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PABOYAS TETPA/Ib
NPAaKTHYeCKOro 3ansaTusa Ne 3
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AHHOTAHUSA

Pabouas Terpamp mpenHazHadYeHA YIS OPraHU3AIMU M MPOBEICHUS CaMOCTOSTEIHHOU
ayUTOPHON pPabOTHI Ha TPAKTHYECKOM 3aHATUU ¢ wucnonb3oBaHueM TCO (KOMIBIOTEPHBIN
KJIaCC C BBIXOJIOM B MHTEPHET), a TaKKe /I OpPraHu3alMd M TPOBEICHUS MPAKTUYECKOTO

3aHATHS B popMare TUCTAHIIMOHHOTO 00ydeHUSI.

HNHcTpyKkums cTyaeHTy

PabGouas terpaap mpaktuueckoro 3aHsATHsS Ne 3 mo ydeOHOW mucuumuinHe «I eHeTuka
YeJIOBEKa C OCHOBAMHU MEIUIIMHCKON T'€HETUKU» MPEeIHAa3HAYCHA TS BBHITIOJTHEHUS ayJAUTOPHOM
U JMCTAaHLMOHHOMW CaMOCTOSTENIbHOM MpakThuyeckol paboTel mo Tteme  «lMHTepmperanus
KapUOTHUIIOB YEJIOBEKaY.

. Bce 3amanus BBITIONHSIOTCS HETOCPEACTBEHHO B JAHHOW TeTpaau (OTAEIbHBIC
JOKYMEHTBI CO3/1aBaTh HE HY)KHO).

. Ha tutynbHOM NHCTe yKaXKUTE TPYIITY, Bamly GaMUIAIO U UMSL.

o Jnsg ynoGcTBa HaBUTallMK TMOJIB3YHTECh TUIEPCCHUIKAMH B COJEP)KAaHUU, B
3aroJIoBKax, IMOJ3arojloBKaXx M B CHOCKAax (TUMEPCCHUIKM BBIJIEIEHBI CHUHUM ILIBETOM C
O TYEPKUBAHHEM)

o [locne BBIMONHEHHS NPAKTHUYECKUX 3aJaHUN  MPOBEAUTE CAMOTMPOBEPKY
MIPaBUJIBHOCTH BBITIOJIHEHUS 3aJaHH.

o Terpanab ¢ BBHINOJHEHHBIMU 33/IaHUSIMU cOXpaHUTe Ha cBolo USB-dumem-kapry
(¢nemky) UM B apXuBE BAIIErO 3JIEKTPOHHOTO YCTPOWCTBA U OTOLUIMTE JJIsi IPOBEPKU BalleMy
mpernoaaBaTelno. Aapec 3aeKTpoHHOM moutsl MuxaitnoBoi O.H.: olamikch@mail.ru .

. [lepen oTnpaBkoii HA30BUTE CBOM JOKYMEHT CIEAYIOIINM 00pa3oM:

aaTa 3ausitus (ducio, mecsil,.roa.), PT JII3 Ne3, ®amuiaus Ums, rpynmna

Hpumep: 15.11.21 PTJIII3 Ne3 Ilemposa Mapus 311-1C/]



Conep:xxkanue

Henu 3ausaTus

Bonpocel 1J1s1 MOJAT0TOBKHU K 3aHITHIO

Teopernyeckass 4acTh

IIpakTHyecKasi YacTh:

3aganue Ne 1
3aganue No2
3aganue Ne3

CamMonpoBepka padoThl

JloMalHee 3aJJaHue

3aaHud A8 CAMOCTOSATEILHOM PA00THI 0 BLIOOPY CTVACHTA

HUcrouynuky nHpopmManuu




JlabopaTopHo-nipakTHueckoe 3aHsaTue Ne 3
Tema: MuTEepnperanys KAPUOTUIIOB YEJIOBEKA

Bpemsa nposedenus zanamusn: 90 mun.
Henu 3anamus

- popmuposanue:

» [IK 1.1 6 uacmu 3uanuii: memoOobl u3ydenus HAc1e0CME8eHHOCMU U USMEHYUBOCU
yenoeeKa 8 Hopme U NAMoNo2UlL, 8 YACIU YMEHULL: NPO8OOUMb 00C1e008aHUe NAYUEHNO8
¢ HACIeOCMBEHHLIMU OONE3HAMU MEMOOAMU YUINO2EHEMUKU

» [IK 2.1. 6 vacmu 3nanuil: yumoaocuieckue 0CHO8bl HACIe0CME8EHHOCMU, KIACCUDUKAYUIO
Mymayuii; 8 4acmu YMeHUuil. nposooums npeosapumenshyto OUa2HOCMUKY
HAC1e0CmeeHHbIX Ooe3Hell uepe3 ananu3 Kapuoepamm.

