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@oHz OIEHOYHBIX CPEICTE OOCYKIEGH ¥ ono0peH Ha 3acemanuy Y ueOHO-METOIHYECKOTO
coseta. [Ipotoxon Ne 2 ot «22» mas 2023 rona.
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Ocnosras npogeccuoHanbHasi 00pa3oBaTeNbHAS IIporpaMma Bhicliiero o0pasoBaHus —
mporpamMMa opAuHaTypsl no cremuansrocTd 31.08.06 Jlabopatopuas renetruxka odcyxueHa u
ozio0peHa Ha 3acenanun YueHoro coreta (mpotokos Ne 6 ot «30» mast 2023 roza).




1. HACHHOPT ®OHJA OHEHOYHBIX CPEACTB
N0 JUCIUIIVIMHE 'TEHETUKA COMATHUYECKHX KJIETOK

Pa3znes yueOHoi KonTposmpyemasi |Buabl KOHTpoOJIS U OueHo4YHbIE CpPeACTBA
AUCHUIINHBI KOMIIeTeHIUs arTecTalnu
MyTanuoHHbIi I1K-6 Texkymui KOHTPOJIb Omnpoc B rpynme
nporecc B
COMATHYECKUX Pedepar
KJIETKax
bonesnu uenoseka, |(I1K-6 Texymuii KOHTPOJIb Omnpoc B rpynre
00yCIIOBJICHHBIC
MyTalUsIMU B Hoxnazn
COMAaTUYECKUX
KJIETKax
Bce paznenst I1K-6 [TpomexxyTouHas 3auer:
aTTecTanus
TectupoBanue
CobecenoBanue

2. OHUEHOYHBIE CPEJACTBA

TecToBblE 3aJaHUS JJIs NMpoOBE€ACHUSA l'[pOMe)KyTO‘-IHOﬁ aTTeCTallumn

1. HA KAKUX CTAIUAX KIIETOYHOI'O HUKITIA JOJDKEH BOSHUKHYTH
JIBYHUTEBOI PA3PBIB JIHK (MJIM HECKOJIBKO), YTOBbI
COOPMUPOBAJIMCH ABEPPAIIN XPOMATHU/IHOI'O TUITA:

1. Bee craguu, xpome G1*
2. Bee crajgun, kpome G2

3.S
4. M

2. KAKHUE THUITbI XPOMOCOMHBIX ABEPPAITUI MOI'YT UCIIOJIb30BAThCS
JUIS1 BUOJIOTMYECKOM JIO3UMETPUU:
1. [Tapuble pparMeHTHI
2. JIuueHTpruYecKrue XpoMOCOMBI, TPAHCIOKAIH ™
3. XpoMaTHIHbIE pa3phIBbI

3. KAKUE TUIIbI PETTAPALIMU JTHK HATIPABJIEHBI HA BOCCTAHOBJIEHUE

JABYHUTEBBLIX PA3PBIBOB JIHK:

1. OxcuuM3noHHas penapanus OCHOBaHUI U HYKJIEOTHIOB
2. l'omonoruyeckast peKOMOMHALIMS M HETOMOJIOTHYECKOE COEMHEHUE KOHI[OB™*
3. Mucmaru-penaparnus

4. KAKWUE TUIIBI PEITAPALIMN JJHK HATTPABJIEHBI HA BOCCTAHOBJIEHUE
OKVCJUTEJIbHBIX ITOBPEXXIEHWUIM OTAEJIBHBIX HYKJIEOTUIOB:
1. DxcuM3MOHHAS perapalys OCHOBAaHUN U HYKJICOTHIOB™®
2. "'omonornyHas pekoMOUHaIUS
3. HeromosiornyHoe coeIMHEHNE KOHIIOB
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KAKOM TUIT PEITAPALIMU JTHK MOXET ®YHKLIMOHUPOBATH TOJILKO B S 1
G2-®A3AX KJIIETOYHOI'O LIMKIJIA:

1. Dxcuu3noHHas penapanus OCHOBaHUI

2. DKCIIM3MOHHAs penapanus HyKJI€OTHI0B

3. 'omonornynas pekoMOuHaIms*

4. HeroMoJIOTHYHOE COeTMHEHNE KOHIIOB

XPOMOCOMHOM HECTABMJIBHOCTBIO HA3BIBAETCS:

