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IHosicuuTenLHAA 3aNIUCKA

Meroandeckne peKOMEHIAINH 110 TPAKTUIECKUM 3aHATHSM 10 JUCITUTUTHHE
«I'eneTnka 4eroBeka ¢ OCHOBAMH MEIUITMHCKON T€HETHUKH» TPEeIHA3HAYCHBI IS
CTYZEHTOB 04HOM Qopmbl 00yuenus no crneuuaabHoctu 31.02.01 JleweOnoe neno
U SIBIISTFOTCS] COCTaBHON YaCThIO y4€OHO-METOIMYECKOTO KOMILIEKCA TUCIIATIITNHBI.

Meroandeckne peKOMEHIAIUU TI0 TIPAKTUIECKUM 3aHATHSIM pa3padOTaHbI B
COOTBETCTBHH C:

1. ®I'OC no cnenuansaoctu 31.02.01 JleuebHOE nen0

2. PabGoueii mporpamMmoit yueOHON JUCITUILTUHBI

3. JlokanpHeiMu akTamu HoBI'Y.

[lenssMu METOIUYECKUX PEKOMEHAAIMI SBISIOTCS. OOECIEeUUTh YCIOBUS
KaueCTBEHHOW peaM3allii MpPOrpaMMbl JUCHMILUIMHBL «['€HEeTHKa YenoBeKa ¢
OCHOBAaMU MEIMIIMHCKOW T€HETUKW), MOATOTOBUTH BBIMYCKHHUKA, CIIOCOOHOTO K
npoeCCUOHAIBHON JIESITENHHOCTH TI0 MPO(PHIIAKTUKE TEHETUUECKUX 3a00JIE€BaHUM,
y4acTUIO B JIEYEOHO-IMArHOCTHUUECKUX W PEaOUIIUTAIMOHHBIX MEPOMPUSTUSIX
JII0JIeH, UMEIOIINUX HACIEICTBEHHYIO MMATOJOTHIO, 4 TAK)KE OTHOCAIIMXCS K "TpyIIne
pucka'.

3amaun:

- dbopmupoBaTh 001IETPOGECCUOHAIBHYIO KOMIETEHTHOCTh CTYJEHTOB B
00J1aCTH MEAUITMHCKON T€HETUKH,

— M3YyUYUTh OMOXMMHUYECKHWE W IUTOJOTUYECKHE OCHOBBI HACJEICTBEHHOCTH,
3aKOHOMEPHOCTH HaCJIEJOBaHUS IPU3HAKOB,;

- paccMOTPETh METO/Ibl U3YUYEHHUSI HACJIEICTBEHHOCTH YEJIOBEKA;

- O3HAKOMUTHCSI C HaumOoJiee PACIPOCTPAHEHHBIMU  HACJIEACTBEHHBIMU
3a00J1€BaHUSMHU, TPUIMHAMHU UX BOSHUKHOBEHUS,

— CO3/1aTh YCIOBUS JJIs1 pe(hJIEKCUBHON CaMOOPTaHU3AIMK CTYICHTOB

[IpoBeneHne MPaKTUUECKUX 3aHITUN B JIONOJHEHUE K JICKIUOHHOMY KYpCY
CIIOCOOCTBYET Pa3BUTHIO JIOTMYECKOTO MBINLICHUS, TOHUMAHUIO 3HA4YCHUS
MEJIUIIMHCKOW TeHETUKU JIJI1 MEAUIMHBI U OUOJIOTUM B 1LIEJIOM, KPOME TOTO, JAET
BO3MOYKHOCTH IIPEINOIaBATENIO 3aKPENNUTH U IPOBEPUTH YCBOCHUE MaTEpHUaa.

CtyneHTbl JOJKHBI Ha TPAKTUKE YOEIUThCS B TOM, YTO T€HETHUKa
OCHOBBIBAETCSI HA CTPOTMX 3aKOHAX, MO3BOJISIIOIIMX MPEABHAECTh TO WA HWHOE
SIBJICHUE Y TOYHO PACCUUTATH €r0 KOJMYECTBEHHBIC 3aKOHOMEPHOCTH.

B pesynbTaTe ocBoeHus yueOHON AUCIIUIUIMHBI O0YYAIOIIHICS 00IHCEH YMemb:
— MOPOBOAUTH OIPOC U BECTU YUET MALUEHTOB C HACIIEACTBEHHOM TaTOJIOTUEN;
— TPOBOJIUTH Oeceapl MO TUIAHUPOBAHUIO CEMBU C YYETOM HMEIOIICHCS
HacCJIeACTBEHHOM MaTOJIOTUH;
— MPOBOIUTH MPEIBAPUTEIBHYIO JUATHOCTUKY HACIEACTBEHHBIX OOJIe3HEH.



B pesynbTaTe ocBoeHUs y4eOHON AUCIUIUIMHBI O0YYAIOUIUICS 0019CeH 3HaAMb:
— OMOXMMHUYECKHE U IUTOJIOTHIECKUE OCHOBBI HACIICICTBEHHOCTH;
— 3aKOHOMEPHOCTH HACIIEIOBAHMS TPU3HAKOB, BUJIbI B3aUMOJICHCTBUS T€HOB,;
— METO/Ibl U3YyUEHHUS HACIIEICTBEHHOCTH U U3MEHYMBOCTHU YEJIOBEKA B HOPME U

IIaTOJIOTUH;

— OCHOBHBIE BHJIbI HM3MEHUMBOCTH, BHUABI MYTallMil y dYeloBeKa, (haKTOpPbI
MyTareHesa;

— OCHOBHBIE I'PYyIIIbl HACJIEJCTBEHHBIX 3a00JI€BaHUM, IPUUMUHBI U MEXAHU3MBbI
BO3HUKHOBEHU,

— LEeJIH, 3aJa4d, METOAbl M IIOKa3aHusd K MEIUKO-TEeHETHYECKOMY
KOHCYJIbTUPOBAHMIO.

Ilepeyennb popMuUpyeMbIX KOMIIETEHIUI

Oenpamiep A0MKEH 001aaTh OOIIMMU KOMIIETCHIIMSAMU, BKJIIOYAIOIUMU B
ce0st CIOCOOHOCTb:
OK 1. IloHumars CyImIHOCTh MU COLUAIBHYIO 3HAYUMOCTh CBOEH Oyaymiei
npodeccuu, MposIBIATh K HEW yCTOUYMBBIA UHTEPEC.
OK 2. Opranu3oBbIBaTh COOCTBEHHYIO JI€ATEIbHOCTh, BHIOMPATHh TUIIOBBIE METO/IbI
M CIOCcOObl  BBIMIOJIHEHUS  MOpo(ecCHOHANBHBIX  3ajlad, OIIEHHWBAaTh  HUX
() PEKTUBHOCTD U KA4E€CTBO.
OK 3. [IpuHrMaTh penieHus B CTaHJAPTHBIX U HECTAHAAPTHBIX CUTYyalUsAX U HECTH
32 HUX OTBETCTBEHHOCTb.
OK 4. OcymiecTBiISTh MMOMCK U MCIOJIB30BaHUE MH(POPMAITUU, HEOOXOIMMOM IS
7 (HEKTUBHOTO BHITIOJIHEHUS BO3JIOKEHHBIX HA HEro MPO(ECCHOHANBHBIX 3a/1a4, a
TaKKe JJIsl CBOETO MpOo(heCCUOHATBLHOTO M TUYHOCTHOTO Pa3BUTHSI.
OK 5. MUcnonw3zoBath HH(MOPMAIIMOHHO-KOMMYHHUKAIIMOHHBIE TEXHOJOTHMU B
po¢eCCUOHATIBHON JIEATEIIbHOCTH.
OK 6. PaboTarh B KOJUIEKTUBE U KOMaHA€, 3(PPEKTUBHO 0OIIATHCS C KOJUIEraMu,
PYKOBOJICTBOM, TOTPEOUTENSIMHU.
OK 7. BpaTh OTBETCTBEHHOCTh 3a pa0OTy WIEHOB KOMAaHJbl (MOJYMHEHHBIX), 3a
pe3yibTaT BHIMOJIHEHUS 3a/IaHUN.
OK 8. CamocTosiTeIbHO ONpeaessaTh 3a1a4 Npo(EeCCUOHATBHOTO U JTUYHOCTHOTO
pa3BUTHS, 3aHUMATbCS CaMOOOpa30BaHWEM, OCO3HAHHO IUIAHUPOBATh U
OCYIIECTBJISAThH TOBBIIIEHNE CBOEH KBAIM(DHUKAIIUN.
OK 9. OpuentupoBaTbCcsi B YCIOBHUSIX YacTOM CMEHbl TEXHOJOTUHA B
npohecCuOHANBHOM NeSTENbHOCTH.
OK 10. bepexHO OTHOCHTBCS K HCTOPUYECKOMY HACIEOUI0 U KYyJbTYPHBIM
TpaouUUsIM HapoJa, YBaXaTb COLHAIbHBIC, KYJbTYPHBIE W PEIUTHO3HbBIC
paznuyusl.
OK 11. bbeiTh TOTOBBIM OpaTh Ha ce0si HpPABCTBEHHbIE 0053aTENbCTBA IO
OTHOUIEHUIO K MPUPOJIE, OOUIECTBY, YETOBEKY.
OK 12. Opranu3oBbiBaTh pabouee MECTO C COOJIOJICHHEM TPEOOBAHUM OXpaHbI
TpyJla, MPOU3BOACTBEHHON CaHUTApUHU, WH(OEKIMOHHOW M MPOTHUBOIOKAPHON
0€30MacHOCTH.



OK 13. Bectu 310poBbIii 00pa3 *KU3HU, 3aHUMATHCS (DU3NUECKON KYJIbTYpOu U
CIIOPTOM I YKPEIUICHUSI  3J0pPOBbsl,  JOCTHXKCHHUS  JKU3HEHHBIX U
po(hecCHOHANBHBIX IIeIICH.

@enpamep AOMKEH o0iagaTh MNPO(PEeCCHOHATBEHBIMU  KOMITCTCHITUSIMH,

COOTBETCTBYIOIIMMU BUJIaM JIESITEIHLHOCTH:
[1IK 2.2. Onpenenste TAKTUKY BEACHUS NALUEHTA.

I1K 2.3. BEIOJIHATE JIe4YeOHBIC BMEIIATEIHCTBA.

[1K 2.4. ITpoBOANTH KOHTPOJIb 3P (HEKTUBHOCTH JICUCHHUS.
ITIK 3.1. ITpoBOAUTH IMAarHOCTUKY HEOTIOKHBIX COCTOSTHUM.
ITIK 5.3. OcyuiecTBisiTh NaJUIMATUBHYIO TOMOIIIb.

CTp}IKTypHBIe QJICMCHTHI ITPAKTUYICCKOI'O 3aHATHA:

Tema 3aHsaTHSA,

dopma opraHu3aluy 3aHATUS;

TpeOoBaHuUs K 3HAHUSAM U YMEHUSAM CTYCHTOB;
Llenp 3ansaTH, 3a0a491;

OO6opynoBaHuE 3aHSITHS;

Meroauueckue yka3aHus;

3amanus;

KoHTponbHBIE BOIPOCHL;

Metoasl KOHTPOJIA;

Orenka paboOTHI CTY/IEHTa HA IPAKTUYECKOM 3aHATUH;
Jlureparypa.

PabGoTa HOCUT penpoayKTUBHBIA M YACTUYHO MOUCKOBBIN XapakTep. DopMbl

OpraHu3alliy CTYACHTOB IMPU MPOBEIECHUU NMPAKTUYECKUX 3aHATHUI: (pOoHTaIbHA,
IpYIIOBasi, UHAUBUIyaJIbHAas.

3a paboTy Ha Ka)XOM MPAKTHUYECKOM 3aHSATUHU CTYJIEHT MOJIyYaeT OLEHKY.



KpuTtepumn onieHKu pe3yabTaToB NPAKTHYECKOH padOThI CTYIEHTOB

KpurepussiMmu oOI1eHKH pe3yiIbTaTOB MPAKTHUECKOW pPabOThI CTYACHTOB
SIBJISTFOTCSI:
- ypOBEHb OCBOEHUS CTYJCHTOM TEOPETHUYECKOTO MaTepuaa;
- yYMEHHUSA CTYACHTOB HCIOJb30BAaTh TEOPETHUYCCKUE 3HAHWS MPU BBITTOJHCHUH
MPaKTUYECKUX 3a]1a4;
- chopMUPOBAHHOCTH OOIICYUESOHBIX YMECHHIA;
- 000CHOBAaHHOCTH M YETKOCTH U3JIOKEHHUS OTBETA;
- odopMmIIeHHE MaTepraia B COOTBETCTBUU C TPEOOBAHUSMH.

[TonHOTa BBINOJHECHUS HpElKTH‘-IGCKOﬁ pa6OTI)I XAPAaKTCPU3YCT KadCCTBO 3HAHUU
CTYACHTOB M OOCHHUBACTCA I10 IATHOAJIBHOM CUCTEME.

"OT1au4Ho"

- 3aJIaHUsl BBITIOJIHEHBI TPABUIIBHO, MOJTHOCTBIO,

- 3aJlaHUsl BBITIOJIHEHBI aKKypaTHO, 0€3 TOMapoK, pa300pUYUBLIM TOUEPKOM
-  YéTKoe M 000CHOBAHHOE M3JIOKCHHUE OTBETA.

"Xopomo"

- 3aJ]aHUS BBINIOJIHEHBI ITOJTHOCTBIO,

- 3a/IaHM BBIMOJHEHBI aKKyPaTHO, 6€3 TOMapOoK, pa300pUYMBLIM TOUYEPKOM
- He COBCceM YETKOE U 00OCHOBAHHOE U3JI0)KEHHUE OTBETA.

"YaoBiaeTrBopuTeabHO"

- 3a/IaHMS BBIMIOJHEHBI HE MTOJIHOCTHIO,

- 3a/IaHMS BBIMIOJHEHBI aKKyPAaTHO, 6€3 TOMapOoK, pa300pUYMUBEIM TTOUYESPKOM
- MBJIOKEHUE OTBETA KPATKOE M COACPKUT HEKOTOPHIE HETOUYHOCTH.

"HeynoB/jieTBOpUTEIbLHO"
- NHCbMEHHOE 33/IaHKE€ HE BBIIOJIHEHO,
- IpPU YCTHOM OTBETE JAOMYIICHbl TPUHIIUIHAIbHBIEC OIIHUOKH.



TemMaTn4yeckuii VIAaH U coJepPKaHue YUeOHOM TN CIIMILIMHBI

OI1.05 «I'eHeTnka 4eI0BeKa ¢ OCHOBAMH MEIUIHUHCKON TreHETHKN

Conep:kaHue y4eOHOT0 MaTepUaJia, MIPaKTUYeCKUe 3aHATHS,

HaumeHoBaHue pa3jiesioB U OGnem Vposen
TeM caMoCTOsITeIbHasi padoTa 00y4yaoumuxcs
4acoB OCBOCHUA
1 2 3 4
Pa3nen 1
I'eneruka yenoBeka ¢
OCHOBAMM MeIHLMHCKOI 1
TeHeTUKH — TeOpeTHuYeCKUui
(pyHnameHT coBpeMeHHOM
MeIMIUHBI
Cooepotcanue yueonozo mamepuana
Tema 1.1. ['eneTuka yenoBeka ¢ OCHOBaMHM MEIUIIMHCKON T€HETUKH — HAayKa,
OCHOBHBIE TOHATHS M3yvarolas HacleICTBEHHOCTb M M3MEHYMBOCTb C TOYKH 3PEHHS MATOJIOTHMHU O3HAKOMUTELHELH
JTUCITUTIITUHBI U €€ CBSI3b C yenoBeka. Pazaensr quctuumiuabl. CBsi3b AUCHUIUTHHBL «[ eHEeTHKa YenmoBeka ¢
OpyruMu Haykamu. Mlctopust | oCHOBaMU MEAUIMHCKOW T€HETUKW C APYTUMH IUCHUILUIMHAMH. 1
pPa3BUTHUS HAYKH Ucropust pa3BuTHs HayKH, BKJIaJ 3apyOCKHBIX M OTEUYECTBEHHBIX YYCHBIX.
[lepcriekTHBHBIE  HAMpaBlIEHUsT  PEIIEHUS  MEIUKO-OHMOIIOTHUYECKUX |
TEHETUYECKUX MPOOIIEM.
Pazpnen 2.
uTosI0TNYeCKHUE U
7

OMOXMMHUYECKHE OCHOBBI
HACJeACTBEHHOCTH




Tema 2.1. LluTonoruueckue
OCHOBBI HACJIEICTBEHHOCTH.

Coaepsxanue yueOHOro MaTepuasia

MopdodyHKimoHanbHas XapaKTepUCTHKA KIETKH: 0OIUe MOHSATUS O KJIETKE U
ee (PYHKUIHUAX, XUMHUECKasi OpraHu3aus KISTKH; IIa3MOoJIeMMa, HUTOIUIa3Ma U
€€ KOMIIOHEHTBI, OPTaHeJUIbl U BKJIFOUEHUS.

Knerounoe sapo:  ¢yHkuuu, KoMmmoHeHTH.  MophodyHKIIMOHATBHBIC
0COOCHHOCTH KOMIIOHEHTOB f/Ipa B pa3jIMyYHbIe MEPHO/IbI KIIETOUHOTO IUKIIA.
Crpoenue u GyHKIUH XpOMOCOM deoBeka. KapuoTum yenoBeka.

OCHOBHbIE THUIIBI J€JIEHUSI 3YKaPUOTUYECKUX KJIETOK. KIeTOYHbIN LUK U ero
nepuojbl. buonornueckas poib MUTO3a U aMUTO3a. POJib aTUIMUECKUX MUTO30B
B [IATOJIOTUU YEJIOBEKa.

buonornueckoe 3HaYeHHE MEHO03a.

Pa3BuTHe criepMaTo30uI0B U SHIEKIETOK YeJIOBEKA.

O3HaKOMUTELHEIHN,
IIPOYKTUBHBIN

Ilpakmuueckoe 3anamue No 1
[{uToNMIOTMYECKHE OCHOBBI HACIEICTBEHHOCTH

Camocmoamensnan paboma odyuarouguxcsa Ne 1
1. HM3yyeHne OCHOBHOM U IOTIOJHHUTEILHOM JIUTEPATYPBHI.

2. V3yuenme u aHaim3 MUKpodoTorpaduii, pUCYHKOB THIIOB JEICHUS

KJIETOK, (a3 MUTO3a U Meiio3a.

CocraBiieHHe IEKTPOHHBIX NPE3EHTAIU 110 3aJJaHHON TEME.

4. TlogroroBka  pedepaTuBHBIX  COOOIIEHUH  (IPUMEPHBIE  TEMBI:
«XuMUYecKass oOpraHu3amus KieTkm», «CHHTEeTHUeCKHH ammapar
KIeTKW», «Perynsanus kieToyHoro nukiaay, «CrapeHue U TuOEnb
KJIETOKY).

w

Tema 2.2.
BuoxumMuueckue 0CHOBBI
HACJIEICTBEHHOCTHU

Conep:xanue yueOHOro MaTepuaJia

XHWMHMUYECKOE CTPOCHUE M I'€HETHWYeCcKas posib HyKIeMHOBBIX kucinor: /JHK u
PHK. Coxpanenue nHpopmanuu ot MOKOJIEHHS K TOKOJIEHHIO.

I'ensl u ux crpykrypa. Peanuzanus renernyeckoil HHGOpMaLIUU.

I'eneTnyeckuii KO ¥ €ro CBOMCTBA

O3HaKOMHUTEIIBHBIN

Pazpnen 3.
3aKoHOMEpHOCTH
HACJIe/I0OBAHUS MPU3HAKOB
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Coaepsxanue yueOHOro MaTepuasia
Tema 3.1. CylHOCTh 3aKOHOB HACJE€I0BAHMS IPU3HAKOB Y YEJIOBEKA.
HacnenoBanue npusHakoB nipu | Turbl Hacae10BaHUs MEHACTUPYIOLIUX IPU3HAKOB Y YEJIOBEKA.
MOHOTHOPHIHOM, I'enotum I/Iv(l)eHOTI/Il'I. O3HAKOMHTE/IBHBL,
TUTHOPHUTHOM H B3aumojeiicTBue anenbHbBIX M HEAJUIEIBHBIX I'€HOB: IIOJIHOE U HEMOJIHOE 2 PETPOTYKTHBHBIH
MOJIMTHOPUAHOM JOMUHUPOBAHME,  KOJOMHMHHMpPOBAHHE,  JSIHUCTa3,  KOMILJIEMEHTAPHOCTb,
CKpEIIUBaHUH. MOJIUMEPHSI, TIICUOTPOIIHS.
BsaumoneiictBue Mexay [leneTpaHTHOCTD U HKCIPECCUBHOCTH '€HOB Y YEJIOBEKA.
reHamu. IlenerpaHTHOCTD U
OKCIIPECCHBHOCTD TEHOB. Ilpakmuueckoe 3anamue Ne 2 2
3aKkOHOMEPHOCTH HACEAOBaHUS MPU3HAKOB. B3anmoielicTBrEe MKy T€HaMH
Camocmoamenvhnan paboma odyuarouguxcsa Ne 2
1. VI3yuenue OCHOBHOM U AOMOJIHUTENBHOMN JINTEPATYPhI
2. Pemenwe 3ama4, MOJECTUPYIOIMIMX MOHOTHOpPHIHOE, IUTHOPUIHOE,
MOJIMTHOPUAHOE CKpEIIMBaHHE, HAclIeJI0BaHWE MPU3HAKOB C HEMOJIHOU
[IEHETPAHTHOCTHIO. 2
3. CocTaBiieHHe AIIEKTPOHHBIX MPE3EHTAINI 110 3aJaHHON TeMe.
4. llogroroBka  pedepaTHUBHBIX  COOOIIEHHH  (IPUMEPHBIE  TEMBI:
«PononayanbHuk reHetuku I'. Mennpens» «BTOpUYHOE OTKpBITHE 3aKOHOB
MeHensa»).
Conep:xanue yueOHOro MaTepuaJia
Tema 3.2. XpomocomHas teopust T.Moprana.
XpOMOCOMHas TEOPHS CueneHHbIe TeHbI, KPOCCUHTOBED.
HACJIEJICTBEHHOCTH. KapTtsl xpomocom uenoBeka. O3HaKOMUTETBHBIN
XPpOMOCOMHBIE KapThl 1
YyeJioBeKa.
Conep:xanue yueOHOro MaTepuaJia
Tema 3.3. Mexanu3m Haciea0BaHus rpynil KpoBu cucteMbl ABO 1 pe3yc cucTeMsl. O3HaKOMUTENbHBIN,
Hacnencreennsie cBoiictBa | [IpuunHBl M1 MEXaHW3M BO3HUKHOBEHHSI OCIOXHEHHH MPH TeMOTpaHC(y3uH, MPOIYKTUBHBIN
KpPOBH. CBSI3aHHBIX C HEMPABUIILHO MMO00PaHHON TOHOPCKOW KPOBBIO. 1
[IprurHBI 1 MEXaHU3M BO3HUKHOBEHHS pe3yCc KOH(IUKTA MAaTEPH U TUIOAA.
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Ilpakmuueckoe 3anamue Ne 3
HacnenoBanue cBOMCTB KpoBH (pellieHUe 3a1a4).