» OK1,OK2 OK5 OK 1l

- cmyoeHnm 00/1)1ceH YMeTh:

- OMAUYAMb HOPMATLHBIU KAPUOMUN Yel08eKd OM AHOMANbHO20 NO KAPUOSPAMMAM U

gomoepaguam s0ep comamuiecKux Kiemox,

- AHANU3UPOBAMb KAPUOSPAMMbL, 3ANUCHIBAMb (POPMYTIbl KAPUOMUNOS, HA3bI8AMb OCHOBHbBIE

XPOMOCOMHbBIE CUHOPOMBL NO KAPUOSPAMME.
- CTY/JEHT JI0JI’KeH 3HATh:
CYWHOCMb YUMO2EHeMU4ecKo20 Memooda,
Ka1accugurayuio HacieoCmeeHHulxX 601e3Hell N0 NPUYUHAM,
2EHeMUYecKyr0 NPUYUHY XPOMOCOMHBIX OoJIe3Hell;
8UObI XPOMOCOMHBIX MYMAYUL U XPOMOCOMHbLE O0TIe3HU (CUHOPOMbL), UMU 8bI3bIBAEMBILE.

Bonpochbl 17151 NOJATOTOBKH K 3aHITHIO

1. Yro Takoe xpomocoma, xpomaTuaa? OnumunTe ctpoeHne MetadasHoi XpOMOCOMEI.

2. Kakue ObIBatOT XpOMOCOMBI B 3aBUCHMOCTH OT PACTIONIOKECHHS IIEHTPOMEPHI?

3. Uro Takoe merada3Has IJIaCTHHKA U Kapruorpamma?

4. JlaiiTe onpeencHre KapuoTHIIA.

5. Kakoit kaproTiI IMEIOT 310pOBast )KCHITUHA U MY>KUnHA?

6. UTo Takoe 3yXpOMAaTHH U TeTePOXPOMATHH?

7. HazoBuTe rpymibl HACIEICTBEHHBIX OONIE3HEH 110 MPHYMHAM WX BOSHUKHOBECHUSI.

8. [TosicHUTE TIOHATHS: HACIIEACTBEHHAs 00JIE3Hb, BPOXKIeHHAs 00JIe3Hb, 00IE3Hb C HACICICTBEHHON
MPEAPACIIOIOKEHHOCTBIO.

9. C kakuM# MyTalUsIMH CBSI3aHA ITATOJIOTUSI XPOMOCOMHBIX O0JIe3HEen?

10./TaiiTe XapaKTepUCTHKY XPOMOCOMHBIM a00epalHsiM: IeJICIIHH, TYTUTUKAIUT, UHBEPCHH,
TpaHCJIOKAIINH.

11. laiiTe XapaKTepUCTHKY reTEPOIIONIUSIM U MTOTHILIOH THSIM.

12 . Tenbre bappa u ero quarHocTHYECKOE 3HAUYCHHE. XPOMOCOMHBIE CHHAPOMBI, THarHOCTUPYEMbIS
¢ moMmolkko Tesbia bappa.

Teopernueckasi 4YacTh

KapuoTun — COBOKYMHOCTh XpOMOCOM JIaHHOTO BUJa OpraHu3MoB. HopManbHBIN KapHOTUTT
yenoBeka : 46, XX(XYV).

Kapuorpamma — cucreMaTu3upoBaHHOE H300pakeHNE XPOMOCOM UHIUBUIYYMA.

Jlis cocraBneHUs] KapuorpamMmbl MpuOeraroT K (HoTorpagupoBaHUI0 KapTUH MeTada3HBIX
anep B Tpenaparax MHUTOTHYECKH JIENSIIUXCS KIETOK. 3areM, TMOJyduB (HOTOKOIHUIO
XpOMOCOMHOTO Habopa oOcieqyemMoro 4yenoBeka (MeradasHYIO TIIACTHHKY), BBIPE3AOT
M300pakeHusT OTACNBHBIX XPOMOCOM U TIOCJT€ COOTBETCTBYIOIIETO aHAaIM3a PACKIaJbIBAIOT Ha
YHCTOM JIUCTE OyMaru B COOTBETCTBUU C OOIICTIPUHATON KiIaccu(uKarmei.




