ITPAKTUYECKOE 3AHATHE Nel

Tema: Ctpoenue kierku. Knerounsiii ukn. PasMHOkeHHEe HA OpraHu3MeHHOM ypoBHE. CrIocoObI
0€ecI10JI0ro U MOJI0BOI0 Pa3MHOKEHUS

Ieau 3anaTus:

1) ITo3HaKOMHTBCS € MpaBUIIAMU OXPaHbI TPYAa U TEXHUKU O€30MIaCHOCTH MIPU BHITIOJTHEHUH PabOThI
B J1abopaTopuu.

2) U3yunth quHAMHUKY MMOBEIACHHS XPOMOCOM B IIPOLIECCE MUTO3A.

3) VscHUTH OMOJIOTUYECKYIO CYIITHOCTh M MPEUMYIIIECTBA TIOJIOBOTO PAa3MHOKEHUS HA/l OECIIOIBIM.
4) BoisBUTH (hakTOPHI BHEIIHEW U BHYTPEHHEH Cpe/ibl, BIUSIONIME HAa CKOPOCTh U XapaKkTep MUTO3a.

Y4yeOHast KapTa 3aHATHSA:
Bomnpocsl 1Ji1 NOATOTOBKH 10 TeMe:

CrtpoeHre KIETOK MPOKApUOTOB M DJYKapHOTOB (CTPYKTypa M (PYHKIIMH OCHOBHBIX
KOMITOHEHTOB KJIETKH).

MuToTHYeCKUI LUKI U )KU3HEHHBIN [UKI KJIETKU, UX cooTHoueHue. Mutepdasa (mepuo sl
unTepdassl 1 ocHoBHBIE Tporiecchl). [lepuoa GO. ITpumMeps! KIETOK ¢ pa3HO BEPOATHOCTHIO
JCJICHUS.

XapakTepucTuka coOObITHIA, MTPOTEKAIOIIUX BO BpeMsi MUTO3a. bruonorunueckoe 3HaueHUE
muTo3a. Kiierounas reopus.

XpomocomMa — (opma CTPYKTYpHO-(QDYHKIMOHAIBHON OpraHu3alii HaCleICTBEHHOTO
MaTepuanga (XMMHYECKHMH cocTaB, CTpoeHue, Mopdosorus xpomocom). Ilonstue o
reTepoxpoMaTuHe 1 dyxpomaruHe. HykiieocoMHasi MoJienb CTPOEHUS XPOMOCOM.

Perynsmus kiaeTo4HOro ukia (UMKINHBL, TUKINH-3aBUCUMbIE KMHA3bl, CBEPOYHBIC TOUKH).
Pa3smHoxkeHne —  yHHBepcalbHOE  CBOICTBO, oOecreuMBarollee  MaTepHaIbHYIO
HEMPEPHIBHOCTH KUBOTO.

®opMbl pa3MHOXKEHHS: a) Oecrionoe; 0) mosoBoe. CpaBHUTEIbHAS XapaAKTEPUCTHKA.
Crioco06s1 6ecosIoro pa3MHOXKEHHUS Y OJHOKJIETOYHBIX U MHOTOKJIETOYHBIX OPTaHU3MOB.
[TapTenorenes. BapuanTel mapreHorenesa. I mHorenes. Angporeses. PacpocTpaHeHHOCTD B
IIPUPOJIE.

[{uTomornyeckue MEXaHW3Mbl MTOJIOBOTO Pa3MHOKEHMSI: ME03 Kak npoiecc popMupoBaHus
rarioniHbIX Kietok. das3bl Melo3a, XapaKTepUCTHKAa OCHOBHBIX IPOLIECCOB. 3HAa4YCHHE
Meiro3a. OTauyus Meno3a OT MUTO3a.

3aoanun 01 yuedOHO-UCC1€008amMeNbCKOU PADOmMbL 00YUAIOUWUXCA:
3asanue 1. 3anmoJiHUTe Ta0JMIy HA M3yYeHHe OPraHOM/10B KJIETKH

Tao6auna 1
Opranouasbl KJIeTKH

HasBanmue OcCo0eHHOCTH CTPOCHUS DyHKIUH

SAnpo

Puodocoma

JIn3zocoma

HaoMmIA3MATHYECKAA

CeTh




Anmnapat I'oabaxu

Bakyoub

MuToxoHapus

MuTomiazma

IInacTruasl

Kinerounbiii ueHTp

3ag!aHHe 2. I/I3y'le}me KapUOKHHE3a B KIIETKAX KOpelKka JIyKa.
PaCCMOTpeTB Ha OOJIBIIIOM YBCIMYCHHUUN MUKPOCKOIIA IMperapar “KapI/IOKI/IHCB B KJICTKAX KOpPCIIKa

2

ayka”.

Haiitu 30Hy MHTEHCHBHOI'O JI€JIeHUs KJIETOK, OIMCaTh BCE CTaJUU MUTO3a U 3apUCOBATh:

A) knremka ¢ unmepgasze (knerka ¢ 4eTKo 000COOIEHHBIM SIIPOM C OJJHUM WJIU ABYMS SAPBIILIKAMH,
C CWJIbHO OKpAaIlllEHHBIMH 3€pHAMH XPOMATHHA).

OTMeTuTh:

1. sigpo;

2. mUTOIJIA3MY.

b) knemka 6 no3onein npoghasze (xnetka ¢ HaOyXIIUM SPOM, TIOSIBIISIETCS HUTEBUAHAS CTPYKTypa
XpOMOCOM, CBEpHYTHIX B KiIyOoK. K KoHIly mpoda3bl suepHas MeMOpaHa pacTBOPSIETCS, U KIIyOOK
XPOMOCOM OKa3bIBACTCS B IUTOILIA3ME).
OTMeTuTh:

1. xpomocombl




B) knemka 6 memaghaze vnv Ha cTaguu «MaTEPUHCKON 3BE3/b» (KJIETKA, HA SKBATOPE KOTOPOM
pacmoararTcs XpOMOCOMBI, COCTOSIIINE U3 2-X XpOMaTUJ] — MeTada3Has IIACTUHKA).

OTMETHUTB:

1. pacnosoxkeHne XpoMOCOM IO IKBATOPY KJIETKH;

2. mUTOILIA3MY.

I') kiemka 6 anagaze (xierka, B KOTOPOH XpoMaTUAbl (HOYEPHUE XPOMOCOMBI) PacXOSATCsS K
MIOJIFOCaM, OHM UMEIOT BUJ LIMUJIEK (LIEHTPOMEPHI K MOJI0CaM, a IJIEYH K 3KBATOPY), HAIIPABICHHbIX
Ha I10JTII0Ca KIJICTKH).

OTMeTuTh:

1. pacxokaeHue XpoMOCOM K MOJIOCTH KJIETKH;

2. OUTONJIA3MY.

1) knemka 6 menoghaze (kKneTKka, Ha MOJTIOCAX KOTOPOU TOYEPHHUE XPOMOCOMBI COOMPAIOTCS B BUJIC
KITyOKOB (paHHss Tenodasa), BOKPYT XpOMOCOM Ha IOJIF0cax 00pa3yroTcs siiepHbIe 000JI0UKH).
OTMETHUTH:

1. [ouyepHHe KJIETKH;

2. sapa 104YepPHUX KJIETOK;

3. muMTomiasmy.




3aganue 3. U3yuyeHne MUTOTHYECKOTO /IeJIeHUSI B KJIE€TKAX 3apPObIIIA AaCKAPU/IbI.

PaccmoTpeTs Ha 60JIBIIIOM YBETHYECHUN MUKPOCKOIa “MHUTO3 B KJIIETKaX 3apO/IbIia aCKapu bl .
3apucoBaTh HECKOJBKO SIMI] C 3apOABIIIAMU aCKapHIbl, KJIETKH KOTOPBIX HAXOIATCS Ha Pa3HbIX
CTaIuAX APOOIICHHUS.

OTMeTuTH:

1. ckopJaynoByw 000/104KY;

2. OJuacToMepsbl;

3. XpoMOCOMBI.

Cnenath BbIBOJ O (ha3e MUTO3a B 3apMCOBaHHBIX Bamu Giacromepax:

3asnanue 4. U3yyeHue MUKPOCKONINYECKOI0 CTPOCHHUSI CEMEHHMKA KPbICHI.

PaccmoTpeTs Ha 00JBIIOM YBEIMYEHMM MMKpockoma mpenapar «llomepeuHslit cpe3 ceMeHHUKa
KpBICBI». 3apuCOBaTh CTPOEHNUE CEMEHHOI'O KaHalblla, OTMETUB Ha PUCYHKE:!

1. cnepMaToroHuu (Kpyrible KJI€TKH ¢ TEMHBIMU SApaMH, PACIOJIOKEHHbIE B OCHOBAaHUM CTEHKH
KaHAJIbLIEB);

2. cnepMaTonuThl 1-0r0 M 2-0ro MOPSAAKOB (PacroioXeHbl ONMKe K MPOCBETY KaHaJbIIa,
o0ranaroT 6oJiee CBETIBIMU, KPYITHBIMU SIIpaMHU U UMEIOT 00Jiee KPYITHBIE pa3Mephl);

3. cnepMaTO30MbI (MMEIOT BUJI TOHKUX HUTEH, paCOI0KEHHBIX B IPOCBETE KaHANbIIA).




3aganue 5. U3yyeHne MUKPOCKONUYECKOr0 CTPOCHHUS SIMYHIKA MJIEKOMUTAKOIIEr0.
PaccmoTpeTrr Ha MajoM yBENIMYEHMM MHUKpOCKoma Mukpompenapar «Cpe3  sSMYHHKa
MJICKOITUTAIOIIIETO.

3apucoBathb 3penblii HOITUKYI — 2paaghos ny3wvipex, OTMETHB:

1. crenky osuinKy.ia;

2. moJiocth osInKyIa;

3. stiileHOCHBIH OYropok (BbICTYII, 00pa30BaHHBIN (QOJLTUKYISIPHBIMU KIECTKAMH )}

4. oouMT 2-0r0 NOpPsAKA (PacroyiOKCHHBIM BHYTPH SHIIEHOCHOTO OYropka).

BOIIpOCLI mo TeMe 1Jist CaMOCTOATEJIbHOI0O U3Y1YCHUSA Oﬁy‘Ia]OIHI/IMI/ICH:

Kierounas Teopust kak JOKa3aTeIbCTBO €IMHCTBA )KUBOTO.

Tunbl KIETOYHON OpraHW3alMy MPO- U IYKAPUOTHYECKHX KIeTOK. [loTok mH(popmanuy,
SHEPrUU U BEILIECTBA B KJIETKE. 3aKOHOMEPHOCTH CYIIIECTBOBAHUS KJIETKH BO BPEMEHHU.
Amuto3, ero ocobeHHoctd. DHaoMuTo3. [Tomurenus.

buonoruueckoe 3HaueHNE MUTO3a U aMUTO34.

ITonoBoii nporecc kak MexaHU3M 0OMeHa HaclleZICTBEHHON HH(pOopMalueil BHYTpH BHJIA.
[TosiBieHME KIIETKU KaK UCXO/IHAsl TOUKA OMOJIOTrHYECKON IBOJIOLIUH.

['unoTessl IIPOUCXOXKACHUS YKapUOTHUYECKUX KJIETOK. BozHukHOBeHHE
MHOTOKJIETOYHOCTU. OTINYUSI KJIIETOK OJJHO- U MHOTOKJIETOUYHBIX OpPTraHU3MOB.

ITonoBo#i mpouecc kak MexaHu3M OoOMeHa Hacle[CTBEHHOW WMH(popMalnueld BHYTPH BHJA.
BnusiHue HUKOTHHA, QJIKOTOJIsl 1 HAPKOTHKOB Ha Pa3BUTHE YEIIOBEKA.

[TapTenorenes. BapuanTel mapreHorenesa. I muorenes. Anaporenes. PacripoctpaHeHHOCTD B
MIPUPOJIE.

[{uTonornyeckre MeXaHW3Mbl MIOJIOBOTO pa3MHOXKEHHUs: Mel03 Kak nporecc (opMUPOBAHUS
ralioniHbIX KieTok. das3pl Melo3a, XapakTEpHUCTHKAa OCHOBHBIX IIPOLIECCOB. 3HAYEHUE
Mero3a. OTanuus Melo3a OT MUTO3a.




ITPAKTUYECKOE 3AHATHUE Ne2

Tema: Monekynsipable 0OCHOBBI HacheACcTBEHHOCTH (1)

ean 3ansTHs:

1) N3y4unth 0COOEHHOCTH TaMETOTeHEe3a B CBS3U CO CHEIUPUICCKIMH (DYHKIIUSIMU TaMET.

2) O6partuTh BHUMAaHHE Ha BIMSHHE HUKOTHHA, aJKOTOJISI U HApPKOTUKOB Ha HACIEICTBEHHOCTh
4eJI0BeKa.

3) ITo3HaKOMUTCS C COBPEMEHHOM TEOpHUEH CTPOEHUS I'eHa.

4) U3yuuts cTpoeHue U cBoiicTBa HacieacTBeHHoro Matepuaia (JAHK, PHK).

5) VsacHuTh MexaHU3M KOJAUPOBAHUS U NEpelauy HACIeICTBEHHOM nH(popMauu

YueOHast KapTa 3aHATHSA:

Bonpocs! 1J1s1 NOATOTOBKH 10 TeMe:

e Tamerorene3. OmiMuusi OBOreHe3a U clepMaToreHesa. MeAMIIMHCKOE 3HAYEHHE
0COOEHHOCTEH rameToreHesa.

e (CTpoeHHE MOJIOBBIX KJIETOK. TUIIBI AHIEKIETOK.

e CoBpeMeHHbI! B3I/ Ha CTPOEHHE I'eHa.

e CTpyKTypHO-(DYHKIIMOHAJIbHbIE YPOBHU OpraHM3allMM HACJEICTBEHHOIO Marepuala.
@OyHKIMM HaceACTBEHHOro marepuana. OcoOeHHOCTH CTpOoeHUs U (YyHKIHUOHHPOBAHUS
TEeHETUYECKOTO armapaTa NpoKapuoT U SyKapuoT.

e Oco0eHHOCTH TEeHOMA DYKapHOTOB U YEIOBEKa

e XuMHYECKasi OpraHu3alysl HACIEACTBEHHOIO MaTepuana:

a) Ctpykrypa u cBoiicta JJHK.
6) Ctpyxtypa u Buasl PHK. ®ynxnuu PHK.
e 3HaueHUE CIEQYIOIIUX OCIE0BATENIbHOCTEW HYKIEOTUIOB:
a) YHUKAJIbHBIX;
0) CO CpEeTHUM YHCJIOM ITOBTOPOB;
B) ¢ OOJIBLIIMM YHCJIOM IIOBTOPOB;
I') IepeMelaloINecs: TeHETUYECKHE FIIEMEHTBHI.

e ['eHeTHueCKHil KOJ Kak croco0 3amucu HaciencTBeHHoM wuH(popManun. CBoHcTBa

TEHETUYECKOT0 KOJ1a.