Camocmoamenvuaa padoma odyuarouuxca Ne 3
1. 3yyeHue OCHOBHOM U JOTIOJTHUTEIHHOU TUTEPATYPHI.
1. Pemenue 3amay, HacJIeICTBEHHBIC CBOMCTBA KpoBH 110 cuctemMe ABO u
pe3yc cucreme
2. CocraBieHue IEKTPOHHBIX MPE3EHTAIUI 110 3aJJaHHON TeMe.
3. TMoaroroBka pedepaTUBHBIX COOOIICHUN: TPUMEPHBIC TeMBIL: «I pyrimna
KpoBHu cucteMbl MNSsy», «I'pynna KpoBu cuctemsl Py.

Pasznen 4.
Metoabl M3y4eHHus
HACJeJCTBEHHOCTH U
H3MEHYHBOCTH YeJIOBEKa B
HOpPMeE M NMATOJIOTHH.

Tema 4.1.
I'eneamornyeckuii METO/I.
biu3HenoBeIil MeTO.
buoxummueckuii MmeTon.

Conep:xanue yueOHOro MaTepuaJia

Oco0eHHOCTH W3Y4YeHUs HACJICJICTBEHHOCTH YeJIOBEKa KakK CHeruduuecKkoro
00beKTa FEHETUYECKOI0 aHaJIN3a.

I'eneanornyeckuit Mmeron. MeToanka cOCTaBIEHUS POJOCIOBHBIX H UX aHAJIH3.
OcoOeHHOCTH POJOCIOBHBIX TMPU ayTOCOMHO-AOMHUHAHTHOM, ayTOCOMHO-
PEIeCCHBHOM U CLETJIEHHBIM C TIOJIOM HACJIeIOBAHUH.

brnusnenoBelii Meton. Poibk HacnencTBEHHOCTH W cpelbl B (OPMUPOBAHUU
MIPU3HAKOB.

buoxumuuecknit meron. KauecTBeHHBIE TECThI, MO3BOJSIOLIME OINPEIEIAThH
HapyIieHusi o0OMeHa BEIIECTB.

O3HaKOMHTENLHBIH,
IIPOLYKTUBHBIN

Ilpakmuueckoe 3anamue Ne 4
CocraBieHHE M aHAIN3 POJOCIOBHBIX CXEM.

Camocmosamenshnan paboma odyuaromuxcsa Ne 4
1. V3yueHue OCHOBHOM U JOMOJHUTEIBLHOMN TUTEPATYPHI.
2. CocraBiieHHE MIEKTPOHHBIX MMPE3CHTAIUH 110 3aJaHHON TeMeE.
3. CocraBieHue poJOCIOBHBIX CXEM.
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Tema 4.2.
[MuToreHeTHYECKHUN METO/I.

Hepmatornudpudeckuii METOI.

Conep:xanue y4eOHOro MaTepuaJia

Hurtorenernueckuit meton. OCHOBHBIE MOKa3aHUs [JIS LUTOTEHETHYECKOIO
uccnenoBanusi. KapuotunupoBaHue — OINpEACIICHHE KOJIMYECTBA M KadecTBa
XxpomMocoM. MeTo bl 3KcTpecc-IUarHoCTUKU onpesesieHns X 1 Y XxpoMaTHHa.

[TonynssunoHHO- Meton nepmaToriuQuKy.
CTaTUCTUYECKUN METOJ. MeToapl TEHETHMKHM COMAaTHYECKMX KIETOK (MpocToe KYyJIbTUBUPOBAHHE, .
NMyHHOTEHETHUECKUI METOJI. | THOpUAN3alUsl, KIOHUPOBAHUE, CEJICKITH). O3HaK0MHTeHBHHvH’
Merto/ibl TpeHaTalbHOM [TonynssuMOHHO-CTATUCTUYECKU I METO/I. 3akoH Xapnu-Baitnb6epra. PETIPONYKTUBHBIN
TAArHOCTHKHU. NMMyHOT€HETHYECKUI METO/I.
MeTtoasl npeHaranbHOM quarHoctuku (Y3U, amHuOnIEHTE3, OMOTICHST XOPUOHA,
ornpezesieHue PeTonpoTeuHa).
Ilpaxmuueckoe 3anamue Ne 5
I'eneruka nona y yenoseka. Tenpua bappa u uX TMarHOCTUYECKOE 3HAYEHUE.
Paznea 5.
Buabl u3aMeHUYMBOCTH U
BH/IbI MYTAllMii y YeJI0BeKa.
DaKTOpBI MyTareHesa.
Conep:xanue yueOHOro MaTepuaJia
Tema 5.1. Ponb reHoTuna u BHewHel cpebl B IPOSBICHUH MPU3HAKOB. OCHOBHBIE BUIbI
Buapl 13BMEHUMBOCTH U BU/IBI | ©3MEHUYHUBOCTH.
MyTalUi y 4€JI0BEKA. [IpyuunHEl ¥ CyITHOCTh MYTalHOHHON N3MEHUYNBOCTH.
@DakTOphl MyTareHesa. Buner myTanmii (reHHbIE, XPOMOCOMHBIE, TCHOMHBIE). O3HaKOMUTENbHBIH,
DHJIO - U SK30MYTareHsbI. PenpOyKTHBHBIHN

MyTtarenes, ero BUIsbl.
deHoKOonmMHu U reHOKOIHH.

Ilpakmuueckoe 3anamue Ne 6
N3MeHYnBOCTh U BUbI MyTallUl y YETIOBEKA
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Pa3pgea 6.
HacaencrBeHHOCTDL M

naToJ0rust 19
Conep:xanue y4eOHOIro MaTepuaJia
Tema 6.1. HacnexncrBennsie 00s1e3HM U UX KilaccupUKanus.
XpOMOCOMHBIE 00JIe3HH XpomocoMHble 0onie3uu. KonnuecTBeHHbIE U CTPYKTYPHBIE aHOMAJIUU ayTOCOM:
cunapom Jlayna, cunapom OnBapjaca, cunHapom [laray. Kiwunuka,
LUTOTEHETHYECKHUE BaPHAHTBHI. O3HaKOMUTENbHBIH,
KnuHuueckue CHHAPOMBI TMPH aHOMAJIHMSIX IIOJOBBIX XPOMOCOM: CHHIPOM 3 IPOTYKTHUBHBIN
lepewmeBckoro-Tepuepa, cunapom KiaiinpenbTepa, CHHIPOM TpUCOMHH X,
CUHJPOM JMCOMHHU 10 Y- XpPOMOCOME.
CTpyKTypHBIE aHOMAIHH XPOMOCOM.
Ilpakmuueckoe 3anamue Ne 7
Packianka n u3ydeHne aHOMalIbHBIX KAPUOTHUIIOB 110 (hoTorpadusiM OOITBHBIX. 3
Camocmoamenshnan paboma odyuaroumguxcsa Ne 5
1. U3ydeHue OCHOBHOM U IOMOJIHUTENBHON JIUTEPATYPHI.
2. Pabora c oOydalomMH ¥ KOHTPOJHUPYIOIIMUMHU  SJIEKTPOHHBIMU
OCOOUSIMHU.
3. CocraBiieHHE MICKTPOHHBIX MPE3CHTAIUH 110 3aJaHHON TeME. 5
4. TlogroroBka  pedepaTuBHBIX  COOOIIEHUH  (IPUMEPHBIE  TEMBI:
«[IposiBIeHHe  YMCTBEHHOH  OTCTJIOCTH  TPH  XPOMOCOMHBIX
CUHJIpoMax», «KilnHnueckue nposBIeHHUsI XPOMOCOMHBIX abeppauiiy).
Conep:xanue yueOHOro MaTepuaJia
Tema 6.2. [IprurHbI reHHBIX 3a001€BaHUM.
['enHbIe GOJIE3HU. AyTOCOMHO-IOMHUHAHTHBIE 3200JI€BaHUSI. .
AyTOCOMHO-pEIECCHBHBIEC 3a00JICBAHNSI. OSHaKOMHTeHLHB}H'
MIPOTYKTHBHBIN
X - CleMJIeHHbIE PelleCCUBHBIE 1 JOMUHAHTHbIE 3200JI€BaHHUS. 1

V- cuensieHHsle 3a00I€BaHuA.
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Ilpakmuueckoe 3anamue Ne 8
N3yuenne aHoMaibHbIX (PEHOTUIIOB U KIMHUYECKUX MPOSBICHUIN INeHHbIX
3abosneBanuii o ¢pororpadusM OOIbHBIX.

Camocmoamenvuaa paboma odyuarwuwguxca Ne 6

1. HM3yuyeHue OCHOBHOM U JOTOJHUTEIHHOU TUTEPATYPHI.

2. Pabora c oOyyaroulMMH M KOHTPOJHUPYIOIIMMH  3JIEKTPOHHBIMU
MOCOOUSIMU.

3. CocraBieHue 5SIEKTPOHHBIX NPE3CHTAUMH 1O 33JaHHOH  TeMe
JUCLUTIIINHBL.

4. TloarotoBka pedepaTUBHBIX COOOIIEHUN (TpUMEpHbIE TeMbl: «I TaBHBIE
4epThl KIMHUYECKOW KapTUHBI TEeHHBIX OonesHeiy, «KimHunaeckuit
noiuMopdu3M TreHHBIX 3a00JieBaHUN M €ro MNpU4YuHBD, «[ eHeTHka
HEKOTOpBIX TE€HHbIX Oosie3He — Oose3Hu  PexnmHrxaysesa,
MHUOTOHUYECKas: TUCTPodus, ceMeiHasi THIEPXO0JeCTEpUEMUs U Ip.»

Tema 6.3.
Hacnencreennoe
peIPaCcIoIoKEeHUE K
0o0Ie3HAM

Conep:xanue yueOHOro MaTepuaJia

OcoOenHoctu 60Je3HEN ¢ HACIeICTBEHHON MPeapacnoioKeHHOCThIO.
MoHoreHHbIe 00JIE3HH ¢ HACICICTBEHHOM MPEAPACTIONOKEHHOCTHIO.
[TonurenHsle 00JIE3HU C HACIEACTBEHHOHN MPEAPaCIOOKEHHOCTBIO.

Bupl MynbTH(aKTOPHAIBHBIX TPU3HAKOB.

N3onupoBaHHbIE BpOXKACHHBIE TIOPOKU PA3BUTHUS.

['unepronnyeckas Oone3Hb. PeBmartoumHbiii apTputT. S3BeHHass 00JI€3HB.
BbponxuanbHas actMa u zip.

OcobenHoctu HaCJIeJJOBAHUS MIPEPHIBUCTHIX MYJIbTH(AKTOPUATHHBIX
3a00JIeBaHUH.

MeTo1bl U3yUYeHHs] MyJIbTH(QAKTOPUAIBbHBIX 3a00JI€BaHUH.

O3HaKOMHTENLHBIH,
MIPOLYKTUBHBIMN.

Camocmoamenvnas paboma odyuarouguxca Ne 7

1. V3yueHue OCHOBHOM U JOMOJHUTEIBHOMN TUTEPATYyPHI.

2. CocraBieHue 3JeKTPOHHBIX Mpe3eHTalNi M0 331aHHON TeMe.

3. TlogrotoBka pedepaTWBHBIX  COOOMIEHWH  (IPUMEPHBIE  TEMBI:
«KnuHuko-reneasorndyeckue JI0Ka3aTeNIbCTBA HaCJIEICTBEHHON
MpepacnoiokKeHHOCTH»,  «Bo3MokHBIE ~ MEXaHHW3MBl  pa3BUTHUS
OoJie3Hel ¢ HaCNeICTBEHHOM MPEIPACIIONIOKEHHOCTHION).
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Tewma 6.4.
Jlmarnoctuka, npoQuiakTuka
U JICYCHUE HACIICICTBECHHBIX
3abonieBanuii Meauko-

Coaepsxanue yueOHOro MaTepuasia

[IpyHIMIBI KIMHUYECKOMW JMArHOCTUKH HACJEACTBEHHBIX 3a00JIeBaHMIA.
JlabopaTtopHble ~ METOABl  JUArHOCTUKM  HACJIEJCTBEHHBIX  OOJE3HEHl:
LUTOTeHETHYECKHEe, OMOXUMHUYECKUE, MOJIEKYJIIPHO-TEHETHUECKHUE.

[TpuHIUTIBI JIEYEHUST HACTEICTBEHHBIX O0JIe3HEH

TE€HETUYECKOE Bunel mpodunakTUKM HacIeACTBEHHBIX Oosie3Heil. Menuko-reHeTndyeckoe
KOHCYJIbTUPOBAaHUE KOHCYJIbTUPOBAaHME Kak MpO(QWIAKTUKA HACJIEJACTBEHHBIX 3a00JIEeBaHUM. 2 O3HaKOMUTENbHBIH,
[lepcnekTBHOE M PETPOCHEKTHBHOE KOHCYJbTUpOBaHue. IlokasaHus k PeNpOLyKTUBHBII
MEIUKO-TEHETUUECKOMY KOHCYJIbTUPOBAHUIO.
MaccoBble,  CKpUHHMPYIOIIME  METOAbl  BBISBICHUSA  HACJIEICTBEHHBIX
3aboneBanuid. lIpeHaranbHas AMAarHOCTHKA (HEWHBA3WBHBIE W WHBA3HWBHBIC
MeTobl). HeoHaTanbHbIN CKPUHUHT.
Ilpakmuueckoe 3anamue Ne 9
N3yyeHne MaccoBBIX CKPUHUPYIOIIUX METOOB BbISIBICHUS HACIEACTBEHHbIX 2
3a0oneBaHuit
Bcero: 50

Ocsoenue yuebHo20 Mmamepuana Xapaxmepusyemcs cieoyrouuUMy ypoSHIMU:
1. — o3HaKOMUTENBHBIN (Y3HABaHUE paHEEe U3yUYEHHBIX OOBEKTOB, CBOICTB);
2. — penpOAYKTUBHBIN (BBIOIHEHUE IEATENBHOCTH 110 00pa3Ily, MHCTPYKLUHU UJIH 110l PyKOBOJICTBOM)

3. — IPOAYKTUBHBIN (IUTAHWPOBAHUE U CAMOCTOSITEIILHOE BBIITOJTHEHHE JACATEIBHOCTH, pEIIeHUe MTPOOJIEMHBIX 3a71a4)
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OcHoBHbBIE TEPMHUHDBI X ITIOHATHSA

MeaquMuMHCKasi TeHeTHMKAa HW3y4aeT HACIEJCTBEHHbIE OOJIE3HM U  POJib
TeHETUYECKUX (PAKTOPOB B MATOJIOTUU YEIIOBEKA B IIEJIOM.

KiunHnyeckasi reHeTHKa — 4acTh MEAUIIMHCKOM T'€HETHKH, pa3padaThIBarollas
METO/IbI IUaTHOCTUKHU, JICUCHUS U PO(PUIAKTUKN HACIEICTBEHHBIX 0O0JIe3HEH, KaK
y OTIENbHBIX NAIMEHTOB, TAK U YJIEHOB UX CEMEH.

Bce o0mme reHeTMueckne 3aKOHOMEPHOCTH NPHUMEHUMBI IPU PaCCMOTPEHUU
B3aMMOCBSA3M HACJIEJICTBEHHOCTH U 3J0POBbsl, MOCKOJbKY JIIOOBIE pPEaKIUU |
XapaKTepUCTUKM OpraHu3Ma, B TOM 4YHUCIE HACIEACTBEHHbIE OOJIE3HU, €CTh
pe3yabpTaT B3aMMOJEHCTBHS T€HOTUIIA U CPEBI B IPOLIECCE OHTOTCHE3A.

OCHOBHBIE MOHATUS MEAULIMHCKON T€HETUKH, 3HAYEHHE KOTOPHIX HEOOXOUMO ISl
COBPEMEHHOr0 Bpaua IIUPOKOTro Mpoduiisi, MPUBEACHBI Jajlee B BUIE KPATKOTO
CJIOBApsl TEPMHUHOB.

AJutesib — OJlHA U3 JIBYX aJbT€pHATUBHBIX (OpM TeHa Wiau 0oliee, U3 KOTOPBIX
KOKJas XapaKTepus3yeTcs YHHUKaJbHOM IOCIEI0BATENbHOCTBIO HYKJIEOTH/IOB.
PaznuuHble amienu AAaHHOTO T€HAa OOBIYHO PACHO3HAIOTCA KIMHUYECKUMHU WITU
JabopaTopHbIMU MeToAamu. [IpumepoM pas3HbIX ajuiesieid OJHOTO reHa SBIISIFOTCS
rpynnsl kpoBu O, A B niim M, N.

AJules M KOAOMMHAHTHBIE — aJUIelM, U3 KOTOPBIX KaxKJaas MpOSBISAETCA B
reTepo3uroTe (Hampumep, rpymmna kposu AB),

AJuleIM MHOXKeCTBEHHble — HajJWuue B MOmyyisauuu (WM y Bujga) Oosee 2
aJuiesieu A1l OJJHOTO U TOTO K€ JIOKyca.

AHeyIuioMaMs — U3MEHEHHbII Ha0Op XpoOMOCOM, B KOTOpPOM OJHA WU
HECKOJIBKO XpOMOCOM U3 Habopa WM OTCYTCTBYeT, WM TpeACTaBlIeHa
JOTIOJIHUTEIIbHOU KOIIUEH.

AyTocoma — 100ast HEeMoJIoBask XpOMOCOMa.

I'amera — 3penas penpoayKTHUBHASA KIETKA.

I'eMM3MIrOTHOCTH — COCTOSIHUE OpraHW3Ma, OpU KOTOPOM KaKOM-TO T€H
IIPEACTABIIEH B OJTHOM XPOMOCOME.
I'en - mnocnenoBarenvHOCT, HykiIeoTHaoB B JHK, kortopas onpenenser

KOHKPETHYIO0 (PYHKIIMIO B OpraHu3Me WM 00eCleUnBaeT TPAHCKPUIIUIO APYroro
reHa.

I'eHoM - reHETHYECKHI COCTAB KIIETKH.

I'enorun — 1) Bcs reHeTwdeckas WHQPOpMAIMS OpraHu3Ma, 2) TEHETHYecKas
XapaKTepUCTHKA OPTraHU3Ma MO OJHOMY U3YYEHHOMY JIOKYCY WJIM HECKOJIBKUM
I'eTepo3urora — kjeTka WU OPraHU3M, COJEPXKALIUK 2 Pa3IMYHbIX aJjulessl B
KOHKPETHOM JIOKYCE TOMOJIOTHYHBIX XPOMOCOM.

I'eTepoxpoMaTHH — 00J1aCTh XPOMOCOMBI (MHOT/IA TI€JIasi XPOMOCOMA), HMEIOIIast
IJIOTHYI0, KOMITAKTHYIO CTPYKTYpY B HHTEp(dase.

I'omo3urora — KJIeTKa WM OPraHu3M, COJIEpKAIMN 2 OJMHAKOBBIX AJUICIIs B
KOHKPETHOM JIOKYCE€ TOMOJIOTUYECKUX XPOMOCOM.
I'oMoslorHYHBIE XPOMOCOMBI — XPOMOCOMBI, OJHMHAKOBBIE 10 Ha0OpPYy

COCTABJISIFOIINX WX T€HOB.
I'pynna cuensieHus - rpyrnia reHHbIX JJOKYCOB OJHOM XPOMOCOMBI.
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Jejenusi — XpOMOCOMHasi MyTalus, NPHU KOTOPOM YyTpayuMBaeTCs Y4YacTOK
XPOMOCOMBL.

JIOMUHAHTHBIN ajulesib (WM COOTBETCTBYIOIIMM MPHU3HAK), MPOSBISIONIUNCA Y
reTEPO3UrOT

JAymiMKanuss — XpOMOCOMHAas MyTallys, IPU KOTOPOM INPOUCXOAUT YABOECHUE
KAaKOI'0-TO y4aCTKa XPOMOCOMBI.

Nuopeanbie Opaky — Opaku MEX1y KDOHHBIMH POJICTBEHHUKAMU.

HNuBepcust — XpoMOCOMHasl MyTalusi, IpM KOTOPOU ITOCIIEN0BATEIBHOCTh TEHOB B
y4acTKe XpOMOCOM U3MEHEHa Ha 00OpaTHYIO.