HccieqoBanue XpoMOCOM 4Y€JIOBEKA SBJIAETCS OCHOBOM IMTOTE€HETHYECKOIO METoJa
M3YYEHHUs HACJIEICTBEHHOCTH YEJOBEKA U SIBISETCS OJAHMM W3 BAXKHEHIIMX IPU IPOBEACHUU
IIPpEHATaJbHONW (IOPOJOBOM) AMATHOCTUKH BPOKIEHHOW WIJIM HACJIEJCTBEHHOW NAaTOJOTMH Y
I1J10/1a, MEIMKO-TEHETUYECKOM KOHCYJIbTUPOBAHUU.

XpoMocomHbIe 00JIE3HHM — 3TO OOoJbllas TIpylna BpOXKAEHHBIX HACJIEACTBEHHbBIX
3a00JIeBaHUN, KOTOpbIE KIMHUYECKH XApPAKTEPU3YIOTCS HAIMYMEM MHOXKECTBEHHBIX MOPOKOB
pa3BUTHSL, @ IPUYMHON MX SABJSAIOTCS YUCIECHHBIE WM CTPYKTYPHBIE aHOMAJIUU XPOMOCOM (CM.

CXCMY HHIKC ):
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Honunnoudus — yBenMYEHUE YHCIIa XPOMOCOM KpaTHOE ramiouaHomy (2n — Hopma, 3N —
Tpuronsa, 4n — terparmiona u T.71.) [lomumnonaust y 4yenoBeka — jgeTaabHas MyTallusl.
Aneyniouous (cemeponioudusi) — A3BMEHEHHUE YUCJIa XPOMOCOM HEKPATHOE TaINIONTHOMY.
Monocomusi — HET OTHOM XPOMOCOMBI U3 MAPbI.

Tpucomus — BMECTO Mapbl B KAPUOTHUIIE UMEETCSI TPU TOMOJIOTUYHBIX XPOMOCOMBI.

Hynecomus — B kapuoTume OTCyTCTBYET Mapa TOMOJIOTHYHBIX XPOMOCOM, JIeTalbHas MyTallusl.
Xpomocommuvie abeppayuu — N3MEHEHHE CTPYKTYPBI XPOMOCOM.

[leneyus — moTeps ydacTka XpOMOCOMBI B CPEHEH YaCTH UM B KOHIIE XPOMOCOMBI.

HUnsepcus — OTPHIB ydacTKa XPOMOCOMBI, TOBOpoT ero Ha 180° u mpukpemseHue K MecTy
OTpBIBA.

/lynaukayusi — yIBOGHUE Yy4acTKa XPOMOCOMBI (HampuMep, KOPOTKOTO WM JJIUHHOTO Tuieya
XPOMOCOMBI).

Tpanciokayus — TPUCOSAVWHEHHWE Yy4YacTKa WIIM 1EJOW XpOMOCOMBI K HETOMOJIOTHYHOM
XpOMOCOME.




IIpakTHyeckas 4acTh

3aganme Ne 1. Paccmorpure pucyHOK MeradazHoil xpomocombl. [loamummre B
COOTBETCTBYIOIIECH paMKe OTMEUEHHbIE IU(PAMU YaCTH XPOMOCOMBI*.

*Cnpasxa. Ha pucynke o0003nHayenvi credyiowue Hacmu: CeCMpUHCKUE XPOoMAamuobl,
yenmpomepa, Kopomkoe niedo, ONUHHOe Nae40, Mmeaomepa, YXPOMAMUH U 2emepoxpoMamun

CamonpoBepka

3aganue Ne 2. Paccmotpute oTorpadum Hike. Bel BUuauTe sijpa COMaTHYECKUX KIIETOK.
Caetible yuacTKu — Tenbla bappa, okpalieHHble HIMMYHO(IIIOOPECIEHTHBIM MeTo10M. Temnblie
bappa — nnakTuBHpoBaHHas X-XpoMocoma (TI0JIOBOM XpoMaTHH). 3aNUIITUTE B TaOJIHIIC
COOTBETCTBVIONINE (hODMVIIBI KADUOTHUIIOB LIS MY>KCKOTO U KEHCKOTO I10JIa:

BLI)IGJ'II/ITG B Ta6J'II/II_IC JIFOOBIM OBETOM STYEUKH ¢ aHOMAaJIbHBIMU KapuOoTHUIIaMH.
Camonposepka