3aoanun 01 yuedOHO-UCC1€008ameNbCKOU padOmul 00yUAIOWUXCA:

3asanue 1. U3ydyeHue npaBuj pelieHUs TeHeTHYeCKUX 3a/1a4 110 TeMe 3aHATHS.
[To3HakOMbTECH € MPUMEpPaMH PELLICHHs TUIIOBBIX 33/1a4 ¢ UCIOJIb30BaHUeM IpaBuia Yapragoa.
3adaua 1.

HccnenoBanus nokaszanu, uto 34% oOmiero yncna HykineotunoB MPHK npuxoautcs va ryanus, 18%
Ha 1uto3uH. OmnpenenuTe TMPOIEHTHBIA COCTAaB Aa30THCTBIX OCHOBAaHUM, COOTBETCTBYIOIIHI
nsyxuenoyeynoit JJHK.

Pewrenue:

1) Opnouenoveunas MPHK mo coctaBy HUTO3MHOBBIX M I'YyaHHHOBBIX OCHOBAHUH COOTBETCTBYET
aatucMmeiciioBoi 1ienu JIHK. CnenoBarensno, B antucmseicioBoit nenu JJHK (5°-3") cooTHomenne
I'YaHUHOBBIX M IUTO3MHOBBIX HyKJIeoTu 0B aHanorunyno MPHK: I'=18% u 11=34%

2) TD'yanus u nuto3uH antucMbiciaoBoi nenu JJHK oO6pasyeT komruieMeHTapHble CBSA3H C IIUTO3HHOM
U TYaHMHOM COOTBETCTBEHHO B CMBICJIOBOM KOJOT€HHOM LIEIH, CIEA0BATENbHO, [ aHTUCMBICTIOBOM
nenu (18%)=L] xomorennoit nenu (18%); LI antucmeicnoBoit nenu (34%)=I" xomoreHHo#l 1enu
(34%). Takum obpazom, kommuectBo [ +1] B nByxnienogeunoi JJHK=18%+34%=52%

3) Tak kak (A+T)+(T+L[)=100%, To A+T=100%-52%=48%

4) T.x. mo mpaBwity Yaprapda I'=I[ u A=T, to B 52% ryaHUH-IIUTO3MHOBBIX map '2=26%
IIPUXOJNUTCS Ha I'yaHUH U 2=26% Ha 1uto3uH. COOTBETCTBEHHO B 48% aJ€HMH-TUMUHOBBIX Iap
72=24% npuxoauTcs Ha aieHuH U 2=24% Ha TUMHH.

Ortset: B asyxuenoueunoi monexyine JAHK 26% npuxonntcs Ha ryanuH, 26% - Ha nuTo3uH, 24% -
Ha afeHuH, 24% - Ha TUMMH.



3aganue 2: CamocTofiTeIbHOE PellleHre TeHeTHYeCKUX 3a/1a4.
Pemmre cnenyronye 3a1auu caMOCTOATEIBHO:

3aodaua 2.1.

B pesynbTaTe 3KCIepuMEHTOB YCTaHOBIIIH, YTO B Mojiekyine MPHK Ha oo aieHnHOB MpUxoauTcs
30%, na nmomo ypauunoB — 12%. Omnpegenute NPOIEHTHBIM COCTaB a30THCTBHIX OCHOBAaHHIA,
cooTBeTCTBYIOIMX AByX1enoyeunout JTHK.

3aoaua 2.2.
Ha ¢parmente ognoit u3 neneit JJHK HykiaeoTuas! pacmonaratoTcsi B HOCiIe10BaTEIbHOCTH:
5 TTUTUTALI'TAT 3°
Hapucyiite cxemy asyxuenoueynoit monekyssl JJHK. O0bscHuTe, KakiMu pru3HaKaMu IOCTPOCHUS
JIHK Br1 pykoBoactBoBanuch? KakoBa miauna storo otpeska JJHK B HM, eciu KakIbIii HYKICOTH]T

3aHUMAcCT 0,34 HM 110 ,Z[J'II/IHC? CKOJIBKO COACPIKUTCA HYKICOTUIAOB B 3TOU IIOCJICA0BATCIIBHOCTHU
JTHK?

3adaua 2.3.

Y4acTok NoJUNEeNnTHAA MIPEICTaBICH CIEAYIOIMMH AMUHOKHACIOTAMU:
-cep-BaJI-IJ1y-MeT-THP-aj1a-BaJl-

Kakoe Komm4ecTBO HYKJIEOTHMAOB BXOAUT B cocTraB reHa? KakoB HYKIEOTHIHBIN COCTaB

koupyomero yyactka JJHK?




3adaua 2.4.
Monekyna MHCYJIMHA COCTOUT M3 51 aMHMHOKHUCIOTHOrO ocTaTka. CKOJBKO HYKJICOTHUIOB HMEET
yuyactok J{HK, xonupyrommii nanusiii 6emok?

3aoaua 2.5.
Onna u3 nonunykiaeotuubIx nened JJHK coctout u3 cneayronmx HyKJIeoTUI0B:
S ATAHTUITAHUTATATTTAAALNTIS

CKOJIBKO ypaluiIOBbIX HYKJICOTUI0B OyzeT conepsxats UPHK, cunTesupoBanHas Ha JaHHOM y4acTKe
JTHK?

Bonpocs! o Teme 17151 CAMOCTOSITEILHOTO 00Y4al0OLIMMHMCH :
e JloxazarenbcTBa HACIEICTBEHHOMN POJIM HYKJIEMHOBBIX KUCIOT (3kcriepumeHnTt O. OBepu, K.
Maxkiaynga u M. Makkaptu. Tpancopmanus. Tpancaykius).
e Dpomomnus npezncTasnenuii o rene (Morancon, Konsuos, bensep, Yorcon, Kpuxk, y6unum,
CepebpoBckuii).



ITPAKTUYECKOE 3AHATHUE Ne3

Tema: Monexynsipabie ocHOBBI HacaeacTBeHHOCTH (11)

ean 3ansTHs:

1) 3yunth OCHOBHBIC 3Tambl MpOIECCa peaTH3alMi HACIEACTBEHHONH WHQPOpMAIMU y Tpo- U
JYKapHoT.

2) PaccMoTpeTh OMOJOTHYECKUE aHTUMYTALlMOHHbBIE MEXaHU3MBI.

3) Pa3zoOpate OCHOBHBIE CBOWCTBA TI€Ha KaK CTPYKTYpHO-(QDYHKIMOHAIBLHON  €IUHUIIBI
HaCJIeICTBEHHON MH(OPMALIUH.

4) Pa3zo6patb ocHoBHBIE MeTO bl JIHK-1uarnoctukw.

Y4yeOHas kapTa 3aHATHUS:

Bomnpocsl i1 NOATOTOBKH 110 TeMe:

e [I'eH — cTpykTypHas U (yHKIMOHATbHAS €UHUIIA HACICICTBEHHOCTH. B3auMOCBSI3b MEX Y
reHoM u npusHakoMm. CBoiicTBa reHa. OcoOEHHOCTH OpraHU3alliid T'€HOB MPOKAPHUOTOB U
3YKApUOTOB.

e buonornyeckue aHTUMYTallMOHHbIE MEXAHU3MBI.

e Meronsl ananuza JJHK. IHK—nuarnoctuka (MojexyasipHasi TMarHOCTHKA) HACJIeICTBEHHBIX
3aboneBanuii  (IIL[P, »nextpodopes3, pecrpukumonHbld aHanu3, JIHK-3oHmupoBanwue,
cexkBenupoanue JJHK).

3aoanusn 013 yuedOHO-UCC1€008amenbCKOU padomul 00yUAOWUXCA:
3ananue 1. U3yvyeHue npaBuJI pelieHUs] TeHeTHYeCKHX 33/1a4 110 TeMe 3aHATHS.
[To3HakomMbTECH C MIPUMEPAMHU PEIICHUS TUIOBBIX 33/1a4 C MUCIIOJIb30BAHUEM Ta0JIUIbI TEHETUYECKOTO
koza (cum. [Ipunoxenue 1. TABJIMIIA TEHETUUYECKOI'O KO/IA) u onipenenenus cTpoeHust 6enka
1o crpykrype monekyinsl MPHK mim JTHK.
3adaua 1.
Hopmanenbiii  remornoboun (HbA), comepxamuiicss B SpUTPOIMTAX YEIOBEKA ONPEACISCTCS
CJIeIyIOLIEN MOCIIeI0BAaTEIbHOCTHIO HYKIEOTHI0B cMbicioBoi enu JJHK:

3 HUAA-TTA-TAA-TTA-TTT-UTT-TTTS".
[Tpu 3aboneBanuu ceproBuaHO-KiIeTouHON aHemued (CKA) spuTpoOIUTBl colepkaT TreMoraoOuH
HbS u umeror popmy ceprna. ToukoBasi MyTanus CBs3aHa ¢ 3aMeHOM oaHOU mapbl ocHoBaHu# JJHK
B 6 Tpuruiere. B pe3ynbpTare B MOJIeKyJle TeMOTrTIOOMHA TTIyTaMUHOBAsI KUCTIOTa B 6-OM MOJOXKEHUH
MEHsSIETCsSl Ha BaJiuH. Hanmuiure mocienoBaTebHOCTh AMHHOKHUCIIOT B HavainbHOM y4yacTke HbA u
HbS, u BeIsicHuTe, Kakue n3meHeHus npousonviu B JJHK.

Pemenue:
1. BoccranoBum cocras HopMainbHOM JIHK, nmone3ysack npruHIMIAMU KOMIUIMMEHTAPHOCTH U

AHTHUIIAPAJUICIIBHOCTHU
STTT LAT LITT AT IIAA TAA AAA3’

3’OAATTA TTAATI'A I'TT OTT TTTS’
2. [octpoum monexkyny HopmanbHo HPHK nHa cmbicnoBoii nenu JIHK (Haunnaercs ¢ 3’ xoHua),
MOJIB3YSACh IIPUHIUIIAMU KOMIUIMMEHTAPHOCTU ¥ AHTUIIAPAJUICIBHOCTH:

STYVHAVIVVYALIVIIAATAAAAAZ

3. Ilonp3ysck Tabiuieidl reHeTHYecKkoro kona, conepxamed komonel MPHK, ycranaBiuBaem
aMUHOKHCIIOTHBIN COCTaB yyacTKa HOPMaJIbHOM MoJjeKyibl remorinoouna (HbA):



1 2 3 4 5 6 7
- BaJl — THC — JIeH — Tpe — TJIU — U1y — JIU3 —

4. Kak cnenyer u3 ycioBusi, B Mosiekyiie remoriioouna npu CKA riryraMHHOBast KUCIIOTa B IECTOM
MOJIOKEHUH 3aMmeraercss BaauHoM. Crie0BaTeIbHO, aMHHOKHCIOTHBIH COCTaB JaHHOTO yd4acTKa
MyTaHTHOTO reMoriobuna (HbS) Oyzaer cnenyromnmm:

1 2 3 4 5 6 7
- BaJl — TUC — JIe — Tpe — 1M — BaJl — JIU3 —

5. CornacHo Ta0iHIle TeHETUYECKOTO KOa, BAJIMH KOAUPYETCS YETHIPhMSI BApUAHTAMU TPUILIETOB —
I'vy; I'Vll; I'VA u I'VI. Onpnako, mumbs oguH w3 HuX (I'YA) oTnmuaercs OT TpUILIETa,
KoAUpyromero riayraMuHoByo kucinotry (I'’AA), oxHuM ocHoBaHueM. ClieoBaTeIbHO,
nykiaeotuaHblid coctaB MPHK nipu CKA BeIrISAUT clieayrommm o0pa3om:

S TYY —TIAV — [IVY — AITY - [IAA - TVA — AAA 3’

6. BoccranaBiuBaeM cocrtaB  moiekyael JHK npu CKA, nosne3ysice npuHOunamu
KOMIUIEMEHTAPHOCTU U aHTUIIAPAJUIEIbHOCTHU:
5’TTT AT UTT ALT HAA I'TA AAA 3

3’ HAA I'TA TAATI'A I'TT UAT TTT S’
OtBer:
1. Vuacrok monekynsl HbA: -Banm — ruc — jieit — Tpe — TI1 — IJ1y — JIu3 —.
2. VYwyacrok monekynsl HbS: -Ban —ruc — jeii — tpe — i — BaJ1 — i3 —
3. 3ameHa B IIECTOM MOJIOKCHUH INTyTAMHUHOBOM KUCJIOTHI HA BAJIUH CBs3aHa C TOYKOBOM MyTallMen
B /IHK — 3amena B cemHa1aTOM MOJ0KEHUHM TUMHHA HA aJICHUH.

3adaua 2.

B rene oxHoro n3 hepMEHTOB MOKEITYAOUYHOM KeJe3bl, BKIoUaromero 242 napbl HyKJI€OTHIOB,
[IpoM30LUIa MyTauus — 3aMeHa 43-i mapbl HYKJI€OTHUAOB. B pe3ynbTare BO3HUK HOBBIM CalT
pectpukuuu ans pectpukrassl R. Omnpenenurte renHotunsl monedt (1, 2, 3) mo nmpuBeneHHBIM
pe3yJibTaTaM peCTPUKIIMOHHOTO aHAIN3a.

242 - — | 04D - | —

199 - — 199 -| =———

43 - — 43 - | —
1 2 3

Pemienue:

1. B pesynbrare npousomeameil MyTalii 1 BOSHUKHOBEHHsI HOBOT'O CaliTa PECTPUKIIMHM OTPE3OK
JHK, nnuno# 242 mapsl HYKJIEOTHIOB, COOTBETCTBYIOIINI HOPMAIBHOMY aJlJIeJ IO TeHa (epMeHTa,
paspesaercs pecTpukTazoii R Ha 2 ¢pparmenta jymnoi 199 u 43 nmapsl HyKI€OTH]IOB.

2. WzsBectHO, 4TO cKopocTh otpe3koB JIHK, a, ciaegoBarenbHO, M paccTosiHuE, KOTOPOE OHHU
MPOXOAAT B AIIEKTPOPOPETUUECKOM Telle, 3aBUCUT OT JUIMHBI STHX OTPE3KOB: YeM MEHbILE JJIMHA,
TeM 00JIbIlIe CKOPOCTh U PACCTOSHUE.

3. AHamu3 pe3ynbTaToB: TpPU OTCYTCTBUM MYTallMM Ha 3JeKTpodoperpamme JOJDKEH
MPUCYTCTBOBaTh TOJbKO onuH (parment JIHK nnunoil 242, yTO COOTBETCTBYET HOpPMAalbHOMN
romo3urore (obpaserny 2); y MYTaHTHOH TOMO3WTOTHl 00a amjens pas3pe3aroTcs U oOpa3yrorcs
¢dbparmenTs! AnuHOM 199 1 43, yTo BBISBIISIETCA ANIeKTpodoperpammoit (oopaser] 3); y reTepo3uroTsl,



HMEIOLIETO OJIMH HOpPMaJbHBIN ajuienb (AIuHON 242) 1 0MH MYTaHTHBIN, KOTOPBIH pa3pe3aercs Ha
nBa pparmenTa (muHbl 199 1 43), snextpodoperpamMma BISBISET Bce TpH GparmMenTta (obpaserr 1).
Oteer: ['eHOTHIBI 0OCTIEIOBAaHHBIX MALIUEHTOB CIEAYIOIINE:

oOpaszer 1 — rerepo3urora.

oOpaszer 2 — HOpMaabHBIA TOMO3UTOTA.

oOpasen 3 — MyTaHTHBIH TOMO3HTOTA.