Kapunorun — XpoMOCOMHBII HA0Op KIETKU WM OpraHU3Ma.

KpoccuHroBep — oOMEH yyacTKaMU MEXAY TOMOJOIMYHBIMM XpOMAaTUIaMH B
Iporecce Menosa.

Jletanp — MyTtanus, BeIObIBatollasi ruOeab KIETKH WM 0COOU A0 JOCTHXKEHUS
PENPOAYKTUBHOIO BO3PACTa.

Jlokyc — MecTo B XpoMOCOME, B KOTOPOM JIOKAJIM30BaH I'€H, OTBEYAIOIIWN 32
onpeneneHHblid npu3Hak. JIOKyc MOKeT ObIThb MNPEICTaBIEH JIOOBIM ailieneM
JTAHHOTO T€HA.

Mapkep — ayiens (WM OpHU3HAK), HACIEAOBAHUE KOTOPOrO MPOCIEKUBAETCS B
ITIOTOMCTBE

Meii03 — 11Ba MoCa€10BATENbHBIX JIEJIEHUS SApa 3apObIIeBON (TI0JIOBOI) KIETKU
(mepBo€ U BTOPOE) MPU OJHOM LIMKJIE PEIUIUKALIUH, B PE3YJIbTaTe YEro 00pa3yroTCs
raruIOUIHbIE KIETKH.

Murto3 — mporecc JACICHUS  KICTKH, OO0eCIeUHBAIOIMUA  PaBHOMEPHOE
pacrpeneneHue HacIeICTBEHHOTO MaTeprualia MeK1y JOUEPHUMHU KIIETKaMU.
Mo3auk — WUWHIUBHIA, Yy KOTOPOTO HMEIOTCA KIETKM C pPa3jIUYHbIMU
XPOMOCOMHBIMU Ha0OpaMHu

MoHocoMusi - COCTOSIHME KIJIETKH, MpPU KOTOPOM Kakas-Tubo XpomMocoMa
IIPEJCTABIICHA B €AMHCTBEHHOM YHCIIE, & HE MAPOH TOMOJIOTUYHBIX XPOMOCOM.
MyTaHT — OpraHusM, HECYIIN MYTAHTHBIN AJIJIETb.

MyTanusi — W3MEHEHUE HACIEICTBEHHbIX CTPYKTYp (MOCIeqoBaTeIbHOCTH
ocHoBanuii JIHK, xpoMocoMm wiin ux yucia), KOTOpOe HApYyIIAET 3aKOJUPOBAHHYIO
B HUX UH(POPMALIHIO.

Ounurozonnx — kopotrkuit yuyactok JHK, rubGpunuzaiusi ¢ KOTOpbIM BBISBISET
3aMEHY OTJEJIbHBIX [1ap OCHOBAHM,

OHKOreH — I'eH, BbI3bIBAIOIINHN PaK.

IleHeTpaHTHOCTH — BEPOSTHOCTH MNPOSABICHUS y HHIMBUAA OIPEAEIECHHOIO
npu3Haka (WM OOJIe3HH), NETEPMUHUPYEMOTO JOMHHAHTHBIM ajuiesieM (WJu
PELECCUBHBIM aJIEJIEM B TOMO3UTOTHOM COCTOSIHUM).

IlnelioTpONHOCT — BIUSHHUE OJIHOTO TeHa Ha 2 U Oojee (HEHOTUITUYECKUX
MpU3HaKa WHIUBH/IA.
IMostureHHble MPU3HAKM — TIPU3HAKH, OMPEICIICMbIE MHOTMMH T€HAMH, W3

KOTOPBIX KaKJIBIH OKa3bIBACT JIUIIh HEOONBIIIOE BIUSHUE HA CTCIICHb DKCIIPECCUHU
JTAHHOTO TIPH3HAKAa.

IMosumona — KJeTKA, TKaHb WJIM OPTraHW3M, UMEIOIIUI 3 XpOMOCOMHBIX Habopa
WM OoJiee.
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ITosi0BBIE XpPOMOCOMBI — XPOMOCOMBI, OINpeAesAomue Moy HHauBUAA (Y
YeJnoBeKa 3TO X - U Y -XpOMOCOMBI).

IIpo6ang — nu10, C KOTOPOro HAYMHAETCSA COOP POAOCIOBHOM.

PexomOunanmuss — o0pa3oBaHHE HOBBIX COYETaHHUU OTAENbHBIX ydacTkoB JIHK
(xpomocom).

PeneccuBHBI ajl1esb (MM COOTBETCTBYIOUIUH MPU3HAK), KOTOPBIN MPOSBISETCS
TOJIBKO B TOMO3UTOTHOM COCTOSIHHH.

PoxociioBHast — cxeMa, MOKa3bIBaKOIIAsl POJACTBO 110 BEPTUKAIA MEXAY YICHAMU
OJTHOM ceMbU B 2 MOKOJIEHUSAX U OoJiee.

Cubcbl — OpaThst ¥ CECTPHI.

Tpanciiokaumas — XpOMOCOMHAasi MyTalusi, OOYCJIOBJIEHHasT HW3MEHEHUEM
IIOJIOXKEHUS CErMEHTa-XPOMOCOMBI.

Tpucommuk — HHIMBHJ, y KOTOPOT'O OJIHA U3 XPOMOCOM IIpeCTaBieHa 3 pa3a.
®eHoTun — HaAOJIOAAEMbIe MPU3HAKHU, MPOSIBISIOIIMECS B PE3YJIbTATE IEUCTBUS
T€HOB B ONPEJEICHHBIX YCIOBUSAX CPEJIbI.

XpomocoMa — CTpyKTypa siapa KiaeTku. COCTOUT W3 T'€HOB, PACIIOJIOKECHHBIX B
JIMHEWHOU MOCIEN0BATEIBHOCTH.

XpomocoMHble myTranuu (Wi abeppaluv) — HU3MEHEHHSI B CTPYKTYype
XpoMocoM (cM. CTpyKTypHBIE IEPECTPORKH XPOMOCOM),

XpOoMOCOMHBII HA0OP — COBOKYITHOCTh XPOMOCOM B SIJIp€ HOPMAJIbHOU I'aMEThI
WJIU 3UTOTHI.

JKCHPECCUBHOCTD — CTENIEHb BHIPAXKEHHOCTH MPU3HAKA (CUMIITOMA).
DynJjIouausi — HaJIW4Yue y WHAUBUAA TNOJHBIX TalVIOMAHBIX (IUIs1 4eJIoBeKa —
JIBYX ) HAOOPOB XPOMOCOM
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COJIEP)KAHUE NPAKTUYECKHUX 3AHATUI

MPAKTUYECKOE 3AHATHUE Ne 1 (2 uac.)
HI/ITOJIOFI/I‘IGCKI/IC OCHOBBI HACJICACTBCHHOCTM.

TEMA 2.1: IlluTojiorudyecKkue 0CHOBBI HACJIEICTBEHHOCTH.

dopma opraHu3anum 3aHATHA — QPOHTAIIbHAS.

TpeGoBanust K yMEHUSIM U 3HAHUSAM CTY/IEHTOB
Cmyoenm 0onxcen ymems:

CocTaBisATh KapUOTHUIIBI.

AHanu3upoBaTh KapUOTPAMMBI.

MozenupoBaTh IpoLecchl MUTO3a U Meiio3a.

Pemarp 3amaum, Moaenupyrolyue MNPUHIUIB KOAUPOBAHUS HACIEACTBEHHON
MH(GOpPMaIlUHU U MPOLIECCH] TPAHCKPUIILIUU

[Tonb30BaThCs KOAOBBIMU TAOIHMIIAMHU IO COCTaBY aMUHOKHUCIIOT

Cmyodenm OondiceH 3Hamy.

Crpoenue, PyHKIIMHA U TUITBI XPOMOCOM, HOPMaJIbHBIN KapUOTHUIT YeJI0BEKa
Cragnu 1 MEeXaHU3MBI MUTO3a U Meiio3a

OCHOBHBIE COBPEMEHHBIE METO/IbI IIMTOTCHETUYECKOTO UCCIICT0BAHMS
['eHEeTHYECKYIO POJIb HYKIIEMHOBBIX KUCJIOT

HyKknenHOBBIN U TEHETUYECKHI KO/

MexaHu3Mbl peain3aliyi HacJleICTBEHHON HH(POpMAIUHU B IPU3HAKKU OpraHu3Ma

HEJIN 3AHATHUSA: H3yuuts CTpOEHHE XPOMOCOM, HOPMAJIBHBIM KapHOTHUIL
YEJI0BEKA, CTAIMM U MEXaHU3Mbl MUTO3a U Meio3a. M3yunTh MEXaHU3M peanu3anuu
HaCJIEJICTBEHHOW HHPOpPMALIMU B IPU3HAKU OPraHU3MA.

®opmHupoBaTh OOIIME KOMIETEHIIUH.

SAJTAYN:

1. M3yuuTh CTpOEHHE XPOMOCOM

2. T103HAaKOMHTBCS ¢ HOPMaJbHBIMU KapHUOTUIIAMH YeJIOBEKa

3. U3yunth mpouecc MHTO3a: paccMOTpeTh ero (as3bl; MpOIecChl, MPOTEKAIOIINE B
KaXJ101 (a3e; BHIICHUTH OMOJIOrMYECKOE 3HAUEHHE MUTO3A.

4. V3yuuth mpoiiecc Meio3a: paccMOTpeTh ero (has3bl; MpoIecChl, MPOTEKAIOIINE B
KaXJ01 (a3e; BHIICHUTH OMOJIOrMYECKOE 3HaUeHHE Meio3a.

5. 3aKpemnuTb MOJTyYEeHHbIE HA TEOPETUUECKUX 3aHATUAX 3HaHUs o ctpoeHuu JJHK

6. 3akpenuTh MOJIy4eHHbIE HA TEOPETUUYECKUX 3aHATHUIX 3HaHUS 0 cTpoeHn PHK

7. PaccMmoTpeTh npouecc CuHTe3a 0enka

8. Hayuuthcs pemarh 3aJauyd  MOACIUPYIOUIME  IPUHIMIBI  KOJAUPOBAHUS

HaCJIEICTBEHHOW MH(POPMAIIUU U TIPOLIECCHI TPAHCKPUTIITHH
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OOopynoBaHue U OCHAIIEHUE 3aHATHA: MeToaruecKre yKa3aHusl TI0 BBIITOJIHEHUIO
MpaKTUYEeCKUX 3aJanuii, Tabmuua "Mwuto3", Ttabmuua "Melo3", moxenu s
CXEMaTUYHOM JEMOHCTpalMyd TMPOIIECCOB MHUTO3a U Menosa, Tabnuna "J[HK",
tabnuma "PHK", tabnuma "Crpoenue u ctpykrypa Oenka'

Memoduuyeckue yka3aHus

[Ipy m3ydyeHWH OCHOBHBIX 3aKOHOMEPHOCTEH HaCJIeIOBaHUS MPHU3HAKOB Yy
YyeloBeKa, a TaK JK€ TMPU PACCMOTPEHUU BOMPOCOB TMOSBICHHS IMATOJOTHU
HEOOXOUMO 3HaTh CTPOCHHME, (PYHKIUMU W THUIBI XPOMOCOM B HOPMaJIbHOM
KapuoTune uenoBeka. Kpome Toro, paccMorpeHue 3a00JIeBaHUM CBSI3aHHBIX C
MaTOJIOTUYECKUM HM3MEHEHHUEM KapuUOTHIa HEBO3MOXXHO 0€3 3HaHUS HOPMAJIbHOTO
KapuOTHIIa YEJIOBEKA.

W3ydyenne crtaauié MHUTO3a W MeEWO3a TIO3BOJISIET BCKPBITH CYLIHOCTh
MEXaHHU3MOB BOZHUKHOBEHUS T€HHBIX, TEHOMHBIX 1 XPOMOCOMHBIX aTOJIOTHA.

MonenrpoBaHie MPOIECCOB MPOUCXOMAIIUX B KIETKaX NP HUX JACICHUHU
MO3BOJISIET HAMTYUIIUM 00pa3oM pa3o0paThCs B 3THX BOMPOCaX.

3HaHMEe MEXaHU3MOB peaM3allK HACIEACTBEHHON MH(POPMALMK B MPU3HAKU
opranu3mMa HeoOXOIUMBI JJi TOHWUMaHUs CYITHOCTH BOIIPOCOB HACIEACTBEHHOCTH U
W3MEHYUBOCTH.

[Iporieccel  TPaHCKPUMIMK, TMPOUCXOMALINE B  siApe, OOECHEeYUBAIOT
"cuuTbiBaHUE" HacieACTBEHHOM uHGMopMmauuu. [IpuHIMO KOMIUIEMEHTApHOCTH
ABJIIETCS OCHOBOM P MPOTEKaHUH 3TOTO MPoLiecca.

[Iporueccel TpaHCISLMU, TPOUCXOIALINE B LIUTOIUIa3ME KJIETOK Ha puOOCOMax,
o0ecreunBalOT peaau3alui0 HAclIeACTBEHHOM HHGOpMaluu B ONpeAesEHHbIE
OpU3HAKU OpraHu3Ma.

[Ipu  pemeHun 3agady, MOJACTUPYIOUIMX  NPUHIMUNBI  KOAUPOBAHUS
HACJIEICTBEHHOH MH(OpMAalMM M  OPOLECChl  TPAHCKPUMNLIMHM  HEOOXOAMMO
MCIIOJIb30BaTh 3HAHNE TEHETUYECKOTO KOJa U €r0 CBOMCTB.

3AJIAHUE 1

CxeMaTnyHO 3apWicoBaTh B TETpaad TpU TUMa MeTadasHBIX  XPOMOCOM
(MeTaleHTpUUECKY10, CyOMETalleHTPUUECKY10, aKpOolleHTpUUueckyto). Ha pucynke
yKazaThb XpOMaTHJBI, IICHTpoMepy (MMEPBUYHYIO MEPETSHKKY), CIyTHUK, BTOPHYHYIO
MEPETIKKY, KOPOTKOE TUIEUO, ITTMHHOE TIJIEYO.

A A
D
1
I if Irr
Puc.1
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Tumnbl MeTagazHbIX XPOMOCOM:

| — mertanentpuueckue; Il — cyomeranentpudeckue; [l — akpouenTpuueckue;

A — xpomaruga; B — nenrpomepa; | — cnyTHuUK; 2 — BTOpPUYHAs MEPETSKKA; P — KOPOTKOE
IU1eY0; q — AJMHHOE IJIeYO.

3AJIAHUE 2
PaccMoTpeTh cxeMbl HOPMaJIbHOTO KapUOTHUIIA KEHIUHBI (pHC. 2) U MY XYHUHBI (pUC.
3).

OrnpenenuThb TUIIBI XPOMOCOM B KaXK0¥ mape (caenath 3anuch B TETPAIN).
Hanpuwmep:
1 mapa — MeTalEeHTPUYECKUE XPOMOCOMBI

2 mapa — aKpOLEHTPUUECKHUE XPOMOCOMBI
3mapa- ..........

TSI BY b

IR WA }aa BY AW K% nfx

Aa A4 Ao RZ 88 AR

13 14 15 18 17 18

'ﬂ “ b7 § a a af &a

19 20 21 22 XX
Puc 2
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A€ BA BE K 0
AR XA HA K& HX Ak d&

Aéﬁ fi N bﬂ AR AR anan
1

14 15 18 17

XA XX An An é<ﬂ
19 20 21 22 Xy
Puc 3
3AJIAHIME 3

CxeMaTnyHO 3apucOBaTh B TETPAaM CTaauu MuTo3a. Ha pucyHkax o0O3Ha4uMTH BCe
M300paKEHHbIE CTPYKTYpPHI. YKa3aTh KaKoW HaOOp XpOMOCOM (TaruiouaHbIi (N) wiu
TUIUIOUIHBIN (2N)) XapakTepeH sl Kaxaou (a3bl. YKa3aTb CTPYKTYPY XpPOMOCOM
(omHoxpomatuanble (C) WM AByXpomaTuaHble (2C)) Ha Kaxaou  ¢ase.
CdopmynnpoBaTh BBIBOJ U yKa3aTh OMOJOrMUYECKOE 3HAYEHHE MUTO3a

Hcrnons3ys MOJenb, CXEMaTUYHO MPOAEMOHCTPUPOBATh XOJ MUTO03a, KOMMEHTHUPYS
KaXIyto (Basy.

3AJJAHUE 4

CxemaTHuYHO 3apHCcOBaTh B TETpaau cTaauu Meno3a. Ha pucyHkax 0003HauuThH Bce
M300paKEHHbIC CTPYKTYpPhI. YKa3aTh Kakod HaOOp XpoMOCOM (TaruiouaHbIN (N) Win
TUIUIOWHBIN (2N)) XapaKTepeH il Kaxaou (a3bl. YKa3aThb CTPYKTYPY XpPOMOCOM
(omHOoXpomaTtuaHble (C) WM AByXpomaTuaHble (2C)) Ha Kaxaol  ¢ase.
CdopmynupoBaTh BBIBOJ U YKa3aTh OMOJOTHUUECKOE 3HAUCHHUE Meio3a.

Hcnonb3ys Moaenb, CXeMaTUYHO NPOAEMOHCTPUPOBATH XOJ MeH03a, KOMMEHTHPYS
Kaxayro ¢asy.

3AJJAHUME 5 A-T
Ucnons3ys 3HaHUA MPUHLIUIIA KOMILUIEMEHTAPHOCTH, -0
M300pa3uTe CXeMaTUYHO PEAYIUIMKAIUIO CIIEIYIOIIero yyacTka I'-11
JAHK T-A
3AJIAHVE 6 AT
Ucnonb3ys 3HaHUSA NPUHLATIA KOMIUIEMEHTAPHOCTH, A-T
M300pa3uTe CXxeMaTU4HO Mpoiiecc TpaHckpumnuuu (cunte3 PHK H-I
Ha y4yacTke JJHK) -1

-

Monekyna JIHK
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3AIAHUE 7
Hcnonp3ys Tabmuity renetnyeckoro koja (Ilpumoskenne 1), mocTpoiite OEIKOBYIO
LIETIb HA OCHOBE CJICIYIONIEH MTOCIEI0BATENLHOCTH HYKIICOTHIOB B MoJiekyse PHK:

-V-V-T-I[-A-T-A-Y-A-L[-T-T-1-[]-A-A-Y-Y-

3AJZIAHUE 8

W3BecTHa 1mocie0BaTeIbHOCTh AMUHOKHUCIIOT B OEJIKOBOM 1EMH, UCTIONb3YsI TaOIHILY
renernueckoro kojna (IIpunokenue 2), moctpoite Mmonekyny PHK. Ha ocHose
nosryueHHo MmoJekyiasl PHK mocrtpoifte (Mo mnpuHUUIY KOMILIEMEHTAPHOCTH)
monekyny JHK.

-®en-Cep-Luc-Apr-JInz-IIpo-®en-Apr-Jluz-Jlei-Jleit-Cep-

BbinmoHus 3aaHud, MOATOTOBUTH OTBE€THI HA KOHTPOJbHBLIC BOIIPOCHI.

KOHTPOJIbHBIE BOITPOCHI

1.

SEOIY AR

8.

9.

JlaiiTe ompeneseHHe TMOHATUSAM TaIUIOMIHBIA W JUIIOUMAHBIM HaOOp
XPOMOCOM.

Uemy paBeH JUILIOWIHBIN HAOOP XpOMOCOM Y uesioBeKa?

Yemy paBeH rarionHbIH HAOOP XpOMOCOM Y desloBeKa?

UTo TaKO€ TOMOJIOTUYHBIE XPOMOCOMBI?

Kakwue cymiectByoT THIIBI XpoMocoM. OxXapaKkTepu3ynTe UX CTPOCHHUE.

Ha kako¥l cTagmum MHTO3a BHUJHBI XPOMOCOMBI, a SJICPHOM OOOJIOUKU H
SIAPBIIIKA HET?

Ha xakou cragum ™MuTO3a XOpPOUIO BHIHO BEPETCHO JCICHUA, a
LIEHTPOMEPHI BCEX XPOMOCOM HAXOJSTCS B OJHOM TIIOCKOCTH?

Kakue cragum MuTo3a B3aMMHO MPOTUBOIIOJIOKHBEI 110 MPOTEKAIOIIUM B HUX
nporeccax?

Ha kakoii craguu muto3a yao0HO U3ydath GopMy U pazMep XpoMOCoM?

10.Yro HazpBaeTcs kapuoTunom? OxapakTepu3yiTe KapuOTHI YeIOBEKA.
11.B 4éM cocToUT OMOJIOTHUYECKOE 3HAUEHHE MUTO3a?
12.Mo>XHO 1 CKa3aTh, YTO B PE3yJIbTATEe ME03a 13 OJTHON KIETKH 00pa3yeTcs

YEeTHIPE UACHTUYHBIX MEXKITy COOOM KISTKH?

13.Yto Takoe KpOCCHHTOBEP, M Ha KaKo# ¢aze Meiio3a OH BO3MOKEH ?
14.Yto Takoe KOHBIOTAIMSA, U HA Kakoi (pa3e Meio3a oHa BO3MOXKHA?
15.Kakyto poiib UrpaeT KOHBIOTAIMSI TOMOJIOTHYHBIX XPOMOCOM B Meio3e?
16.B uem 3axnrogaeTcsi OMOIOTUYECKUNA CMBICI Meiio3a?

17.Kakue BuIbl HyKJIEMHOBBIX KUCIOT BbI 3HaeTe? KakoBo ux cTpoeHue?
18.Kakyto pojib B KJIE€TKE BBIMOJHSIIOT HYKJIEHHOBBIE KHUCIOTHI?

