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1. ®oHA OLIEHOYHBIX CPEACTB IS TeKYLero KOHTPOJIsl yCleBaeMOCTH, IPOMeKYTOYHOIH

arrecranuun oﬁyqalomnxca o JTMCHMIIJIMHE

Hacrosmuit ®onp onieHounbix cpencts (POC) nmo aucnummnae « OCHOBBI METUIIMHCKOM
TCHETHKW» SIBIISIETCS HEOTHEMIIEMBIM MPWIOKEHHEM K pabodeil mporpaMMe JIHCIUTLIAHBI
«OcHoBbl MenuuuHCKOW reHetuku». Ha panubiiik @OC pacnpoCTpaHSIOTCS BCE PEKBU3UTHI
yTBEpKIeHUs, peacrasiaeHHblie B PII/] o faHHON AMCHMIUIMHE.

2. Hepeqeﬂb OLICHOYHBIX CPEACTB
HJ’ISI OnmpeaAcICHUA Kady€CTBa OCBOCHUA O6y‘laI-OI_HI/IMI/ICH y‘IC6HOFO mar€puaia I10
JAUCLHMITIIIMHE «OCHOBBI MGI[HHHHCKOﬁ FCHCTUKN) HCIIOJB3YIHOTCA CICAYIOIUE OLCHOYHLIC

CpelcTBa:
No IIpencrasnenue
OnenouHoe
n/ Kpartkas xapakTepucTHKa OLIEHOYHOI'O CPEICTBA | OLEHOYHOI'O CPEACTBA B
CPEICTBO
i DOC
TecTbl Cucrema CTaHJAPTU3UPOBAHHBIX 3aganuii,| GOH TECTOBBIX
1 MO3BOJIAONIAs] ABTOMATH3UPOBATh MIPOLIEIYPY 3aaHui
U3MEPEHHUs YPOBHS 3HAHUM U YMEHUN
00yJaronerocs
Keiic-3agaua [TpoGieMHoe 3a1aHne, B KOTOPOM 3ananus s
oOyJaromiemMycst MpeanaraloT OCMBICTUTD pelienus
5 peanbHyI0 IpodecCHnOHaIbHO- Kelc-3a1a4u
OPUEHTUPOBAHHYIO CUTYAIIHIO, HEOOXOAUMYIO
JUIS pEeLICHNS

3. IlepeyeHb KOMIIETEHIUH ¢ YKa3aHHEM 3TANOB UX (POPMHUPOBAHMS B Npolecce

OCBOCHUHA oﬁpasonaTeﬂbnoﬁ nporpaMmMmbl 1 BUI0B OLICHOYHBIX CPEACTB

Kon n Oran KonTponupyemsbie pazaesnst OreHOYHBIE CpPEICTBA
dbopmynupoBka dbopmupoBaHus JUCLUILINHBI
KOMIIETEHIINHU KOMIETEHINH
Pasnen 1. MonekymsipHasi reHeTUKa-| TeCcTOBBIM KOHTPOIb

VK-1 Bxoanoi OCHOBA MEIULIMHCKON T'€HETUKHU.
Criocober Texymmi I'eneTUEeCKUI [acropr.
OCYILLECTBIIATE ITpoMeXyTOUHBIN [JNUTI€HETUKA. DTHOT€HOMMKA.
KPUTHYECKUN Paspnen 2. Metoasl n3ydeHust 1.TecToBBIi1 KOHTPOJIB
aHau3 FEeHETUKH yenoBeka. MoHorennsle, | 2. Kelic-3ananue
poOJIEeMHBIX XPOMOCOMHBIE U T€HOMHBIE

CUTyaIui Ha
OCHOBE CUCTEMHOI'O
10J1X0/1a,
BbIpa0aThIBaTh
CTpaTEeruio
JEHCTBUAN

3a00JIeBaHUs

Pa3nes 3. BpoxxneHHble
3a0osieBaHuUs U TIOPOKH
A3BUTHSL.

Pa3gen 4. Menuko-reHeTHUECKOE
KOHCYJIbTUPOBAHHUE KaK BU]I

MMOMOIIN HACCJIICHUIO

CIEeMATU3UPOBAHHON METUIIMHCKOMN

4. ConepskaHue OLEHOYHBIX CPEJACTB TEKYLIEro KOHTPOJIsI

1. TecTOBBII KOHTPOIIb

1.TecToBBIil KOHTPOIB
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Texkymuil KOHTPOJIb OCYILECTBIIIETCS NPENOJAaBATENIEM IUCLUUILUIMHBI IPU MPOBEICHUU
3aHATHIA B (pOpME: TECTUPOBAHUS, KeiC-3a1aHusl.

4.1. Keiic-3agaHus 1Jid olleHKH komnerenuui: YK-1

1.IlpoGanna crtpagaer HOYHOM ciemoTod. Ero ama Oparta Takke OonbHbL [lo nmHUM oTHA
npobaH/a cTpaJalIuX HOUYHOM cienoToi He Obu10.Math npobanaa 6oibHa. J[Be cecTpsl U 1Ba
Opata marepu mpoOaHma 310poBbl. OHM HMEIOT TOJNBKO 370POBBIX Aereid. [lo mMaTepuHCKOMN
JUHUW W3BECTHO, 4To Oalymika OoJibHA, JEMyIIKa 370pOB; OJHA cecTpa 0aOymiku OojbHA, a
BTOpas 3JI0poBa, mpaneAymka (orer 0aOymIKW) cTpajal HOYHOM CIEMOTOM, cectpa W Opar
npajeIyIKy ObLTHA OOJIBHBI; TIpamnpaieayka 00eH, ero OpaT, IMEIOMUKA OOJBHYIO J0Yb U BYX

OONBHBIX CHIHOBEH, Takke OosieH. YKeHa mpobaHa, ee POIUTENH M POJCTBEHHUKH 30POBEHI.
CocTaBbTe pOIOCIOBHYIO CEMbH MpobaHa.

2. [Ipobany — >xeHmuHa-npasma. Ee 1Be cecTpsl - mpasmiy, ABa Opata -i1eBumd. MaThb - mpasiia.
VY Hee nBa OpaTa u cecTpa, Bce npasiii. baOka u nex - mpasmu. Oten mpobaHaa - JeBlia, ero
cecTpa u Opart - JIeBIIH, IPYTUe 1Ba OpaTta U cecTpa - MPaBIIIU.