3ananue 2: CaMoCTOsITEIbHOE pellieHre TeHeTHYeCKUX 3a1a4.
Pemnre cnenyromiue 3a1a4uu caMOCTOSITEIIBHO

3adaua 2.1.

B cunTese nonunenTuaa nocienoBatesbHo npuHsii yyactue TPHK ¢ antukogonamu: YAIL, IIIA,
YHUI', YI'A, AAI'. CocraBbTe cxemy TpaHciasiuun. Omnpexaenute cTpykTypy ydactka JIHK,
KOJUPYIOIIETO 3TOT MOJIUIENTH.

3adaua 2.2.
Kakoii nocnenoBarenbHocThi0 HykJIeoTu10B JIHK komupyercs yuactok Oenka, eciu OH HMeeT
ClIeAyIOIIee CTPOCHUE:

NPOJIMH — BAJIUH — ApTUHUH?

3adaua 2.3.
Han yuacrok J{HK:

3TTT-HOTA-AAA-TTT -0 S’
KakoBa Oynmer crpykrypa Oenka, eciu TOJ| BO3JCHCTBHEM XHUMHUYECKHMX MYTareHOB BOCHMOM
HyKJI€oTHa OyleT 3aMEeHEeH LMTO3WHOBBIM?  YKaxkure CTpykTypy wu3MeHeHHoi JIHK,
coorBercTBytoneit MPHK u Genka. K kakum OMOJIOrHUECKUM MOCIEACTBUAM 3TO MOXKET ITPUBECTH?
[Tepeiinet nmu Takoe n3menenue JJHK k motoMcTBY (eciu nmepeneT, To Mpu KaKuX YCIOBHSIX)?




3adaua 2.4.

Han yuactox IHK: 3> AAA-TTT-ITT - HIL[ - AAA S’

Kaxkosa 6yner ctpykrypa TPHK, cuntesupyemas Ha nanHom ydactke? Kakyro aMUHOKHCIIOTY Oyer
nepenocuth nanHas TPHK, eciu tperunii tpunner JIHK coorBercTByer anTukonony TPHK?

3aodaua 2.5.

MyYKOBUCIHI03 SIBIISICTCSI TSHKEIIBIM ayTOCOMHO-PEIICCCUBHBIM 3a00sieBaHueM. MyTalius CBsi3aHa ¢
JeNienied B reHe TpeX HYKJICOTHI0B. HopMallbHBIN ajuiens uMeeT MIMHY 253 mapsl HyKJICOTHIOB.
[Tpoananu3upyiite NpUBEACHHBIC IEKTPOGOPETPAMMBI U YCTAHOBUTE TEHOTHIIBI 00CIIETYSMBbIX:

— 253— I 253' —
250 | — 250 - —

3adaua 2.6.

[IpencraBnena saekTpodoperpamma, MOMy4eHHas HOpU  OKpamuBaHuu  cepedbpom  4%-ro
JIEHATYPUPYIOIIETO MOTHAKPUIAMHUIHOTO TeJisl, Ha KOTOPBIM HaHECEHBI MpoObI ¢ mpoaykTamu [T1[P-
aMITUHUKALMY TPEX TETPaHYKICOTHIHBIX MUKpocaTelTuTHBIX JJokycoB (CSF1PO, TPOX u THO1),
MPUMEHSEMBIX JIJIs uaAeHTUu(PUKauu TMIHOCTH, B oopasznax JIHK marepu (M), pebenka (P) u Tpex
npennonaraembix oTioB (O1, O2 u O3). ¥ kaxkaoro yenoBeka MUMEETCS CTPOro OMpeesieHHOE,
MHIUBUAYAIBHOE KOJIMYECTBO MOBTOPOB KaXKI0T0 MUKPOCATEIUIUTHOIO JIOKYyCAa.

L-mapkep, KOTOpBI COCTOMT M3 aMIUIM(DUIUPOBAHHBIX (ParMEeHTOB H3y4aeMOro JOKyca ¢
Pa3IMYHbBIM KOJIMYecTBOM NOBTOPOB. L{udpamu cripaBa 0603Ha4€HO KOJIMYECTBO TTOBTOPOB.
OmnpenenuTe TeHOTUIIBI M YCTAHOBUTE, KAKOW M3 MPEIOoIaraeMbIX OTLIOB MOXKET OBITh MCKIJIIOUEH Ha
OCHOBaHUU 3TOT0 aHalln3a

CSF1PO 15




14
13

12 — —

11 I I

10 —

TPOX 13

12
11
10

[oXS N Joe)

THO1 11

NN |J| 0

BOl'[pOCLI o TeMeE 1JIs CaAaMOCTOATEC/IBbHOIO U3YUCHUSA OﬁyanOIJ.II/IMI/ICH:

Peanuszanus HacneacTBeHHON HHGOPMAIIUKU Y IPO- U YKapHOT.

I'enernueckas unxenepus. Ee 3a1aun, BO3MOKHOCTH, METO/IbI, IOCTHKEHHUS, IEPCTIEKTUBBI.
Bo3MOXHOCTH UCTIOIB30BaHMS TOCTHKEHNN T€HHON MHKEHEPUN B MEAUIIMHE.
[locnenoBarenbHOCT,  pabOTHI  IeHa  MPOKAPUOT:  TPAHCKPHUILMS,  TpaHCIALUS,
MOCTTPAHCIIALIMOHHBIE TIPOIECCHI.

Otanbl  peanu3alil  HACJEACTBEHHONM MHGOpMAIMM:  TPAHCKPUIIIUS, MPOLECCUHT,
TPAHCJIALUSA, TOCTTPAHCISILIMOHHBIE TPOLIECChl. AJIbTEPHATUBHBIN CIulaiicHr. OcOOEHHOCTH
9KCIPECCHH F'€HOB Y IPOKAPUOTOB U HYKapHOTOB.



ITPAKTUYECKOE 3AHSTHUE Ne4

Tema:. BBeneHue B TeHETHMKY. 3aKOHOMEPHOCTHM HE3aBUCHUMOro HacienoBanus (3akonsl I

Mennens)

Ieau 3anaTus:

1) U3y4uTh OCHOBHBIE MOHSATHUS TEHETUKU

2) [To3HaKOMUTCSI C¢ 3aKOHOMEPHOCTSMH HACJICJJOBAaHHUS TPHU3HAKOB IPH MOHOTHOPUIHOM H
TUTHOPUTHOM CKperuBaHuu (3akoHsl I'. Mennens).

Y4yeOHast KapTa 3aHATHSA:
Bomnpocsl 1Ji1 NOATOTOBKH 10 TeMe:
e HacnencrBeHHOCTh U M3BMEHYMBOCTD: UX MPOTHUBOPEUHUBOE €IUHCTBO.
e CynrHOCTh OCHOBHBIX IMOHSITUI TCHETUKH: T€H, AJIJIeIb, AJUICIILHBIC TeHbI, TCHOTHUI, (DEHOTHIL,
TeHOM, TeHO(OH/I, TOMO3UT0Ta, T€TEPO3UTOTa, TEMU3UTOTA.
e CymHocTh THOPUI0IOTHYECKOTO METOA.
e 3akonsl ['. MeHaens u Ux HUTOJIOTHYECKOE 00OCHOBAHUE.

3aoanusn 013 yueOHO-UCC1€008ameNbCKOU PAOOmMbL 00YUAIOWUXCA:

[To3HakOMbTECh C MpPHUMEPaMHU PEIICHHUS THUIOBBIX 3ala4 (ICOPUTM pEIICHUs 3aaad CM. B
[Mpuwnoxkennn 2. OBUIUE TMIPABUJIA PEIHEHUA W O®POPMIIEHUA TEHETUUYECKUX
3AJIAY).

3adaua I (moHo2ubpuonoe ckpewuearue).

Oenmnkeronypus (OPKY) — ayrocomHo-perieccuBHOe 3a001eBaHe 00MEHa BEIIECTB, IPU KOTOPOM
B KPOBH HAKaIJIUBAETCS] aMUHOKHUCIIOTA — ()eHWIATAaHUH U MPOAYKTHI €ro MepepadoTKu (SBISIOTCS
HEHPOTOKCHYHBIMHU M BBI3BIBAIOT Cllaboymue). B Opak BCTynaroT rerepo3uroTHsie poaurenn. Kakosa
BEPOATHOCTH POKJIEHUS 370POBBIX U OOJBHBIX JeTel B 3TOM cembe? KakoB ux reHOTHN?

aHo: Penienue:
A — HOpMa P: QAa + JAa
a — (PEeHUIIKETOHYpHUS G: Aja Asa
P: QAa + JAa Fi: AA; Aa; Aa; aa

3 Hopma : 1 ®KY
['eHOTHTIBI M PEHOTHITBI
F1?

Otget: BeposTHOCTH pokIeHHS 30pOBbIX JieTell paBHA 75%; y 1/3 u3 Hux reHorunsl AA, ay 2/3 —
Aa. BepositHocTh poxaenus aereit ¢ ®KVY pasna 25%, ux renotun aa.

3adaua 2 (Oueubpuonoe ckpewusarue).

Kapuii 1iBet a3 y yenoBeka JOMUHUPYET HaJ[ FOJIyObIM, a CIIOCOOHOCTD BJIJETh IPaBOil pyKoi Hax
JIEBOPYKOCTBIO. B Opake cocTosT Kaperiaspie MpaBIId, T€TEPO3UTOTHBIE 1O OOOMM TpPU3HAKAM.
KakoBa BEpOSTHOCTh POXKICHHS TOJyOOrIa3oro pedeHKa, MPEeMMYyIIeCTBEHHO BIIaJICIOIEero JeBOH
pykoii? Jlaiite nuTosorunueckoe 000CHOBaHHE COCTaBa FaMeT.

aHo: Peurenue:
A — xapue riaza
a — romyOble Ta3a
B — npaBopykocTs




B — JIEBOPYKOCTh P: Q AaBs T JAaBs
P: @ AaBs T J'AaBB
G: AB; AB; aB;aB AB; AB; aB; aB

BepositHocTh F1 aaBB?
CocraB ramer? Fi:

AB AB aB aB

AB | AABB | AABB | AaBB | AaBs
AB AABB | AABB | AaBB | AaBs
aB AaBB | AaBs | aaBB | aaBs

aB AaBB | AaeB | aaBB | Aass
9/16 A B — kaperna3bie, IpaBOPYKHE
3/16 A_ BB — Kaperja3bie, I€BOPYKHE
3/16 aaB_ — romy0ormnassie, mpaBoOpyKHe

1/16 aaBB — romy0ormna3sble, J€BOPYKUE

OTBeT: BeposSTHOCTB pOKJIEHUS B 3TOW CeMbe TOy0orIa3pix IEBOPYKUX JeTeii cocTaiseT 1/16 umu
6,25%.

Cory1acHO 3aKOHY YMCTOTBI TAMET, JUTeTePO3UIOTHBIE OPraHU3MbI 00pa3yloT 2°=4 copTa ramer, T. K.
B XOJIe¢ M€i103a TOMOJIOTHYHBIE XPOMOCOMBI, @ BMECT€ C HUMHU M aJUICJIbHBIE T€HbI PACXOIATCS B
pasHble raMeThl, BCJIEICTBUE YEro B TAMETY MOMAJaeT [0 OJHOMY IeHy U3 KaKI0M Maphl aljieseH.

3ananue 2: CaMOCTOAITEJIbHOE pelllecHHe FeHeTHYeCKHUX 32/1a4 110 MOJIEKYJ/ISIPHO-TeHeTHYeCKOM
AMATHOCTHKE (COCTABJICHO Ha OCHOBE: 3aJadyM MO COBPEMEHHOW reHeTuke: Yuel. mocodue / [Tox
pea. M.M. Acnansiaa. — M.: K1V, 2005. — 224 c.).

PemmTe cnemyromniye 3a/1a4u caMOCTOSTEIBHO:

3adaua 2.1.

Herckas ¢opma cemeitHol amaBpoTuyeckoit uauotuu (Oone3np Tes-Cakca) HaciemyeTcs Kak
ayTOCOMHBIH periecCCUBHBIN MPU3HAK U OOBIYHO 3aKaHUMBAETCS CMEPTEIIbHBIM UCXO0JIOM K 3-4 rofam.
IepBblif peOEHOK B ceMbe yMep OT 3TOH 00JIE€3HH B TO BpeMsl, KOT/Aa JOJKEH OBbLII pOJIUTHCS BTOPOH.
KakoBa BeposiTHOCTH TOTO, YTO BTOPOU peOEHOK OYyIeT CTpanaTh TOH ke 00JIe3HbI0?




3aoaua 2.2.

VY denoBeka MONMAAKTHIIHS (IIECTUNAIOCTD) IETEPMUHUPOBAHA AyTOCOMHBIM JJOMHUHAHTHBIM T€HOM.
Ot Opaka reTepO3UroTHOTO MIECTHITATIOTO MYKYHHBI C JKEHIITMHON, UMEIOIIEH HOPMAIBHOE CTPOSCHUE
KHCTH, POIWJIOCH JBOE ACTCH: ONMH PEeOCHOK MATHUIANIBIN, a APYyrod — mectunanbid. KaxkoBbl
TeHOTHUTIBI eTeii? KakoBa BEpOSITHOCTh POXKICHUS Y HUX CIEAYIONIET0 peOeHKa IIeCTUTIATBIM?

3adaua 2.3.

VY 4enoBeka ayTOCOMHBIN JTOMMHAHTHBIM I'€H BBI3bIBAET AHOMAJIUIO Pa3BUTHS CKEJETa — YEPEerHO-
KITIOYMYHBIN TU30CTO3 (M3MEHEHUE KOCTEH Yeperna u peayKIus Kitouull). JKeHIIMHA ¢ HOpMaJIbHBIM
CTPOCHHMEM CKeJleTa BBINUIA 3aMYK 32 MYXXUYUHY C YePEIMHO-KIIOUYMYHBIM JH30CTO30M. PebeHoK ot
3TOro Opaka UMeeT HOpMaIbHOE CTPOEHUE CKeneTa. MOXKHO JIM 110 peHOTUIY peOeHKa ONpPEeesIuTh
TeHOTHI ero oTna?

3adaua 2.4.

Ortenl rryXOHEMOI ¢ 6e10i NpsAbIO0 Hal0 JIOOM, @ MaTh 3/I0pPOBA M HE UMEET Oenoro JiokoHa. PebeHok
rIlyXoHeMol ¢ Oernod mpsiibio. MOKHO JIM CKa3aTh, YTO OH YHAclieJoBaJl IPU3HAKU OT oOTHa?
I'myxoHemoTa — peleccuBHa, Oenas mnpsiab — JOMHMHaHTHa. Kakoil 3akoH MeHaens MOXHO
KCIMOJIb30BaTh MPH PELICHUH 3TOW 3a1a4u’?




3aodaua 2.5.