19.KakoBo cTpoeHue HykjieoTu1a?

20.Kaxkue paznoBugnoct PHK Bri 3Haete? X poib B KIeTKe.
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21.Kak npoucxoaut peayrmukaius JJHK?

22 . Jlaiite cpaBauTenbHYIO XapakTepuctuky JHK nu PHK.

23.Yt0 Takoe TeHeTUYECKHil Ko7

24.Kakue cBOMCTBAa T€HETUIECKOTO Koaa BaM n3BecTHBI?

25.YTo0 Takoe TpaHCKPUTIIHS?

26.Yto Takoe TpaHCIAIus?

27.Kakue opraHou sl KIETKM Y4acTBYIOT B mpoliecce cuHre3a oenka? Kakosa
UX pOJIb?

28.TlosicauTe 001IyI0 hopMyITy OelKa:
JNHK—T1panckpunius— PHK—Tpancisius—O6enoxk.

MeTOIlbI KOHTPOJIA: KOHTpOJ'II) OCYHICCTBIIACTCA B 3aBCPIICHUU IIPAKTHYCCKOIO
3aHATHA U IIPCACTABIIACT coboi IIPOBCPKY 3amnuceu B TCTpaau U YCTHBIfI OIIpOC IIO
IMpCaACTAaBJICHHBIM KOHTPOJBbHBIM BOIIPOCAaM.

Ouenka padoThl CTYA€HTA HA NPAKTHYECKOM 3aHSITHM: B COOTBETCTBHUH C
KPUTEPUSIMHU OLICHKH.
YpoBHH 0cBOCHUSI Y1eOHOI0 MaTepHaJia:
- 03HAaKOMMTEJIbHBIN (Y3HaBaHUE paHee U3yUYEHHBIX OOBEKTOB, CBOICTB);
- pEenpOayKTUBHBIHN (BBIIOJIHEHUE ACSITEIBHOCTH IO 00pa3Iy, MHCTPYKIUHU WIH
01 PYKOBOJICTBOM)
- TOpPOAYKTUBHBIM  (IJITAaHUPOBAHUE M  CAMOCTOSATEIBHOE  BBIIOJHEHHE
JesITeIbHOCTH, PellieHre MPoOIeMHBIX 3a/1a4)

MPAKTHYECKOE 3AHSATHUE Ne 2 (2 gac.)
3aKOHOMEPHOCTH HACJIEJ0BAHUS IPHU3HAKOB.
B3aumopaeucTBre MeKAYy TeHAMM.

TEMA 3.1: HaciienoBanue Npu3HAKOB NP MOHOTUOPUIHOM, TUTHOPUIHOM U
NOJIUTMOPUIHOM CKpelnnBaHuu. Bzanmoneicreue Mexay reHaMu.
IIeHeTPAaHTHOCTB M IKCIMPECCUBHOCTH I'€HOB.

dopma opraHuzanum 3aHATUS — PpoHTATBHAS

TpeboBaHus K YMeHHSIM U 3HAHUAM CTY/IE€HTOB
CTyaeHT D0JIKEH ymemb:
Pemiats 3a1a4u, MOACIUPYIONINE MOHO — U TUTHOPUIHOE CKpEIIUBAHUE.
3anuchIBaTh YCIOBUS 3a7a4 CUMBOJIAMHU, IPUHSTHIMU B TCHETHUKE.
3anonHaTh pemetku [lenHera.
OnuchIBaTh TCHOTUIIBI U (PEHOTHUTIBI.
CTyneHT 10JIKeH 3Hamb:
- CymHOCTh 3aKOHOB MeHersl.
- CyIIHOCTh COBPEMEHHON TEOPUH HACIEACTBEHHOCTH.
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HEJIM 3AHATUA: HM3yuntb TUOBI W 3aKOHOMEPHOCTHM  HACJIEIOBaHUS
MEHJICJINPYIOIINX IIPU3HAKOB y 4YenoBeka. PaccMOTpeTh ciaydan OTKIOHEHHUS OT
3aKOHOB Menners.

®opmHupoBaTh OOIIME KOMITETEHITHH.

3AJAYN:
1. Hayuutbcs pemats 3a1aun, MOACTUPYIOIIME MOHOTUOPUIHOE CKpEITMBaHUE
2. Hayuutbcs pemaTh 3a/1auu, MOACIUPYIOIINE TUTHOPUIHOE CKPEIIUBAHUE
3. PaccMoTpeTh W M3y4HMTh THUIBI HACJIEAOBAHUS MEHICITUPYIOIIMX MPU3HAKOB Y

YyeJIOBeKa.

a) ayTOCOMHO-JJOMUHAHTHBIA THUI HACJIEIOBAHUS

0) ayTOCOMHO-PEIIECCUBHBIN TUI HACJIEI0OBaHUS

B) X - CLUEIUICHHBIN C MOJIOM, TOMUHAHTHBIHN, TUI HACTEAOBAHUS

r) X - CIICTUICHHBIH C MOJIOM, PEIECCUBHBIN, TUM HACIEAOBAHUS

1) Y - CIETUICHHBIN C IT0JI0OM, TOMUHAHTHBIN, TUI HACIICIOBAHUS

e) Y - CLIETUICHHBIH C MO0JIOM, PEIECCUBHBIN, TUM HACIEAOBAHUS
ObOopynoBanne M OCHAaLeHHE 3aHATHA: MeToAWYECKHUE PEKOMEHJAIMU TI0
OpraHu3allid MPaKTHYECKUX 3aHATHH, Tabauma "MoHoruOpuaHOE CKpelIuBaHHe',
tabmuma "JlurubpunHoe ckpenmBanue”, Tabmuna "CrersieHHOe HaclieJOBaHue
MPU3HAKOB'".

Memodu4eckue yka3aHus

OtkpeiTue I'. MeHaeneMm 3aKkOHOB HAcJE€AOBaHMSI IIPHU3HAKOB PaCKPBHIBACT
MEXaHM3Mbl  Tlepefauyud  HacieAcTBeHHoM — uHpopmanuu.  CyIiecTBOBaHHE
TOMO3UTOTHBIX M TE€TEPO3UTOTHBIX OPTraHU3MOB, IJOMHUHAHTHBIX W PELUECCUBHBIX
MPU3HAKOB Yy 4YeJjoBeKa OOBACHSET MpeobJialaHhe TeX WM HHBIX MPU3HAKOB B
POJOCIIOBHBIX  4YeJloBeKa. PasnuuHble TIPU3HAKKM OPraHW3MOB  OOYCJIOBJICHBI
B3aUMOJICMICTBUEM KaK aJUIeJIbHBIX, TaK W HEAUIEAbHbIX Te€HOB. CyIIECTBYIOT
CJIEIYIOIIME TUIIBI HACIEAOBAHUS MEHACTUPYIOIINX MPU3HAKOB Y YEJIOBEKA:

- AyTOCOMHO-JOMHUHAHTHBIN TUIT HACJICIOBAHUS
- AyTOCOMHO-PELECCUBHBIN TUIT HACIICIOBAHUSA
- X- CHEMJICHHBIN C MOJOM, JOMUHAHTHBIM, THI HACJIEeIOBaHUS
- X- CHEIUICHHBIX C TIOJIOM, PELIECCUBHBIN, TUI HACJIEAOBAHUS
- V- cleniaeHHbIN C I0JI0OM, JOMUHAHTHBIM, TUIT HACJIedOBaHUS
- Y- CHENJICHHBIN C MOJIOM, PELIECCUBHBIN, TUM HACIEAOBAHUS

3AJIAHME 1

Peruts 3amaun (mpumep opopmienus 3aaad — [Tpunosxkenne Ne2).

Ha 3anamuu neobxooumo pewums 6ce 3adauu, Kaxacoas 3a0ava peuaemcs y 00CKu
OOHUM U3 CIYOEeHMO8.

3ATTAUA Ne 1
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VY 4yenoBeka TIeH, BBI3BIBAIONIMKA OJHY M3 HACJIEACTBEHHBIX ()OPM TIIyXOHEMOTHI,
peliecCuBeH IO OTHOLIEHUIO K TI'€Hy HOpPMallbHOro ciyxa. MokeT jau oT Opaka
[IIyXOHEMOW JKEHIIWHBI C HOPMAJIbHBIM TOMO3UTOTHBIM MY)KUMHOM PpOJUTHCS
IIIyXOHEMON peOeHOK?

3AJIAYA Ne 2
CKOJbKO THUIIOB TaMeT 00pasyeT roxy0Ooriasblii MyxkunHa AanbToHUK? Kapernasas,
reTepO3UTOTHAS 110 ITOMY I'eHY KEHILMHA, OTEI] KOTOPO# ObUT reMopuIukom?
3AJJAYA Ne 3
KakoBa BeposiTHOCTH (B %) MpOSsIBICHUS NMPU3HAKA HACIEAYEMOTO MO ayTOCOMHO-
JOMUHAHTHOMY THUILY
1. B Opake JOMHHAHTHOW FOMO3UTOTHI C:
* JOMUHAHTHOM TOMO3UTOTON
* PELIECCUBHOW TOMO3UTOTOMN
* F€TEPO3UTOTON
2. B Opake MeXAy TeTepO3UroTamMu (IIpu MOJHOM JTOMUHHPOBAHHUH )
3. B Opake MEXIy reTepo3uroTamu (IIpu HEMOJIHOM TOMUHHPOBAHIH )
4. B Opake reTepo3uroThl C pelEeCCUBHON TOMO3UTOTOM
CIIPABKA. 1o ayTOCOMHO-IOMHHAHTHOMY THITY HACJIEAYIOTCS TaKHE MPU3HAKU Kak
Kapuii [BET TIJIa3, BECHYIIKH, Kyp4aBble BOJIOCHI, MOJIOKUTENbHBIH Rh —dakrop,
aXOHJPOILIA3Hsl, TOJIUIAKTHIINS, CPALLICHUE TAJIBLIEB, U 1.

3AJJAYA Ne 4

KakoBa BeposTHOCTH (B %) MpOSIBICHUS] MPU3HAKA HACIEAYEMOTO IO ayTOCOMHO-
PELECCUBHOMY THUITY
1. B Opaxe perecCUBHON rOMO3UTOTHI C:

* JTOMMHAHTHON TOMO3UTOTON

* PELECCUBHOW TOMO3UTOTOMN

* F€TEPO3UTOTOMN
2. B Opake MeXAy TeTepo3UroTamMu (Ipu MOJIHOM TOMUHHPOBAHUH )
3. B Opake MEXIy reTepo3uroTamu (IIpu HEMOJIHOM JTOMHUHHPOBAHIH )
CIIPABKA: 1o ayTOCOMHO-PELECCUBHOMY THUIy HACJIEAYIOTCS TaKHME NMPU3HAKU Kak
royOoi IBET TIJa3, TJIaJKHUE BOJIOCHI, OTpHIaTeNbHbIH Rh-(akTop, anpOuHH3M,
(beHnIKeTOHypHs, U Jp.

3AJTAYA Ne 5
KakoBa BeposiTHOCTH (B %) MpOSIBIECHUS MPU3HAKA HACIEAYyeMOro X- CIEIJIEHO C
oJIoM (perecCUBHO) B Opake
1. KEHIMHBI-HOCUTEIIS NPU3HAKA CO 3A0POBBIM 10 ITOMY ITPU3HAKY MYKYHHON
2. OOJBHOM KEHILIUHBI CO 3I0POBBIM 110 3TOMY NMPU3HAKY MYKYMHON
3. 370pOBOM >KEHIIUHBI C OOJIBHBIM MY>KUUHON
CIIPABKA: X cueruieHHBbId TUI HacleAOBaHHUS XapaKTepeH Uisi reMopuiuu u
JaNbTOHU3MA
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3AJIAYA Ne 6
KakoBa BeposiTHOCTH (B %) mposiBIEHUS MpU3HAKA HACIEAYEMOro Y -CLEIIEHO ¢
MI0JIOM B Opake OOJIbBHOTO MY>KUHMHBI CO 3I0POBOM KEHITUHOMN
MoskeT 1M KEeHIIMHA OBITh HOCUTENbHULICH 3a00NeBaHMsI TPU TAaKOM THIIE
HACJIETOBAHMSI
MoskeT 1 My>k4iHa ObITh HOCUTENIEM 3a00JIeBaHUs MPU TAKOM THUIIE HACIICOBAHUS
CIIPABKA Y-cuemeHHbIA THII HACJIEIOBAaHUS XapaKTEPEH I TaKUX IMPU3HAKOB
KaK HaJIM4Yue NMEePEroOHKU MKy NalbllaMH, BOJIOCATOCTh YITHOW PAKOBUHBI.

3AJJAYA Ne 7
VY yenoBeka npu3HaKk reMO(pUINN PEIECCUBEH U CIICTICH C MOJIOM (TE€H JIOKAJIU3YyeTCs
B X—XpOMOCOME U HE HMMEeT ajuielisi B Y—XxpoMocome). JleBymika, oTell KOTOPOM
cTpaaan reModuivel, BEIXOIUT 3aMYK 3a 3JI0POBOTO IO 3TOMY IPHU3HAKY MYKUUHY.
Kakux nereit MOKHO OXKHAATh OT 3TOro Opaka?

BbinmoHus 3aJaHUd MMOATOTOBUTDL OTBETHI HA KOHTPOJ/IBHBIEC BOIIPOCHI.

KOHTPOJIBHBIE BOITPOCHI

YTo Takoe reH, ajuielIbHbIE TeHbI?

®dopmynuposka | 3akona Menens.

®opmynupoBka |l 3akona Mennens.

®opmynuposka |1l 3akona Menpgens.

UTo Takoe aHaIMU3UPYIOIIEE CKPEIIMBaHUE?

Kakne Buapl B3auMoOIeNCTBUS HeaUIENbHBIX T'eHOB Brnl 3Haete? OOBsICHUTE

TEpMHUH "CUEIIEHHOE C MTOJIOM HacyieqoBaHue"

7. Uro Takoe rpynna cuerieHusi? Yemy COOTBETCTBYET YHCIIO TPYIIl CLUEIJICHUS Y
OpraHU3MOB Pa3HbIX BUJIOB?

8. Kak popmynupyercs npasuiio Moprana?

9. Yro Takoe KpOCCOBEPHbIE U HEKPOCCOBEPHBIE FAMETHI?

10.KakumMu OCOOCHHOCTSIMH  XapaKTEpU3yeTCs ayTOCOMHO-ITOMHHAHTHBIM  THII
HacJEe10BaHMs?

11.KakumMu OCOOCHHOCTSIMH  XapaKTEpU3YEeTCs] ayTOCOMHO-PELECCUBHBIM  THUI
HacJIeq0BaHUA?

12. KakuMu OCOOECHHOCTSIMU XapaKTEepPU3yeTCsl X-CLUEIMJICHHBIM pEelecCUBHBIA THII
HacJIeq0BaHUA?

13.KakuMu 0COOEHHOCTAMM XapaKTepus3yeTcs X-CUEIUICHHBbIA JTOMUHAHTHBIN THUII
HacJIeq0BaHUA?

14 KakuMu 0COOEHHOCTSIMU XapaKTepu3yeTcs Y -CLETUICHHbIN TUI HACIeJOBaHUs?

ok wnE
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Metoa koHTpoJs: KOHTpONBL OCYIIECTBISETCS B 3aBEPIICHUHM NIPAKTHYECKOTO
3aHATHA M TPEJCTaBIsIeT COOOM MPOBEpKYy 3amucedl B TeTpaau (MPaBHIIBHOCTD
COCTABJICHUS MAMATKA U O(QOpPMIIEHMS 33/a4), YCTHBI OIpPOC IO MPEACTaBICHHBIM
KOHTPOJIBHBIM BOIIPOCaM U OLICHKY IPAaBWJIBHOCTH PELICHUS 3a/1a4d y TOCKH.

O]_[eHKa 3a paﬁoTy Ha NMPAKTHYCCKOM 3aHATHUMU: B COOTBCTCTBHUH C KPHUTCPHUAMU
OLICHKM.

YpoBHU 0cBOeHHA Y4eOHOI0 MaTepHaJia:
- 03HAaKOMHTEIIbHbIN (Y3HaBaHUE paHee U3yUYEeHHbIX O0BEKTOB, CBOMCTB);
- PEnpOIYKTUBHBIN (BBIMOJHEHUE ACSATEIBHOCTA MO 0Opasily, WHCTPYKIHH
WIH TI0J] PyKOBOJCTBOM)
- TOPOAYKTUBHBIM  (TUIAHMPOBAHME M  CAMOCTOSATEIHLHOE  BBIMIOJIHEHUE
JeSITeILHOCTH, PEIIeHHE MPOOJIEMHBIX 3a/1a4)

HPAKTHYECKOE 3AHSATHE Ne 3 (2 yac.)
HacnencrBeHHble cBOiiCTBa KPOBHU

TEMA 3.3: HacjieacTBeHHbIe CBOHICTBA KPOBU
®opma opraHuzauu 3aHATUHSA — QPOHTAIIbHAS

TpeOoBaHus K YMEeHMAIM U 3HAHUAM CTY/I€HTOB
CTyaeHT 10JIKEeH ymemb.
- Pemats 3amauu, Moienupyoiiye HacjaeI0BaHue TPYIIN KPOBHU, pe3yc-hakTopa
- 3anuchlBaTh YCIOBHS 3a/1a4 CUMBOJIAMU, IPUHSATHIMU B T€HETHUKE.
- 3anonHATh pemeTku [lennera.
- OnuceIBaTh Fr€HOTUTIBI U (DEHOTHUIIHI.
CTyaeHT D0JIKEH 3Hamy.
- CymHoCTh 3aKOHOB MeHerns.
- CylmHOCTh COBPEMEHHOM TEOPUH HACIEACTBEHHOCTH.

HOEJIN  3AHATHUA: HM3yuute THUOBI W 3aKOHOMEPHOCTHM  HACIIEIOBAaHMS
MEHJIEIIMPYIOIINUX IPU3HAKOB Yy 4YernoBeka. PaccMOTpeTs ciaydau OTKJIOHEHHS OT
3aKOHOB Menneis.

®opmupoBaTh 0OIIME KOMIETEHIIUH.

3ATIAYN:
1. 3akpenuTh yMEHUE 3alUChIBATh YCIJIOBUS 3aJlad CHMBOJIAMH, HMPUHSATHIMU B
TE€HETHUKE.
2. Hayuuthcs pemarh 3ajauu, MOJIETUPYIOIIKME HAClIeJOBAaHUE Y YelIOBeKa pe3yc-
daxTopa.
3. 3akpenuTh yMEHHUE 3anoHATh pemeTku [leHHera.

28



4. HayuuThcsl pemaTh 3a7adyd, MOJETUPYIOIIME HACJIEJIO0BAHME TPYMNI KPOBU Y
YeJloBeKa

OOopynoBanue W OCHALleHUWe 3aHATHUS: MeToaMYecKHe PEKOMEHAALUU TI0
OpraHM3alMyi TMPAKTUYECKUX 3aHATUH, Tabmuua "MoHoruOpumHoe ckpemuBaHue",
tabmuna "Jlurubpuanoe ckpemmBanue", Tabmuma "CremieHHOe HacleI0BaHUE
IIPU3HAKOB".

Memoduuyeckue yka3aHus

HacnegoBanue rpymnm KpoBH y 4elloBEeKa MPOUCXOIUT TaK ke B COOTBETCTBUU C
3akoHamMu Mennens. Pemenue 3aiay MoaenupyIoiye HaclieJ0BaHuEe TPy KPOBU Y
YeJI0BEeKa MTOMOXKET pa300paThCsi B 3TOM BOIMPOCE.

HecMoTpst Ha cyliecTBOBaHME 3aKOHOB HACJIEI0BAHMS IPU3HAKOB HEOOXOUMO
MOMHHUTH, YTO (DEHOTHUIT OpraHu3Ma CKJIAJbIBACTCS B pe3yjbTaTe B3aWMOICHCTBUS
reHOTHUIA ¢ (DaKTOpamMu OKPYKarolIe Cpeibl.

3AJIAHUE 1

Pemmts 3amaum (mpumep opopmiteHus 3aaad — [Ipunoxenue Ne 2).

Ha 3anamuu neobxooumo pewums 6ce 3adauu, Kaxcoas 3a0ava peuaemcs y 00CKu
OOHUM U3 CIYOEHMO8.

3AJIAUA No 1

Kakas rpymnma kpoBu MOXeT ObITh y peO&HKa oT Opaka skeHInuHbl umerorieir O (1)
rpymny kposu, a oreny, AB (V) rpynmy kposu. (I°-peneccusnbii rem, I4,15-
JIOMHUHAHTHBIE TE€HBbI)
CIIPABKA O (1) rpynna — orcytcTBre anTMreHoB A u B Ha spurpormrax (1°1°)

A (1) nanuuue Ha spuTpoLMTax TONBKO anTurena A (I8 14; 19 14)

B (l11) nanuuue Ha spurpormrax Toabpko anturena B (18 1B; 1B]°)

AB (IV) nannuue na spurpouurax antureHos A u B (1418)

3AJTAUA Ne 2
KakoBbl MOTOMKH OT Opaka pe3yC-OTPUIATCILHOW JKCHIUHBI W MYKYHHBI
TOMO3UTOTHOTO TI0 Pe3yCc-MOJOXKUTEabHON rpymme kpoBu? (Rh(+) —momMuHaHTHBIH
npusHak, Rh(-) —perieccuBHBII MPU3HAK).

3AJIAUA Ne 3

Fenotun myxka ddI?I°, xensr DdAIBIB. KakoBa BeposTHOCTH pOXIEHUS pe3yc-
MOJIOKUTENIbHOTO pedenka [V rpynmnsi?