3aganue Ne 3. PaccMoTpuTe KapuorpaMMbl aHOMAJIbHBIX KapUOTHIIOB. 3allOJHUTE TaONUILY,
HCII0JIb3YSl KOHCIEKT JIEKIMH 10 TeMe: «HacneacTBEHHOCTh U cpellay U TEOPETUUYECKYHO 4acTh
3aHSTHSL

Ne kapwuo- HasBanue ITon /48 dopmyna BeI3siBaemoe
IrpaMMBbl MYTallUH KapuoTHIIA 3abosieBaHNe
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Kapuorpamma No3:
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Kapuorpamma Ne 6:
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Kapuorpamma Ne 9:

SICHR T 1 i

(0L

B
‘ze
I mem
-t
- -
- =

-
B
-

TR IR

LA R T

B tabuuiry

CamMonpoBepka padoThl

[IpoBenuTe caMOnpOBEPKY MPABUIBHOCTH BBINIOJIHEHUS 3a1aHHUM.

Iposepka 3a0anus Nel

Cecmpunckue xpomamuodul- paBHOLIEHHBIE YacTU MeTa(a3zHO XpOMOCOMBI, COJIEPKAT B

ce6e xonmu JIHK moce permmkanmm.

Uenmgzomegza — MECTO COCAMHCHUA CCCTPUHCKUX XPpOMATH.

Kopomxoe naeuo — OOBIYHO ONpCACIIAACTCA BU3YaJIbHO B CPaBHCHHHU C AJIMHHBIM, Ha

PUCYHKaX XpOMOCOM M KapuoTrpamMmax — BbIIIE LIEHTPOMEPHI.

Jlunnoe naeyo - OOBIYHO ONpCACIISICTCA BU3YaJIbHO B CPAaBHCHUHN C KOPOTKUM, HA

PUCYHKAaX XpOMOCOM M Kapuorpammax — HIKE IIEHTPOMEpHI.
Tenomepwvl — KOHIIEBBIE YUaCTKU XpPOMATH/,
DyXpOMAaTHH — MEHEe KOHIACHCUPOBAHHBIN, XyXKe YACPKUBACT KPACUTEIb, MOITOMY
rocJie okpamuBanus AudpepeHupoBaHHbIM CTIOCOOOM 00Jiee CBETIIBIHN, YeM reTepOXpPOMATHH.

I'emepoxpomamun — bonee KOHI[CHCHpOBaHHBIﬁ, JIyquIe yACepiKUBaACT KpaCUTCIIb ITOCIIC

oKparmBanus AuddepeHInpoBaHHBIM CIIOCOOOM.

[lposepka 3a0anus No2

9 - 3HAaK )KCHCKOI'0O I1oJia.

6 - 3HAaK MYXKXCKOTO I10JIa.

dopmyna KapuOTHIIA COACPKUT B cede 00111ee KOIMIECTBO XPOMOCOM Y TAHHOTO

OopraHu3mMa, OTpaxKacT COCTOAHUC U KOJIMYCCTBO IMOJIOBBIX XPOMOCOM. q)OpMYJ'Ia AaHOMAJIBHOT'O

KapuOTHuIla OTPAXKACT TAKKEC UMCIOIYIOCA MYTAallUTO.



Hopmanphslii xeHckuil kapuotun 46, XX.
HopmanpHslil Myxckoi kapuotun 46,XVY.

Iposepka 3aoanus Ne3

1. Ha3BaHne MyTaIuu ONpeaessaTcs MaKCUMaIbHO KOHKPETHO, HAIPUMED, BEIOOP TaKUX
Ha3BaHWH, KaK «XPOMOCOMHAs, «aHEYIIONIUS», «TeTEPOIIOUTUS - HE BEPHO; KTPHUCOMHUS
21»- BepHoO.

2. OnpeneneHue 1moJia moApasyMeBaeT udydenue 23 napsl XxpomocoM. My»Kckoit o Y -
XPOMOCOMY UMEET, KEHCKUI - HE UMEeT.

3. ®opmMyna KapuOTHUIIA COAEPKUT B cede 00111ee KOJIMIECTBO XPOMOCOM Yy IaHHOTO
OpraHusMa, OTPaXaeT COCTOSTHUE U KOJIMYECTBO MOJIOBBIX XpoMocoM. PopMyia aHOMaTEHOTO
KapHOTHUIIA OTPaKAET TaKXKe UMEIOIIYIocs MyTanuto. Cogem: cmompume npumepsi 3anucu
Kapuomunos 8 KoHcnexkme jekyuu no meme «Hacieocmeennocmo u cpeday.