VY 4enoBeka HEKOTOpPbIe (OpMBI OIM30PYKOCTH IOMHHHUPYIOT HaJ HOPMAJIbHBIM 3pPEHHEM, a IBET
KapHXx T7a3 HaJ ronyosiMu. ['eHbl 00enx map He CLEIUICHBI.

Kakoe moToMCTBO MOKHO OKHJIATh OT Opaka JUreTepO3UrOTHOTO MYKUYMHBI U JKCHIIHBI, HMEIOIIECH
roxyOble rJ1a3a ¥ HopMaubHOE 3peHue?

3adaua 2.6.

[Ipenmnosnaraercs, 4To y yenoBeKa Kapuid IBET IJ1a3 JOMUHUPYET HaJ rojyObIM U MPAaBOPYKOCTh HaJ|
neBopyKocTbio. [Ipru3Haku HacnenyroTcs He3aBUCUMO.

['onyGornassiii mpaBilia )KEHUTCS Ha Kaperia3oi mpasiie. Y HUX POAWIIOCH JIBOE JIeTel: Kaperia3blii
JeBIla U roayoornasblii mpasma. OT BToporo Opaka 3TOro My>K4MHbI C JPYroil Kaperias3oi mpaBioi
poauiock 9 kapernasbix JeTel, Bce IpaBILu.

KakoBbl Hanbosiee BepoATHbIE T€HOTUIIBI BCEX TPEX POAUTECH?

3aodaua 2.7.

VY dgenoBeka UMEETCs JIBa BUJA CICTIOTHI U KX 1ast OTPEICIIICTCS CBOMM PEIECCHBHBIM ayTOCOMHBIM
reHOM. [ 'eHbI HaXOIATCS B pa3HBIX MMapax XpOMOCOM.

Onpenennute BEpOSTHOCTh POXKICHUS JACTCH CICIBIMU, €CITU U3BECTHO: POJMUTEIH €ro 3psiune, 00e
0a0yIIKK CTpaJaroT pa3HbIMU BUAAMH HACIEACTBEHHOM CIIETOTHI, a TI0 IPYroi Mmape aHaTHu3uPyeMbIX
TC€HOB OHHM HOPMAJIbHBI U TOMO3HWTOTHBI. B POJOCIOBHON CO CTOPOHBI JICAYIICK HACIEICTBECHHON
CJIIEMOTEI HE OTMEUEHO.




3aoaua 2.8.

VY uyenoBeka wuMmeercd JABE (OPMBI TIIIyXOHEMOTBI, KOTOpBIE OIPENENAIOTCS PEeLeCCUBHBIMU
ayTOCOMHBIMH HECLIECIIIECHHBIMU I'€HaMHU.

KakoBa BepoSTHOCTb POXKIACHHUS TIyXOHEMbIX JETell B ceMbe, Iie MaTh U OTEll CTPaJaloT OAHON U
TOM k€ (POPMOI IITyXOHEMOTBI, a [0 APYroi (hopMe INIyXOHEMOTHI OHU T€TEPO3UTOTHbI?

3adaua 2.9.

I'maykoma B3pocibIX HacleayeTcs Heckoidbkumu mnyTtsaMu. OpHa ¢dopma ompexaensercs
JIOMUHAHTHBIM ayTOCOMHBIM I'€HOM, Jpyras — pelEeCCUBHBIM TOXE ayTOCOMHBIM, HECLIEIIEHHBIM C
IIPEIBIAYIIUM T€HOM.

KakoBa BepoATHOCTH pOXIeHHS peOeHKa ¢ aHOMalMel B ceMbe, TJ€ OJUH U3 poJauTeNel
reTepo3UroTeH Mo o0euM MapaM 3TUX TEeHOB, a JIPYroil HOpMaleH B OTHOIICHUH 3pEHUs U
TOMO3UTOTEH M0 00enM napam reHoB?




Bonpocsl mo Teme A1 CaMOCTOSITEILHOTO H3YYeHHS 00yYAIOIMMHUCS

e Kiaccudpukanuss TeHOB: penpeccUpoBaHHbIC, IEpelpPecCUPOBAHHbIE, KOHCTUTYTHBHBIE,
perynupyemble. DyHKIMOHANbHAs KiIacCU(UKAIUSA TEHOB (CTPYKTYpHBIE, PETYJISTOPSI,
MOMYJISITOPHI).

e Perynsauus skcrpeccuy reHOB y IpoKapuoT. Teopus onepoHa.

e Perynsauus skcrpeccuy reHOB y 3yKapHoT.

e Dramnbl pa3BUTHs F'eHETUKHU. BKkian B pa3BuTHE reHeTUKU oTeuecTBEHHbIX yueHbIX (H.1.
Baswunos, H.B. Tumodeer-Pecosckmii, A.C. Cepedbporckuii, H.K. Konsios, C.C.
UYersepukos, C.H. JlaBuneHkoB u ap.).

e 3aKOH YUCTOTHI TAMET U €r0 LIUTOJIOTHIECKOe 000CHOBaHHE.

e YCIOBHS MEHAEINPOBAHUS IPU3HAKOB. MeHaenpyomue Npu3Haky yenoseka. [Ipumepst.



ITPAKTUYECKOE 3AHATHUE NeS

Tema: B3zanmoneiicTBre aJuienbHbIX T€HOB. MeXaHU3Mbl HACIEIOBAHUS TPYIII KPOBU y UEIIOBEKA.
B3anMopeiicTBre HealebHbIX T€HOB.

Ieau 3anaTus:

1) PaccmotpeTh ocHOBHBIE (hOPMBI B3aUMOICUCTBUS aNIEIbHBIX U HEAJUIETIbHBIX T€HOB.

2) U3yunth MexaHU3MBI HAacJIeIOBaHUs Tpymil KpoBu 1o cuctemam ABO, MN u pesyc-daxropa.

YueOHast KapTa 3aHATHSA:
Bomnpocsl i1 OATOTOBKH 110 TeMe:
e B3aumozelCTBUE AJJIEIbHBIX [€HOB:
- IOJIHOE JIOMUHHUPOBAHUE;
- HETIOJIHOE JIOMUHHUPOBAHUE;
- CBEpXJOMUHUPOBAHUE;
- KOJIOMAHHUPOBAHUE;
- AJJIENIbHOE UCKIIFOYEHHE.
e JloHATHE O MHOXXECTBEHHOM aJLIEIIU3ME.
e MexaHU3Mbl T€HETUYECKOTO OIpezeneHus rpynn kposu no cucreMe ABO. Menunnnckoe
3HAQ4YECHUE OIIPEACIICHUS IPYIIIT KPOBH.
e Hacnenosanue rpymnmn kposu B cucteMe MN.
OcoOenHocTy HacienoBaHus pe3yc-pakropa. 3HaueHue pesyc-(hakropa B MEIUIUHCKON
npakTuke. Pe3yc-koH(IuKT.
KomMriemeHTapHOCTh Kak crioco0 B3auMOIEUCTBUS HEAJIENbHbIX T€HOB.
OnucTaTU4eCcKUe BUJIbl B3aUMOJICHCTBUS HEAJIJIENIbHBIX T€HOB.
D dexT noaoxkeHus TeHOB.
[Tonumepust Kak MEXaHU3M I'€HETUYECKON PEryJIs Ui KOJIMYECTBEHHOr O IPU3HAKA HA OCHOBE
BAPBUPOBAHUS 103l T€HOB.
e Moaudurupyroiiee AeiiCTBUE TEHOB.

3aoanusn 013 yueOHO-UCC1€008amMeNbCKOU PAOOmMBL 00YUAIOWUXCA:
3aganue 1: U3y4yeHue npaBuJ pelIeHUs FeHeTHYeCKHUX 32124 10 TeMe 3aHATHs.
[To3HakomMbTECH C TPUMEPAMH PEIICHUS TUTIOBBIX 3a/1a4

3adaua I (nenonnoe domunuposauue).

Peaxuil B momymnsiuM reH a B TOMO3UIOTHOM COCTOSIHUU BBI3BIBAET y 4elloBeKa aHO(PTATbMHUIO
(oTcyTcTBHE INIa3HBIX 50710K). JJOMUHAHTHBIN TeH A 00yciaBiuBaeT HOPMaJIbHOE pa3BUTHE ria3. Y
reTepO3UToT TJIa3Hble s0J0KH yMEHbLIeHbl (MUKpodTambMusi). B Opake coCTOAT reTepo3uroTHsle
My)KYMHA M JKeHIMHA. Onpenenure pacllelUIeHHe MPU3HAKOB B IMOTOMCTBE MO T€HOTHUNY U
¢denoruny. Kakoe renernueckoe siBjeHUE (TUI HACJIEIOBaHUs) MPOSBISETCA B JaHHOM ciiyyae? B
4eM 0COOEHHOCTH ATOr0 TUIIA HACeA0BaHUsA?

aHo: Peurenue:
A — HopmodTanEMust P: QAa T+ J Aa
a — aHo(rampMus G: Aja A;a
AA — HOpMODTATEMUS Fi: AA; Aa; Aa; aa
Aa — MUKpOdTATEMUS 1 HopM™a : 2 MuKkpo : 1 aHo(pTaIBEM

aa — ano(rampmus
P: QAa 1+ JAa

I'enoTuns! u GEeHOTHUTIBI Fi?
Twun "HaciaemoBaHus?




OtBet: Pacmienmenue B moromctBe mo reHotumy: | AA : 2Aa : laa; mo denorumy: 25% -
HopMmodTanemust, 50% — mukpodranemus, 25% — anodpTtanbmus. JlaHHbIE TPU3HAKU HACIEAYIOTCA
10 THUITY HETIOJTHOT'O JOMHUHHUPOBAHUS (TPOMEKYTOUHOE HACIIEIOBAHUE), TETEPO3UTOTHI HMEIOT CBOM
coOcTBeHHBbIN (henotu. [Toaromy paciierienre no peHOTUY U T€HOTUITY COBIAJIAIOT.

3adaua 2 (kooomunuposarue, MHOICECMBEHHBI ANNETUIM,).

VY otma B(III) romo3uroTHas rpymmna KpoBu u pe3yc-otpurnarenbHas (Rh'), a y matepu — 0(I) rpynma
KPOBHU TeTepo3urorHas 1o pesyc-hakropy (Rh"). Kakyro rpymmy KpoBu U Kakue pe3yc-CBOKWCTBA
MOJKHO OKHJIaTh Y TIOTOMKOB?

aHo: Pemenue:
I° —ren O(I) rpynmsr KpoBH
I* —ren A(Il) rpymnei kpoBu | P: Q IRt + & BIPrr
12 — ren B(III) rpynmsl kxpoBu

I*1B — AB(IV) rpymma kposu | G: I°R; I IPr
R —Rh"

r —Rhr Fi:  IBI°Rr; Bl

P: QI'IRr + & PIBrr B(III)Rh*; B(IINRh"

1 : 1

®enorun Fi?
Otset: B noromerse Bee aetu Oyayt ¢ B(IIT) rpynmoit kposu, 50% u3 vux ¢ Rh', 50% — ¢ Rh~.

3adaua 3 (komniemenmapHoCcms).

VY yenoBeka BpOXJAEHHas TIJIyXOHEMOTa ompejensercss peueccuBHbIMM reHamu d u e. s
HOPMAJILHOTO CllyXxa HEOOXOAMMO Hanmuyhe AOMHHAHTHBIX amieneii D m E. B cembe, rme oba
POIUTENS TIyXH, BCE AETH UMEIOT HOpMalbHbIN ciayX. Crapiuas 104b BbIILIA 3aMYX 33 MYXYUHY C
TaKMM K€ T€HOTUIIOM, KaK U y Hee. KakoBa BepOsSTHOCTh POXKAECHUS Yy Hee Iiyxux jaereil? Kakas
(opma U3MEHYMBOCTH IIPOCIICKUBACTCS B JaHHOH 3a1aue?

aHo: Pemenne:

D — HOpMasbHBI cityX 1) BoccranaBnuBaeM reHOTHUITBI TIIYXHUX pOAUTENEH MO HeHOTHIY
d - rIyxoTa I | MOTOMKOB: TJIyXOTa POJMTENEH CBsi3aHA C OTCYTCTBUEM B UX
dbopma reHorunax coderanuss D-E-. YV wux ciupllmamumx JeTedl Takoe

COYETaHUE UMEETCS = OJIMH JOMUHAHTHBINA I'€H MOJIYYEH OT OJTHOTO
E — HOpmanbHbIN cyx poauTens, a BTOPOl — OT APYyroro. = ['€HOTHUN OJJHOTO POAUTENS
e — rayxora I popma D-ee, a apyroro dd-E-.
P—STyxT O TIyX: 2) P: @ D-ee T & ddE-
Fi: @ D-E- T 3D-E-
I'enotune P-? F>-? G: De dE

Fi: DdEe

3) Fi: §DdEe +  J DdEe
G: DE; De; dE; de  DE; De; dE; de
Fo:

DE De dE de

DE | DDEE | DDEe | DAdEE | DdEe
De | DDEe | DDee DdEe Ddee
dE | DdEE | DdEe ddEE ddEe
de DdEe Ddee ddEe Ddee

9/16 — D-E- — HopmanbHbIii ciyx; 3/16 — ddE- — rmyxora 1 ¢dopma; 3/16 — D-ee — rimyxora 2 ¢popma;
1/16 — ddee — rnyxota 1 u 2 ¢opma.



= 9/16 — HOpMaJbHBIH cayXx : 7/16 — rayxora.
OtBet: BeposaTHOCTh poskaeHHs TIyXuX aeTeit paBHa 7/16. B 3amade HabmomaeTcss KOMOMHATUBHAS
W3MEHUYUBOCTH — TMOSBIICHUE HOBBIX MTPU3HAKOB Y TOTOMKOB B PE3yJIbTaTe MEPECKOMOUHAIINN TCHOB.

3aganue 2: CamocTofiTeIbHOE PellleHre TeHeTUHYeCKUX 3a/1a4.
Pemnre cnenyromire 3a1aun caMOCTOSITENBHO:

3adaua 2.1.

OnHa w3 ¢GopM LUCTHMHYpUH (HapylleHHe OOMEHa YeThIPEX AaMUHOKMCIIOT) HacCleAyeTcs Kak
ayTOCOMHBIM PELIECCUBHBIN IPU3HAK. Y TETEPO3UTrOT HAOIIOAAETCS IOBBIIIEHHOE COJEp/KaHNe
LUCTHHA B MoOYe. Y pELECCUBHBIX TOMO3UIOT 00pa3yloTcs ILMCTUHOBBIE KAaMHU B IIOYKaX.
Omnpenenute BO3MOXHBIE (POPMBI TPOSBICHUS IUCTUHYPHUH Y JIETEH B CEMbE, TI€ OJIMH U3 CYIIPYrOB
CTpajaJl KAMHSMH B [TI0OYKaX, a IPyroil HOpMaJIeH B OTHOLIEHUH JJTaHHOT'O IIPU3HAKA.

3adaua 2.2.