CIIPABKA Y 4enoBeka HaJIMYME B SPUTPOLUTAX aHTUTEHA pe3yc-paktop (peHorun
Rh™) oOycnosieno nomuuanTHbIM TeHoM - JI. Ero amrens d oOycnaBiuBaer
orcytctBre 31oro anturena (Gpenorun Rh). Ten I rpynmsl kposu (I°) peneccusen B
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ornomennn reHoB |l rpymmer (1Y) u tpetseit ( 1®). JIBa mocmemmmx ammens
KOJOMHUHAHTHBI, U ux codyeranue (I*1%) oOycnapnusaer |V rpynmy kposw.

3AJTAUA Ne 4

Pesyc-monoxurensHas sxkeHmmHa [l rpymmel, oTenr KOTOpOM HMEN pes3yc-
OTpULIATEIbHYIO KPOBb | TpyMIbl, BBIIIUIA 3aMY>K 32 PE3yC-OTPUIIATEILHOTO MY>KUUHY
I rpynmbl. KakoBa BEpOATHOCTB TOTO, UTO peOCHOK YHAceI0Bal 00a npu3Haka otia’?
CIIPABKA Y 4enoBeka HAIMYKUE B DPUTPOIIMTAX aHTUTEHA pe3yc-dakTop (heHoTH
Rh*) oOycnoBiaeno momuHanTHeIM TeHoM - J[. Ero ammens d oOycnaBnuBaer
orcyTcTBue 3Toro anturena (penorun RhY). I'en I rpymmsr kposu (I°) peneccuBen B
orHomennn TeHoB |l rpymmer (1%) u tperseit (IB). JIBa mocnemumx amnens
KOJIOMHUHAHTHBI, U ux codyeranue (I*1%) oOycnapnusaer |V rpynmy xposw.

3AJTAYA Ne 5

MyxunHa, UMEKLIMHA pe3yCc-OTPULATENIbHYI0 KpoBb IV Tpynmel, >KeHWICA Ha
KEHIIMHE, UMEIOIIEH Pe3yC-NOoJ0KUTENbHY0 KpoBb III rpymmel. Oren skeHbl UMeEN
pe3yc-oTpuuaTtenbHyo KpoBb | rpynmel. B cembe umerorcs qBa peOeHKa: MEpBBIit
UMEEeT pe3yc-OTpHULaTeNbHy0 KpoBb III rpymnmsl, BTOpoil pe3yc-TOJIOKHUTEIBHYIO
KpoBb | rpynmnsl. CyneOHO-MeAUIIMHCKAs KCIIEPTH3a YCTaHOBUIIA, YTO OJUH U3 ATUX
neteil BHeOpauHblil. [1o kakoil U3 ABYX nap ajuiesied HCKIII0YaeTcsl OTLIOBCTBO?

CIIPABKA Y 4enoBeka HAIMYME B SPUTPOLUTAX aHTUTEHA pe3yc-paktop (peHorun
Rh*) oOycnosiaeno momMuHanTHBIM TeHoM - J[. Ero amiens d oOycnaBiuBaer
orcyrcTBHe 31oro anturena (penorun Rh). Ten I rpynmer kposu (I°) peneccusen B

orHomennr TeHoB |l rpymmer (1%) u tpereit (I1B). JIa mocnemumx amnens
KOJZOMHUHAHTHBI, U ux couyeranue (I*1%) oOycnapnusaer IV rpynmy xposw.
3AJIAYA Ne 6

B Opak BCTymaroT >KEHIMHA C OTPULIATENBLHBIM pe3yc-(akTopom u | rpymmoi KpoBu
1 MY>KUMHA C MOJIOKUTENbHBIM pe3yc-pakTopom u |V rpymnmnoit kpoBu. Onpenenure
BEPOSITHOCTh MMMYHHOTO KOH(JIMKTa y AETel M BO3MOXHYIO TpyHIy KpOBU MpHU
ATOM, €CIIM U3BECTHO, YTO y MaTepu My>Ka KPOBb ObLIa pe3yCc-OTpULIATEIbHAS.
CIIPABKA: Y denoBeka HaJIUM4Me B 3pUTPOLIUTAX aHTUTeHA pe3yc-(akTop (peHorumn
Rh™) oOycnosieno nomuuanTHbEIM TeHoM - JI. Ero amrens d oOycnaBiuBaer
orcyTtcTBHe 3Toro anturena (penorun RhY). Ten I rpynmer kposu (I°) peneccusen B
ornomennn rteHoB Il rpymnmer (1Y) um tperneii (I®). [IBa mocnemnux ammens
KOJOMMHAHTHBI, U ux coueranue (I*1®) o6ycnapnusaer IV rpynmy kposu.

BbInoJiHMB 3ajaHNus, NOATOTOBUTH OTBETHI HA KOHTPOJIbHBIC BOIIPOCHKI.

KOHTPOJIBHBIE BOITPOCHI

1. ®opmynupoBka | 3akona Mengens.
2. ®opmymupoBka |l 3akona Mennens.
3. ®opmynuposka Il 3akona Menaens.
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4. YT0 TaKoe reTepoXpoMOCOMBI U ayTOCOMBI?

5. OObsAcCHUTE MEXaHU3M HACJIEIOBAHUS TPYIIIT KPOBH.

6. OOBsicHUTE MeXxaHW3M HacieoBanus Rh.

7. OOBsICHUTE SIBIICHUE «PE3YC-KOH(PIIMKTa» MaTepPH U IJI0/A.

Metoa koutpossi: KoHTposib OCylIeCTBISETCS B 3aBEPIICHUHM MPAKTHYECKOTO
3aHATHS. U TPEACTaBliieT coOOM MpOBEpKy 3amucedt B TeTpaau (IpaBUIBHOCTH
oopMIICHUSI U pELICHUs 3a]]a4), YCTHBIN OMPOC MO MPEICTABICHHBIM KOHTPOJIbHBIM
BOIIPOCAM U OIIEHKY MPABWJIBHOCTHU PEIICHUS 33/1a4U Y IOCKH.

O]_[eHKa 3a paﬁoTy Ha NPAKTUYECCKOM 3aHATHMU: B COOTBCTCTBUU C KPUTCPUAMU
OLICHKM.

YpoBHH 0CBOeHNSI YUeOHOT0 MaTepHaJia:
- O3HAaKOMMTEJbHBIN (Y3HaBaHUE paHEe U3YUEHHBIX OOBEKTOB, CBOICTB);
- pENpOIyKTHBHBIA (BBIMOJIHEHUE MAESATENIBHOCTH IO 00pa3lly, HUHCTPYKIUH
WIH 1107 pyKOBOZCTBOM)
- TNPOAYKTHUBHBIA  (IJJAHUPOBAHME U  CAMOCTOSITEIbBHOE  BBIIIOJHEHHE
NEeATEIbHOCTH, PEIICHHE MPOOJIEMHBIX 3a1a4)
MNPAKTHYECKOE 3AHSATHUE Ne 4 (2 gac.)
CocraBJ/ieHHe H AHAJIN3 POJOCIOBHBIX CXEM.

TEMA 4.1: I'eHeajiornyecknii MeToa. biin3HeoBbIii MeTOI.
BbunoxumMuuecknii MeToq

dopma opraHuzanum 3aHATHS — QpOHTATBHAS

TpeOoBaHus K YMEHMAM U 3HAHUAM CTY/ACHTOB
CTryaeHT D0JIKEH ymemb:
- AHanu3upoBaTh POAOCIOBHBIE CXEMBI
- IIporHo3mpoBaTh BEpOSTHOCTH HACIICOBaHHs HEOIArOMPHUSTHBIX MPU3HAKOB
3a001€eBaHUM B TOTOMCTBE
- CoCTaBJATh M «YUTATHY POJIOCIOBHBIC CXEMBI
CTyneHT 10JIZKeH 3Hamo:
- CyuHocTh TeHea’JorHueckoro MeToa 1 00J1acTH ero MpUMEHEHHUS
- CymHoCTb 6JIU3HEIIOBOTO METO/1a U 00JIACTH €T0 IPUMECHEHUS
- CymHOCTh OMOXUMHUYECKOTO METO/Ia U 00JIACTH €ro MPUMEHEHUS
- OCHOBHBIC THUIIBI HACJICIOBAHUS TMPU3HAKOB (ayTOCOMHO-TIOMHUHAHTHBIM,
ayTOCOMHO-PEIECCUBHBIHN, CIIETUICHHBIN C TIOJIOM) U MEXaHU3MbI UX Tepeadn

HEJI 3AHATUA: PaccMoTpeTh M HM3yudTh OOO3HAYEHUs, MPUMEHSEMbIE MpU
COCTABJICHUM POJOCIOBHBIX. HaydnTcs cOCTaBIATh M aHAIU3UPOBATH POJOCIIOBHBIE.
N3yunTh TUIBI HACHEAOBAaHUA MEHACIUPYIOIMIMX TPU3HAKOB Yy  YEJIOBEKA.
®opMUpoBaTh O0LIUE KOMIIETEHIIUH.
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SAJTAYN:

1. W3yuuth 0003HAUCHUS, TPUMEHSIEMBIE IIPU COCTABICHUH POIOCIOBHBIX

2. O3HAaKOMHUTBHCS C OCHOBHBIMH MPUEMAMU COCTABICHHS POJAOCIOBHBIX U HAYYUTHCS
UX COCTaBIIATH

3. Hayuutbcs anHanusupoBaTh pOJAOCIOBHBIC

4. HayuuTbcd ycCTaHaBIMBATh THUIBI HACJEAOBAaHMS IPU3HAKOB Yy 4YEJIOBEKa IIO
POAOCIOBHBIM U OIPEAENATH TEHOTUIIBI YWIEHOB POJOCIOBHBIX

OGopynoBanne MW OCHalleHMe 3aHATHsI: MeToauueckue pPEKOMEHIAUU TI0
OpraHU3alluy MPAKTUYCCKUX 3aHATUM, KAPTOUKHU C PA3TUYHBIMU POJIOCTOBHBIMHU.

Memodu4eckue yka3aHus

HaunbGonee pacnpocTpaHéHHBIM W JOCTYIIHBIM  METOJOM  HM3y4CHUS
HACJICJICTBEHHOCTA YEJIOBEKAa SABJSETCS TIE€HEAJOTHMYECKHMM METON, CYIIHOCTh
KOTOPOT'0 3aKJIIOYAETCSd B U3YUYCHUU 3aKOHOMEPHOCTEW MPOSIBICHUS TE€X WA HHBIX
MPU3HAKOB B PSAY IMOKOJEHUWA POAOCIOBHBIX M YCTAaHOBJICHUSI THIIA HACIEIOBAHUS
IIPU3HAKOB. Y CTAHOBUB THUII HACJIEOBAHUS TOTO MJIM MHOTO MPU3HAKA, U ONPENICIIUB
FEHOTHUIl WICHOB POJOCIOBHOM, CTAaHOBUTHCSA BO3MOXKHBIM  IIPEAIIOIOKHUTH
IIPOLICHTHYIO BEPOSITHOCTH €0 MPOSBJICHUS B IMOCIEAYOIINX ITOKOJICHUSX.

Jiist ymoOcTBa OCyIiecTBICHHs paOOThI 10 U3YYSHHUIO U aHAJIU3Y POJOCIOBHBIX
IPUMEHSIOTCS  CIleMaibHble  CUMBOJIBL. [Ipu  cocTaBieHMHM  POAOCIOBHBIX
HEOOXOMMO YYHUTHIBATH OMNpEACIEHHbIE TMpaBUja, TOJIBKO B JTOM Cllydae
uH(bopMaIus, MpeICTaBlIeHHAs B POIOCIIOBHON, MOXKET ObITh MPOYHTAHA.

AHanu3 POAOCIOBHBIX CBOAUTHCS K OINPEACICHUIO THUINA HACIEIOBaHUA
(ayTOCOMHO-JJOMUHAHTHBIM THUI HACJIEIOBAaHMS, ayTOCOMHO-PEIIECCUBHBIA THI
HacJIeJIOBaHUsI, CLIICTUICHHBIM C MOJIOM THUIM HACJIEOBaHMUS ), ONIPEACIICHUIO0 TeHOTUIIOB
YJIEHOB POJOCIOBHOW, a TaK K€ YCTAHOBJIEHUIO IIPOLIECHTHOM BEPOSITHOCTH
MPOSIBJIIEHUS aHAIM3UPYEMOTO MTPU3HAKA B MOCIEAYIOIIUX ITOKOJICHUSAX

3AJIAHUE 1

3apucoBaTth B TETpaJyd OCHOBHBbIC OOO3HAYEHUS, MPUMEHSIEMBIE MPU COCTABICHUU
POIIOCIIOBHOM.

AN /
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JIrogu coctosmue B Opake
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PoncTBeHHEBIN
Opak

JIBoitHs : > becrnoausrii 6pak

3AJJAHUE 2
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PonocnoBuas Ned
PonociaoBuasg Ne3

3AJIAHUE 3

CocraBbTe pOJOCIOBHYIO MO JaHHBIM aHamHe3a. IIpobGann — OoJsibHas
mu3odpenueit xkeHmmHa. Ee 6pat u cectpa 310poBsl. Otenr nmpodanaa 310poB. Co
CTOPOHBI OTIIa UMEIOTCS CIEAYIOIINE POACTBEHHUKH: OOJIbHOM MU30(peHueH a1 U
JIBE 3I0POBBIC TETH, OJJHA U3 HUX UMEET TPOUX 3OPOBBIX JIETEH, BTOpas - 3I0POBOTO
ceiHa. Jlen u 0GalOyiika co cTOpoHBI oTiHa 370poBbl. CecTpa 0Oalymiku OoJena
mm3odpenueit. Marp npoOanna, ngnad, Aen U 6a0yiika ¢ MaTepPUHCKOM CTOPOHBI
3I0pPOBBL. Y NIA]IM JBa 30pOBbIX peOeHka. COCTaBUB POJIOCIOBHYIO, ONPENEIUTE TI0
KaKoM JIMHUU TIepenaeTcs MpeapacioiokeHue K 001e3Hu?

3AJIAHUE 4

[IpoGann — 37m0poBasi 3aMysKHSISI OJKCHINMHA, OOpaTHBIIASACS B MEIUKO-
TeHETUYECKYIO0 KOHCYJIBTAIIUIO MO BOIIPOCY O MPOTHO3E 3a00JIeBaHMs Y TTOTOMCTBA B
CBSI3U CO CIIy4yasiMd MaHWaKaJIbHO-ACTIPECCUBHOTO TICUX03a B cembe. Ee pomurenw,
Opat u cectpa 310poBbl. CecTpa uMeeT 310poBoro pedenka. [lo maTepuHCKON TMHUN
- TeTKa, IB€ €€ JouepH, Aea U O6adyiika 310poBbl. [10 OTHOBCKON JTUHUU HUMEIOTCS
3I0pPOBBIC TETH U As7s. J[BOOpoaHBIN OpaT OT TETH MpobaHAa 30POB, TBOIOPOIHAS
cecTpa OT A1y OoJjieeT MaHHAKaIbHO-ACTIPECCUBHBIM IICHX030M. DTOMU e 00JIE3HBI0
cTpajana cectpa 0a0ymiku mo OTHoBCckou JuHuu. Cama 6alylika W aed 340pPOBHI.
Myx mpobaHja, ABE CECTPHI €ro, IJIEMSHHHIIA U POJUTEITU MYy»Xa 3J0poBhL. Jlen u
0abymka Toxke Obuth 3710poBbl. COCTaBbTE POJIOCIOBHYIO, OMPEIECIUTE, Yepe3 KOro
13 MOKOJICHUS JIC/IOB MepeacTCs TeH MPEAPACIIONOKEHHOCTH K OOJIC3HH.

3AJIAHUE 5
Permts 3a1aun (mpumep opopmiteHus 3aaad — [punokenune Ne 2).
Kaorcoas 3a0aua pewwaemces y 0ocku 0OHUM U3 CMYyOeHmos.

3AJTAYA Ne 1
JIBa pazHomnosbIX OJM3HENa, U3 KOTOPBIX 04Yb 00sianana OesibiIM JIOKOHOM Hajo
760M (Kak ¥ MaTh), ObUTH TTyXOHEMbIMU. PoauTenu OJIM3HEII0B UMETN HOpMaJlbHBIM
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ciyx (a, ciemoBaTenbHO, U peyb). UTO MOXXHO CKazaTh O N'€HOTHUIIAX POJUTENICH U
JIETEN.

3AJTAYA Ne 2
VY onnoii u3 cectep-Onu3HenoB c¢ Il rpynmoit kpoBu HaOIrOManca MpPU3HAK

MaTepU - BPOXKJIEHHOE OTCYTCTBHE PE3LOB. Y BTOPOMl CECTpbl aHOMAMs Pa3BUTHUS
3y00B OTCYTCTBOBaja, rpymma ee kposH - II. ¥V oboux poaurteneii Obna IV rpynmna
KpoBU. OTHOCATCS CECTPbl K OJHOSIMIIEBHIM OJM3HEIIAM WM Pa3HOSMIIEBBIM
onu3nenam? OnpenenuTb TeHOTUIIBI YWIEHOB CEMbH.

BbInoJiHMB 3aJaHUS MOATOTOBUTH OTBETHI HA KOHTPOJ/IbLHBbIEC BOIIPOCHI.

KOHTPOJIBHBIE BOITPOCHI

1. B 4éM CcyThb M KakoBbl BO3MOXXHOCTH T'€HEAJOTHYECKOTO METOJla H3YYCHUS
HACJIEICTBEHHOCTH YeJIOBEKa?

2. B uéMm cyTb M KakoBbl BO3MOXXHOCTH OJM3HEIIOBOTO METOJa HW3YUYCHUs
HACJICJICTBEHHOCTH YeJIOBeKa?

3. B u€M cyTh W KakoBBI BO3MOXHOCTH OHOXMMHYECKOTO METOAa HW3YUYCHUS
HACJIEJICTBEHHOCTH YeJIOBEKa?

4. Tlepeuuciaure OCHOBHBIE IIPaBUJia COCTABIICHUS POJOCIOBHBIX.

5. KakuMu OCOOEHHOCTAMHM  XapaKTEPU3YeTCsl ayTOCOMHO-IOMUHAHTHBIM — THII
HAaCJICIOBaHHUS?

6. KakumMu OCOOEGHHOCTSIMH  XapaKTepU3yeTCs ayTOCOMHO-PEIIECCHUBHBIM  THII
HacJIeOBaHUs?

7. Kakumu o0cCOOEHHOCTSIMU XapakTepusyercsi X-CIEIUICHHBIH ¢ TI0JIOM THII
HacJIeOBaHUs?

8. Kakumu 0cOOEHHOCTAMH XapaKTepu3yeTcs: Y -CIEIICHHBIN ¢ TTOJIOM

Metoa koHTpOJsi: KOHTPOIb OCYIIECTBIAETCSA B 3aBEPIICHUHN IPAKTUYECKOTO
3aHATHUS U MPeJCTaBiseT cOO0M MPOBEPKY 3aMKCceil B TETPaau, YCTHBIN OMPOC 1O
MIPEACTABICHHBIM KOHTPOJIBHBIM BOIIPOCAM.

Ouenka 3a padoTy Ha NPAKTHYECKOM 3AHATHH: B COOTBETCTBUU C KPUTEPHUSIMU
OLICHKHU.

YpoBHU 0cBOeHMA Y4eOHOI0 MaTepHaJia:

- 03HAaKOMHTEIIbHBIN (Y3HaBaHWE paHee U3yUYCHHBIX OOHEKTOB, CBOMCTB);

- PEnpOIYKTUBHBIN (BBIMOJHEHUE JACSITEIILHOCTH IO 00pa3Ily, MHCTPYKITUU WITH
0J] PyKOBOJICTBOM)

- NOpPOAYKTUBHBIM  (IJJAHUPOBAHHE U  CAMOCTOSITEIbHOE  BBIMIOJIHEHUE
NeSTeTLHOCTH, PEIICHHE MPOOJIEMHBIX 3a/1a4)

IHPAKTHYECKOE 3AHATHE Ne S (2 gac.)

I'eneTuka nmoJia y yesnoBeka. Tesbua bappa u ux 1uarHocTuyeckoe 3HaYeHHe.
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TEMA 4.2: Iurorenernyeckuii wmerox. Jlepmaroriudpuyeckuidi MeTox.
IMomy asIMMOHHO-CTATUCTUYCCKU A METO/. HNmyHHOreHeTHYeCKU METO/I.
MeToabl IPEHATAJIbHON AUATHOCTHKH.

dopma opraHuzanuu 3aHATUHS — QPOHTAIIbHAS

TpeOoBaHus K yMeHHSIM U 3HAHUAM CTY/I€HTOB
CTyneHT J0JIKeH yvems:
- OmpenensaTe MONOBYIO MPUHAIJIEKHOCTh IO HANOTPAMMAM.
- OnpenensaTe NaTOJIOTUIO IO UANOTPAMMAM.
CTyneHT J0JIKeH 3Hamb:
- CyIHOCTh HUTOTEHETUYECKOT0 METOa U 00JIaCTH €r0 MPUMEHEHHUS
- CymHOCTb AepMaTOrIU(PUUECcKOro MeTo1a U 00JaCTH €ro MPUMEHEHUS
- CymHOCTh MOMYJSIIMOHHO-CTATUCTUYECKOTO METoJa M O0JacTu  €ero
MIPUMEHECHUS
- CylHOCTh UMYHHOTEHETUUYECKOTO METO/1a U 00JIaCTH €r0 TPUMEHEHHUS
- CyurHocTh METOJI0B MTpEHATAIbHON JTUATHOCTUKH.

HEJIN 3BAHATHS: Hayuntbcs aHanm3upoBaTh HAMOTPAMMBI B HOPME U IATOJIOTHUHU
Hayuurca  ompepensaTp  HaTOJIOTHIO 10 NPEACTABIECHHBIM — HAUOTPAMMaM.
®opmupoBaTh 001IKE U TPOPECCUOHATIbHBIE KOMIIETEHIIUH.

