeBaHUS HMEIOT MHOXECTBO
BAPUAHTOB Tepanuu. BBIOOp TaKTUKHU JIEUEHUS] «METOJOM MPOO M OMHUOOK» MPUBOJUT K TOTEPE
JParole€HHOT0 BPEMEHU U 3/10POBbs, @ HHOTAA — M K JIETAIIbHOMY HUCXO/Y;

3. Mertoabl MOJEKYJISPHO-TEHETHYECKONW IHArHOCTHKU? - MeToabl MOJIEKYJISIPHOH ITUTOTEHETHUKH,
Monekynspuas auarnoctuka wmerogom [ILP, Merton dnyopecuentnoit rubpumuzanuu (FISH),
MuxkpourunupoBaHue

4. TlpenaranpHoi auarHoctuku (Y3U, OMOXMMHYECKHME CKPUHUHTH, WHBAa3UBHBIC METOJBI Kak
OWOIICHSI XOPHOHA ¥ AMHHUOIICHTE3),

5. A Takke MeTObI MPOUIAKTUKN HACIICICTBEHHBIX 00JIC3HEH

6. Takue Kak reHETHYECKOE KOHCYJIbTUPOBAHKE U TIPEUMILIAHTAIIMOHHAS IMAarHOCTHKA.


https://www.kp.ru/guide/molekuljarnaja-diagnostika.html#Chto
https://www.kp.ru/guide/molekuljarnaja-diagnostika.html#Kogda
https://www.kp.ru/guide/molekuljarnaja-diagnostika.html#Metody