3. /IBe miectumnansie cectpsl MaprapeT U M»dpu BBIIUIM 3aMyX 32 HOPMAJbHBIX MYXYuH. B
cembe Mapraper Obu10 msTepo nereit: JDxelimc, CycanHa u J[PBuJ - miectumnansle, Jijia U
Puuapn - marumaneie. B cembe Mpapu Oblia enuHCTBEHHas 104b J[KeWH ¢ HOpMallbHBIM
ctpoerueM pyk. Ot mepBoro Opaka JlkeliMca ¢ HOPMAITLHOM KEHIIUHOW POJIMIIACH ISCTUIIATIA
noub Capa, oT BTOporo Opaka, Takke ¢ HOpMaJIbHOW KEHIIUHOM, Yy Hero Obu1o 6 neTeil: oaHa
JI0Yb M J[BAa ChbIHA - MSTHNANbIC, JBE JIOYEPU M CBhIH - IIECTHHAJIbIC. DJIJla BBIIUIA 3aMyX 3a
HOPMAJIBHOTO MYX4YMHY. Y HUX OBUIO JIBa CblHA W YeThIpE AOYepH, Bce NsATUnanble. J[IBuj
JKEHWJICS HA HOPMaJbHOM EHIUMHE. X eIMHCTBEHHBIM ChIH Yapiib3 OKa3ajcs MIECTUIAIbIM.
Puyapn sxenuscs Ha cBoed aBowopomHoil cectpe JlxelH. J[Be ux godepu M TpH ChIHA -
MSATUTIATBIC.

4.310poBble MYXK U )KE€Ha — JBOIOPOJHBIE CUOCHI — UMEIOT O0JIbHOTO pebeHka. MaTh Myka U
JIBE€ CECTPBI KEHBI 3/10poBbI. OOIIUI A CynpyroB Toxe 370poB. Mx obmas 6abka 310poBa, a
nen crpagan nuaberom. Bee poaCTBEHHHKH CO CTOPOHBI OTIIAa MYKa: JBa JASIH, JBOIOPOJHAsS
cecTpa, neq u 6adka — 3710pOBBHI.

5.1IpoGan wuMeeT HOPMAIbHBI pOCT, €ro cecTpa CTpaJaeT XOHApPoIUCTpodueit
(HacleCTBEHHAs] KapJIMKOBOCTh B COUETAHUM C PE3KUM HapyIIEHHUEM MpOMopiuu Tena). MaTh
npobanaa 370poBa, otell - 6osieH. [To nuHUM 0THA MPOOAHT UMEET IBYX 3[I0POBBIX TETOK, OJHY
TETKY M OJHOTO JSA10 ¢ XoHApoaucTpodueit. Tets ¢ xonapoauctpodueid 3amyxem 3a 370pOBBIM
MY>KUMHOW, UMEET ChIHA KapJIuKa. 37I0pOBasi TE€TS OT 3JI0POBOT0O MYyKa UMEET JBYX MAJIbUUKOB U
JIBYX JIEBOUEK, BCE€ OHHM 3J0pOBBL. [lA/1 KapiMK *E€HAT Ha 3J0POBOM >KEHIIMHE. Y HEro JBe
HOpPMaJIbHBIE J€BOYKH M ChIH KapiuK. [leaylika 1o JMHUH OTIIa - KapiauK, 6adyIika - 3J0poBa.

6. [IpoGana ctpamaer remodunmeil. Y ero MaTepu 1 oTiia HOpMajibHasi CBEPTHIBAEMOCTh KPOBH.
VY nenymku co cTopoHsl MaTepu remodruims, a 6a0ymika 310poBa. Jletn npobania: aBe qo4epu
U OJMH ChIH C HOPMAaJbHOW CBEPTHIBAEMOCTHIO KPOBH, IPYTOM CHIH cTpajnaeT remodunuei. B
ceMbe OTIa OOJTBHBIX TeMOPUITHEH HET.

7.IIpoBenuTe aHamu3 poaOCIOBHOW. OmpenennTe TUI HACIEIOBAHMS MPU3HAKA, TCHOTHUIIBI
cynpyxeckoi napsl III, 4 — 5, BepoATHOCTb pOKIEHHS B 3TOM ceMbe O0JIBHOTO pedeHKa.

O

e060 MOOUDO

8. IlpoBeaure aHamM3 pOAOCIOBHOM, MPEICTABICHHOM Ha puUCyHKe. OmnpenenuTre THII
HacJeJOBaHMUs TNpH3HAKAa. YeMy paBHAa BEPOSTHOCTH POXKICHHS 370pOBOTO peOEHKa B CEMbE
npobaHa, €Ciii OH BCTYIHT B Opak C KEHIIUHOMN, FeTepO3UTOTHON
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9. IlpoBeauTe aHamU3 POJOCIOBHOM, TMPEACTABICHHOW Ha pucyHke. Omnpenenutre TUI
HacJIeOBaHMsI IpU3HaKa. YeMy paBHa BEpOSATHOCTb POXKJIEHHUS 310pOBOrOpeOEHKAa B CEMbE
npoOaH/ia, eclii OH KEHUTCS Ha )KEHILUHE C TEHOTUIIOM KaK U y €ro

pOIHOM cecTpbl?

n : Py I Y B A
v O 0,0,0/0,0
1 2 —3 4 5 67 910
v
1 2 3 4 5 B8 7 8

10. B nonynsuusax EBponsl yactoTa anp0uHM3Ma (TEHOTHUIT aa) COCTaBISAET 7

x 10-5. Ha kaxoe umciio jto/ied B OMyJIALKUN IPUXOAUTCS OJUH anbouHoc? OauH HO-

CUTENb?

11. U3 84000 nerelt, poauBimmxcs B Teuenue 10 net B poamnibHbix nomax ropoaa K., y 210
JeTeit 0OHapysKeH NaToJI0rHYecKHil perieccuBHbIN mpu3Hak. [lomy-

asuus ropoaa K oTBevaer ycnoBusiM MAaHMUKCHH. Y CTAHOBUTE T€HETUYECKYIO CTPYK-

Typy MOMYJSALUH.

12. B momynsitiuu HacelleHus! OTHOTO ropojia B mepuoa Mexay 1928 u 1942 rr. poauinock 0KoJio
26 000 nereit, u3 KOTOpbIX 11 OBIIM TOMO3UTOTaMHU IO pelieCCUBHOMY TeHy (th), BbI3pIBaromemMy
anemuto Kynu (tanaccemuto). OnpenennTe reHeTUYeCKyl0 CTPYKTYpPY MOIYJSIIUH, T.€. YaCTOTY
redotunioB ThTh, Thth u thth.

13. YcranoBuTe 4acToTy ayjieniel A u a u 4acToTy reHoTunoB AA, Aa, u aa

B 9TOM nonynauuu. B Hekoit momynsiiuu ans0uHOCH (aa) BcTpevarotcs ¢ yactoroit 0,00005. Ha
KaKo€ 4MCII0 0co0el Moy sy TPUXOIUTCS 0JIuH anbouHoc? OxHa rerepo3urora?

14. Ilpu onpenenenun MN rpymnn KpoBU B NOMYJSLUUA KOPEHHOTO HAcCENEHHUs ABCTpPauU U3
2800 obcnenoBaHHbIX 82 yenoBeka uMenu antureH M u 840 yenoBek - ob6a antureHa M u N.
BbraucnuTe 4acToTy STUX TEHOTHUIIOB B MOMYJSIIUHU, BBIPA3UB €€ B IOJISIX €AMHUIIBI.