3ATIAYN:
1. PaccmoTperh wuauMOTpaMMbl  3I0pOBBIX Jitoaei. OmnpenenauTs MOJIOBYIO
IIPUHAICKHOCTD.

2. PaccMOTpeTh UAMOTpaMMBI JIOJEH C pa3iuuHON marosnorueit. OnpenenuTthb
IIOJIOBYIO IIPUHAJIC)KHOCTD.
3. HayuuTtbcsi aHAIM3UPOBATH UIUOTPAMMBEI.
O0OopynoBanue M OCHalIeHHMe 3aHATHA: MeToanyecKkue pEKOMEHIAUU 110
OpraHu3alvi NPAKTHYECKUX 3aHATUN, KAPTOUKH C PA3JIMYHBIMHU POJIOCIOBHBIMH.

Memodu4eckue yka3aHusi

DEHOTUNTMYECKHUE PA3IAYUs MEXKIY OCOOSMH pa3HOro Ioja OO0YyCIOBIEHBI
reHoTUnoM. ['eHbl HaxomATcss B XpoMmocomax. ECTh mpaBwWiia MHAMBUAYAIbHOCTH,

MMOCTOSIHCTBA, MMAPHOCTA  XPOMOCOM. Jummonaaeiii - HAbOp  XPOMOCOM
Ha3BIBAIOT Kapuomunom. B >KEHCKOM U MYXKCKOM Kapuotune 23 mnapsl (46)
XpOMOCOM

22 mapbl XpOMOCOM OJWHAKOBbl. WX Ha3bIBalOT aymocomamu. 23-1 mapa
XPOMOCOM - HOJI06blE€ XPOMOCOMbI. B KEHCKOM KAapHOTHUIIE OAUHAKOBBIE I10JIOBBIC
XpoMocOoMBbl XX. B My»KXCKOM KapUOTHIIE IIOJIOBbIE XpOMOCOMBI XY. Y-XpoMocoMa
OYEHb Majla M COAEPKUT Majo reHoB. CodeTaHHe IIOJIOBBIX XPOMOCOM B 3UTOTE
olpeaesnseT noji OyayIero opraHu3ma.
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[Ipu co3peBaHUM TOJOBBIX KJIETOK B pE3yJbTaTe ME03a TaMeThl MOJIy4YaroT
raryIoONJIHBIA HaOOp XpoMocoM. B kakmoil siliekineTke ectb 22 ayTocoMbl + X-
xpomocoMma. Ilon, oOpasyrommuii ramMeThl, OJWHAKOBBIC IIO ITOJOBOM XPOMOCOME,
Ha3bIBAIOT TOMOTAaMETHHIM TmoJjioM. [losoBHHA cnepmMaTo30HUI0OB COIACPKHT - 22
aytocombl + X-XxpoMocoMma, a mnojoBuHa 22 aytocoMbl + Y. Ilon, o0pa3zyromuii
raMeThl, pa3jMYHbIC IO TMOJIOBOM XpOMOCOME, Ha3bIBalOT reTeporaMmeTHniM. [lon
Oynmymiero peOeHKa OmpenenseTcss B MOMEHT OIUIONOTBOpeHus. Ecnm sifmexieTka
OIUIOJIOTBOPEHA CIIEPMATO30UIOM, UMEIOIUM X-XpOMOCOMY, Pa3BUBAETCS KEHCKUI
OpTraHu3M, €CIIU Y -XpOMOCOMY - MY>KCKOM.

Hanpumep, opranusm c¢ ©Habopom xpomocoMm XXX (mpucomus no X-
xpomocome) 1o (PeHOTUNY - JeBOYKA. Y HEe HEJOPa3BUTHI IOJOBBIC Keie3bl. B
SApaxX COMaTUYECKUX KJIETOK BBIACISAIOTCS JBa Teablia bappa.

Opranusm ¢ Habopom  xpoMocoMm XXY(cunopom  Knaiingheromepa) no
dbeHoTuy - Majgb4uK. Y HEr0 HEJAOPa3BUTHl CEMEHHUKH, OTMEUaeTCsl (pu3uveckas u
YMCTBEHHas OTCTaliocTh. ECcTh Tenbie bappa.

Xpomocombl XO  (monocomuss no X-xpomocome) - ONPENCISIIOT CUHOPOM
Llepewesckoco-Tepuepa. OpraHu3am ¢ TakuM HaOOpoM - JIeBOYKa. Y Hee
HEJIOPa3BUTHI TOJIOBBIE JKeye3bl, Mabld pocT. Her tenbua bappa. Opranusm, He
uMermmun  X-XpOMOCOMBI, a  COAEpXKallud TOJBKO Y-  XpOMOCOMY -
HEKU3HECTIOCOOEH.

Bonpocsl AJ11 CAMOKOHTPOJIs

3AJIAHUE 1.

3apucyiiTe cxemy XpOMOCOMHOT'O MexaHu3Ma oopazoBanus nona. (Puc. 4)
CrenaiiTe BBIBOJI O MPOIIEHTHOW BEPOSATHOCTH POXKICHHS MAITBUUKOB H JIEBOYCK.

P Q@ 44 ayrocombl + XX —» & 44 aytocombl + XY
@2 ayTtocoMb! + X 22 ayTOCOMBI + )D/

G
N\ /@ ayTocombi + ﬂ-/
F,; 44 aytrocombl + XX 44 ayrocomnl + XY

X i
FameTbl @

+ l

X X

= e
2
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Puc. 4

3AJIAHUE 2

Paccmorpers  ummorpammsl  (Puc. 5, Puc. 6.), omnpeaenutb MOJIOBYIO
MIPUHAJIEKHOCTb.

I% A% B8 8K B2
XK %3 KA BY AW B 1

Aa A4 Ao gZ 88 AR
13

14 15 18 17 18
18 20 21 .9 XX
Puc 5
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5{68% Bg 680
xn X‘:{ M ts& tfx AK &5

ﬁ“ ﬁh aﬂ 33 )\B nAWD

13 14 15

x ﬂ X b 9 AN . O gn
19 20 21 22
Puc 6
3AJIAHUE 3

PaccmoTpeTs uaMorpamMMbl MOJYYEHHBIE OT OOJIBHBIX C  HACIEICTBECHHBIMH
3aboneBanusaMy, npuBeAEHHBIME Ha puc 7, 8, 9, 10, 11,12. Onpenenuts xapakrtep

OTKJIOHEHHS OT HOPMBI (MOHO -, TPH - WJIM MOJUCOMHUS), OIPEIETUTh N0 O0NBHOTO,
yKa3aTb CHHAPOM.

W BAR A K B 6B 4 o b

xx 5){55 45 A% BA Bt XX AX XK KX A% KA XK

) PR A TR TR

OA AA DA XX AA A OO BN AN 0D xX Ax AA

13 14 15 18 1
Ja° e It . i RN

KD #X Aa aa x[{tj X8 KA A )Mn

0. @ 2
19 200~ 2f 99 XXy X X X

Puc 7 Puc.8
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b SR
7 .
YR L
Xg &

16 17

AAYN 2A
21 22

4

bl

Ab
15

AR
18

Bl

&4

"y
20

A

3%

X e

< >»

Puc. 9

Puc 11

BbinogHuB 3a/laHUs MOATOTOBUTH OTBE€THI HA KOHTPOJIbHBLIC BOIIPOCHI.

KOHTPOJIBHBIE BOITPOCHI

NogakowdPE

8.
9.

Yrto Takoe KapuoTHUIr?
CKOJIBKO ayTOCOM Y YeloBeKa?

Xn Ak A AR Rk
5 6

)32( Kk A KX XA K&

7 8 9 10 1 12
nNO NN AN X8 ~xA
13 14 15 16 17
AX xR L84 AN AN x
18 19 20 21 22 L:__j
Puc 10

“ \\x 1 -X;X’ ”

H H IE xx IR n u

Puc.12

Kakue XxpoMoCOMBI y UelloBeKa OTBEUYAIOT 3a pa3BUTHE MoJ1a?
KakoBa BEpOSITHOCTh POKJICHUS MaIbUMKa WU JEBOYKHU?
Yto Takoe Tenblie bappa?
Kak MoxHO onpeaeuTh Hanu4ue Tenbia bappa?

UeM MOXHO 00BSICHUTH MOSBIICHUE OOJIBIIET0 MM MEHBIIIETO YHCIa XPOMOCOM

B KapUOTHIIE?

YT0 Takoe CUEIJIEHHOE C MTOJIOM HACJIeI0BaHUE?

Kakue rensl y uenmoBeka HacIeAyTCs CLETUIEHHO C IMOJI0M?

10.Kak u noueMy mposiBISIIOT CBOE ACHCTBUE PELIECCUBHBIE I'€HBI, CLIETIICHHBIE C
MIOJIOM Y KEHIIUH?
11.Kak u noueMy nposiBISIIOT CBOE JCHCTBUE PELIECCUBHBIE I'€HBI, CLIETIICHHBIE C
X-XpOMOCOMOM Y MY>KUMH?
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12.CyuHoCTh HUTOMEHETUYECKOTO METO/1a K 00JIACTH €ro MPUMEHEHUS

13.CyutHocTh nepMaToraududeckoro MeToa ¥ 00JIaCTH €T0 MPUMEHCHHUS

14.CymHOCTh  MOMYJNALMOHHO-CTATUCTUYECKOTO METOAa M O0JIaCTH  €ro
MPUMEHEHUS

15.CymHOCTh UMyHHOT€HETHYECKOTO METO/Ia U 00JaCTH €ro MPUMEHEHUS

16.CymHOCTh METOIOB MTPEHATATIBLHON JUATHOCTUKH.

Metoa kouTpoJsi: KoHTposib OCylIeCTBISETCS B 3aBEPIICHUM MPAKTHYECKOTO
3aHATUS W MPEACTaBIsieT coOOM MPOBEPKY 3amuceld B TETPajd, YCTHBIA OIMPOC IO
MPEJCTABICHHBIM KOHTPOJIBHBIM BOIIPOCAM.

Ol_leHKa 3a paﬁoTy Ha NPAKTUYECCKOM 3aHATHMU: B COOTBCTCTBUU C KPUTCPUAMU
OLICHKH.

YpoBHH 0CBOeHNSI YUeOHOT0 MaTepHaJia:
- 03HAaKOMMTEJIbHBIN (Y3HaBaHUE paHee U3yUYEHHbBIX OOBEKTOB, CBOICTB);
- pEenpOaYKTUBHBIN (BBIIOJIHEHUE AESITEIBHOCTH IO 00pa3Iy, MHCTPYKIUU WIH
0/1 PyKOBOJICTBOM)
- TNPOAYKTHUBHBIA  (IJJAHUPOBAHHE U  CAMOCTOSITEIbBHOE  BBIIIOJHEHHE
NEeATEIbHOCTH, PEIICHHE MPOOJIEMHBIX 3a4a4)

MPAKTUYECKOE 3AHATHE Ne 6 (2 yac.)
HN3MeHYMBOCTH M BUABI MYTALUH Y YeJI0BeEKA.

TEMA 5.1: Buabl M3MeHYMBOCTH W BHAbI MyTalnuii y 4ejoBexka. MDakTopbl
MyTareHesa.

dopma opraHu3anum 3aHATHSA — PpOHTANbHAS
TpeGoBanus K yMEHUSIM U 3HAHUSAM CTY/ICHTOB

CTyneHT 10JIKeH yvems:
- Onpenensitb BUJ XPOMOCOMHBIX ITEPECTPOEK.

CTyneHT 10JIKeH 3Hamb:
- Pousib reHoTHIIa M BHELIHEH CpEbI B MPOSABICHUH NPU3HAKOB. OCHOBHBIE BUJIBI
N3MEHUYMBOCTH.
- IIpu4uHBI U CYITHOCTh MYTAallMOHHOW MU3MEHUYHUBOCTH.
- Buasl MmyTanmii (reHHbIE, XPOMOCOMHBIE, TCHOMHBIE).
- OHJO - ¥ DK30MYTareHsbl.
-  Myrarenes, ero BUbI.
-  (MCEHOKONUHU U TeHOKOMIHUH.

HEJIN 3AHATUA: Onpeaenuts poib F'€HOTUINA W BHEIIHEW Cpelbl B MPOSBICHUU
MPU3HAKOB. 3aKPEMHUTh TEOPETUUYCCKUUA Marepuana Mo KiacCUPUKAIMU MYTaIlHi.
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PaccMoTpeTs TeHHBIE, TEHOMHBIE W XPOMOCOMHBIE MyTanuu. O3HAKOMHUTHCS C
OCHOBHBIMHU NPUEMAMHU aHATTN3a KapUOTPAMM.

dopMupoBaTh 00IITHE KOMITETESHITUH.

3AJTAYU:

1. PaccMOoTpeTh MPUYMHBI BOSHUKHOBEHUS MYTAIlMHA, KIACCU(PUKAIMIO MyTareHHBIX
(haKTOpPOB CpeIbI

OxapakTepu30BaTh TCHHBIC MYTAIlNH, UX OTPaXeHUE B (DEHOTHUTIE
OxapakTepu30BaTh TCHOMHBIE MYTallUH, UX OTPAXKCHHUE B (PEHOTHIIC
OxapakTepu30BaTh XPOMOCOMHBIE MyTAIlMH, UX OTPaXKeHHE B (PEHOTHIIC
HayunTecsi aHanmu3upoBaTh WAMOTPAMMBI  YellOBEKa (HOpPMalbHBIE M C
MaTOJIOTHEH).

gk wn

OﬁopyszaHne H OCHAIlCHHUC 3aHATHHA: MGTO,[[I/I‘IGCKI/IG PCKOMCHIAAONUHU IIO0
OpraHu3anuu IPaKTHICCKHUX SaHHTHﬁ, KapTO4YKHU C HAUOI'paMaMHU.

Memoodu4eckue yka3aHusi

@opMHUpOBaHUE NPU3HAKOB OpraHU3Ma IPOUCXOJWUT IIPU B3aUMOJECHCTBUU
reHOTHIa ¢ (pakTopaMu BHEWIHEH cpeabl. B cBs3U ¢ 3TUM HEOOXOJUMO YUHMTHIBATH
FEHETUYECKYI0  OIACHOCTh  3arpsA3HEHMs]  OKpyXkaromeu cpensl. IIpuumHon
BO3HUKHOBEHUS PA3JIMYHOIO POJIA XPOMOCOMHBIX MATOJIOTHH SIBJISFOTCS MyTare¢HHBIE
dakTopam cpebl.

I[To xapakTepy BO3/1E€HCTBUS MyTareHHbIE (PaKTOPbI MOT'YT OBITh:

-  ®usnueckue
- XHUMHUYECKHUE
- buosornueckue

[To MCTOYHMKY BO3HMKHOBEHHSI MYyTareHHblE (DAKTOpBI JENATCA Ha 3K30- U
SHJOTE€HHBIE MYyTarcHsbl.

B pe3ynbrare BO3AEHCTBHS MyTareHHbIX (PAKTOPOB Cpelabl BO3MOYKHO
BO3HUKHOBEHUE MyTaluii. MyTauuu MOryT BO3HUKATh KakK B TOJIOBBIX, TaK U B
COMAaTUYECKUX KIIETKax MyTanuu, NpuBOIAIIAE K U3MEHEHHUIO B T'€HAX, HA3BIBAKOTCS
- TEHHbIE, MPUBOJASIINE K HM3MEHEHUSM B T'€HOME - T'€HOMHbIC, MPUBOJSAIIKE K
M3MEHEHHSM B CTPYKTYPE XPOMOCOM — XPOMOCOMHBIE.

3AZIAHUE 1
3anonuuth cxemy "Knaccudukaius wmyrtareHHbix ¢daktopoB cpeasl”. I[lpuBectu
MpUMEPHI MyTareHHbBIX (PaKTOPOB CPEIbI.

MyTarenunle ¢haKkTophl cpeabl

¢buznueckue XUMHYECKHE OHMOJIOTHYECKHE

1.

N

2.
3
4

»wn e




3AJIAHUE 2
Hcnonb3yst TeopeTHUecKuii MaTepuai coctaBuTh cxemy "Knaccudukanus myranuid”

3AJIAHUE 3
OnpenenuTs BUI XPOMOCOMHBIX MEPECTPOEK B MPUBEAEHHBIX YUACTKaX XPOMOCOM:
(menenus, ”HBEpCHUsI, TYILIUKAIIUS, TPAHCIOKAIINS )

ABCDEFGH — HopMasnbHasi OCJI€I0BaTEIbHOCTh TEHOB B XpPOMOCOME
ABCFGH -?

ABCDEFGFGH - ?

ABCDEHGEF -?

ABCDEFGHMH - ?

CDEFGHAB - ?

3AJIAHME 4
Pemmre 3agaun.

3AJIAUA Ne 1

VY yenoBeka, 60JBHOrO LUCTHUHYPHUEH (Coaep)kaHHe B Moye OOJIbLIETO, YEM B
HOpME, YHCJIa aMUHOKHUCIOT), C MOYOM MCLEISIFOTCS aMUHOKHUCIOTHI, KOTOPBIM
COOTBETCTBYIOT cienyromue tpurietsl u-PHK: VIV, VIV, I'T1Y, ITY, HATL, II'Y,
AAA. Y 370poBoro 4eimoBeKa B MO4Y€ OOHApYy>KMBAETCS allaHWH, CEpUH,
TIIyTaMUHOBAs KUCJIOTA U TJIULUH.

a) BeblgeneHne KakuxX AaMHUHOKHUCIOT € MOYOM XapakTepHO JUisl OOJbHBIX

LHACTUHYPHUEU?

0) Hanummre TpUIIIETHI, COOTBETCTBYIOIIME AMUHOKHUCIOTaM, UMEIOIIMMCS B

MOYE 3I0pOBOT0 YEJIOBEKA.

3AJTAYA Ne 2
Kak u3meHutcst ctpykrypa Oenka, eciau u3 koaupytoiero ero yuactka JJHK -
AATAIATTTAAAI'TH yaanute nateiii u 13- cieBa HyKJI€OTHABI?
3AZIAYA Ne 3
Kakue n3MeHeHus npou3ouayT B CTPOCHUM Oesika, €Clu B KOAUPYIOLIEM €ro
yuactke JHK - TAALIAAATAALOAAAA wmexny 10-m m 11-m Hykneotmaamu
BKJIFOYUTH LIMTO3UH, MKy 13-M u 14-m - TUMUH, a Ha KOHIIe NMPUOABUTH eIle
OJIVH aJIcHUH?
3AZTAYA Ne 4
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VYuactok wmonekyasl JHK, komupyrommid mnoaunenTus, UMEET B HOPME
CAEYIOMMN MOopsaoK a30TUCTBIX ocHoBaHMil: AAAAILIIIAAAATAILITTATALIAA.
Bo BpeMs pennmkanuu TpeTUd CIIEBA aJICHUH BbINal U3 LIETIH.

Onpenenute CTPYKTYpy NOJUIEOTUIHOMN LETH, KOAUPYEMOUN JaHHBIM YyYaCTKOM
JIHK, B HOpME 1 mociie BeInaieHUs alcHUHA.

Bbinmognus 3alaHUS MOATOTOBUTDL OTBETHI HA KOHTPOJILHBLIC BOIIPOCHI.

KOHTPOJIBHBIE BOITPOCHI

1. Yto Takoe myrtamuu? Yem oHM XapakTepusyroTcsi? B uéMm ux 3BOIIOLMOHHOE
3HaueHUE?

2. YTo Takoe reHepaTUBHbIE 1 COMAaTUUYECKUE MyTallK?

3. Hailte XapakTepUCTUKy T€HHbIM MyTauusMm. IlpuBenure mnpumepsl
3a00JIeBaHUI YEJIOBEKA CBSA3AHHBIX C JAHHBIM BUJIOM MYTallUi.

4. JlaiiTe XapakTepUCTUKy TE€HOMHBbIM MyTauusm. llpuBeaure npumepbl
3a0071€BaHUI YeJIOBEKA CBSA3aHHBIX C TAHHBIM BUJIOM MYTAaIIH.

5. JlaliTe XapakTepuCTUKy XpPOMOCOMHBIM MyTauusiM. llpuBenure npumepbl
3a00J1€BaHUH YeJIOBEKA CBSA3aHHBIX C TAHHBIM BUJIOM MYTAIIH.

6. Uro Takoe wmyrtarennbie (aktopel? [lpuBeante wux KiIacCUPUKALUIO |
IIPUMEPBI.

7. Ilepenarorcs 1 MOTOMCTBY MyTalli, BO3HUKAIOLINE B COMAaTHUYECKHUX KIETKaX
ponuteneit? I[louemy?

Metoabl KOHTpOJs: KOHTpOIb OCYLIECTBIAECTCS B 3aBEPIICHUU IPAKTHUYECKOTO
3aHATUS W MpEeACTaBiIsieT coOOM MPOBEPKY 3amuceld B TETPaJd, YCTHBIA OIMPOC IO
MIPEACTABICHHBIM KOHTPOJIBHBIM BOIIPOCAM.

Ounenka 3a pa0oTy Ha IPAKTUY€CKOM 3aHATHM: B COOTBETCTBUU C KPUTEPUSIMU
OLICHKU.