1. Hanmnuue B XpoMOCOMax HEKOTOPBIX MHIUBUIOB TOPSYHX TOUEK MYyTaIlUi

2. [oBbIIeHHBIN YPOBEHH BOSHUKHOBEHHS YUCIIOBBIX U CTPYKTYPHBIX HAPYIICHUHN
XPOMOCOM, MPUBOSIINN K TOCTOSHHOMY H3MEHEHHIO KAPHUOTHUIIA B PSTY KIIETOUHBIX
MMOKOJIEHUH *

3. I1oBBINICHHBI YPOBEHD YHCIOBBIX U CTPYKTYPHBIX HAPYILICHUH XPOMOCOM B KJIETKaX

«DUIIAJEJTbOUNCKA SI» XPOMOCOMA — 3TO XPOMOCOMA,
OBPA30OBABIIAACA B PE3YJIBTATE:

1. PenunpokHOW TpaHCIOKAIMK *

2. PoGepTCOHOBCKO# TpaHCIOKaIIUN

3. MuBepcun

4. HecbasiaHcupOBaHHOM TpaHCIOKAUU

MVYTAIIMU B T'EHAX BRCAL1 11 BRCA2 OBYCJIABJIMBAIOT
HACJIEJJCTBEHHY1IO ®OPMYV:
1. Paka ToJICTOrO KMIIIEYHUKA

2. I'muo0macToMBI
3. Paka nerkux
4. Paka MOJIOYHOH XKee3br™*

OHKOTI'EHbI — 5TO HOPMAJIBHBIE KJIETOUHBIE I'EHBI, ITPOAYKTHI
KOTOPBIX:
1. MHruOupyroT KJIETOYHYIO Npoaudepauo

2. CTUMyIUpYIOT KJIETOYHYIO TTponudeparnmo™®
3. He BIUSIOT Ha KJIETOYHYIO MpoJuepaiuio

OHKOCVYITIPECCOPHBIE I'EHBI — 3TO HOPMAJIbHBIE KJIETOYHBIE I'EHBI,
I[MPOAYKTHBI KOTOPBIX:
1. UHruOupyroT KIeTouHy0 mpoiudepanuo™

2. CTUMYNUPYIOT KJIETOUHYIO MPOIH(eparuio
3. He BAMSIOT Ha KJIETOYHYIO MPOTU(EpAIIIO

11. MYTAIIUU B I'EHE RB1 OBYCJIABJIMBAIXOT PA3BUTHE:

1. Jlumdomer bepkutra

2. 'mnobGnactomsl

3. KapumHOMBI MOYEBOTO TTY3BIPS

4. 3710Ka4eCTBEHHOM OIMyXOJIU CETYATKH Tiaza™
5. Paka Mo104HOI1 3KeJ1e3bl
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MVYTALIMM B 'EHE MYC OBYCJIABJIMBAIOT PA3BUTUE:
1. Jlum¢pomsr bepkurra*

2. I'nmoGnacTomel

3. KapiimHOMbI MOY€EBOTO ITy3bIps

4. 310KaueCTBEHHOM! OITYXOJIM CETYAaTKH Iia3a

5. Paka M0JI04HOM Kese3bl

[TOBBILIEHHAA YACTOTA CECTPUHCKUX XPOMATHU/IHbIX OEMEHOB
SABJISAAETCS [TPU3HAKOM:

1. KapunHOMBI MOYEBOTO ITy3BIPS

2. Cunnpoma biryma™

3. Cunnpom JIu-®paymenu

4. Cungpom BaapnenOypra

HEHACIJIEJJCTBEHHAS ®OPMA PETUHOBJIACTOMbBI XAPAKTEPU3YETCSA
CJIEAYIOIMU KIIMHUYECKUMU TTPU3HAKAMU:

1. [To3mHuii Bo3pact Havana™

2. Pannuit Bo3pacT Havasa

3. [IpenpacnonoxKeHHOCTh K APYTUM THUIIaM paka

PA3BUTHE CUHJIPOMA MAKKBIOHA-OJIFPAWTA CBS3AHO C
COMATHUYECKUMU MYTALINAMU B I'EHE:

1. GNAS1*

2.RB1

3.CFTR

[MUTOI'EHETUYECKMM MAPKEPOM AHEMHWU ®AHKOHU ABJISAETCA:
1. Boicokuil ypoBEeHb pa3pbIBOB XpOMOCOM U XPOMAaTHIHBIX O0OMEHOB™