['en BrrOmMUXCS BOJOC JOMUHHUPYET HAJl TEHOM MPSAMBIX BoJIOC. OJIHAKO Yy T€TepO3UTOT BOJOCH HE
KypyaBble, a BOJHHUCTbIE. BecHym4aTocTb JIE€TEPMUHUPYETCS ayTOCOMHBIM  IOJIHOCTBIO
JOMUHAHTHBIM TeHOM. KakoBa BEpOATHOCTH TMOSBJICHHUS] BECHYIIUATOTO peOEHKAa C MPSIMBIMU
BOJIOCAMH B CEMbE, B KOTOPOW MaTh UMEET MPSIMBIE BOJIOCHI U BECHYIIKH, a OTEL] — BOJIHUCTHIE BOJIOCHI
u 6e3 Becuymiek? [IpuBenure Bce BO3MOXKHBIE BapuaHThl. OOBICHUTE OCOOCHHOCTH HACIIeIOBAHUS
reHa BBIOIIMXCS BOJIOC.




3adaua 2.3.

Tamaccemus (T) HacnemyeTcst Kak HE TOJIHOCTHIO JIOMUHAHTHBIA ayTOCOMHBIN MMPU3HAK. Y TOMO3UTOT
(tt) 3abosieBaHKE TPUBOIUT K CMEPTH B PaHHEM JCTCKOM Bo3pacTte, y rereposurot (Tt) 3aboneBanue
MIPOXOJUT B OTHOCUTENBHO Jierkoi hopme. [TonoxkurenbHbIN pe3yc-pakTop JOMUHUPYET HAJl pe3yc-
OTpHUIATENILHOCThIO. KakoBa BEpOSITHOCTh POXKIICHHUS 3OPOBBIX JIETEH B ceMbe, T1e 00a pOaUTENs
CTpaJaroT JIETKOM (GopMoOii TanacceMuu M SIBISIFOTCS] T€TEPO3UTOTHRIMU 10 pesyc-daktopy? Kakos
pe3yc-haKTop 310pOBOro HOTOMCTBA?

3adaua 2.4.

AnpOMHU3M — pelecCHBHBIA TpHU3HAaK. TamacceMus — HacjeICTBEHHOe 3a0olieBaHHE KPOBH,
00yCIIOBJICHHOE JISHCTBUEM OJHOTO reHa. Y TOMO3UTOT 110 TeHY TaJlaCCEMUHU Pa3BHBAETCS HanOoIee
TspKenas Gopma 3aboneBaHus — OOJNbIIas TalacceMusi, OOBIYHO CMEpTeTIbHas B AETCKOM BO3pacTe
(tt). Y reTepo3uroT mposBIsieTcsl MeHee Tshkenas popma — manast Tanaccemust (Tt).
PeGenok-ans0MHOC cTpagaeT manoil Tamaccemueil. KakoBbel Hanbolee BEpOSTHBIE T€HOTHUIIBI €TO
poautenei?




3adaua 2.5.

CeproBUIHOKJICTOYHAST aHEMHUsT M TaJacCeMHUsl HACIEAYIOTCS HE3aBUCHUMO KaK ayTOCOMHBIE
MpU3HAKUA. Y TETEPO3UTOT MO CEPIIOBUIHOKICTOUYHOW aHEMHUU M TaJacCeMHH IPH3HAKU OOJIE3HU
BBIP)XEHBI CJ1a00. Y JAUTeTepO3UroT pa3BUBAETCS MHUKpocdeporuTapHas aHemMusi. [ OMO3HTOThI TIO
CEpIIOBUIHOKIIETOUHOW aHEMHUH U TaJJaCCEMHUH YMHUPAIOT B JICTCTBE.

Omnpenenute BEpOSATHOCTh POXKICHHS 3/J0POBBIX JIETEH B CeMbe, TIE€ OJUH W3 POJUTEIICH
TeTePO3UTOTEH IO CEPIOBUIHOKICTOYHOW aHEMUHW, HO HOPMAJIEH IO TallaACCEMHUHU, a BTOPOH —
Hao000poT.

3adaua 2.6.
B ponnome nepenyranu AByx ManbunkoB. OauH u3 Hux umen 0(I) rpynmny kpoBu, a apyroit — AB(IV).
Opnna napa poaureneit umena 0(I) u A(Il) rpynmst kpoBu, a apyras - A(Il) u AB(IV). Kto geit coin?

3aoaua 2.7.

VY otua B(III) rpynna kpoBu pe3yc — oTpunarensHas, a y marepu 0(I) rpynna KpoBu reTepo3uroTHas
1o pe3yc—paxropy. Kakyro rpymnmny KpoBH U pe3yc-cBOICTBa MOKHO OKUIATh Y IOTOMKOB?




3adaua 2.8.

[Ipu pa3zbope cyaedHOro nena 006 OTIIOBCTBE YCTaHOBIIEHO, uTO y pedenka AB (IV) rpymma kpoBu ¢
MOJIOKUTENBHBIM (hakTopoM, y Matepu - B (III) rpymnmna KpoBu ¢ oTpUIIaTENbHBIM pe3yc-(pakTopom,
y otua O(I) rpynma kpoBuU ¢ OTpULIATETBHBIM Pe3yc-(haKTOPOM.

K kakomy BBIBOAY JIOJDKEH MPUNTH CyneOHO-MeTUITMHCKUHN 3kcepT? Kakoil BuI B3auMOACHCTBUS
aJuiebHbIX reHoB nposBisieTcs B AB(IV) rpynmne kposu?

3adaua 2.9.

B kieTkax MJIEKONUTAIOMUX Ul 3allUThl OT BUPYCOB BbIpabaThIBaeTCs crielu(UIecKuil Oemok —
uHTephEepoH, o00pa3oBaHWE KOTOPOTO B KIETKAaX 4YEIOBEKa CBS3aHO C KOMILJIEMEHTapHBIM
B3aMMOJICHCTBHEM JIBYX HEa/JICIbHBIX HECLEIUIEHHBIX TEHOB, JETEPMHUHUPYIOIIHUX BBIPAOOTKY
6enkoB A u B. K Bam Ha koHCy/bTanMio oOpaTHiIcs 4eI0BEK, OY€Hb YacTO OOJICIOLIUI TPUIIIIOM, Y
KOTOPOT'O OTEll TPUIIIOM He OoJieeT, a MaTh OosieeT yacTo. M3BecTHO, 4To MaTh nMeeT reHoTun AAbb.
KaxoB ntoymkeH ObITh T€HOTHUIT OTLA, YTOOBI peOEHOK MOBTOPUI FEHOTHUIT MaTepu?

3aoaua 2.10.

VY poauteneli neBmiel poamiics peOeHOK mpaBiia. HeKOTOphie TEHETHKH CKIOHHBI OOBSICHATH ITO
SBJICHUE PEIKUM JJOMUHAHTHBIM 3MHUCTATUYECKHM T'€HOM, CIIOCOOHBIM MOJIABIATh JEHCTBHE T€HOB,
ONPEACISIIONINX YMEHUE BIIAJIETh MPaBOi pykoil. Onpenenure BO3MOKHbIE T€HOTUIBI POIUTENCH-
JEBLIEH, €CIM BEPOATHOCTb POXKAEHUS B ITOM CeMbE ChlHa MpaBlmM cocraBiser 25%. [laiite
reHeTUYECKOe 00bICHEHNE IPUBEIEHHOMY CITy4al0 Hacjlel0BaHUS MPaBOPYKOCTH.



3adaua 2.11.

VY uenoBeka HecKOIbKO hopMm O6mu3opykocT. YMmepenHas (ot -2,0 o -1,0) u Beicokas (Bbime —5,0),
HepefaTcss KaK ayTOCOMHbIE JOMHHAHTHBIE HECLEIUIEHHbIE MEXAy CO0OH IpU3HaKu
(ManmunoBckuit A.A.,1970). V mronelt, MerOImuX TeHbl 00enx GopM OIH30pYyKOCTH, TPOSBISETCS
TOJIBKO OJIHA — BbICOKas. B cembe, rae math Obula OIM30PYKOM, a OTel UMeNl HOPMaJIbHOE 3pEHue,
POIMIINCH IBOE IETEH, 10Yb U CHIH. Y JI0UepH OKa3ajach yMepeHHasi popma OJIM30pyKOCTH, a Y ChIHA
— BBICOKas »nMcTaTHyeckas Omm3opykocTb. KakoBbl reHotunsl poxauteneil u aereii? Kaxosa
BEPOATHOCTb POKJEHUS CIEAYIOLIEro pedeHka 6e3 aHoManuii?

3adaua 2.12.

Tax HazpIBaeMbll «OOMOeEIcKuii (heHOMEH)» COCTOUT B TOM, UTO B ceéMbe, B KoTopoi oTery umen 0(I)
rpymniy kpoBH, a Matb — B(III), poaunace nesouka ¢ O(I) rpymnmoii. OHa BbIIIIa 3aMYX 32 MY>KUHHY
¢ A(Il) rpynmnoi KpoBU, U y HUX POJWIKCH ABE AeBoYKku: mnepBas — ¢ AB(IV), a Bropas — ¢ 0(I)
rpynmnoi. [losBienue B TpeTbeM MOKOJIECHUU AEBOUYKU C IV IpymnIoi KpoBU BBI3BAIO HEIOYMEHHE.
HekoTopble TeHETUKH CKJIOHHBI OOBSCHATH ATO SIBICHHUE PEIKUM PELECCUBHBIM SMUCTATUYECKUM
reHOM, CIOCOOHBIM MOJABNIATH JeiicTre reHos I* u I, onpenensronux rpymnmy kposu. Y cTaHOBHTE
BEPOSTHBIE TEHOTHUIIBI BCEX TPEX MOKOJIEHUH, NP yclIoBUH, uTo MyxuuHa ¢ A(Il) rpynmoit kposu
uMell OOBIYHBIN HEANMUCTATHUECKUI BAPHAHT JAHHOTO MPU3HAKA.




\3aoaua 2.13.
L{BeT KOXHM YeT0BEKa OMPEICIIIETCS B3aMMOACHCTBHEM HECKOIBKUX Tap HEAICIbHBIX TCHOB — I[BET

TEM TCMHCEC, UCEM e iSii JOMHMHAHTHBIX I'CHOB B I'CHOTHIIC. IToromku HCrpa u 0eJIoro 4ejioBeka
Ha3bIBAIOT MyJaToM. MOXKHO JM OKHJATh OT Opaka JBYX MyJaToB AjajA2ay pOXKAEHHS HETPOB M
Oenbix nerei? Kakyro 10JII0 BEPOSTHOCTH COCTaBISIOT 3TH JneTH? Ubs Koka TemHee: AjAjazaz;

ArajAraz; ajaA2AL?

3adaua 2.14.
PocT "yenoBeka KOHTPOIHPYETCS TPEMS IMapaMH HECICTUICHHBIX T€HOB, KOTOPHIC B3aUMOICHCTBYIOT

0 THITY TIOJIUMEPUH.
Ecnu nonyctuTh, 4TO caMble HU3KOPOCIIBIE JIFOIU UMEIOT PEeLieCCUBHBIE TeHbI U pocT 150 cMm, a camble
BBICOKHE — BCE JOMHHAHTHBIE U pocT 180 cM, TO KakoB OyAeT pOCT y Jr0/eii reTepo3UroTHBIX MO
TpeM napam reHoB pocta? OrnpenenuTe reHoTUIIbl Jroel, nMeroux poct 155, 160, 170, 175cm.




ITPAKTUYECKOE 3AHATHUE Ne6

Tema: CrerieHHOE Hacae10BaHUE F'eHOB. XPOMOCOMHas TEOpHUs
ean 3ansTHs:
1) PaccMoTpeTh NpUHIHMITEI KJIaCCU(UKALIMK XPOMOCOM YEIIOBEKA, U3YYUTh KaPHOTHII YEIIOBEKa B
HOPME U MPHU MATOJIOTUH.
2) U3yuuTh OCHOBHBIEC IIOJIO)KEHUS XPOMOCOMHOW TEOpUM HACIEACTBEHHOCTH M CLEIJIEHHOIO
HACJIEIOBaHMs T€HOB, pa300paTh MPUHIUIIBI KAPTUPOBAHUS XPOMOCOM.
YueOHast KapTa 3aHATHSA:
Bomnpocsl i1 OATOTOBKH 110 TeMe:
e Pa6otel T. Moprana 1o u3y4eHHuIO OJHOTO U HEMOJIHOTO CLETIJICHHS TEHOB.
e  (OCHOBHBIE MTOJIOKEHHUSI XPOMOCOMHOM TEOPUHU.

3aoanusn 01 yuedOHO-UCC1€008amMeNbCKOU PAOOmMbL 00YUAIOWUXCA:

3ananue 1: N3yyeHue npaBuJji pelieHNs TeHeTHYECKHUX 32/1a4 110 TeMe 3aHITHUsl.

[Tox pykoBOACTBOM TIperiofaBaTesisi IO3HAKOMBTECh C IPUMEpPaMH PEIICHHS TUITOBBIX 3a7ad.
Ilpumeuanue: TIOCKOIBKY TEHBI pa3HBIX IPHU3HAKOB JIOKAJIM30BaHbI B OJHOW XPOMOCOME,
HEO0OXOIMMO CXEMATHUECKH N300pa3HTh X B3aUMHOE PACIIOIOKCHHE.

3aodaua 1.

Karapakta w MOJMIAKTWIHS y 4YelIOBEKa OOYCIIOBJICHBI JIOMHUHAHTHBIMH ayTOCOMHBIMH TECHO
CIICTIJICHHBIMH T€HaMU (TO €CTh HE OOHAPYKUBACTCS KPOCCHHTOBEPA).

Kakoe moToMCTBO MOKHO OKHJAaTh B CEMBbE Y POJUTEIICH, T€TEPO3UTOTHBIX IO 000MM MPU3HAKAM,
€CIIM W3BECTHO, YTO Marepu OOOUX CYIPYroB CTPaJald TOJBKO KaTapaKTOH, a OTI[bl TOJBKO
MOJIMTAKTUIUCH?

aHo: Pemenue:

A — xarapakra Py Q@ A‘ ‘ a T 4A ‘ a

a— HopMa Bl I B Bl | B

B — monumakTrims Karap., HOJuJ.  Kartap., MOJU.

B — HOpMa G: A, ay Ap;; a

A t —TeHbl TMOJTHOCTHIO B B ’7 B B ‘

B [ CLIETUIEHHEBI Fi: A ; Ajja; ajjA; ajp

P1:§2AH? T&aHa BHA]; B| |B B‘B BHB
B B BI? Karap., Karap., Karap., HOJUIaKT.

Pa: QA‘ ‘ a T 6A‘ ‘ a NOJWUA. IMOJUI,.,
Bl B BIIB 1 : 2 : 1

25 % 50 % 25 %

Fi1-?
Otget: B naHHOl cemMbe BEpOSTHOCTh POKICHUS JIeTel TOJIBKO C KaTapakToil paBHa 25 %; TOJIBKO ¢
noJIngaKkTuinen — 25 %; ¢ 0IHOBPEMEHHO 1ByMs aHOoManusmu — 50 %.

3adaua 2.

Paccrostane mexny renamu A u D — 5 mopranuz, mexny reHamu D u B — 6 mopranua. Ckomnbko
MOpraHuja Mexay reHamMu A u B, ecnu u3BectHo, uTto reH D pacroyiokeH Ha OJTHOM U3 KOHIIOB
XPOMOCOMBI.

aHo: Pemienue:
A-D-5M
D-B-6M D A B
De———
| sm v
I'ener. xapra ? 6M




v

A-B-?