15. B paitone ¢ nacenenuem 280000 dyenmoBeK MpU TMOJHOW PETUCTPAIMU CIIy4daeB OOJIE3HU
[nunsmeiiepa-dorra (roHOIIECKass 00IE3Hh aMaBPOTUYECKOM CEMEHHOM NINOTHH) OOHAPYKEHO
7 6onbHbIX. Bone3Hp Hacieqyercs Mo THIY ayTOCOMHOIO PELECCUBHOTO MpPU3HAKa (T€HOTHII SS).
Onpeznenute 4acTOTy FeHOTHIIA SS, BEIYUCIUB YUCIIO OOJBHBIX HA 1 MIIH. HaceleHHs..

16. B monymsmusix EBponbl wacrota 6one3nn Toit-Cakca (nerckas ¢opma aMaBpOTHUECKOMH
UJMOTHUH - PelleCCUBHBIN Mpu3HaK) coctaBiseT 4 x 10-3. Ha kakoe ymcno ocoOeil B monmymnsuuu
MPUXOJUTCS OJIUH O0NBHON peOeHOK?

17. I'pynmna ocobGeit cocrout u3 30 rerepo3urotr Aa u 1000 romozuror AA. BeMUCIUTE 4acTOTy
HOPMAJIBbHOTO ajuiessl A ¥ 4acTOTY MyTaHTHOTO aJjuIesisl a, BBIPA3UB YaCTOTHI B JOJSX €IUHUIIBI U
B IIPOLIEHTAX.

18. dpykTO3ypHsi, BeI3bIBaeMasi perieccuBHbIM reHoM (f), BcTpeuaercs ¢ yac-

totoit 7 x 10-6. Onpenenuts yacrory ayuteneit F u f. Ha kakoe uncno ocobeit momysisi-

A TPUXOAUTCS oauH OonpHOM? Ha kakoe umciao ocoOed MOMmymsaiuu TPUXOAUTCS OJHA
rerepo3urora?
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19. B momymsiiiuu BcTpedaeMocTh 3aboseBanus coctaBisieT 1 Ha 400 yenoBek. Onpenenuth
YKCJI0 HOCUTENIEH MYTaHTHOTO aJuIeIsl.

20. PeneccuBHbIl TeH BeTpeuyaercs ¢ yactoTou 1 : 90. KakoBa BeposSTHOCTh MOPAXKEHUS TOTOMKA
B Opake MeX1y JBOIOPOJIHBIM OpaTOM U CECTpOid, 00JIa/1at01In -

MU HOPMaJIbHBIM (peHOTUIIOM?

21. AnbKanTOHYpHs HacleIyeTcs KaK ayTOCOMHBIM pPELIECCUBHBIM IpHU3HAK. 3aboJjieBaHuE
BcTpeuaercs ¢ yactoToit 1 : 100000. Beruncnute KOJIMYECTBO TE€TEPO3UTOT B MOMYJISIIIUU.

22. B nmape Oi1M3HENOB OWH OBUT Mallb4MK, IpYroi AeBouka. Kak Ha3pIBalOT Takux OJIM3HEIOB?
[Touemy B TaHHOM CJIy4yae OKa3aJoCh BO3MOXKHBIM POXKICHHE MaJbuuKa U JEBOUKU?

23. 'V OAHOSHIEBBIX M JBYSHIEBBIX OJIM3HEIIOB C BPOXKACHHBIM BBIBUXOM Oefpa
KOHKOPJJAHTHOCTh COCTaBUJa COOTBETCTBEHHO 51,3 u 5,4%. CBUIETENBCTBYIOT JIU 3TH JAHHBIE O
HACJICICTBEHHON 00YCIIOBIEHHOCTH MPHU3HAKA, €CJIN PAa3INYUs CTATUCTUYECKH JOCTOBEPHBI?

24. B Jlanuu cOCTaBJICH PEerucTp 3a00JjeBaHMI OJIM3HEIOB, POAUBIIMXCSA B mepuos ¢ 1870 mo
1970 r. B onHO# u3 myOnuKanuii mpuBeAcHb! JaHHbIe M0 10 ThicsyaM map Oiu3HenoB. M3 HUX
uH(papKT MUOKapaa Habmoaanu y 352 nap. KoHKOpAaHTHOCTh MO 3TOM MaTOJOTHUU COCTaBUIIA
JUisl onHOsIeBbIXx OnusHenoB 41,5% , a nmua aBysiiueBbix - Tonbko 20% (pazmuuus
CTAaTHCTUYECKU JTOCTOBEPHBI). MOXKHO JIM HA OCHOBAHUU MPUBEICHHBIX JIAHHBIX ClI€NaTh BHIBOJI
0 TeHETUYECKOMN MPEAPACIIONOKEHHOCTH K MH(ApKTY MUOKapaa?

25. Yacrora 3a0o0neBaHus KOPbIO B IPYyMIEe MOHO3UTOTHBIX ONU3HENOB cocraBiseT 98%, a B
rpynmne AU3UroTHsIx O0au3HenoB 94%. Onpenenure KakoBa posib HACIEACTBEHHOCTH U (DaKTOPOB
Cpelbl B pa3BUTUHU JAHHOTO IpHU3HaKa?

26. Cunraercs, uro 40 - 45% mHaceneHuss 3€MHOrO IIapa CTpPajaeT acTUIMAaTU3MOM -
HapyIICHUEM 3peHHus, TpeOyIUM ONTHYECKOH KOPpeKUHU. YCTOWYMBOE HapyLICHHUE
CyMEpPEYHOIo 3peHusi - KypuHas CJenora, Kak M acTUIMaTh3M, SBJISETCS ayTOCOMHO-
JIOMUHAHTHBIM [IPU3HAKOM. Y CYIPYTOB, KOTOpBIE CTPaAa0T 000MMHU 3a00JI€BaHUSMH, POJUIIOCH
JBO€ OJM3HEL0B C HOPMAJIbHBIM 3peHHueM. [IpuBeauTe 10BOJBI B MOJIb3Y OJHOSIMIIEBOCTH ITHX
OJIU3HEIIOB.

27. BenencTeue HapylIeHUsl paclpeiesieHUs XpOMOCOM B MUTO3€ BO BpPEMSI OJJHOTO W3 MEPBBIX
JIeNIeHUH IpoOJIeHUsT MOTYT TOSBUTHCS KJIOHBI KJIETOK C Pa3IMYHBIM 4YHCIOM XpomocoM. Eciun
nocjie paHHEeHd OMMOKM B MHMTOTHYECKOM pACHpeleleHUH 3apOKIAloTCs OJIHOSIHIIeBbIE
Onmu3Hensl, OyAyT JIM OHM pa3IUyYaThCsl MO CBOEMY XpOMOCOMHOMY Habopy? OObsicHHUTE
JUCKOPJAHTHOCTh OJIHOSIMIEBBIX Onm3HenoB no cunapomy lllepemesckoro-Tepuepa. Kakossl
UX KapUOTHIIBI, €CTTU 00a ONH3HeIa: a) AeBOYKU; 0) MaTbuUKH?