YpoBHH 0cBOCHUSI y1eOHOI0 MaTepHaJia:
- 03HAaKOMMTEJIbHBIN (Y3HaBaHUE paHee U3yUYEeHHbBIX OOBEKTOB, CBOMCTB);
- pEenpOayKTUBHBIHN (BBIMOJIHEHUE ACSITEIBHOCTU IO 00pa3Ily, MHCTPYKIUU WIH
M0/1 PyKOBOJICTBOM)
- TPOAYKTUBHBIA  (IJJAHUPOBAHHME U  CAMOCTOSITEIbHOE  BBIIIOJHEHHE
NEeSATEeIBbHOCTH, PEllIeHHE MPOOJIEMHBIX 3a1a4)

IMPAKTUYECKOE 3AHSTHE Ne 7 (3 yac).
Packianka u u3yuyeHne aHOMAJIbHBIX KAPUOTUIIOB 1O GoTorpadusim 60J1bHBIX.

TEMA 6.1: XpomocomHbIe 00J1e3HU
dopma opraHu3anum 3aHATHA — QPOHTAIIbHAS.

TpeOoBaHus K yMEHMAM U 3HAHUAM CTY/IE€HTOB
CTyneHT J0JIKeH ymems:

44



OnuceiBaTh MEXaHW3Mbl BO3HUKHOBEHMSI TETEPOIUIOMIUN Yy delloBeKa
(cungpom JlayHa, [Taray, DnBapica, [Ilepmesckoro-TepHepa,
Knaitngensrepa)

- OnwuceIBaTh OCHOBHBIE MPU3HAKU YKa3aHHBIX CUHAPOMOB y OOJIBHBIX

- Pewarp 3amaun, MOAENMPYIOIIME paA3IMYHBIE THUIBI  HACJIEAOBAHMS
3a00J1eBaHUH Y YEIOBEKa

- Buaners anroputmMoM penieHus 3a1ad

CTyneHT 10JIKeH 3Hamb.!

- HacnencTBennbie 001€3HU U UX KJIacCU(PUKALINS.

- XpomocoMHble ©Oose3Hu. KonmdecTBeHHbIE U CTPYKTYpPHBIE aHOMAIUU
aytocom: cunapom [layna, cunapom DnBapica, cuaapom [latay. Knunuka,
[IUTOT€HETUYECKHUE BAPUAHTHI.

-  KimHnueckue CHHIPOMBI NPHU AHOMAIMAX IOJOBBIX XPOMOCOM: CHHAPOM
MepemeBckoro-Tepuepa, cunapom Kialindensrepa, cuHIpOM TpucoMuu X,
CUHIPOM JTMCOMMH 1O Y - XPOMOCOME.

-  CTpyKTypHBIE aHOMAJIMU XPOMOCOM.

HEJIN 3AHATHUS: 3akpenuTs 3HaHUSA, HNOJYYEHHBIE HA TEOPETHUUECKUX 3AHITHUSX.
O3HaKOMHUTBCA C OCHOBHBIMH TNpHEMaMM aHad3a KapuorpamMm. Hayuutecs
aHAJIM3UPOBATh MIAMOTPAMMBI C HACJIEACTBEHHOW IIATOJIOTHEHN, AaBaTh KpPaTKYIO
(PEHOTUITMYECKYIO XapaKTEPUCTHUKY.

®dopmupoBaTh 001IKE U TPOPECCUOHATbHBIE KOMIIETEHIINH.

3AJJAYMN:

1. N3yunTth kiaccuduKkaiuo HacIeICTBEHHBIX 3a00ICBaHUM.

2. Hayuutbest onpenensaTs 1Mo wauorpaMMaM XapakTep OTKJIOHEHHS OT HOPMBI
(MOHO-TPH-TIOJTUCOMHS).

3. Hayunthcss  nmaBaTh  (DCHOTHIIMYECKYIO  XapaKTEPUCTHKY  Pa3IAIHBIM
CUHApOMaM

OOopynoBanue W oOCHalleHUWe 3aHATHA: MeToauyeckue peKOMEHIauuu IO
OpraHu3alMd TMPAKTHYECKUX 3aHATUH, TaOJMLbI, WUIIOCTPUPYIOIINE pa3InyHbIe
CHUHJIPOMBI.

Memoduuyeckue yka3aHus

B pesynbraTe BO3JEHCTBUS MyTareHHbIX ()aKTOPOB HAa OPraHHM3M 4elloBeKa
BO3HUKAIOT HACIEJICTBEHHbIE Ooyie3HH [IpuuMHONW BO3HUKHOBEHHMS, KOTOPBIX
SABJISIFOTCSL KOJIMYECTBEHHBIE M CTPYKTYPHBIE AHOMAJIMH, KaK MOJIOBBIX XPOMOCOM, TaK
u ayrocoM. Ilo craructuke Haumbosiee pacnpoOCTpaHEHHBIMM CpEIU  BCeX
HACJIEICTBEHHBIX 3a00J1€BaHUS SIBIISIFOTCS:

- Cunapowm /layHa.

- Cunzpom DnBapica.

- Cunapowm Ilatay,
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- Cungpowm llepmeBckoro-TepHepa,
- Cungpom Knaitndensrepa,
- CuHJIpoM NoJu-X
- Cunapom nosu-y
- Cunapom «Kpuka Komkmy,
- Cungpom Opbenu.
DH3UMOIATHH:
- Hapymienust oOMeHa aMUHOKUCTIOT ((DEHIIIKETOHYPHS).
- Hapymenue oOMeHa yrieBoAoB (TajlaKTO3eMHUs ).
- Hapymenue obmeHna munuaos.

- Mykomnorcaxapuao3sl.
- Hapymenne oOMeHa TOPMOHOB (THUIOTEPHO3, AaJPCHO-TEHETATbHBIN
CUHJIPOM).

Kpome  Toro, cymectByloT  MyJdbTH(]aKkTOpuaabHble  (ITOJIUTCHHBIC)
3a00JiIeBaHUsl, PpPa3BUTUE  KOTOPHIX  3aBHUCUT OT  COBMECTHOTO  BJIMSIHUS
HACJIEJICTBEHHOCTH U (haKTOPOB BHEITHEN CPEIbI.

Onaum n3 Hanooiee JaCTBIX MMaTOJIOTUUECKUX COCTOSIHUM,
CONPOBOXKJIAIOIIUXCSI ~ BBICOKMM  PUCKOM  JIETCKOM  CMEPTHOCTH,  SIBJISIFOTCS
BpOXI€HHBIE TOpoKHU pa3Butus (BIIP)

BpoxnénHble MOpOKU pa3BUTHSI Pa3JEsaiOT HAa U30JIMPOBAHHBIC, CUCTEMHBIC, U
MHO>KECTBCHHBIE.

3AZIAHUE 1
Pacnipenenuth mepednciieHHblE HUXKE 3a00J€BaHUS B COOTBETCTBYIOIIKE Trpadbl
TaOIUIBI ¥ YKa3aTh TCHETUYECKYIO MPUUYUHY BO3HUKHOBEHUS 3a00JICBaHUS.

3a0osieBanus, CBSI3aHHBIE C 3aboieBanus, CBSI3aHHBIE C
KOJMYECTBEHHBIMH U CTPYKTYPHBIMHU KOJIMYECTBEHHBIMHA U CTPYKTYPHBIMHU
AaHOMATHSIMH ayTOCOM AHOMAJTMSIMH TTOJIOBBIX XPOMOCOM
3aboieBanue I'eneTnueckas 3aboneBaHue I'eneTnueckas
IpPHYMHA MPUYHHA

[lepeyenb  HacneACTBEHHBIX  3a0oseBanmii: Cunapom  [layna, Cunzapom
Knaiindensrepa, Cunapom Ilaray, Cunapom Opb6emn, Cunmpom IaBapjca,
Cungapom IllepmieBckoro-Tepuepa, Cungpom "Komausero kpuka' I'amakTozemus,
DEHUIKETOHYPHUS, AJIPEHOT€HUTAIbHBINA CUHIPOM.

3AJIAHUE 2

PaccmoTpeTs wmamorpaMMbl, TIOJYYEHHBIC OT OOJIBHBIX C HACJCACTBEHHBIMH
3aboneBanusMu, npuBenéHHeiMu Ha puc 13, 14, 15, 16, 17, 18. Onpenenutsb
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XapaKkTep OTKIOHEHUS OT HOPMbI (MOHO-, TPHU- WU TOJMCOMUS), ONPEACIUTH IO
00JBHOTO, OTIPEACTUTE CUHIPOM, aliTe (PEHOTUIMUIECKYIO XapaKTEPUCTHKY.
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BbInoJiHMB 3ajaHNsA, IOATOTOBUTH OTBETHI HA KOHTPOJIbHBIC BOIIPOCHI.

KOHTPOJIBHBIE BOITPOCHI

1. YTo 3HAYUT KOJUYECTBEHHBIC AHOMAIMHU XPOMOCOM?

2. UTo 3HAYUT CTPYKTYpPHBIC aHOMAJIMU XPOMOCOM?

3. IlpuBenutre mpumepsl 3a00J€BaHUM, CBA3AHHBIX C KOJUYECTBEHHBIMU
aHOMAJIMSIMU ayTOCOM

4. TlpuBenute mnpumepbl 3a00JIeBaHUM, CBA3AHHBIX CO  CTPYKTYpPHBIMHU
aHOMAJIMSIMU ayTOCOM

5. IlpuBenutre mpumMepsl 3a00J€BaHUM, CBA3AHHBIX C KOJUYECTBEHHBIMU
AHOMAJIMSIMU TMOJIOBBIX XPOMOCOM

6. [IpuBenure mpuMepsl 3a00J€BaHMIA, CBS3aHHBIX CO  CTPYKTYPHBIMH
AHOMAJIUSAMHU TOJIOBBIX XPOMOCOM

/. Uto Takoe HacyeICTBEHHbIe OoJie3HM oOMeHa BemiecTB. lIpuBenure ux
KJ1acCU(UKAIHUIO.

8. OxapakrtepusyiiTe MyJIbTH(PaKTOPHAIBbHBIE (TIOJUTCHHBIC) 3200 ICBaHUS

9. Ilepeuncnure BHUIBI HAPYIICHWH BO3MOXKHBIE TPH BPOXKIEHHBIX ITOPOKaX
pa3BUTHS

Meton koHTpossi: KOHTpoJIb OCyIIECTBIIAETCS B 3aBEPIICHHHM NPAKTUYECKOTO
3aHATUS U MPEACTaBIsIeT coOOM MPOBEPKY 3aluceld B TETPaJd, YCTHBIA OMPOC IO
IIPEICTABICHHBIM KOHTPOJIBHBIM BOIIPOCAM.

Ouenka 3a padoTy Ha NPAKTHYECKOM 3AHATHH: B COOTBETCTBUU C KPUTEPHUSIMU
OLICHKU.

YPpoBHH 0CBOeHHSI YUeOHOT0 MaTepHaJia:
- 03HAaKOMMTEJIbHBIN (Y3HaBaHUE paHee U3yUYEHHbIX OOBEKTOB, CBOMCTB);
- pEenpoOayKTUBHBIN (BBIMOJIHEHUE ACSITEIBHOCTH IO 00pa3Ily, MHCTPYKIUU WIH
M0/1 PyKOBOJICTBOM)
- TNPOAYKTUBHBIA  (IJJAHUPOBAHHME U  CAMOCTOSITEIbBHOE  BBIIIOJHEHHE
NEeSATEIbHOCTH, PEIIEHHE MPOOJIEMHBIX 3aa4)

IMPAKTHYECKOE 3AHSTHUE Ne 8 (1 yac.)
N3y4enne aHOMAIbHBIX (PEHOTHIIOB M KIIMHUYECKHUX MPOSIBJIEHNH FeHHbIX
3a0osieBaHuii mo gororpadpusiM 60JIbHBIX.

TEMA 7.1: I'ennble 00JIe3HH.

dopma opraHuzanum 3aHATHS — QpoHTATBHAS
TpeboBaHus1 K YMeHHSIM U 3HAHUAM CTY/I€HTOB
CTyaeHT D0JIKEH ymemb:

- Ha ocHoBanuu anamuza ¢otorpadur OOJBHOTO  MPEANOJIOKUTEIHHO
OTIPEIETUTH MATOJIOTHIO B €€ TCHETUYECKYIO MPUIHHY .
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CTyaeHT D0JIKEH 3Hamb.

- IlpuunHbl reHHBIX 3200JI€BaHUA.

- AyTOCOMHO-AOMHHAHTHBIE 3200JICBaHUS.

- AyTOCOMHO-peleCCUBHBIC 3a00JIEBAHUA.

- X-CUEIJICHHBIE PELECCUBHBIE U JOMUHAHTHBIE 3200JIEBaHUS.

- Y-cuemnseHHble 3a00J€BaHHUs.
HEJI 3AHATUA: 3akpenuTs 3HaHUsA, OJIyYEeHHbIE HA TEOPETUYECKUX 3aHATHUSAX.
dopmupoBaTh 001IKe U PO ecCHOHATbHBIE KOMIETCHIINH.

3AJIAYU:
1. N3yunTth knaccudukammio reHHbIX 00Je3HeH.
2. PaccmoTpeTs u u3yuuth potorpaduu ¢ aHOMaIbHBIMH (PEHOTUTIAMHU

OﬁopyszaHne H OCHAIlCHHC 3aHATHHA: MGTO,[[I/I‘-IGCKI/IG PCKOMCHIAAONUHU IIO0
OopraHu3alnu IMPaKTHICCKHUX 3aHSATHUM. KapTO‘—IKI/I C pa3jIMYHbIMU POJOCIIOBHBIMMU.

Memoodu4eckue yka3aHusi

I'ennble 0OoJie3HM —  3a00JIeBaHMS, KOTOPbIE BBI3BIBAIOTCS T€HHBIMHU
myTanusamu. [locnennue mepenaroTcs U3 MOKOJEHHUS B MOKOJICHHE 0e3 M3MEHEHHI.
CymectByet 6osiee 2000 pazHo0Opa3HbIX HaCJAeICTBEHHBIX 3a00JICBaHUI YeJIOBEKa,
XapaKTEPU3YIOIINXCS Pa3TUYHBIMU HaApYIIEHUSIMH OOMEHa BEIEeCTB, CHUCTEMBI
KpOBHU, OpPraHOB YYyBCTB, HEPBHOMW M JApyrux cucreMm. OOIas 4YactoTa TE€HHBIX
OoJie3Hel B MOMYJISIIUAX paBHa puMepHO 1-2%, B TO BpeMs Kak OoTAelbHbIE (HOPMBI
HACJICICTBEHHOW MATOJIOTHH BCTPEUYAIOTCS 3HAYUTENBHO (B IECATKU-COTHH - THICSYH
pa3) pexe.

Bo3Hukime moj BIUSHUEM MYTAreHOB B T€HE MYTallUd OOBIYHO TMPUBOAST
KaKk K KOJMYECTBEHHBIM, TaK M KA4YE€CTBEHHBIM HAPYIICHUSIM B CHHTE3UPYEMOM
dbepMenTe, OEIKOBOM MPOAYKTE. DTO 00s3aTENbHO CKAa3bIBAETCS B BHJE TOTO WU
WHOTO HaApyLIEHUS CTPYKTYPhI, MeTaboim3Ma U (yHKIHHA, COOTBETCTBYIOIIETO TOU
WM WHOW KapTHHE HACIEICTBEHHOW marojoruu. Takum o0pa3oM, B MaTOTECHE3e
TE€HHbIX OO0Je3He 0co00€ MECTO 3aHHMMAlOT, BO-TIEPBBIX, HACJEICTBEHHbIC
(depmeHTONaTHH (SH3UMOIIATUN) — HACIEACTBEHHBIE 3a00JIEBaHMSI, 00YCIOBICHHbBIE
OTCYTCTBHEM KakKoro-mmoo ¢epMeHTa WM CYIIECTBEHHBIM HW3MCHCHHEM €ro
AKTUBHOCTH, BO-BTOPBIX, T€ WM WHBIE CTPYKTYpHbIE HAPYIICHUS KIJIETOK.
Kakx anomamuu, Tak ® OOJE3HHM MOTYT HACJEJ0BATHLCS [0  AyTOCOMHO-
JTOMUHAHTHOMY THUITy, ayTOCOMHO-PEIIECCUBHOMY THITY, & TAaKXK€ CIICTJICHO C MOJIOM
(T.e. IepeaaBaThLCS C TOJIOBOM, TIIaBHBIM 00pa3oM, ¢ X- XpOMOCOMOM).

ITo ayTOCOMHO-TOMUHAHTHOMY THILY HACIEAYIOTCS OOBIYHO HE OIACHBIE TS
KU3HU U3MCHCHUS, aHOMAJHNH, a TaKkKe OOJIe3HH W CHHAPOMBI, MPECTABISIONINE
Pa3IUYHYIO CTENEHb OIMACHOCTHU LTSI opraHusma.
K anomaausim oTHOCSATCS KOPOTKOMNAJIOCTh, MHOTIOMAJIOCTh, CPOCIIMECS TaJbIIbI,
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UCKPUBIIEHUE HOITEW, KOCTEW, YIIHBIX PAaKOBHUH, OJU30PYKOCTb, NATbHO30PKOCTb,
aACTUTMAaTU3M U Jp.

K 0oJie3HIM OTHOCATCS BPOXKIEHHBIC KaTapakTa, TIJayKoMa, MbIIICUYHAs
aTtpodusi, MpIIedHass AUCTPODHUS, TTOTUIO3 TOJICTON KHIIKH, CEPIIOBUTHOKICTOUHAS
anemus (HbS), mykoBucrenos, Tamaccemusi, XOHIPOIUCTPODHH, aXOHIPOIIA3UH,
peTuHoOIacTOMAa U Ip.

K cunnpomam oTHOCSTCS:

- cuHJpoM Mapdana (moABBIBUX XpyCTalMKa, May4ybd Majblbl, aHEBpU3Ma AOPTHI,
BO3HUKAIOIME W3-3a HApYIIEHUS CHUHTE3a OEIKOB B COEIWHUTEILHOTKAHHBIX
CTPYKTypax),

- cungpom lompaeHapa (pacmieruieHne TyObl M HEOA, MHOXKECTBEHHbBIC
0a3aJbHOKJICTOYHBIE  KApIIMHOMBI, KHUCTBl  YENIOCTH, aHOMAJIMH  CKeJleTa),
- CHHIPOM KIIIOUHYHO-YEPEITHOW IHCIIa3uu (paciieryieHue HEOa, IUPOKHN CBO/I
yepena (He3apalleHHblE POJHUYKH Ha 4Yepene, MaJeHbKOE JHI0, OTCYTCTBHE
KJIFOUHIT) | JIp.

DT aHOMAJIMH, 3200JIEBaHUS U CUHJIPOMBI MOTYT NI€peAaBaThCs MO TUITY Kak
MOJTHOTO, TaK U HETIOJIHOTO IOMUHUPOBAHMSL.

CreneHb NPOSIBJIEHUS] TOMMHAHTHOTO NMPHU3HAKA B (DEHOTUIIE MOXKET OBITh
paznuyHON (HEe3HAUYUTENbHOM WM cuiibHOM). [locnmeqHee ompenensieTcss HE TOJBKO
reHETUYECKUMU (hakTOopaMu, HO U (paKTOpaMu BHEIIHEH CpPEbl.

ITo ayTOCOMHO-pelecCHBHOMY THITY niepeaacTcs OOJBIITMHCTBO
HACJICICTBEHHBIX 0OJIe3HEH, KOTOpbhIE Pa3BUBAIOTCA Yy TOMO3WUTOTHBIX JAETel, o0a
pOAUTENST KOTOPBIX SBISIOTCA T'€TEPO3UTOTHBIMU HOCHUTEISIMU MATOJIOTHYECKOTO
npu3HaKa U PEeHOTUITUYECKH 3I0POBBHI.

Ilo ayrocoMHO-penecCHBHOMY THILy NIepea€Tcsi aHOMallusg B BHUIE
anbOMHM3Ma (OTCYTCTBHE MUTMEHTA B KOXE, BOJIOCAX, Py KKE I71a3a, BOZHUKAIOIIAs
M3-3a OTCYTCTBHSI TUPO3MHA3bl, B HOPME MpEeBpalllaronieidl THpO3uH B MelanuH). [1o
JAHHOMY THUIy mMepeaaéTcss MHOTO HACHEICTBEHHBIX ayTOCOMHO-PEIIECCUBHBIX
3a001€BaHUM, TaKWX Kak: BpPOXKAEHHAs TJIIYXOHEMOTAa, HWIAUOTHUS CO CIENOTOM,
mu3o(peHusi, caxapHblil 11a0eT, MoJHas BETOBAs CIIENOTa, MUKpoLedaius u ap.

OdyeHb YacToO MO AYTOCOMHO-PEleCCHBHOMY THILY NIEPEIAIOTCS pPa3IMYHbIC
HapyIIeHus 0OMeHa BEIIECTR:

* (enmnkeToHypuss (OCHOBY KOTOPOH COCTaBIsieT TOHIKEHHUE AaKTUBHOCTHU
TJIFOKO30aTaHUHTUIPOKCUIIA3bl, YTO MPUBOJAUT K HAKOIUICHWIO |-deHunanmaHuHa B
TKaHSIX U3-3a OJIOKAJBI €T0 MEePEexX0/ia B TUPO3UH);

* rajakTo3eMusi (BOSHUKAET M3-3a AedeKTa JakTa3bl — (EepMEeHTa, PACIICTIISIONIETO
JAKTO3Yy; XapaKTepHU3yeTCS TAK)KE yBEIWYEHUEM I€UEHU, PA3BUTHUEM KaTapakThl U
MICUXWYECKUX OTKJIOHEHUH );

* cuHromMnuao3 (BO3HMKAET U3-3a OTCYTCTBUSL (epMeHTa COUHIOIUMNA3bl B
KJIETOUYHBIX MEMOpaHax, 4To COCOOCTBYET OTJIOKEHUIO XOJIECTEPUHA U HAPYLIEHUIO
oOMeHa JIMMUAO0B Kak B MEMOpaHax COCYAOB, TaK M JIPYTHX KIETOYHBIX CTPYKTypax;
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OOBIYHO  COINpPOBOXKIAETCS  TruOenbl0  JeTed B Bo3pacTe [0 S5  JIET;
* neuuT NuprUIOKCHHAa — BUTaMuHA B6 (MpUBOIUT K HapyIIeHHI0 0OMeHa OEITKOB,
AMUHOKHUCIIOT,  JINMIAJOB, (EpPMEHTOB, pa3BUTHUIO TUIOXPOMHON  aHEMHH,
AMUTENTU(GOPMHEIX CYIOPOT U Ap.);

* AJIpCHOTCHUTAJILHBIA CHUHJIPOM: TEHETHYECKH OOYyCJIOBJICHHasi OJioKajga CUHTE3a
[JIIOKOKOPTUKOUHBIX TOPMOHOB B KOpPE HAJIMOYECYHUKOB (BO3HUKAET B PE3yJIbTATe
nepunura A-B-THApokcuiasbl), COMPOBOXKIAIOMIASICS YBEIUYCHUEM B IOCICIHEH
MNPOAYKIUU aHAPOTE€HOB. JTO TMPUBOJAUT K MACKYJIMHU3AIUU JIEBOYEK U
NPEXKACBPEMEHHOMY IOJIOBOMY CO3PEBAHHUIO MAJIbYUKOB.