OtBet: Paccrosinue mexay renamu A u B paBHo 1 Mmopranue.

3aganue 2: CaMoCTOATEIbHOE PellleHHe FreHeTHYeCKHUX 3a1a4.
Pemute cienyromniye 3a1a4u cCaMOCTOSTEIbHO:

3aoaua 2.1.

VY yenoBeka pe3yc-(pakTop CUCIUICH ¢ TEHOM, ONPEAEISIOIAM GOPMY SPUTPOIUTOB, K HAXOIUTCS OT
HEr0 Ha PACCTOSHUU TPEX MOPraHuj. Pe3yc-MoJIOKUTENbHOCTh M SJUIMITOIUTO3 (3PUTPOIUTHI
AILTUIITHYECKON (POPMBI) OIIPEACIIAIOTCS JOMUHAHTHBIMU ayTOCOMHBIMU TeHamu. OIUH U3 CYIIPYroB
reTEPO3UTOTEH 10 O0OMM TNpU3HAKaM. Pe3yc-MooKUTEIbHOCTh OH YHAcCJeIOoBall OT OJHOTO
POIHUTENS, SIUTMIITOLUTO3 - OT APYroro. Bropoii cynpyr pe3yc-oTpuiiaTeeH ¥ UMEET HOPMajlbHbIC
3pUTpOIHTHI. OTPEaCTUTh MPOIIEHTHBIC COOTHOIICHHUS BEPOSITHBIX T€HOTHUIIOB M ()EHOTHUIIOB JIETCH B
JTOH CEMBE.

3adaua 2.2.

CungpoM nedexkta HOTTEH M KOJEHHOM 4YallledKd OIpeNessieTcs] MOJIHOCTbIO JIOMHUHAHTHBIM
ayrocoMHbIM TeHoM. Ha paccrosnun 10 mopranuz ot Hero (K. HlrtepH, 1965) Haxoautcs J0Kyc
rpynn kpoBu 1o cucteme ABO.

Onun u3 cynpyros umeet A(Il) rpynmy kpoBu, apyroii — B(III).

Tor, y koro A(Il) rpynna kpoBu, cTpajgaeT Ae(eKToM HOTTel U KOJIEHHOH yameuku. M3BecTHO, 4To
ero orer Obl1 ¢ O(I) rpynmoit KpoBH M HE UMeIN 3TUX aHOManui, a Math ¢ AB(IV) rpynmnoit kposu
nMena oba naedekra.

Cynpyr, umetonuii B(III) rpynmny kpoBH, HOpMasieH B OTHOILIEHUH T'eHa JieeKTa HOr'Tei U KOJIeHHOU
Yalleykyd ¥ TOMO3UTOTEH 110 00EUM MapaM aHaJTU3UPYEMBIX T'€HOB.

Omnpenenute BEpOATHOCTh POXKICHHUS B ITOW CeMbe JETed, CTpajarouux AeGeKToM Horred u
KOJICHHOM YallleuKH U UX BO3MOXHbBIE TPYIIIbI KPOBH.




3aodaua 2.3.

Karapakra ¥ NOIMIAKTWINSA Yy YellOBEKa OOYCIIOBJIEHBI JOMMHAHTHBIMH ayTOCOMHBIMH TECHO
CIICTIJICHHBIMH (T. €. He 00HaPYKUBAIOLIMMH KPOCCHHroBepa) reHaMu. OTHaKO CIETJICHHBIMUA MOTYT
ObITb HE 00s3aTEJIbHO T'€Hbl YKA3aHHBIX aHOMAJUM, HO U T'€H KaTapakThl C T€HOM HOPMAaJIBHOTO
CTpOCHHUSI KUCTH M HaoOopoT. Kakoe MHOTOMCTBO MOXHO OXHIAaTh B CEMbE Yy DPOAUTEINEH,
reTepO3UrOTHBIX MO0 00OMM IPHU3HAKAM, €CIU M3BECTHO, YTO MaTepu OOOUX CYNPYroB CTpajaid
TOJIBKO KaTapaKTOM, a OTLbI — TOJIBKO MOJIMJAKTUINEH?

3adaua 2.4.

VY uenoBeka oaHa U3 GopM MHOTIATUH U CIIHHOLEpeOesipHast atakcus (0osne3ns Mavano-J{xo3eda)
JNETEPMUHUPYIOTCS JTOMHHAHTHBIMH QJIJICJISIMH JIBYX I'€HOB, pacrojiararommxcs B 14 ayrocome Ha
paccrostHuu 50 MOpraHuj.

Kenmmna yHacieoBaia MEOIIATHIO OT OTIIA, @ MYK aTaKCHIO OT MaTepu. KakoBa BEepOSTHOCTH TOTO,
4TO UX peOCHOK OYy/IeT OTHOBPEMEHHO CTPaaTh 00CMMU aHOMATHSMH? TOJILKO OJTHOW U3 HUX? OyeT
HOPMAJICH 10 aHAJTU3UPYEMBIM MTPU3HAKAM?

3adaua 2.5.

I'ensl A, B, C, D cocraBnsior oy rpynny cuemieHus. Paccrosaue mexay reHamu A u D — 2
Mopranuibl, Mmexay reHamu D u C — 5,5 moprannael, mexxay C u B — 1,5 Moprannel, a mexay A u
B — 6 mopranun. CoctaBbTe KapTy pacroIokeHUsI TEHOB B XPOMOCOME.




3adaua 2.6.

I'ensr A, B, C, D, E nexar B ogHoi xpomocome. Paccrosaue mexay reHamu A u C — 2 MOpraHu/ibl,
Mexay B u C — 7 mopranun, mexay B u E — 3 mopranuast, mexay D u E — 5 mopranug, mexny C u
D — 9 mopranug u mexay A u B — 5 mopranua. CoctaBbTe KapTy XpOMOCOMBI U OIPEICIUTE
paccrosinue mexy resamu A u E; C u E.

3adaua 2.7.
[TocTpoiiTe T€HETHYECKYIO KapTy OAHOTO M3 Y4aCTKOB X-XPOMOCOMBI, €CJIM U3BECTHO, YTO 3ECh
HaXOJSATCS TeHBI TPYIIIBI KpoBU (Xg), TTIa3HOT0 aabOouHU3Ma (a), nxTHo3a (i) 1 aHTHOKEPaTOMBI (ac).

VY cTaHOBIIEHO, YTO MEXly reHaMu Xg U a¢ KPOCCUHIOBEp Npoucxoaut B 28% ramert, Xg u i — 11%,
Xgua—18%,auac—10%,iua—"7%.

3adaua 2.8.

Omnpenenute, Kakue W3 HUKETIEPEUHCICHHBIX Map MPU3HAKOB HACIEAYIOTCS HE3aBUCHMO, a KaKHe
SIBJISIIOTCS! CLETUIEHHBIMU:

rpynna kpoBu ABO (9 ayrocoma) u rpynna kposu MN (4 ayrocoma);

rpymnmna kpoBu ABO (9 ayrocoma) u cekperopHslii cratyc (19 ayrocoma);

rpyIma KpoBu pe3yc (p-miedo 1 ayTocombl) U 3JUTMIITOLUTO3 (p-Tuiedo 1 ayTocombl);

rpymnmna kpoBu ABO (9 aytocoma) u Heropa3BUTHE HOT'TEH M HAJAKOJIEHHUKOB (9 ayTocoma);
remoduius A (q-ruiedo X-xpomMocoMsl) ¥ remopmius B (q-miedo X-XxpoMocomsl);

HOYHasl cienoTa (q-mie4o X-XpoOMOCOMBI) M JAJIbTOHU3M ((-TJIe40 X-XpPOMOCOMBI).

VYcTaHOBUB XapakTep HaclelAOBaHUs (HE3aBUCHUMBIM WM CLEIUICHHBIN), paclpeienuTe Mapsl
MPU3HAKOB 1O TaliuIe.

He3aBucnmoe HacjIe10BaHue CuenieHHoOe HaCJeq0BaHHE




BO]’[pOCBI o TeMe 1Jisl CaMOCTOATEJIbHOI0 U3Y4YCHUSA oﬁyqammnMnca:

[neiioTponiHOE NEHCTBUE T€HOB.

KonnyecTBeHHast M KaueCTBEHHAs CIICIM(HKa IPOSBICHUS TeHA B IPU3HAK: IEHETPAHTHOCTh
U DKCIIPECCUBHOCT.

Poinb HacnencTBEHHBIX ()aKTOPOB U CpeJibl B Pa3BUTHH 3a00JI€BAHU.

Crpoenne u tunel xpomocoMm. Ilonsatue o rerepo- u syxpomaruse. HykieocomHas Monenb
CTPOCHHSI XPOMOCOM.

Hurorenernueckuit MeTo (KapUOTUIIUPOBAHUE).

[lonatne o xapuotune u wuauorpamme. Jlensepckas u Ilapkckas kiaccuduxanms
XPOMOCOM.

Kapuotun yenoseka B HopMme U nipu natosnoruu. [Ipumepsr.

Pa6otsl T. Moprana 1o u3y4eHuIo MOJIHOTO U HETIOJIHOTO CLEIUICHUS T€HOB.

OcCHOBHBIE MOJIOKEHUS XPOMOCOMHOM TEOPHH.

[lonsiTiE O KapTUpPOBaHMU XpPOMOCOM. MeToAbl KapTUPOBAaHUS XPOMOCOM YEJIOBEKA,
TeHETHYECKUE KapThl ((PU3UIECKUE, XUMHUECKHE).



ITPAKTUYECKOE 3AHATHUE Ne7

Tema: @enoTunuyeckast U3MEHYMBOCTH. | eHOTUITHYECKast M3MEHUNBOCTh. KoMOMHAaTHBHAS

n3MeH4nBocTh. CBoiicTBa MyTauuii. Kinaccudukanust Myranuii o oobemMy nopakeHHs U XapakTepy

MIOBPEXKICHMSI KIIETOK. bruosornyeckue aHTUMYTallMOHHBIE MEXAHU3MBI.

ean 3ansTHs:

1) Pa3zo0Oparh MexaHN3Mbl BOSHUKHOBEHHS OPTaHU3MOB C U3MEHEHHBIM YUCIIOM XPOMOCOM.

2) U3yunTh NpUHLMIBl  KIacCU(UKALMU  pa3IM4yHbIX  (OpPM  U3MEHUMBOCTH, IPUYUHBI
BO3HUKHOBEHUS MOAU(PHUKAINNA 1 KOMOMHAIHIHA.

3) Ilo3HakOoMUTbCS ¢ OUOMETPUYECKMMHU METO/IaMHU OLIEHKU CTENIEHH U XapaKTepa U3MEHUYHUBOCTH.

4) N3yuuTh NPUHLIUIIBI KJIACCU(PUKAITUH MYyTaIUH.

5) I103HaKOMUTBECSI C OCHOBHBIMM MEXaHM3MaMU MOSABICHUS U (PEHOTUIINYECKUMHU HPOSIBICHUSAMU
Pa3IMYHBIX MYTalLUH.

6) PaccMOTpeTh OCHOBHBIE KaHIIEPOTCHHBIE U TEPATOT€HHbIE (PAKTOPBI CPEJIbI.

7) PaccMOTpeTh OCHOBHBIE OMOJIOTMYECKHE MEXaHU3MbI 3aIUThl OT MyTallUi U 0OOCHOBATh MEPHI
3aLIUTHI OT MOBPEXKAAIOIINX (PAKTOPOB CPEbI.

Y4yeOHasi KapTa 3aHATHSA:

Bomnpocsl 111 MOATOTOBKH 110 TeMe:

e [loHsATHE O reTEpPO- U ayTOCOMAX.

e [Ion opranusma. IlepBuuHble 1 BTOPUYHBIE TI0JIOBBIE IIPU3HAKHU.

e I3MeHYHBOCTH (OTIpeneNnienne, Kiaccuukanus).

e OeHoTUNIMUECKAs] U3MEHUMBOCTD U ee Kiaccupukamus (Moaudukannu, MopQo3bl WK CirydaiiHast
HU3MEHUYUBOCTb, OHTOI'€HETHYECKash N3MEHYUBOCTD). [loHsATHE 0 HOpMeE peakuuu. [Ipumepsl.

e XapakrepucTuku (cBoiicTBa) Mmoaudukanuii. [Ipumeps! y uenoBeka. MeauIIMHCKOE 3HAUCHHE.

e [Tonstue o peHokonusX U reHokonusax. [Ipumepsr.

e KoMOMHaTHBHAsI N3MEHYMBOCTH U €€ MEeXaHU3MBbl. buonoruueckoe 3Ha4eHue.

e DeHOTUN KaK pe3yibTaT pealu3allii HacleJACTBEHHONH MH(OpMaIMK B ONpPEIENCHHBIX YCIOBUSIX
CpelpblL.

eMyTtanuu. XapakTepuCTUKU (CBONCTBA) MyTalUH.

e bronorn4eckre aHTUMYTallMOHHBIE MEXaHU3MBI.

3aoanun 01 yuedOHO-UCC1€008amMeNbCKOU PAdOmMbl 00YUAIOUWUXCA:
3ajanue 1: U3yyeHne mpaBuJI pelieHUsl FeHETHYECKUX 327124 M0 TeMe 3aHATHS.
[Tox pykoBOACTBOM IpernofaBaTessi HO3HAKOMbTECh C IPUMEpPaMH PEIIeHHs TUTIOBBIX 3a7au.

Ilpumeuanue: TIOCKOIBKY T'€HbI IPU3HAKOB JOKAIM30BaHbl B T€TEPOCOMax, HEOOXOIMMO YKa3bIBaTh
B X WM Y-XpOMOCOME PaCIOJIOKEHBI H3y4aE€MbIE TECHBI.

3adaua 1.

VY npo3o¢puibl okpacka Tena ClEIUIeHa ¢ X-XpOMOCOMOM, mpuueM cepasi OKpacka oOycCJIOBJEeHa
JIOMUHAHTHBIM T€HOM, a KeJNTas — periecCuBHbIM. CKpEIMBaeTCsl caMKa € KEeJIThIM TEJIOM C CaMIIOM,
UMEIIUM cepoe Teno. Kakoe NMOTOMCTBO M B KAaKOM COOTHOIIEHHUH IIOJNY4YaeTcsl MPU ITOM
ckpemuBanuu? Jlaiite nuToaoruueckoe o0ocHoBaHue cocraBa raMmert. (IlomHuTE, YTO Yy CaMIIOB MyX
Ipo30( Ui TOJIBKO OJHA TOJ0Basi XxpoMocoma u reHotun XO0).

JlaHo: Pemenue:
XA —cepoeTeno | P: X*X* x XA0
X* —xkenroe teno| G: X XA 0

P: X®X® x X20 Fi: XAX% X%
CEpBIN : KENTHIN
Fi-? ||




(50%) (50%)
OtBeT: B 1aHHOM CKpelIMBaHUU BO3MOKHO IOJYYEHHE CEPhIX I'eTepO3UTrOTHBIX caMmok (50%) u
xenThIX caMmuoB (50%). CoryiacHO 3aKOHY YMCTOTBI FaMET, B X0J1€ MEH03a M10JI0BbIE XPOMOCOMBI, a
BMECTE C HUMH U aJIJICJIbHBIE T€HBI, PACXOASTCS B pa3Hble TaMEThl. Y TOMO3UTOTHON FOMOTaMeTHOM
camku ob6pasyercs ofuH copT ramer (X?), y rereporaMmeTHoro camua — asa copta (X* u 0).