28. Jlis HAcNIeNCTBEHHOTO TMPU3HAKA, OO0JIaJarolIero TOJIHOW TEHETPAaHTHOCThIO, OBLIO
YCTAHOBJIEHO, YTO B OJHOM TpeTH TeX CllyyaeB, KOIJa IMOPaXXeHHbIMM ObUIM JBYsiIIEeBbIE
OJIM3HELb!l OJAMHAKOBOIO I0Ja, MEXJIy MapTHepaMu Oblla KOHKOPJAAHTHOCTb. Y Pa3HOMOJIBIX
65u3HeNoB 3a0oseBaHne 00oux HabIOAaI0Ch KpaliHe peako. Kak 310 00bscHUTH?

29. Xenmuna poawia IByX OJHOSHUIIEBBIX OJM3HEIIOB, Y OJTHOTO M3 KOTOPBIX ObLIa OOHApYKEeHA
6one3snp [layna. OObsicHUTE OTCYTCTBHE MTPU3HAKOB ATOTO 3a00JIEBaHUS Y BTOPOTO pebeHKa.

30. B paGoTax HEKOTOpBIX NATCKUX YYEHBIX AHAJTU3UPYIOTCS CIydyad MO3[OBOI'O HMHCYJbTA Y
6nuzHenoB. OOcynuTe MpHUBEICHHbIE HUXe JaHHble.KakoBa KOHKOPIAHTHOCTH IO MO3TOBOMY
MHCYJIBTY cpelnu Omu3HenoB? UTo MOXKHO cKa3aTbh O pOJIM T€HETUYECKHX (DaKTOPOB B Pa3BUTHU
3TOro 3abosieBaHuUs?

Hucno nabmo- Yucno 3aboneBmux nap Yucno 3aboneBiinx nap asy-
JaBlIMXcs nap OJIHOSILEeBBIX OJIM3HELOB siiueBslx OIU3HELOB
Bceero oba napraepa Bceero 00a naprHepa
3100 21 3 65 3
4368 120 44 164 32

5. CoaepikaHHe OLEHOYHBIX CPEICTB MPOMEKYTOYHOM aTTeCTAHHN
[TpomexyTouHast aTTeCTanus MPOBOJUTCS B BUE 3a4eTa
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5.1 IlepedyeHb KOHTPOJIBHBIX 33JIaHWH U MHBIX MaTE€pPUATIOB, HEOOXOAMMBIX VISl OIEHKH
3HAHUM, YMEHUH, HABBIKOB M OMbBITA JIEATEILHOCTHU: TECTHI M0 pa3/eiaM AUCIUIUINHBL: TECTOBbBIC
3aJaHMUsL.

5.1.1. TecToBbIe BOMPOCHI C BApUAHTAMH OTBETOB K dK3aMEHY MO AUCHUILUTMHE «OCHOBBI
MEIULMHCKON FeHETUKI.

TecroBbie 3a1aHus Kon xomnerennmm
(cormacuo PIIJT)