2. IoBbINIEHHBIN YPOBEHh MO3aNYHONW aHEYTUIONINT

3. IloBbImIeHHBIH YPOBEHD HeCOATAaHCHPOBAHHBIX XPOMOCOMHBIX TPAHCIOKAIIUI
4. Beicokuil ypOBeHb MUKPOSIIED

BAPUAHTBI CUHIPOMA MO3ANYHON AHEVYIUIOUNU ITPOSIBIISIOTCS
TP IUTOI'EHETUYECKOM AHAJIM3E:

1. Mo3anyHbIMU aHEYTTOUAUSMHI, BOBJIEKAIOIIIMMH Pa3HbIE XPOMOCOMBI M Pa3HbBIC
TKaHu*

2. Mo3anvHBIMH aHEYTUTOWIHSIMHE TT0 OTIPEICIICHHON TTape TOMOJIOTHYHBIX XPOMOCOM B
KJIeTKaX, TuhPEepeHIUPYIONTUXCS U3 TPOU3BOAHBIX OJTHOTO 3apOABIIIEBOTO JUCTKA

3. Mo3an4HbIMH aHEYIUTOUAUSIMHE T10 OTIPEIETICHHON ape TOMOJIOTUYHBIX XPOMOCOM B
KIIeTKax, TuhHepeHIUPYIOMMXCS U3 TPOU3BOTHBIX PA3HBIX 3apPO/IBIIIEBHIX JHUCTKOB

4. MHOeCTBEHHBIMH MO3aWYHBIMU BapHAHTAMU aHEYTUIOUINI Ha CTAANH OJIACTOIMCTHI

BAPHUAHTBI CUHIPOMA MO3AWYHON AHEYIIJIOUIVU SABJISIOTCS:

1. 3aboneBaHUAME C ayTOCOMHO-PEIIECCUBHBIM THIIOM Hacjel0oBaHus™
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2. 3a00JIeBaHUSIMU C 2yTOCOMHO-IOMHHAHTHBIM THIIOM HACJICJOBaHUS
3. 3aboneBaHusAMH, 00YCIOBICHHBIMI COMATUYECKUMHU MYTAallUSMU B T€HaX KOHTPOJIS
KJIETOYHOT'O [IUKJIA.

[IPUYMHOM PA3BUTHA BOJIE3HEM C XPOMOCOMHON HECTABWUJILHOCTBIO
B COMATHUYECKUX KJIETKAX ABJIANOTCA:

1. 'epMuHaTUBHBIC MyTallMK B reHax penapauuu JJHK*

2. Comaruyeckue MyTanuu B reHax penaparun JJTHK

3. MyTanuuu B MUTOXOHIPUAIBHOM I'€HOME

OCOBEHHOCTBIO KAPUOTUIIA TIAITMEHTOB C CUHPOMOM HUMMEI'EHA
SABJIAETCA:

1. IloBbllIeHHAs YaCTOTa XPOMOCOMHBIX a0eppaluil ¢ MperuMyIeCTBEHHbIM
BOBJIEUEHUEM XpOMOCcOoM 7 u 14*

2. BBICOKMIT YpOBEHb CECTPUHCKUX XPOMATHIHBIX OOMEHOB

3. Hanmuune KoJbIeBBIX XPOMOCOM

COMATHUYECKUI MO3AULM3M I10 TPAHCJIOKALIVISIM C BOBJIEHEHUEM
PA3HBIX XPOMOCOM XAPAKTEPEH JJIS ITALIMEHTOB C CUH/IPOMOM:
1. Bepuepa*

2. bnyma

3. Pobeptca

4. JIn-dpaymenn

[IPEXXJIEBPEMEHHOE PA3JIEJIEHUE CECTPMHCKUX XPOMATU/,
[IYJIbBEPU3ALIMS [TPULIEHTPOMEPHOI'O TETEPOXPOMATHHA,
[TOBBILIEHHBIN YPOBEHb COMATUYECKOU AHEYIUJIOUIMH C IIOTEPEN
PA3JIMYHBIX XPOMOCOM XAPAKTEPHBI JUISI TALIUEHTOB C
CHUHJIPOMOM:

1. PoGeptca™

2. ICF

3. Bepnepa

4. Maptuna-bemnn

HAJIMYUE B OPTAHU3ME, PA3BUBIIEMCS 13 OJHOU 3UT'OThI, ABYX NI
BOJIEE KJIETOUYHBIX JIMHUI C PA3JIMYHBIM KAPUOTHUIIOM HA3BBIBAETCS:
1. XpoMOCOMHBIM MO3auIU3MOM *

2. XpOMOCOMHBIM XHUMEPHU3MOM

3. XpoMOCOMHOM HECTAOMIIEHOCTHIO

4. XpoMOTpHUIICHCOM

BO3HUKHOBEHUE XPOMOCOMHOI'O MO3AUILIN3MA ABJISAETCA
PE3VJIbTATOM:

1. HapymieHuiit MUTOTHYECKOM Cerperaiuu XpoMOCOM B COMAaTUUECKHUX KJIETKaX Ha
IIOCT3UTOTHYCCKUX dTallax paSBI/ITI/ISI*
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2. OmmboK cerperauyu XpoMOCOM B IIEPBOM JICTICHUU Mel03a
3. OmmboK cerperanuu XpoOMOCOM BO BTOPOM JICJICHUH Mei03a
4. KomOuHammu ommbOoK cerperainyu XpoMocoM B TIEPBOM U BTOPOM JIETICHUSAX MeHo03a

'EHETUYECKHWM CJIEACTBUEM COMATUYECKOT'O MYTAIIMOHHOI'O
[MPOLIECCA ABJISIETCA:

1. Mozanmsm*

2. Xumepusm

3. IonmynsuoHHBIH moMMMophU3M

KOMBUHALIMSA YHACJIEJOBAHHBIX MYTAILMM B TEHAX C
COMATHUYECKUMU USMEHEHUAMU, BOSHUKAIOIIMMU B TEX XXE CAMbIX
JIOKYCAX HA PAHHUX CTAIUAX SMBPUOHAJIBHOI'O PA3BUTH A,
COOTBETCTBYVYET:

1. [TapagoMUHAaHTHOMY THILy HaclleJOBaHUS ™

2. JIoMMHaHTHOMY THITY HAaCJIEIOBaHUS

3. PenieccuBHOMY THITYy HaceJ0BaHUIO

OTMETBTE I'PYIIITY 3ABOJIEBAHUI C TAPAJJOMUHAHTHBIM TUTIOM
HACJIEAOBAHUNA:

1. Cunnpom MakKsrona-OnOpaiita, MTUrMeHTHBIE HEBYCHI bekkepa, Bpoxk1eHHas
TpeyroJibHas ajuionenus™

2. PetnHOONacTOMA, HACIEICTBEHHBIH PaK MOJIOYHOM KeJe3bl, HAacIeICTBEHHBIN paK
KHUILIEYHHUKA

3. Atepockiepos, caxapHblii uader, runeprpoduyeckast KapAUOMHOTATHS

C COMATUYECKMMU MYTALMUAMU CBA3AHO PASBUTHUE CJIEAYIOLINX
T'PVIIIT 3ABOJIEBAHUI:

1. Cunnpomel CLOVES u Ilpores™

2. Cunnpomsl [Ipagepa - Bunnu u DHreiapmana

3. Cunnpombl Cmut - Marenuc u [lotoku - Jlyncku

AKTHUBUPYIOIUIME COMATUYECKNE MYTAIINN B TIPOTOOHKOTI'EHE PIK3CA
I[MTPUBOJAT K PASBUTHUIO:

1. Cuanpoma CLOVES*

2. CeMeIHOTO aICHOMATO3HOTO TTOJIUI03a

3. HacnencTBeHHOTO paka KUIICUHHKA

OTMETHBTE I'PYIIITY 3ABOJIEBAHUI, PASBUTHUE KOTOPBLIX BO3MOXXHO
IMPU KOMBUHAILIMY TEPMNHATHBHbBIX 1 COMATHUYECKUX
I'’EHETUYECKNX BAPUAHTOB:

1. Cunapom Xantepa, cuaapom Buckorra — Onnpuya, cuaapom CHARGE*

2. Cunapom Bunemanna — bekBura, cunapom Paccena — CunbBepa, cunapom [paaepa -
Bunnu



3. CunapoM Komavybero kpuka, cuaapom Ju Jxopmku, cuaapom MaprtuHa - bern

Nk wNE
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KonTposbHble BOPOCHI 1J1s1 co0ece0BaHMS NIPH NPOBEAEHNUH POMEKYTOYHOM
arrecTaunu

[lepeuncnure OCHOBHBIE SK30T€HHBIC U SHAOTCHHBIE (PaKTOPBI MYTAIIHOHHOTO
mpolecca B KJIETKax 4eJ0BeKa.