3adaua 2.

Kakoe moToMCTBO MOKET BO3HUKHYTh B Opake MexXay >KeHUMHOW—AaTbTOHHUKOM U HOPMaJbHBIM
10 3PEHUI0 MY>KYMHOM MpU HE pacxoxJaeHuu X-xpomocoMoM y matepu? KakoB mosi moTOMKOB?
J1anbTOHU3M - PEIIECCUBHBIN, CHEIICHHBINA ¢ X-XpOMOCOMOM IPU3HAK.

Jlano: Pemienue:
XP — nopmanshoe 3penne| P: XX! + XPY
XY — nanpToHM3M G: XX%0 XY
P: XX¢ + XPY Fi: XPXX% X9X4Y; XP0; YO
1 : | | JIeTallb
Fi-? (~33%) (~33%) (~33%)

OtBet: B cimydae He pacxXoKIEHHUsS IOJOBBIX XPOMOCOM Y KCHIIMHBI BO3MOXXHO TIOSIBIICHUE B
MMOTOMCTBE:!

® JICBOYEK C CHHAPOMOM TPUCOMHUHU X C HOpMaJIbHBIM 3peHueM (~33%);

e neBouek ¢ cuaapomoM lllepemeBckoro-TepHepa ¢ HOpMaIbHBIM 3peHueEM (~33%);

® MaJIbYUKOB—IaJIbTOHUKOB ¢ cuHApoMoM KnaitHdenbrepa (~33%).

3urotsl Y0 moru0aroT Ha paHHHUX CTAJIUAX PA3BUTUA U B PACLICIUIEHUN HE YYUTHIBAIOTCS.

3amanue 2: CaMoCTOATEIbHOE PellleHue TeHeTHYeCKUX 3a1a4.
Pemmte cnenyroniye 3a1aqu caMOCTOSITENBHO:

3adaua 2.1.

[IurMeHTHBI PETHMHMUT (CIENOoTa) MOXKET HacleAOoBaThbCA TpeMs MYTAMU: KakK JOMHUHAHTHBIN
ayTOCOMHBIM IMPU3HAK, KAaK PELIECCUBHBIM ayTOCOMHBIN NPU3HAK U KaK PELECCUBHBIM NpPHU3HAK,
CUEIUIEHHBIN ¢ X-XPOMOCOMOM.

Omnpenenute BEpOATHOCTh POXKACHUS OOJBHBIX JIeTe B ceMbe, IJe MaTh OOJIbHA MUIMEHTHBIM
PETUHUTOM U SIBJISETCS TETEPO3UTOTHOM MO BCEM TpeM IMapaM IMpU3HAKaM, a OTell 370pOB U
TOMO3UTOTEH T10 ayTOCOMHBIM IPU3HAKAM.

3aodaua 2.2.
VY pomuteneit ¢ A(Il) rpynnoit kpou poauics ceiH ¢ 0(I) rpynmoit kpoBu u remodpuiuk. Oba
POIUTENS HE CTPAAIOT 3TOM 0OJIE3HBIO.



Omnpenenute BEpOITHOCTh POKIACHUS BTOPOTO peOeHKa 3/10pOBBIM U BO3MOXKHBIE TPYIIIBI KPOBU €TO.
I'emodunms HacemyeTcst Kak peleCCUBHBIN CIIETUICHHBIN ¢ X-XpOMOCOMOM MTPU3HAK.

3aoaua 2.3.

Opnna u3 Gopm remepanonuu (KypuHas CJICIIOTa) HACIEIYyeTCS KaK PelleCCUBHBIN, CIICTUICHHBIH ¢ X-
XpOMOCOMOM IPU3HAK.

VY 310pOBBIX pOAMTENEH pOXKIaeTCs ChIH ¢ reMepanonueil. OlieHuTe BEPOITHOCTh POKIIEHUS B 9TOU
CEMbE 37J0POBBIX JJOUEPEU U CBIHOBEH.

3adaua 2.4.
B Opaxke 310poOBBIX poauTeNield POIUIICS ChIH aJbOMHOC, CTpaJaroNuil reModunueid. ATbOMHU3M —
ayTOCOMHO-PEIECCUBHBIN, @ TeMO(HIINS — PEIECCUBHBIN, CIIETNIEHHBIH ¢ X-XpOMOCOMOI MPU3HAK.

OHpGHGJ’II/ITe BCPOATHBIC TCHOTHUIIBL pOI[HTGJ'ICfI, a TAK)KC OLCHUTEC BCPOATHOCTb POKACHUA BTOPOTO
CbIHa 3I[OpOBLIM?




3adaua 2.5.

VY 4venoBeka B Y-XpOMOCOME JIOKAQJIM30BaH I'€H TMIIEPTPUX03a YIIHBIX PAKOBHH, a B X-XpPOMOCOME —
T'eH OJHOU M3 POPM UXTHO3A.

B cembe, rae MaTh 310poBa Mo IBYM IpU3HAKaM, a My>KUHMHa — 00J1aaTeIb TUIIEPTPUX03a, POTUIICS

MaJIbUMK C NPU3HAKAMM UXTHO3a U TUnepTpuxosa. Onpeaennre BEpOSITHOCTh POKICHUS 310POBBIX
JETEN.

3adaua 2.6

I'eH 1BETOBOM CIENOTHI ¥ '€H HOYHOMW CJICIIOTHI HACIEAYIOTCS Yyepe3 X-XpOMOCOMY U HaxOAATCs Ha
paccrostHuU 34 MopraHubl Ipyr oT apyra. O6a npusHaka perneccuBHbl. OnpeenuTe BeposITHOCT
POX/IEHUS JIeTei OJHOBPEMEHHO C JIBYMS aHOMAJMSIMH B CeMbe, TJe 00a cynpyra 370pOBbI, HO
U3BECTHO, YTO MAaTh )KEHbI CTPaalia HOYHOU CJIETIOTOM, a OTEeL — LIBETOBOM.

3adaua 2.7.

MyxuuHa, CTpaJarouui JaJbTOHU3MOM M TIIYXOTOW, JKEHWJICS HA JKCHIIMHE, HOPMAJbHOW IO
3PEHUIO0 U XOPOUIO CJbIIAIIEH. Y HUX POJWINCH: ChIH TNIYXOi, JaTbTOHUK U 1I0Yb—IaJIbTOHUK, HO C
xopomuM ciyxoM. OmpenenuTe BEpOSTHOCTh POXKICHHUS B JTOM ceMmbe gouepu ¢ obenMu
AHOMAJTMSIMU, €CJIM U3BECTHO, YTO JAIIbTOHU3M M IITyXOTa MEePEIatoTCs KaK pEelieCCUBHBIE MPU3HAKH,
HO JAJIbTOHU3M CLEIUIEH ¢ X- XPOMOCOMOM, a TIIyX0Ta — ayTOCOMHBIN MTPU3HAK.




3aoaua 2.8.

V yenoBeka 1anbTOHU3M U reMouiIns 00yCI0BIEHBI PELIECCUBHBIMU IT'€HaMU, JJOKAJTTM30BAHHBIMU B
X-xpomocoMme. Y 3KEHUIMHBI 6 CBIHOBEM: TpO€ — AAJbTOHUKH, HO UMEIOT HOPMAJIbHOE CBEPThIBAaHUE
KpPOBH; TpO€ — CTpaJaroT reMopuinell Npu HOpPMaJIbHOM 3peHHH. KakoB reHOTHN MaTepH, eciiu
U3BECTHO, UTO IIPU3HAKOB ChIHOBEH y Hee HeT? [loueMy oHa MMeeT ChIHOBEH ABYX TUIIOB?

3aoaua 2.9.

VY uyenoBeka MAaNbTOHU3M OOYCIIOBJEH CHEIUVICHHBIM € X-XpPOMOCOMOH pPEIeCCUBHBIM T'€HOM.
Tamaccemus HacienyeTcst Kak ayTOCOMHBIN JOMHHAHTHBIA IPU3HAK U HAOIIOAaeTCs B IBYX hopMax:
y TOMO3HTOT TSDKEJIasl, 4aCTO CMEPTEIIbHAS, Y TETEPO3UTOT MEHEE TSDKEIasl.

Kenmmnaa ¢ HOpMaJIbHBIM 3PCHHEM, HO C JIETKOH (OpMOi TalacceMHH B Opake CO 370POBBIM
MY)XYHHOM, HO JaJIbTOHUKOM, KMEET ChIHA — TAJIbTOHHUKA C JIETKOH (POPMOM TajJacCeMHH.

KakoBa BepOSITHOCTh pOXKICHUS CIICTYIOIIETO ChIHA 0€3 aHOMAaTnii?

3adaua 2.10.

VY noxunslx ponutenei (keHa - 47 ner, Myx - 49 5er) poausics JOHOIIEHHBIN pebeHok. Ha nmpueme
B MEJIMKO-T€HETHUECKOM KOHCYIbTALUU Y peOeHKa 0OHAPY U MJI0CKOE JINIO, HU3KUHA CKOIIEHHBIN
7100, OONBIIYIO TOJIOBY, KOCOM pa3pe3 ria3, CBETJIbIE MSATHA HA PAJy’KKe, TOJICThIE I'yObl, TOJCTBIN
BBICTYNAIOLINH M30 pTa f3bIK, Ae()OpPMUPOBAHHBIE, HU3KO PACIOJOKEHHbIE YIIHBIE PAKOBHHBI,
BBICOKOE HE00, Ne(eKT MEXIPEeACepAHON MEepPeropoakd, 3aJep>KKy YMCTBEHHOI'O pa3BUTHSL.
[Ipennonoxure Kakoe HacleACTBEHHOE 3a0oiieBaHME Yy peOeHKa, KaKUMH METOJaMH CJelyeT
BOCIOJIb30BaThCS /711 IOCTAHOBKM TOYHOI'O JIMAarHo3a, Kakhue METOJIbl TPeHaTalIbHONW JUarHOCTUKH
ClleAyeT TPHUHATH JUISL BBIABICHUS JaHHOTO 3abosieBaHus. KakoB mporHo3 nanbHeiInei
YKU3HECTIOCOOHOCTH JIAaHHOTO pebeHKa?




3aoaua 2.11.

Kakoe moToMcTBO MOKET BO3HUKHYTh B Opake MeX1y *KEHIIMHON — JaJIbTOHUKOM U HOPMaJIbHBIM
110 3PEHUI0 MY>KUMHOM IIPH HEpACcX0KAeHUU X-XpoMocoM y Marepu? KakoB non noromcraa?

3aoaua 2.12.

310poBasi KEHIMHA, MaTh KOTOPOIl cTpajana JaJbTOHU3MOM, a OTell — reMo(uiIneil, BCcTynaeT B
Opak ¢ MYXYWHOW, CTpaJaromuM o0ouMH 3aboneBaHuAMHU. OIpenennuTe BEPOSTHOCTh POXKICHUS
7ieTell B 3TON CeMbe OJIHOBPEMEHHO C JIByMsI aHOMAJIUSIMH, €CJIM U3BECTHO, YTO JIOKYCHI JIBYX I'€HOB

HaXOJATCS HAa pacCTOSTHUU 9,8 Mopranu.

3ajanue 3. M3yyeHue MexXaHHU3MOB M OMOJIOTHYECKOI0 3HAYEeHUS] Pa3JIHYHBIX (opm

HU3MECHYHUBOCTHU.

A) IIpusenute npuMepsl MoAU(UKALIUHN Y UeIoBeKa C IIMPOKON M Y3KOil HOpMOM peakluu.

Y3kaa nopma peaxyuu

Hlupokas nopma peakyuu

2. 2
3 3
4 4

b) Vkaxute mMexaHu3Mbl KOMOWHAaTUBHOM M3MEHUMBOCTH M MPHUBEAMTE MPHUMEPHI BIUSHUS ITHX

MCXAaHU3MOB Ha UBMCHCHHC IMPU3HAKOB Y YCJIOBCKA.




MEXAHU3MBI | 1.

IIPUMEPBI 1.

BOl'lpOCl)I o TéME NJd CaMOCTOATEC/IbHOI'0 U3YYCHUSA Oﬁy‘{aIOHII/IMI/ICﬂ:

I'enernueckue U cpeioBble MEXAHU3MBI OIIPEIEICHHUSI 110J1a.

Bnusinue HacneacTBEHHOrO MaTepuaia U BHEUIHEH cpebl Ha popMUpOBaHUE MoJa.
@dopMupOBaHUE MIPU3HAKOB I10J1a Yy YEJIOBEKA B XOJI€ OHTOT€HE3a.

Mopdonoruueckre, 3HIOKPUHHbBIE U TOBEAEHUECKHUE aCIIEKTHI MOJIa.
MopdodyHkimoHanbHas XapakTepucTuka X 1 Y XpOMOCOM.

HacnenoBanue mpu3HAKOB, CLEIUIEHHBIX € TIOJIOM (CLEIUIEHHBIX ¢ X U Y XPOMOCOMaMH).
HacnenoBanue npu3HakoB, 3aBUCUMBIX OT nosia. [IpumMepsl.

Knaccudpukanum myranuil (0 NpoUCXOXKJISHHIO, BIUSHUIO Ha KHU3HECIIOCOOHOCTh, 00BEMY
MOPaXEHUs HACJIEICTBEHHOTO MaTepHalla, XapakTepy MOBPEKICHHBIX KIETOK, BIUSHUIO Ha
¢enotun). [loHsATHE O TEHHBIX U XPOMOCOMHBIX OO0JIE3HSIX.

I'enHple MyTanuu (MeXaHU3Mbl M BHJIBI T€HHBIX MYyTalUd, NpUMepbl 3a00JeBaHMA).
buonoruueckue nocnencTBusl.

XPpOMOCOMHBIE MyTaIMH (BUIbl XPOMOCOMHBIX MYTallii, IPUMEPHI 3a00I€BaHMUI).

I'enoMHBIE MyTanuu (BUABI TEHOMHBIX MYTAllUii, IpUMeEpbI 3a00I€BaHU ).

MyTtareHHble GaKTOpBHI.

bonesnu ¢ HaciaeCTBEHHOM NPEAPACIIONOKEHHOCTHIO.



IMPAKTUHYECKOE 3AHSITHUE Ne 8
Tema: ['eneTrka yenoBeka

Ieau 3anaTus:

1) U3yuutb psia METOJOB T€HETHKH 4YeloBeKa (TOMyNsLUOHHO-CTAaTUCTHUECKUN, OJIM3HELOBBIMH,
mozenupoBanus, [IHK-nuarnocrtuka).

2) PazoOpary paznuyHble ATambl MEIUKO-TEHETHYECKOIO0 KOHCYJIBTUPOBAHHUS M METOJBI
MPeHATAIbHON JUArHOCTUKY HACIICICTBEHHBIX OOJIC3HEH.