1. METOJ W3YYEHUA TI'EHETHUKUH, HPEI[J'[O}I(EHHBII;‘I I'.| YK-1
MEHJEJIEM

1) Oau3HEOBHII

2) TreHeaJOrHyYCCKHin
3) ruUOpHI0IOTHYECKUI
4) OHOXUMHYECKUIA

2. N3MEHEHUE UUCIJIA XPOMOCOM, KPATHOE
IFAIUVIOUJHOMY HABOPY

1) abG6epanus

2) TOJIMILIOHIHSI

3) cerperamus

4) rereporuIonaus

3. U3SMEHEHHUE UYHMCJIIA XPOMOCOM, HE KPATHOE
IFAIUJIONAHOMY HABOPY

1) momuruTonIUs

2) MHOXECTBEHHOE JIciiCTBHE IreHa

3) reTeporIONIUs

4) TpaHCcIOKanus

4. TEHEAJIOT MMECKHU METOJ] U3YYAET
1) pomocioBHbIC

2) XpPOMOCOMHBIE HAOOPBI

3) pa3BUTHE MPHU3HAKOB y OJU3HEIOB

4) oOMeH BelIecTB

5. JEPMATOI'TU®UYECKU METOJ] U3YYAET
1) pomocioBHbIC

2) XpOMOCOMHBIE HAOOPEI

3) KOXXHBIH PHCYHOK KHCTH PYK

4) pa3BHUTHE IPU3HAKOB y OJIU3HELIOB

6. BMIOXUMHWYECKUIA METO/ U3YVYHAET
1) pomocioBHbIE

2) XpOMOCOMHBIE HAOOPEI

3) KOXHBIN PHUCYHOK KHCTH PYK

4) oOMeH BelIecTB

7. TEHEAJIOTMYECKUI METO/I IIO3BOJISIET YCTAHOBUTD
1) Tun HaciemOBaHUS MPU3HAKA

2) XpOMOCOMHBIC MYTallUH

3) reHHBIC MyTalluu

4) BKJIaJ HACJIEACTBEHHOCTH U CPEbl B (POPMHUPOBAHUE MPU3HAKA




8. BJIM3HEIIOBbI METO/I IIO3BOJISIET YCTAHOBUTD

1) Tum HacieAOBaHMS MPU3HAKA

2) TeHHBIC MyTalluu

3) BKJIAJ HACJIECACTBECHHOCTH M CPe/ibl B (POPMUPOBAHUH MTPHU3HAKA
4) TeHOMHBIE MyTaIlH{

9. METOAWKA OIPEAEJIEHMSA TIOJIOBOI'O XPOMATHUHA
BBISBJIAET

1) reTepoIuIOHaNIO MO MOJOBBIM XPOMOCOMaM

2) TeTepOIUIONIHUIO [0 ayTOCOMaM

3) MHOJUILIOHIHIO

4) XpoMOCOMHBIE abbeparuu

10. B HOPME, I10JIOBOM XPOMATHH JIOKAJIU3YETCS B
1) coMaTHYecKHX KIJIETKaX MYXKCKOTr0 OpraHu3ma

2) COMATHYECKUX KJIETKaX KEHCKOI'0 OpraHu3Ma

3) TMOJIOBBIX KJIETKAaX KEHCKOTO OpraHu3Ma

4) TOJOBBIX KJIETKaX MY>KCKOIO OpraHu3Ma

11. HACJIEJOBAHMUE I'PYIIII KPOBU O5TO
1) npuMep MHOXKECTBEHHOTO aJlIeIU3Ma

2) TpUMep HEMOJIHOTO JOMHHUPOBAHUS

3) mpuMep SMUCTATUYHOTO JACHUCTBHS I'eHa

4) mpuMep MOJIMMEPHBIX TEHOB

12. KOHKOPAAHTHOCTHD, BJIN3KAA K 100% v
MOHO3UTI'OTHBIX BJIM3HELIOB 1M HU3KAA V JIU3UT'OTHBIX,
CBUIETEJIbCTBYET

1) o HacnenCTBEHHOH MpUpPOJIE MPU3HAKA

2) 0 HeHACJIeACTBEHHOH NpUPOIe MPH3HAKA

3) 0 OAMHAKOBOW POJM HACIECICTBEHHOCTH U Cpeibl B (DOPMUPOBAHUU
IIpU3HaKa

4) 0 MOJHOM JOMUHHPOBAHHUH TPH3HAKA

13. AU3UT'OTHBIE BJIM3HELbI

1) pa3BUBAIOTCS U3 OJHOW 3UTOTHI

2) wumeroT B cpenHeM 50% oOmuX reHoB
3) TreHEeTHYEeCKH UIACHTUYHBI

4) WMEIOT OJUH ITOJT

14. TIPUBHAKW, T'EHBI KOTOPBLIX JIOKAJIM3OBAHBI B Y-
XPOMOCOMAX HA3BIBAIOTCA

1) antumopdHBIMU

2) ayTOCOMHO-JIOMHHAHTHBIMHU

3) TromaHAPHYECKUMHU

4) ayTOCOMHO-PEIECCHBHBIMHU

15. TUII HACJIEJOBAHUA 'TEMODUIINN

1) pereccUBHBIM, CIETUICHHBIH ¢ X-XPOMOCOMO
2) IOMMHAHTHBIH, CICTTICHHBIH ¢ X-XpOMOCOMOA
3) ayTOCOMHO-PENECCHBHBII

4) ayTOCOMHO-TOMHUHAHTHBIN




16. TUII HACJIEJOBAHUMA BJIN30PYKOCTHU
1) peliecCUBHBIHN, CIIETUICHHBIN ¢ X-XPOMOCOMO¥
2) OMHHAHTHBIN, CIEIICHHBIH ¢ X-XpOMOCOMOIA
3) ayTOCOMHO-PELEeCCHBHBIN
4) ayTOCOMHO-JIOMHHAHTHBIN

17. CHEIVIEHHBIMU C I1OJIOM HA3BIBAIOTCS IMTPU3HAKU, B
TOM CJIYYAE, ECJIM OIIPEAEJAIOIIME WX T'EHbI
PACIIOJIOXXEHBI B

1) ayrocomax

2) TOJOBBIX XPOMOCOMAX

3) LEHTPOMEPHBIX 00JACTAX ayTOCOM

4) monuenTHIAX

18. METOJ] U3YUEHHS HACJIEJJCTBEHHbIX IMTPU3HAKOB B
BOJIBIINX I'PYIITIAX HACEJIEHU A

1) rubpumoIOrHYecKuit

2) TOMYJSIIUOHHO- CTATHCTHYCCKUI

3) reHeaJorHyYeCKHin

4) UUTOreHETHYECKU

19. OHTOI'EHETHUYECKASA W3MEHUYNBOCTH IIPUBOJUT K
N3MEHEHUIO

1) OenkoB

2) (denorumna

3) reHoma

4) reHoTumna

20. CUH/IPOM JIAYHA CBSI3AH C AHOMAJIMEN YUCJIA
1) MONOBBIX XPOMOCOM

2) ayTrocom

3) roOMOXpOMOCOM

4) TeTepoXpoMOCOM

21. JIAUTE OIPEJIEJIEHUE TEHETUYECKOI'O TTACIIOPTA

1) mro6oit yaactok xpomocomuoit JIHK, KoTopblii TpaHCKpHOHpYETCs B
¢yakuonansHyto Monekyny PHK unu cHauana tpanckpuOupyercs B
PHK, a 3arem TpaHcnupyercs B GyHKINOHAIBHBIN O€JI0K

2) waauBuayanbHas 6a3za JIHK-maHHbBIX, oTpaxaronas yHHKaIbHbIC
TeHETHYECKHEe OCOOCHHOCTH KaX/I0T0 YellOBeKa, ero
MIPEAPACIIONOKEHHOCTh K TEM MJIM UHBIM HACIIECTBEHHBIM,
MYJIbTH()AKTOPUATBHBIM U APYTUM 3200JI€BaHUAM

3) COBOKYIHOCTH MPHU3HAKOB MOJHOTO HA0Opa XPOMOCOM, TPHCYIIAsT
KJIETKaM JJAHHOTO OMOJIOTMYECKOT0 BUAA, JAaHHOTO OpraHu3Ma M
JIMHUHA KJIETOK

4) COBOKYIHOCTH OEIIKOB OpraHnW3Ma, IPOU3BOIUMBIX KIETKOH, TKaHbO
WJIM OPraHU3MOM B OIIPENIEIICHHBIN NIEPUOJ BPEMEHU

22. B UEM 3AKJIIOYAETCS PASHULIA MEX]TY
I'EHETUYECKUMU U SITMI'EHETUYECKUMU MEXAHU3MAMU
HACJIEAOBAHUWA?




1) B Hanmuue uHTEpDHEPEHIUU

2) B crabmibHOCTH 3D DHeKToB

3) B BOCIPOU3BOANMOCTH 3(PPEKTOB

4) B HaJIMYKE ABOWHOIO KPOCCHHTOBEpa

23. KAKUE 3ABOJIEBAHUA OTHOCATCSA K
MVJIbTUO®AKTOPUAJIBHBIM?

1) Cungpom Jlayna

2) Ilcopwuas

3) DeHUIKETOHYPHS

4) CaxapHblii 1uadet

5) PeBmarusm

24. KAKOI YUEHBIN B 1883 I'OJ1Y BBEJI TEPMUH
"EBI'EHUKA"?

1) C.H./laBumeHkoB

2) B.M.®nopunckuii

3) Dpoucuc I'anpron

4) dpencuc Kpuk

5) H.K.Komab10oB

25. KAKUE MAPKEPBI UCITOJIB3YIOTCS JJ151 UCCJIEJJOBAHUA
MOMYJISIIIUOHHO-TEHETUIECKON CTPYKTYPhI YeI0BeuecTBa?

1) Tucronoruyeckue

2) MoueKysipHO-TeHETHUCCKHE

3) KBasurenernueckue

4) Knaccuyeckue reHeTHUESCKUe

5) Ilutonoruyeckue

26.KTO BbIUI PYKOBO/IUTEJIEM ITPOEKTA "TEHOM
YEJIOBEKA" (1988-2003) OT HAIIMOHAJIbHBIX MTHCTUTYTOB
3JAPABOOXPAHEHHMA?

1) Kpeiir Bentepmurparuu ocobeii, oboramaromumx reHo(GoH,
HOMYJISHN

2) buut KnuaToH

3) Jlxeiimc YoTcoH

4) ®pencuc Kommn3

27.KTO NPEAJIOXWJI TUTTIOTE3Y MATPUYHOI'O [TPUHITUITA
PEITPOTYKITVY 'EHA?