Xumuyeckue coeouneHus, paouayuorHHoe usnyienue, yibmpagpuoiemosoe usnyienue,
BUPYCDI, OKUCTUMENbHBII CMPecc, akmugHvle Yopmbvl KUCIOpoOa.

Ha xakom ¢yrnamentanpaoM cBoiictBe JJHK ocHOBaHbI MpUHIMIGI €€ penapariun’?
Komnnemenmapnocmo yeneti.

HazoBure npumepsl cuHAPOMOB, 00yCIIOBIEHHbIX HapyuieHneM penapauuu JJTHK.
Tuemenmuas xcepooepma, cunopom Koxatina, cunopom Pobepmca, cunopom bBroma,
anemus DaHKOHU.

[lepeuncnure OCHOBHBIE TPOOIEMBI MOJIEKYIIPHO-TEHETUUECKOM TMarHOCTUKU
COMAaTU4ECKUX MYTallUM.

Tranecneyuguunocmo Mymayuii, OHmMo2eHemu4eckas cCneyuduyuHocms Mymayut,
HU3ZKOYPOBHEBHDIU MO3AULUIM.

Kakum a¢pdexrom 061a1at0T MyTallii B OHKOT€HAX ?

Jlomunanmmuoim.

Kakoe konruecTBO MyTaluii HEOOXOIUMO JIJIsl MHAKTHBAIIMH OIyXO0JIECYIPECCOPHOTO
re’a?

Ilse, no 0oonoll 6 kaxcoom annene.

KombOuHanuen kakux mo nporucxXoASHUIO TUIIOB MyTalluii 00yCIIOBIIEHbI
HacJIeJICTBEHHBIE ()OPMBI paka?

T'amemuueckoti u comamuyeckou.

[TpuBenute mpumepsl Oone3HEH, 00YCIOBIEHHBIX MYTAIIUSIMU B COMAaTUYECKUX
KJIETKaXx.

Cunopom CLOVES, cunopom MaxKvtona-Onbopaiima, nuemenmmusie Hegycvl bexkepa.
Kaxkue Tumbl XpOMOCOMHBIX MYTaIluii MOTYT OBITh UCIIOJIB30BaHbI JJIS
OMOJOTUYECKON MHAMKAIIMN MyTareHHbIX BO3JCHCTBHIT?

Juyenmpuueckue Xxpomocomsl, KOIbYegble XPOMOCOMbL, CMAOUTbHBIE
coanancuposanuvie MpancioKayuu.

[TpuBenuTe mpUMephl HACIEACTBEHHBIX (POPM OHKOJIOTHUECKHUX 3a00JI€BaHUM.

Pax monounoti xcenesvl, cemetinas pemunoonracmoma, cunopom Jlu @paymenu,
cunopom Jlunua, HacneocmeenHbvlti a0eHOMAmMOo3Hblll NOIUNO3 KUUEYHUKA.

IIpumepHbIe TeMbI pedepaToB
Paguannonsble U XuMHuecKkue (pakTopbl MyTareHesa.
BupycHslii MyTareses.
Mertozapl MHIUKALIMU MYTareHHbIX BO3JACUCTBUI. bruosorndyeckas 103UMeTpusl.
Monekynsipabie ocHOBBI penapanuu JJTHK.
bonesnu penapauun JHK.
OCHOBHBIE 3aKOHOMEPHOCTH OITYXOJIEBOTO POCTA.
Hacnencrennsie popmbl paka.
OcoOeHHOCTH BO3HMKHOBEHHS W KIMHUYECKOTO TMPOSIBICHUS MyTaluil B
COMAaTUYECKUX KIIETKaX.
CuHIIpOMBI, 00YCIIOBICHHBIE MYTAI[USIMU B COMAaTHYECKUX KIIETKaX.
0. MeTo 11 MOJIEKYIISIPHO-TEHETUIECKON JHATHOCTUKH COMATHUYECKUX MYTaIuil.
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