4. HazBaHue XpOMOCOMHOM 00JIE€3HH MOKET COBIIAATh C HA3BaHWEM MYTAIlMH, HO YacToO

HUMECT Ha3BAHUC 11O UMCHH YUCHOI'0 U3Yy4aBIICTO JAHHYIO IMATOJIOTHUIO.

Kpurepun onenkn

5 6a1510B — BCe 3a7aHKs BBIIOJHEHEI ITOJHOCTELIO, 0€3 OLIHOOK.
4 0aJ171a - eCTh OIIMWOKHY / HE MOHOCTRIO BBIIIOJIHEHO | 3amaHue.
3 0aJ11a — eCTh OIIMOKY / HE HOJHOCTHIO BBHIIIOJIHEHBI 2 3a1aHUs.

2 0aj1a - eCcTb OIIMOKK / HE MOJIHOCTBIO BBHIIIOJIHEHB! 3 3aIaHus.

Q!OMamHee 3ajlaHue

IToBTOPUTH TEMY «3aKOHOMEPHOCTU HACJIEAOBAHUS IPU3HAKOBY 110 IUIAHY:

1. OcHosHble eenemuyecKue mepmMuHsl U NOHAMUAL.
2. Cywynocmo 3axonos I.Menodens. Mendenupyrowue npusHaxu.
3. Xpomocommnas meopusi T.Mopeana.
4. [lonsamue mHodxcecmsennozo anneausma. Hacneoosanue epynn kposu cucmemst ABO y
uenogexa.
5. Tunwvl 83aumooericmeus anieibHblX 2eHO8 :

v’ koOdomunuposanue,

v’ noaHoe ooMuHuposanue,

v' nenoanoe OOMMHMPOBCZHME,



v’ ceepxOomunuposanue.
6. Tunvl 63aumMo0eUCmEUs HEALIENIbHbIX 2CHOG:
v’ KoMniemenmapHocme,
v’ snucmas,
v’ nonumepus.
7. Brusinue 2enomunuueckoti cpeobl i (peHomunuueckoi cped Ha nPoAGIeHUe NPUSHAKOS!
v’ zenomunuueckas cpeoa,

4 IKCNpecCcuBHoCntb 2eHO6,

3agaHus 151 CAMOCTOATEILHOI PA0OTHI IO BLIOOPY CTYAEHTA

1. CoctaBbTe KPOCCBOP/ € MILTIOCTPALIMSIMHU «XPOMOCOMHbBIE MyTallu U 0osie3HU» (He MeHee 15
CJIOB).
2. BBINOJIHATE NPE3EHTALINIO 10 TEMAM !

o «llpuuunvl, nevenue u NPOPUIAKMUKA XPOMOCOMHBIX OOJIe3HEU»

o «XpomocomHvle CUHOPOMDL, BbI36AHHbBLE USMEHEHUEM KOIUYEeCMEa NOJI08bIX XPOMOCOM»

o «XpomocomHble CUHOPOMDL, BbI36AHHBLE USMEHEHUEM KOIUYEeCmEa aymocomy

L ((XpOMOCOMHble CqupOMbl, 6bl36AHHbIE a6eppauu}wu XPOMOCOM»

HUcTounuky uHpopManumn

1. Koucnektsl nekuuii no reMam: «lluronoruueckre 0CHOBBI HACIEICTBEHHOCTH,
«HacnencTBeHHOCTB U cpeiay.

2. Bcé o mequnune. Pa3nen reneruka. [OnekTpoHHbIN pecype]| Pexum nocryna: URL:
https://meduniver.com/Medical/genetika/

3. boukos H.II., MeaunuHckasi reHeTHKa [ DIEKTPOHHBIN pecypce]: y4yeOHUK / ox perl.
H. I1. boukoBa. - M. : I'DOTAP-Meaua, 2018. - 224 ¢. : un. - 224 ¢. - ISBN 978-5-9704-4857-1
- Pexxum mocryma: http://www.medcollegelib.ru/book/

4. Xanpormna E.K., T'eHetmka uyenoBeka C OCHOBaMHM MEIMIIMHCKOM TI€HETUKHU
[DnexTponHsbIil pecypce]: yueOnuk / Xangoruna E.K., Tepexosa U. /., XKununa C.C., MaiiopoBa
M.E., laxtapun B.B., Xannoruna A.B. - M. : [DOTAP-Meaua, 2019. - 192 c. - ISBN 978-5-
9704-5148-9 - Pexxum noctyma: http://www.medcollegelib.ru/book/ISBN9785970451489.html