1) ®pencuc Kosmmaus

2) ®poucuc [anbToH

3) B.M. ®nopunckuit

4) H.K.KombIoB

5) Jxeiime Yorcon

28.OCHOBHOW CIIOCOB TTEPEJIAYM DIUT EHETUYECKOI
MHO®OPMAIINN Y MJIEKOITUTAIOIINX 1 PACTEHHI - 3TO
1) reHOMHBIH UMITPUHTHHT

2) PHK-untepdepeHims

3) MoauduKaiys rHCTOHOB

4) merunupoBanue JJHK
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29, CKOJIBKO BEJIOK-KOMPYIOILMX TEHOB COJIEP)KUT
T'EHOM YEJIOBEKA?

1) 21000

2) 73000

3) 50 000

4) 100 000

30. CKOJIbKO TUITEPBAPHUABEJILHBIX CETMEHTOB
PACITOJIOXKEHO B KOHTPOJIbHOM PETMOHE MT/IHK?
1) 1

2) 4

3) 3

4) 2

31. YKAXHWTE OCHOBHBIE I'MITOTE3bI BOSHMKHOBEHM
I'EHOMHOI'O UMITPUHTHUHI' A

1) runoreza Muutepa-lOpu

2) Teopust CTPyH

3) runoTesa CIUIOUIHOM CPe/Ibl

4) poAMTEIbCKHI KOH(PIUKT

5) TpodobiiacTHas 3amuTa

32. YKAXUTE ITEPBOE "O9THUYECKOE JIEKAPCTBO"
1) Tazverik

2) Vyondys 53

3) Audenz

4) Numbrino

5) BIiDil

33. YKAXUTE IMPUMEPHBI DITMT'EHETUYECKHWX ®EHTUIIOB
1) Oau3HEIBI

2) ormyxoJieBasi TKaHb

3) rensiie bappa

4) JEeUKOIUTHI

5) mosuTEeHHBIE XPOMOCOMBI

34.4TO U3YUHAET MEJAMIMHCKAS TEHETUKA?

1) posb HAaCAEICTBEHHOCTH B TIATOJIOTHH YEIOBEKA

2) ¢usnyeckue acreKThl CYIECTBOBAHUS YEIOBEKA

3) 3aKOHOMEPHOCTH TepeIadyr U3 MOKOJICHHUS B IIOKOJICHHE
HACJIEACTBEHHBIX 00JIe3HEN

4) MeTOBI TUATHOCTUKH, JICUCHHUS ¥ MIPOPUIAKTHKN HACIEICTBCHHBIX
MaToJOT Ui

35.4TO XAPAKTEPU3YET MEJAUILIMHY 411?
1) MarpuapxanbHOCTh

2) TlatucunaTopHOCTh

3) Ilepconanmzanus

4) TIpenuKTHBHOCTH

5) IIpeBeHTHBHOCTH

36. ATEHE3UA
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1) Henopa3BUTHE BEPXHEH YEIIOCTH
2) OTCYTCTBHE HIKHEH YEITIOCTH

3) Henopa3BUTHE HU)KHEW YEIFOCTH
4) Hemopa3BUTHE S3bIKA

37.BJIACTOITATUUA

1) mopaxenue 6actorucTsl (14-15 aHEl MOCIe OMI0A0TBOPEHHMS)

2) nopaxkeHue smMOproHa (¢ 16 qust 10 8 Hemenb mocie
OILJIOIOTBOPEHUS )

3) mopakeHHe TOJIOBBIX KIETOK

4) noBpexaeHus 0a (¢ 9 HeJeIu Mmociie OIIOA0TBOPEHHUS 10 POJIOB)

38. BUPYCBhI, OBJIAJTAIOIIUE TEPATOTEHHBIM JEMCTBUEM
B PAHHUE CPOKM BEPEMEHHOCTU

1) kpacHyxu

2) rpummna

3) BETPSAHOM OCIIBI

4) IMTOMErajJoBUPYC

39. BPOXIEHHBIE MAJIBIE AHOMAJIMU PA3ZBUTUA
(AUCMOP®UN)

1) yacro ornpenensrTCs MPH HACICSICTBEHHON MM BPOXKIACHHON
MaTOJIOTUU

2) He HapyaT QyHKIHIO OpraHa

3) HapymarT (YHKIHIO OpraHa

4) MOTYT OINpPEACNIATHCS Y 37I0POBBIX JIFOICH

40. BPOXXJIEHHBIE TTOPOKU PA3BUTHA
1) cnoxHbie

2) MHOYKECTBEHHBIC

3) mpocTbie

4) WM30IUpPOBAHHBIC

5) cucremHbIe

41.BPOXJIEHHBIE PACIIIEJIMHBI BEPXHEU I'YBbI
OGOPMUPYIOTCS B ITEPUO/ PA3BUTHUS SMBPMOHA
YEJIOBEKA

1) TpuHanmuaTas — mecTHAAATAS HEACTH

2) oaWHHAJIATas — ABCHAJIATAs HEICIN

3) 110 BOCBMOI Heleau

4) BO BTOpOU MOJOBHHE SMOpHOTEHE3a

5) TpuanaTh BTOpas-TPUALIATH BOChMast HEICIH

42. TAMETOITATUU

1) mopaxenue 6mactonucTsl (14-15 aHEl MoOCe OMI0A0TBOPEHHMS)

2) TmopaKeHHE MOJOBBIX KJIETOK

3) mopaxeHnue sMOpuoHa (¢ 16 1Hs 10 8 Henmenp mocie
OTLJIOIOTBOPEHUS )

4) moBpexaeHus oa (¢ 9 HeJemu mociie OIUIOA0TBOPEHHUS 0 POJIOB)

43. AUCMOP®OJIOT' A OCHOBAHA HA U3YUYEHUN
1) aHATOMHYECKOTO CTPOCHUS B MpEAeIax HOPMbI
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2) aHaTOMHYECKOro CTPOCHUs 3a MpeleiiaMi HOPMaJIbHOTO TUana3oHa

3) ocobeHHOCTE MOP(OIOTUIECKOT0 CTPOCHHUS JIUIA IPU
BPOXKICHHBIX MATOJIOTHSX Pa3BUTHUS

4) ocoOeHHOCTE MOP(OIOTUIECKOr0 CTPOCHHUS JIUIA B HOPME

44, 3ABOJIEBAHU S MATEPU, CIIOCOBHBIE BBI3BIBATH
[TOABJIEHUE ITOPOKOB PA3BUTUA ITPU JJINTEJIBHOM
BO3/IEVMCTBUU

1) murpeHn

2) snuiencus

3) Qenunkeronypus

4) o)xupeHue

5) caxapHblit quabeT

45. U30JIMPOBAHHBLIE ITOPOKU

1) nokanuM30BaHbl B OJHOM OpraHe

2) JIOKAIM30BaHbl B Ipeieax OAHON CHCTEMBI OPraHOB
3) JIoKaTM30BaHbl B OpraHax JBYX M 0ojiee CHCTEM