[Io peueccuBHOMY CHEIJIEHHOMY ¢ X-XpOMOCOMO#l THIy, NEpEeAaroTCs:
JIaNbTOHU3M (KpacHO-3eJI€Hasi CclernoTa), aTpousi 3pUTEIbHBIX HEPBOB, KypHUHAs
cienora, Muonus J[foleHa, CHHAPOM «KypuaBbIX BOJOC» (BO3HHMKAET B PE3yJIbTaTe
HapylieHuss oOMEHa Meu, TMOBBIIMICHUS €€ COJEp)KaHMsI B TKaHSX, MPOSBISETCA
c1ab0OKpallleHHbIMUA, PEJKUMH U  BBINAJAIOMIMMUA  BOJIOCAMU, YMCTBEHHOMU
OTCTaJIOCThIO U T.1.), 1ePeKT (HEepMEHTOB NMEPEBOJAIINX MMyPUHOBHIE OCHOBAHHS B
HYKJICOTU/IbI (compoBokaaeTcs HapyieHueM cuntTe3za JIHK B Buae cunnpoma Jlema-
Haitena, nposiBISIIOIIErocs YMCTBEHHON OTCTaJIOCThIO, arpEeCCUBHBIM IOBEJICHUEM,
YJICHOBPEAUTEIBCTBOM), reMouIus A (B pe3ynbTare HEJIOCTATKA
anturemomibHOro TOOynnHa — dakropa VIII), remodpunus B (B pesynbrare
nepununra pakropa Kpucrmaca — daxropa [X) u 1.1.

[Io AOMMHAHTHOMY CUHEIJIEHHOMY ¢ X-XpOMOCOMOM THMILY [IEPEAAOTCS
runodocdaTeMUUecKuil paxuT (He MOANAIOIINICS JeueHn0 BuTaMuaamu D2 u D3),
KOpUYHEBash SMainb 3yO0oB u np. JlaHHbie 3a0o0JjieBaHMsI DPA3BUBAIOTCA Y JIUI[ U
MY?KCKOT'0, M JKEHCKOT'O I10JIa.

3AJJAHHE 1

Ha ocHOBe MoJy4eHHBIX TEOPETHUECKUX 3HAHUH 3aIIOJIHUTh TaOIUILy

Ne | 3aboneBanue Tun deHoTUIINYECKasT XapaKTEPUCTHKA.
/o Hacjeq0BaHUA

1

2

3

3AJJIAHUME 2

Onpenenute marojoruro, n3o0paxeénnyo Ha pucyHkax 19, 20, 21, 22, 23. Jlaiite
KpaTKy1o (PEHOTUMUYECKYIO XapaKTEPUCTUKY 3a00JICBaHUS.
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Puc.19
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Puc.23

3ATAHHUE 3
Kakoii maTooruu cCOOTBETCTBYET AaHHbIE (DEHOTUMHUECKHUE XapaKTEPUCTUKH.
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OEHOTUITNYECKAS XAPAKTEPUCTHUKA Ne 1

3aboeBaHre TPOSBIACTCS B TEPBBIE THU W HEIETH JKU3HU BBIPAKECHHOMN
KEITYXOU, YBEIMYCHUEM II€YEHU, HEBPOJOTMYECKOM CUMIITOMATHKON (CyI0pOrH,
HUCTarM, TUTIOTOHUS MBIIIIIT), PBOTON B JaJIbHEHUIIIEM OOHAPYKUBAETCSI OTCTABaHUE B
(GU3NYECKOM M HEPBHO-TICUXMYECKOM pPa3BUTHH, BO3HHKAET KaTapakTa. TsKeCTh
3a007€BaHUs  MOXXET 3HAYUTEIBHO BaphbUpOBaTh;, WHOTJAA  CIMHCTBECHHBIM
MIPOSIBJICHUEM OBIBAIOT JIMIIh KaTapaKTa WM HEMEPEHOCHMOCTh Mosioka. OauH u3
BapuaHTOB Oone3nu — ¢opma [roapre — mnpoTekaer OECCUMITOMHO, XOTs
OTMEYEHA CKJIOHHOCTb TaKHUX JIMI[ K XPOHUYECKHM 3a00J€BaHUSM TICYCHH.
[Ipu naGopatopHOM HCCIIEIOBAaHUU B KPOBH OIpPEIEISIETCS TallaKTo3a, COJAEpKaHKe
KOTOpoit MoxkeT pocturath 0,8 1/11; cnenuanbHbIMU MeToJgaMu (Xpomartorpadus)
yaaeTrcss OOHapyXHUTh TrajgakTtody B Mode. [Ipy Haluyum JKENTyXd HapacTaer
collepKaHUE Kak MpsSMOro (AUTTIOKYpOHHWAA), TaK W HENmpsSsMoro (cBOoOOIHOTO)
OwmpyOnHa. XapakTepHbl U APyTHe OMOXUMHUYECKHUE MTPU3HAKU MMOPAKCHUS TICUCHU
(TATIONIPOTEUHEMHSI, THOATBOYMHUHEMHUS, TOJOKUTEIbHBIE TPOOBI Ha HapYIICHUE
KOJUTOUJIOYCTOMYMBOCTH OENKOB). 3HAYUTEIHHO CHUKACTCS COMPOTUBIIIEMOCTH TIO
OTHOIIICHUIO K UH(EKIUH.

OEHOTUITMYECKA A XAPAKTEPUCTHUKA Ne 2
HeBponornueckue u ncUXUYECKUE PacCCTPOMCTBA
YMCTBEHHAsI OTCTaIOCTh
[ToBpIIeHHAst BO30YIMMOCTD B JICTCTBE
Crnemududaeckas moxoaka
Cnemududaeckas ocaHKa U 1103a MPU CUJICHUH
HeoO6bruHOC Mo10’keHNE KOHEUHOCTEH
CtepeoTuribie IBUKCHUS
[ToBbllIeHNE CYXOXWIBHBIX Pe(ICKCOB
Cynoporu
JHedbexTHOE hopMUpOBaHKME MUETHHA
Muxkponedanus
HN3meHeHus Koxu
['unonurmeHTamus
CyxocTh
DKx3eMa
CkrneponepMmust
Bosiochl runmonurMeHTUPOBaHbI
PBoTa B nepuoae HOBOPOKIAEHHOCTH
CBeTibie palyKKH, KaTapakTa
Cnenududecknii MBIITMHBIN 3aax Tela.

KOHTPOJIBHBIE BOITPOCHI
1. Kakue aHoMasiuM TEpeNalTCs MO  ayTOCOMHO-PEIIECCUBHOMY  THITY
HacCJIETOBaHUS?
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2. Kakyue aHOManuu NeEpelarTcs MO0 ayTOCOMHO-JOMMHAaHTHOMY  THUITY
HaCJIEeI0BaHMs?

3. Kakue aHomanuu mnepenaroTcsi MO CIEIIEHHOMY C X-XpOMOCOMOW THITY
HacCJEeI0BaHMs?

4. Kakue aHOManuu MEpeNarTcs IO CUEIUVIEHHOMY C Y-XpOMOCOMOM THITY
HacCJEeI0BaHMs?

Metoabl KOHTPOJIA: KOHTpOJIb OCYHIECTBISETCS B 3aBEPUICHUU MPAKTHYECKOTO
3aHATUS W MPEACTaBIsieT coOOM MPOBEPKY 3amuceld B TETPajid, YCTHBIA OIMPOC IO
IIPE/ICTaBIIEHHBIM KOHTPOJIBHBIM BOIIPOCAM.

Ouenka 3a padoTy HA NPAKTHYECKOM 3aHAATHHN: B COOTBETCTBUU C KPUTEPUIMHU
OLICHKHU.

YpoBHH 0cBOCHUSI Y1eOHOI0 MaTepHaJia:
- 03HAaKOMMTEIIbHBIN (Y3HaBaHUE paHee U3yUYEHHBIX OOBEKTOB, CBOICTB);
- pEenpOayKTUBHBIHN (BBINOJIHEHUE ACSITEIBHOCTH IO 00pa3Iy, MHCTPYKIUHU WIH
M0J1 PyKOBOJICTBOM)
- TNPOAYKTHUBHBIA  (IJJAHUPOBAHHE U  CAMOCTOSITEIbBHOE  BBIIIOJHEHHE
NEeATEIbHOCTH, PEIICHHE MPOOJIEMHBIX 3a1a4)

INPAKTUYECKOE 3AHSTHUE Ne 9 (2 uac.)
N3y4yeHne MaccoBbIX CKPMHUPYIOIIUX METOA0B BbIsIBJIEHUSI
HACJeICTBEHHBIX 3200J1€eBaHUM.

TEMA 6.4: JIluarHocTuka, npoPWIaKTHKA M JieYeHHe HACJeJICTBEHHbIX
3a0o/ieBaHuii. MeauKo-reHeTH4ecKoe KOHCYJIbTHPOBAHHE

dopma opraHu3anum 3aHATHS — PpOHTATBHAS

TpeOoBaHus K YMEHMAM U 3HAHUAM CTY/ACHTOB
CTryaeHT D0JIKEH ymemb:

- Ha ocHoBaHuM aHanM3a pPOJOCIOBHOW W MEPCIEKTUBHBIX HCCIEAOBAHUN
BBIJICJISITh TALIMEHTOB «TPYMHIBI PHUCKA» IO PA3BUTHIO HACJIEACTBEHHOMU
MMaTOJIOTHH.

- IIpoBoauth o0Ociaeq0BaHUE U ONIPOC OOJBHBIX C HACIEACTBEHHON MAaTOJOTUEH

CTyaeHT D0JIKEH 3Hamb.

- IlpuHIUMIIBI KIMHUYECKON JHMArHOCTHKH HACIICJICTBEHHBIX 3a00JICBaHUM.
JlaGopatopHble ~ METOABI  JMATHOCTUKH  HACJSJACTBCHHBIX  OOJIC3HCH:
[IUTOTCHETUYECKHE, OMOXUMHUUECKHE, MOJIEKYIISIPHO-TEHETHIECKUE.

- IIpuHIUIIEI TeYeHUS HACISACTBEHHBIX OOJIe3HEH

- Buzasl nmpodumimakTuku HACIEICTBEHHBIX Oosie3Hel. Meanko-TeHeTuuecKoe
KOHCYJIbTHPOBAHWE KaK MpodUIaKTUKa HACIEACTBECHHBIX 3a00JIeBaHUM.
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[lepcrieKTUBHOE M PETPOCHEKTUBHOE KOHCYJbTUpOBaHME. llokazaHus Kk
MEIUKO-TEHETHYECKOMY KOHCYJIbTHPOBAHUIO.

- MaccoBble, CKPUHUPYIOIIHE METOABl  BBISBICHUS  HACJIEACTBEHHBIX
3aboneBanuil. I[lpeHaranbHass AMArHocTUKa (HEWMHBA3WBHbICE U HHBA3UBHbBIC
MeTobl). HeoHaTanbHbIil CKpUHUHT .

HEJI 3AHATUA: 3akpenuth 3HaHUS, MOJYYEHHBIE HA TEOPETHUYECKUX 3aHATHUSAX.
PaccMoTpeTs MeIUKO-TeHETUYECKOTO KOHCYIBTUPOBAHUS KaK CIIOCO0 MPpO(UIaKTUKU
HaCJIEJICTBEHHBIX 3a00JI€BaHUI.

®dopmupoBaTh 001IKE U TPOPECCUOHATIBHBIE KOMIIETEHIINH.

SATIAYN:
1. PaccMOTpeTh U U3YYUTh CUCTEMY MEIUKO-T€HETUYECKOTO KOHCYJIbTHPOBAHUS
B CTpAaHe.
2. O3HaKOMUTBHCS c MMOKa3aHUAMU K MEIUKO-TEHETUYECKOMY
KOHCYJIbTUPOBAHUIO.
3. Tlo3HaKOMUTBCS ¢ METOaMH BBISIBJICHHS HACJICICTBECHHBIX 3a00JICBAHHM.
4. HayuuThCsd Ha OCHOBAaHUU aHalM3a POJOCIOBHBIX BBIICIATH 'Tpymiry pucka"

I10 Pa3BUTUIO H&CHCI[CTB@HHOﬁ IIaToOJIOTNH

OﬁopyszaHHe U OCHAIIICHUC 3aHATUA: MCTO,[[I/I‘IGCKPIG PCKOMCHIAAONUHU IIO0
OpraHu3anuu IPaKTHICCKHUX 3aHATUN. KapTO"IKI/I C pa3JIMYHBIMHU POAOCIIOBHBIMH.
Memoodu4eckue ykasaHusi

Jlnst mpoduIakTUKH POXKIEHUS JETe ¢ HACIEeICTBEHHBIMU TMATOJIOTHSIMHU
CYIIECTBYET MEANKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE, KOTOPOE MOXKET OBITh
NEPCIEKTUBHOE M peTpocrnekTuBHOe. CyliecTByeT psl TMMOKa3aHUW K MEIUKO-
TCHETHYECKOMY KOHCYJIbTUPOBAHHUIO.

B Poccun oprannzoBaHa cucTeMa MEIMKO-TEHETHUECKOTO KOHCYJIBTHPOBAHUS.
JIJisi BBISIBJICHUST HACJICACTBEHHBIX 3a00JIeBaHUI pa3pabOTaHbl Pa3IMYHBIC METO/IBI.
OCHOBHBIMH METOJIaMH SIBJISIFOTCSI MACCOBBIN CKPUHUHT (HEOHATANbHBIA CKPUHHUHT Ha
TUTIOTUPHO3, (DEHUIIKETOHYPHUIO).

BrITIOTHEHHE CKPUHUPYIOMIUX TIPOrpaMM, HIrparoT OOJIBIIYyI0 pPOJb B B
MPOQUIAKTUKE BPOXKIEHHBIX IOPOKOB PAa3BUTHUS U HACJIEICTBECHHBIX 3a00JICBaAHUIA.

CyImiecTByOT IPOrpaMMbl MAaCCOBOTO MTPEHATAIBHOTO CKPUHUHTA BPOXKIEHHBIX
MMOPOKOB Pa3BUTHS U XPOMOCOMHBIX 3a00JI€BaHUMN.

OCHOBHBIE U3 HUX:
- Omnpenenenue o - PeTONPOTEHHA B CHIBOPOTKE KPOBU OEPEMEHHBIX KEHIIIH.
- Omnpenenenne XOPUOHAIIBHOT'O TOHAIOTPOIIHHA.
- VIBTPO3BYKOBOW CKPUHUHT OEPEMEHHBIX.
- JHBa3uBHBIC MeETOABI TPHATAIBLHOM JUArHOCTUKHM (OWOIICHS XOpHOHA,
JTUArHOCTUYCCKUA aMHHUOIIEHTE3, KOPAUOIICHTE3).

57



3AJJAHUE 1

CocraButb cxemy " Cucrema MeIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS B CTpaHe"
Vkazare aTanbel. OxapakTepu3oBaTh pabOTy IPOBOAMMYIO MeA. CilIykO0aMu Ha
Ka)KIOM JTarle.

3AJZIAHUE 2
[ToaroToBUTE 3CKU3 HArJISAHOTO TOCOOWS JUIsi MEAMIIMHCKUX — YUPEKICHUM
"ITokazaHust K MEAUKO-TEHETUYECKOMY KOHCYJbTUPOBAHUIO" .

3AZIAHUE 3

[IpoananusupoBath poaocioBHbIE Ne5, Ne6, No7, Ne§.

B kaxnoil pomocioBHOU omnpenenuTs "rpynny pucka'. Onpenenutb BEpOSATHOCTD
POXKICHUST OOJIBHBIX JETEH.

N\ &

|

PonocnoBuasg Ne 5

PonocnoBuas Ne 6

O—Y)>
ARG T o). I=e
oot O

PonocnoBuas Ne 7 PonocnoBuas Ne 8

4

KOHTPOJIBHBIE BOITPOCHI
1. B kakux caydadx IenecooOpa3Ho oOpalieHue B MEIAUKO-TEHETHUECKYIO
KOHCYJIbTAILIUIO?
Jl71s 9ero HeoOXOAUM aHAIHM3 POIOCIOBHOM?
B kakux cinyyasx peKOMEeHIyeTCs MpeHaTalbHas AUarHoCTUKa?
Kakue meToapl mpeHaTalbHON TUarHOCTUKU BHI 3HaeTe?
Uro 3HAYUT CKPUHUPYIOIIME METOABl BBIIBICHHUS  HACJIEICTBEHHBIX
3a00sieBaHU?

©~N o
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Metoabl KOHTpOJsi: KOHTpONb OCYHIECTBIAETCS B 3aBEPIICHUM NPAKTHYECKOTO
3aHATUA U TIPEACTaBIseT coOOM MPOBEPKY 3amuceil B TETpagH, YCTHBIA OMPOC IO
IIPEACTABICHHBIM KOHTPOJIBHBIM BOIIPOCAM.

Ouenka 3a padoTy HA NPAKTHYECKOM 3aHSAATHHN: B COOTBETCTBUU C KPUTEPUIMHU
OLICHKHU.

YpoBHH 0CBOCHMS YU4eOHOI0 MaTepHaJia:
—  03HAKOMUTEJbHBIN (y3HABaHUE paHee U3yUYEeHHBIX 00BEKTOB, CBONCTB);
—  PemnpOAYyKTUBHBIN (BBINOJHEHHUE AEATEIBHOCTH 1O 00pa3ily, HHCTPYKIIUH WU
0]l PyKOBOJICTBOM)

- HpOI[YKTHBHBIfI (HJ'IaHI/IPOBaHI/IC u CaMOCTOATCIIBHOC BBIITOJIHCHUC
ACATCIbHOCTH, PCIICHUC Hp06HeMHBIX 3az[aq)
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Ipunoocenue 1

TaﬁJmua IF¢HETHYCCKOI'0 KOJAa

IlepBoe Tperbe
Bropoe ocHOBaHue
OCHOBaHHUE OCHOBaHUE
Y(A) (T) A (L)
Y(A)
®en Cep Tup uc Y(A)
®den Cep Tup uc ()
Jleit Cep - - A(T)
Jlenn Cep - Tpu (1)
I(T’)
Jlen ITpo I'uc Apr Y(A)
Jlein IIpo T'uc Apr 11(1))
Jlen ITpo I'na Apr A(T)
Jlein IIpo I'nu Apr (1)
A(T)
Une Tpe Acn Cep Y(A)
Une Tpe Acn Cep )
Une Tpe JInz Apr A(T)
Mert Tpe JIuz Apr (1)
(L)
Ban Ana Acn I'mu Y(A)
Ban Ana Acn I'mu )
Ban Ana 'y ['mu A(T)
Ban Ana I'ny I'mn (1)
AMHHOKHCJIOTA Koaupyronmme TpumnieTsl
AJlaHuH 'Y 'all 'iA T'r
Apruaua OI'Y ' HOCA OI'T ATA AT'T
Acnaparus AAY AAIL
AcnaparnHoBas KUCJIOTa I'AY I'All
Banun I'YYITVOTYATYD
I'mctunun HAY LAIL
JB0Z000%031 ITYITIHITA
['myramun HAA LHAT
['myramuHOBast KHCIOTA I'AATAI
N3oneiinux AVY AVIIAVA
Jlewituu HYY OYILIOYA IVI YYA VYT
JIlnzuna AAA AAT
MeTrnoHuH AVT
Hpomun LY T TIHA T
Cepun YIOY YOI YIHA VI ATY AI'T]
Tupozun YAY VAIl
Tpeonun ALY AL ALTA AL’
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Tpunrodan YIT
deHUIaIaHUH YVV VVI
Ilucrenn YI'V VI'T]

Ipunooicerue 2
Ipumep pemenns 3agaq
3AJIAYA:

Ecnu math 1 oTen pe3yc — moJIoKUTENIbHbIE (JOMUHAHTHBIN MPU3HAK), TO MOXKET JI
UX JI04b OBITh pe3yC — OTpUlIATEIbHAs?

/ TlomoxurenpHbIl A

OTtpuuarenbHbIi a

Pesyc dakrop

P Q-AAx JAA PQ-AaxdAa
e ~Na
T"'ameTn! A A
Tameter A a A a
F1 AA F1 AA, Aa, Aa, aa

OtBeT: B ciyyae TOMO3WTOTHOCTH POJMTENECH JT049h HE MOXET OBITh pe3yc —
OTPUIIATEIBLHOM, B CIydae reTepO3UTOTHOCTH POJUTENICH J10Yb MOXKET OBITh Pe3yc —
OTPHUIIATEIILHOM.
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