YueOHast KapTa 3aHATHSA:

Bonpocs! 1J1s1 IOATOTOBKH 110 TeMe:

e MeTo/1bl U3y4eHMsI TEHETUKHU YEJI0BEKa!

-IONYJIAUOHHO-CTATUCTUYECKU;

- OJIM3HELIOBBII;

- MOZEIIUPOBAHUS;

e  MonekynsapHo-renernueckue meronasl (JJHK-auarnocruxa).

e MeTo/lbl TpEHATANbHOM JUArHOCTHKM HAcleACTBEHHbIX Oone3Hell. Ilopsimox mpoBeneHus
npeHarajibHoro ckpuHuHra B P® (mpuxa3z M3 PO o nopsiake okazaHus MEIUIIMHCKONW TOMOIIY IO
IpOIIIO «aKyIIEPCTBO U THHEKOJIOTUS).

e MeIKO-reHeTHUSCKHE aCTIeKThI Opaka (Kiaccu(uKaius OpakoB, BIUSHUE Ha TCHODOHT).

e [IpodunakTrika HacaeACTBEHHbIX 3a00JI€BaHUN

e DTanbl MEAUKO-T€HETUYECKOT0 KOHCYJIbTUPOBAHMSI U €r0 3HaYCHHUE.

3aoanus 013 yuedOHO-UCC1e008amenbCKoil padomul 00yUaAIOWUXCA:

3ananue 1: U3yyeHne npaBuJI pelieHHsI TeHeTHYeCKHX 3a/1a4 10 TeMe 3aHATHA.
ITo3HakoMbTECH C IPUMEpPaMH PEILeHHs 3a]1a4 ABYX THUIIOB:

1) ¢ ucnonpzoBanueM ypaBHeHUs: Xapau-Baitnoepra (3aoaua 1);

2) 1o pacyery pucKa poxaeHus OOJIBHBIX IeTel B KPOBHOPOJCTBEHHOM Opake (3adaua 2).

3adaua 1.

O6mwmit anpOuHU3M (MOJIOUHO-0emasi OKpacka KOXKH, OTCYTCTBHE MEJIaHMHA B KOXE, BOJIOCSHBIX
JYKOBHUIIAX M paay’KHOW 00OJIOUKE IJ1a3) HacleayeTcs KaK pelleCCUBHBIH ayTOCOMHBIA NpU3HAK.
3aboneBanue BecrpeuyaeTcs ¢ yactoroit 1:20000. Beruuciure KOIMYeCTBO FeTPO3UTOT B OMYJISALIUH.

aHo: Pewrenue:
A — HOpMa p*> (AA) +2pq (Aa) + > = 1.
a — anpOMHN3M 1) > = 1/20000 => q = 1/20000 = 1/141 = 0,007;

q° (aa) = 1:20000 2)Txk.ptq=1=>p=1-q=1-0,007=0,993;
3)=>2pq=2x0,993 x 0,007 =0,013902 = 0,014= 1,4%.

2pq (Aa)—?
OTBeT: B MOMYISALUN 9YacTOTa TETEPO3UTOT MO TeHY aIbOMHU3MA B Tomysiiuu = 1,4%.

3aganue 2: CaMoCTOAATEJIbHOE PellleHHe reHeTHYeCKHUX 3a1a4.
Pemnre cnemyromuye 3a1aqm caMOCTOSITEIIBHO:

3aoaua 2.1.

B ropose ¢ ycTosBImMMCS COCTaBOM HaceleHHs B TedeHue msatu JeT cpeau 25000 HoOBOPOKACHHBIX
3apETHCTPUPOBAHO JBOC OOJILHBIX (DEHUIIKETOHYpHUEH, KOTOpas OMpenesseTcss MO ayTOCOMHO-
perieccuBHOMY THITy. OnpeeuTh KOJTMYECTBO TETEPO3UTOT 0 PEHUIKETOHYPUH CPEAH HACETICHHS
JAHHOT'O TOPO/Ia.



3aoaua 2.2.

B ogHOM M3 paiioHOB Tponuyeckoi A(QpHKH YacToTa CEprOBUIHO-KICTOUHOW aHEMUHU COCTABISIET
20%. Onpenenute 4aCTOTy BCTPEUAEMOCTH HOPMAJIBHOI'O U MYTaHTHOI'O ajuieNsl B 00C/I€J0BaHHOM
paioHe.

3adaua 2.3.

ANKanToOHYypUs XapaKTepU3yeTcsl OKpAIIMBAHUEM XPALIEBBIX TKaHEW M OBICTPBIM MOTEMHEHHEM
MO/ILIEIOYEHHON MOYM M HaCJIeyeTcss ayTOCOMHO-pEeleCCUBHO. B crapocTu mpu 3Toi aHOMaiIuu
pa3BuBaercs aptput. Yacrora BcTpedaemocTt 3aboneBanus: 1:100000. Onpenenure KOIUYECTBO
HOCHUTEJEH, reHa, eciu uucio xuresneit pasHo 4000000.

3aoaua 2.4.

B oxgHOM M3 pailoHOB MUpa reTepOo3UroThl 10 MyTaHTHOMY IATOJIOTMYECKOMY T€HY BCTPEYAKOTCS C
Oo0JbIIIeH YacTOTOM, YeM 3TO MO>KHO OBIJIO ObI 0XKHATh COTJIACHO 3aKOHY Xapau-BaitnOepra. [laiite
OOBSICHEHUE 3TOMY SIBJICHHIO.




3adaua 2.5.

B martepuanax MexayHapogHoro reHetudeckoro konrpecca (1998 roa) mpuBoasTcst cieayromue
JAHHBIE 110 pacmupeneacHuto 3aboaeBanuii cpeau HaceneHus: EBponbl (Ha 1 000 HOBOPOXKICHHBIX ):
a) ayTOCOMHO-JIOMUHAHTHOE HaclenoBanue: Heipopudpomaros — 0,4; runepxonucrepuremus — 2,0;
axonaporuiazusg — 0,02;

0) ayTOCOMHO-pEIleCCHBHOE Haclie[oBaHue: amaBpotudeckas wuguotus Tes-Cakca — 0,04;
nuctunypus — 0,06; nuctuno3 (cunapom dankonn) — 0,01.

Ornpenenure 4aCTOTHI TEHOB B H3YUEHHOU MOMYJISAIIMH 110 BCEM IIECTH 3a00JICBAaHUSM.

3adaua 2.6.

AmaBpoTryeckast UIMOTHs (MANOTUS, HApYIIEHUE 3pEHUS U CIIyXa, apajiny MBILII) IepeJacTcs KaK
ayTOCOMHO-PELECCUBHBIN NPU3HaK. MyXunHa, poJiHasl cecTpa KOTOPOro ymMepia B PaHHEM JIETCTBE
OT aMaBPOTHYECKOW HMJMOTHH, )KEHAT HA CBOEU JBOIOPOIHON cecTpe. MaTh MyXa M OTEIl KE€HbI —
ponHsle cuOchl. Bce poaurtenu cympyroB, a Takxke obmue 6abka c¢ neaom 310poBbl. Kakopa
BEPOATHOCTH POXKJEHUS OOIBHOTrO peOeHKa B ceMbe?




3adaua 2.7.

Ha 14-o0if Henene OepeMeHHOCTH y OOpaTHUBIICHCS B MEAMKO-TEHETHYECKYI0 KOHCYJIBTAIIUIO
KCHIIUHBI B KPOBU OOHAPYKEH YPOBEHBb O-PETOMPOTEHHA 3HAYUTEIHHO BbIIIe HOPMBL. O "eM 3TO
CBUJCTEIHCTBYET, KAKOBA JOJDKHA OBITh TAKTUKA Bpaua reHeTuka?

3adaua 2.8.

K Bpauy mpunmia manueHtka. Y Hee ObIIO OOHApy:KEHO CIeIyrolee: HEIOpa3BUTHE SHYHUKOB,
HeOOoJIBLION pOCT, LIMPOKHE IUICUH, Y3KUH Ta3, YKOPOUECHHbIE HUKHHE KOHEYHOCTH, KOPOTKasl Iies
CO CKJIaJIKaMH KOXH, UIYLIIUMH OT 3aThUIKa, HU3KUI pOCT BOJIOC HA 3aThIJIKE, BHYTPEHHUE YIJIbI I71a3
pacIioyio’KeHbl BBIIIE HAPYXKHBIX, HH(DAHTWIBHOCTh SMOLUH, HEYCTOWYMBOCTb HACTPOEHHUS,
Oecrutonue.

1) xakoe 3a00s1€BaHNE MOXKHO MPEANOJIOKUTh Y MAUEHTKH?

2) 4TO HYXKHO CJeJIaTh JJI IOCTAHOBKA OKOHYATEIbHOIO JUarHo3a?

3adaua 2.9.

bepemennas xeHIMHa 00paTUIach B TEHETHYECKYIO KOHCYyNbTanuio. OHa coobmimia, 4to e€ Opar
1o Marepu (OTLBI pa3Hble) 6osieH heHmikeTonypueil. E€ nous ot nepsoro 6paka 310posa. OHa TaKxe
coo0mIIIIa, 9YTO B poay €€ BTOPOro Cynpyra HUKTO He O6omen GpeHmikeronypueit. OocienoBanme
KEHILMHBI U €€ HACTOSIIETO CYIPYTa HE BBISIBUWIO OTKJIIOHEHUH B COCTOSIHUU MX 3J0OPOBBSI.

1. KakoB Tun HacieaoBaHus (pEHUIKETOHYPUU U YEM OH XapakTepusyercs?

2. KakoBa BepOSTHOCTb pa3BUTHS (PEHUIIKETOHYPHH Y CBIHOBEH U Jodepeil sKeHIINHBI?

3. KakoBbl niposiBiIeHHs] PEHUIIKETOHYPUH U YEM OHU 00YCIOBIIEHBI?

4. Kakoii 6enok ((pepMeHT, CTpYKTypHBIH O€JIOK, perenTop) KOJUPYeTcss aHOMaIbHBIM T€HOM IpU
JTaHHOM (hOpMe MaTOJIOTHH.

5. Kakum 06pa3omM oCyIecTBIIsSI€TCs paclio3HaBaHUE ITOM 00JIE3HN Y HOBOPOXKIEHHBIX ?

6. Kak MOXHO nipeaynpeanTh pa3BuTre GEeHWINUPOBUHOTPATHON OMUTODPEHUH Y IeTeil?




3aganue 3: OmnpepaeneHHe PpoOJH  HACIEACTBEHHOCTH M cpeabl B (opmMupoBaHumn
(eHOTHNIMYECKUX IPU3HAKOB.

Hcnons3ys popmyiny BeraucieHus koddpdunuenta nacieayemoctu (H):

1) omnpenenure H /Ui nepedncICHHBIX IPU3HAKOB YeJIOBEKAa U BHECUTE MIOKA3aHUs B TAOJIUILY;

2) chenmaiiTe BBIBOA O POJIM HACIEACTBEHHOCTH M Cpelbl B (OPMHPOBAHMM TOTO WM WHOTO
IIPU3HAKA, 3aII0JJHUB COOTBETCTBYIOILYIO rpady.

Hpusiain K Mb K J1b H Benymwuii paxtop
LlBer rna3 99,5 28,0
Popma yuieit 98,0 20,0
[Tanwuisipabie TUHUA 92,0 40,0
ManuakaibHO-1€NPECCUBHBIN IICUX03 73,1 15,2
[n3odpenus 67,0 12,1
Onuencus 60,8 12,3
CaxapHnblil 1uader 84,0 37,0
TyGepkyne3 66,7 23,0
Otur 30,1 9.8
Kocomamocts 50,9 18,2
Kopn 97.4 95,7
Berpsinas ocna 92,8 89,2

CDOpMy.Ha BBIYUCICHUA KOS(i)(l)HI_IPIeHTa HACJICAyEeMOCTH IIpHU3HAKa:

H=(KMb - K /Ib)/(100 - K /Ib) (6 npouenmax uiu 0014Xx eOUHULbL);
rae K Mb — koukopaantHocte Mb; K JIb — koukopantHocTs J1b.

[Tpu 3nauennsx «Hy, npubnmxaomuxcs K 0, CYHUTAIOT, 4TO MPU3HAK Pa3BUBACTCS UCKIIOUUTEIHEHO
1oJ1 1ecTBHEM (PaKTOPOB BHEIIHEH CpeJibl.

[Ipu 3Hauenusx «H» >0,7 — npu3Hak pa3BUBaeTcs MO/ JEHCTBHEM FeHETUUECKUX (PaKTOPOB.
Cpennee 3nauenue «H» — ot 0,4 no 0,7 cBUIETENBCTBYET O TOM, YTO IIPU3HAK Pa3BUBACTCA MOJ
neiicTBreM (pakTOpoB BHELIHEH cpefibl HA (POHE TEHETUYECKOU MPEeApacOI0KEHHOCTH.

BOl'lpOCLI mo TeMe il CaMOCTOATEJIbHOI0O U3YYCHUSA oﬁyqammnMnca:

e OcoOeHHOCTH YenloBeKa Kak 00beKTa JIJIsl TeHETUYECKUX MCCIEeIOBAHUH.

e MeTronb!l U3y4eHusl TCHETUKU YeJIOBEKA!

-reHeaJornuecKuii MeTo]1 (OLleHKa MPU3HAKOB C Pa3HBIM THIIOM HACJIEJOBAaHU);

-()eHOTUIIMYECKUI aHATN3 C MOPTPETHON TUArHOCTUKOM;

-IIUTOTEHETUYEKHE METOABI (METOBI KYJIbTYp KIETOK, ONpeJIeIeHUE MOJIOBOI0 XPOMATHHA,

-KapUOTUIIUPOBAHUE; THOPUTHBIX COMAaTUYECKUX KIIETOK);

-OMOXMMHYECKUE METO/IBI.

e Knnaccuduxamuu tunos Oone3neir yenoBeka no H.II. BoukoBy: coOcTBEeHHO HacieACTBEHHbIE

00se3HU (T€HHbIE W XPOMOCOMHBIE); HACJIEACTBEHHbIE OOJIE3HH C HETPAJULIUOHHBIM THUIIOM

HaclleIoBaHusl;  MyJbTU(aAKTOpHabHble  3a0oneBaHust  (0ONE3HM € HACJIEACTBEHHOMU

MIPeIPacroIOKEHHOCThIO); O0JI€3HH, BBI3bIBAEMbIE HCKIIIOUNTENBHO (PaKTOpaMU BHEIIHEW CpeJibl.

e [IpoBenienne HeoHaTaIbHOTO CKpUHMHTA B PO (mpuka3z M3 P® o nopsiike okazanus
MEIUIIUHCKON TTOMOIIY MAITUEHTaM C BPOXKJIEHHBIMU U (WJIN) HACJIEACTBEHHBIMHU 3a00JI€BaHUSMH).

o [[pyHIMNIBI  JIeYeHHUsS ~ HACJIEACTBEHHbIX  3a0ojieBaHUN  (CHUMIITOMAaTHUYeCKOEe  JICUEHHE,
NaTOr€HETHUYECKOE JIEYEHHE, ITUOJIOTHUECKOE JICUCHHUE).

® XpOMOCOMHBIE OOJIE3HH YETIOBEKA