4) XOHAPOUCTLIA3HUS

46. KPUTMYECKUE ITEPUOJAbI OHTOI'EHE3A
1) uMIUIaHTaIMsI 3apObIIa

2) pocr mioaa

3) 1utarneHTaIus

4) myOepTaHTHBIN TIEPHOJ

47. MUKPOT'EHU A

1) orcyTcTBHE HUKHEH YEIOCTH

2) HeIO0pa3BUTHE HIKHEW YEeNIIOCTH
3) oTCyTCTBHE SI3bIKA

4) OTCYTCTBHE CIIyXOBOTO ITPOX0JIa

48. CUCTEMHBIE ITOPOKU

1) nokanM30BaHbI B OTHOM OpraHe

2) JIOKaIM30BaHbI B MIPEeIax OJHON CHUCTEMbI OPraHOB
3) JOKaIM30BaHbI B OpraHax IBYX M 0OoJiee CHCTEM

4) cTeHO3 MpUBpAaTHHUKA

49. Y JEBOYKN OBHAPYXEHA JAUCITPOIIOPLIMA TEJIA,
KPBIUIOBU/IHBIE CKJIAJIKU KOXW HA HIEE. ITPA
HUTOI'EHETUYECKOM UCCJIEJJOBAHMU B S/IPAX
JIEMKOILIMUTOB HE OBHAPYXEHBI “6APABAHHBIE ITAJIOUKW”,
A B AIPAX BYKAJIbHOI'O SITUTEJINA OTCYTCTBYIOT
TEJIbLIA BAPPA. TIPEJIBAPUTEJILHBIN JITUATHO3:

1) Cunapom Knaitndenbrepa

2) Cungpom JlayHa

3) Cunagpom Hynan

4) Cunapowm lllepemerckoro-TepHepa

5) Cunapom DaBapica

50. DETOITATHUA
1) mopaxenue 6mactoructsl (14-15 aHEl MOCe OMI0OA0TBOPEHHS)
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2) moBpexacHUs W10/ (¢ 9 HeleNu Mocie OMI0A0TBOPEHHS 0 POJIOB)
3) mopakeHHE MOJOBBIX KJICTOK

4) mopaxkenue smOpuoHa (¢ 16 xus 10 8 HeaEIb TOCIe
OILJIOIOTBOPEHUS )

No tecroBoro | Ne  sramona | Ne tecroBoro | Ne  sramona | Ne tecroBoro | Ne  srajmona
3aJaHUs OTBETA 3aJJaHUs OTBETA 3aJJaHUs OTBETA
1 3 21 2 41 3

2 2 22 2,3 42 2

3 3 23 2,45 43 2,3
4 1 24 3 44 2,35
5 3 25 2,3,4 45 1

6 4 26 3,4 46 1,3
7 1 27 4 47 2

8 3 28 4 48 2

9 1 29 1 49 3

10 2 30 2 50 2

11 1 31 4,5

12 1 32 5

13 1 33 12,35

14 1 34 1,34

15 1 35 2,3,4,5

16 1 36 2

17 1 37 1

18 1 38 1,4

19 1 39 2,4

20 1 40 2,45

5.1.2. Bonpochl mis 3adera no AucuumniIuHe «OCHOBBI MEIUIIMHCKON TeHEeTHKW» sl
onenku komnerennuii: YK-1

Pa3nen 1. Moaeky/sipHasi reHeTHKA-0CHOBA MeIUIIUHCKOH reHeTuku. ['eHeTHyeckuii

1.

o

CLOoNO®

NacnopT. JNUreHeTHKA. JTHOreHOMHUKA.
Menununckas reneruka. Onpenenenne. [Ipeamer, nenp U 3a1a4u METUIIMHCKONW TeHETHKHU.
JIMCUMIIMHbBI METUIIMHCKON T€HETHKHU.
Hctopusi cTaHOBJIEHHS MEIMIIMHCKON TeHEeTWKW Kak Hayku. Bkimag ®. ['amprona, B.M.
®nopunckoro, H.K. Konbuosa, C.H. /laBunenkoa. [lo3uTuBHast 1 HETaTUBHASI €BI€HUKA.
Knaccudukanmsi HacienICTBEHHBIX OOJie3HEW uenoBeka. MUTOXOHJIpHAIbHBIE OO0JIE3HHU.
IIpumepsl.
[Tpoexkt «I'enom uyenoBeka». llenn W OCHOBHBIE pe3ynbTaThl PacHIMPPOBKH TIe€HOMA
YeJoBeKa.
Kem pazpabotano mnonsTHe «reHeTmdyeckuil macrnopt»? IlepednciuTe €ro OCHOBHBIE
pazziensl.
Yro Ttakoe «Menununa 4 I1»?
B yem ocoOeHHOCTH CpaBHUTENHLHON T€HOMUKH U (DYHKITMOHATEHOW T€HOMUKU?
OtHoreHomuka. Onpeznenenue. [IpoGieMbl STHOT€HOMUKH.
OCHOBHBIE CUCTEMBbI T€HETUYECKUX MAPKEPOB J1JIs1 IBOTIOLIMOHHBIX UCCIEIOBAHUI
Uto Takoe ranjaoTun U ramiorpymmna’?
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Ocob6ennoctu mutoxoHapuanbHoil JIHK denmoBeka. Kakwe BBIBOJBI MOXHO CAENaTh I10
pe3yspTaTaM — aHajlu3a OBOJIIOLIMOHHOIO  JIpeBa  YEJIOBEYECTBA, IOCTPOEHHOIO 11O
pesyibratam uccnenoanus Mt/ IHK.

OcobeHHoCTH Y-XpOMOCOMBI YeNTOBEKa.

I'enernueckuit momumopdusMm u ero Buabl. llpumepsl 3a0o0sieBaHUN, WILTIOCTPUPYIOIINE
TCHETHYECKUH MOIUMOP(PU3M 3THOTPYIIIL.

®apmakorenomuka. Onpenenenue. OCHOBHas 3a/1aua. « ITHUUECKUE JIEKAPCTBAY.

KTo 1 xorga npeanoxxui TepMHUH «3NUreHeTuka»? Jlaiite onpeneseHne JaHHOTO TEPMUHA.

B ueM pa3HuIa MEXly T€HETUYECKUMH U SITUT€HETUYECKUMHU U3MEHEHUSIMU?

[lonatue o006 onurenernueckoMm Jnanmmadre. IlpuHnunuaneHas cxema. Yro oH
WILTIOCTPUPYET?

[Tpumepb! SnTUTeHEeTHYECKUX (PEHOTHUIIOB.

Onurenernueckue Mexanu3mbl. MetmpoBanue JIHK. 3nauenune mernnuposanus JJHK.
OnureHeTnyecKrue Mexanus3mbl. [locTTpaHCasIMOHHbIE MOAU(PHUKALIUN THCTOHOB.
Onurenernueckue Mexanu3mbel. PHK-untepdepenuus. Cyts mexanusma. Otansl PHK-
unTepdepenyn. 3nauenne PHK-unTepdepennmm.

KT0 1 Korga npeayioxKuin TepMUH «T'€HOMHBIN UMIIPUHTUHIY? JlaiiTe onpeneraeHne JaHHOTO
TE€pMHHA.

UTO Takoe «MMIPUHTY», KAMIPUHTUPOBAHHBIA FE€H»?

[lepeuncaure W OXapakTepU3yWTe OCOOCHHOCTH T€HOMHOTO HMMIIPUHTHUHTA Y
MJIEKOITUTAIOIIHX.

'unoTe3pl BO3HMKHOBEHHMS T'€HOMHOrO MMIpUHTHHra. [umnoreza «Poautenbckoro
KOH(JIMKTa»

['urmoTe3bl BOSHUKHOBEHHSI TCHOMHOTO UMIPUHTHHTA. ['nrore3a «TpohodiacTHON 3alUTHI.
«bone3nn wumnpuntuHray. Cungpom Amnrensmana u [lpagepa-Bumim. Xpomocomubie
abeppaluy U CUMIITOMBI JTAHHBIX 3a00JI€BaHUM.

KomnieHcanus 10361 y MIIEKOITUTAIOLIHX.

Kro m B KakoM roay MpenyoXXui TUIOTE3y MHAaKTUBAMU X-XpoMOCcOMbI? KakoBbI
MOJIEKYJIIPHBIE MEXAaHU3Mbl MHAKTUBALUU X-XPOMOCOMBI?

[lepeuncnure M ykakuTe YAEIbHBIM BEC BIUSHUSA OTIEIbHBIX (PAKTOPOB HAa COCTOSHUE
3J10pOBbsl HACEJICHUS.

UYro Takoe MynbTu(dakTOpHanbHble 3a0oneBanus? [IpuBeaure npumepsl.

I'pyninbel 6one3Hel ¢ HacIeACTBEHHON MpepacnoiaokKeHHOCThI0. [IpuBeanTe nmpumepsl.

Uro Ttakoe onyxoub? Kinaccudukarus omyxosiei ¢ mpuMepamu.

Onuiumre MeXaHU3MBbl TPaHCPOPMALIUU TPOTOOHKOT€HOB B OHKOT'€HBI.

CaoiicTBa KJIETKH, obecrneuynBaroye 3JI0Ka4€CTBEHHBIN pocT.

Pazgen 2. Meroabl mM3y4eHUS] T€HETHMKHM 4ejioBeka. MOHOreHHbIe, XPOMOCOMHbIE W
reHOMHLIE 3200/1eBaHUA

B dem 3akmouaercs cyts FISH metona?

Ilepeuncnure stans FISH merona.

[lepeuncnure Buabl AudGepeHInaIbHOr0 OKPaIIiBAHUS XPOMOCOM.

Kakoit Ouonormueckuii Marepuars MOXHO HCHOJb30BAaTh JJS  IIUTOTEHETUYECKUX
UCCIIEI0OBaHUM?

IIepeuncinTe OCHOBHBIE YCIOBHUS HUTOTC€HETUYECKON JUArHOCTUKH.

[Tepeuncnure Buabl AUPHEPEHINATEHOTO OKPAIIUBAHUS XPOMOCOM.

Ha3zoBute noka3aHus A5 IPOBEJCHUS IUTOI€HETHUECKUX UCCIIEI0OBaHUM (HEe MeHee 5).
[lepeuncnure Bce BUIBI XpOMOCOMHBIX MyTaiuii. [IpuBeaure npumepsl 3a001€BaHUM.
[lepeuncnure Bce BUABI TeHOMHBIX MyTauuid. [IlpuBeaure mpuMepsl 3a0071eBaHUN. YKaKHUTE
KapUOTHUIIBI JIFOAEH ¢ TAKUMHU aHOMAJIUSMU.

B 4yem cymHOCTh reHeanoru4eckoro MeToja U3y4eHusl TCHETUKH YeJIOBEKa?
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B yem cymHoCTh 6JUM3HEIOBOTO METO/1a U3YUEHUS FeHETUKH YeoBeKa?

B uem cyniHoCTh NOMYJSIIMOHHO-CTaTUCTHYECKOIO METOJa U3yUEHUSI TEHETUKH 4esloBeKa?
Onumute 3akoH Xapau-BaiinOepra.

Hcnonbp30BaHne TEOPUHU BEPOSITHOCTU B MEIULIMHCKON T€HETUKH.

Uto Takoe renerudeckuid puck? [IpUHIMIIBI €r0 OIEHKHU.

HazoBute 4 xputepus, Mo KOTOPHIM BO3MOKHO BKJIIOYEHHE 3a00JI€BaHUS B NPOTrpamMmy
MacCOBOI'0 OMOXMMHUYECKOI'0 CKPUHUHTA.

HazoBure 5 Ha3BaHuii 3a0osieBaHuMNl OOMEHa BEILIECTB, KOTOPbIE B HACTOSIIEE BpeMs
BKJIIOUEHBI B TIepedyeHb 3aboieBaHMil ISl 005S3aTeNbHOrO0 HEOHATAaJbHOTO CKPUHUHTA
HOBOPOXXIECHHBIX PD.

Onumure MEXaHU3M Pa3BUTUS (PEHUIIKETOHYPHUHU.

Onwumure cyth ['aTpu MeTona Ha HEHUIIKETOHYPUIO.

Jisa dero HeoOXoAMMO U3MepeHue ypoBHS  TerparuapontepuHa (BH4) mpu
(benukeTonypun?

Onummre cyTh mpoOsl DermuHra Ha GEHIIKETOHYPHIO.

Kakue ciio’)kHOCTH 0XKHIIAIOT KEHIIUHY C (PeHUIKETOHYpHEH B IETOPOJHOM Bo3pacte?

Kto Bnepsbie npumenun metoa xpomatorpaduu? g kakoro oobekra?

[IpuBeauTe nmpuMepsl KOJIMYECTBEHHBIX METOJ0B OMOXMMHMYECKOMN MAarHOCTUKU (HE MEHee
3)

UYro He0OXOAMMO TS TPEHATATLHON AUAarHOCTUKH (DEHUKETOHYPHU?

Pa3znen 3. Bpo:kaennble 3a001eBaHUsA U IOPOKH Pa3BUTHSL.

[IpuBenuTe mpuMepsl MOHOTEHHBIX 3a00JEBaHUM, COMPOBOKAAIOIIUXCS BO3SHHUKHOBEHHEM

BPOKJCHHBIX IOPOKOB Pa3BUTHS.

[IpuBeanuTe mpuMepbl XpOMOCOMHBIX 3a00JI€BaHUI, CONPOBOXKIAIOLINXCS BOSHUKHOBEHUEM

BIIP.

[IpuBenure  mpuMepsl  XpPOHHYECKUX  3a00J€BaHUN  MaTepH,  CIOCOOCTBYIOIIMX

BO3HUKHOBEHUIO BPOXKJICHHBIE TIOPOKH Pa3BUTH y peOeHKa.

[IpuBeaute npuMepsl GMOTOTHYECKUX (PAaKTOPOB TEPATOTEHEA.

[lepeuncaure oOmue xapakTepucTuku cunapoma lllepemeBckoro-TepHepa u cuHApOoMa

Hynan. Kakoil Bug myranuii siBisiercs npuunHoi Bo3HUKHOBeHUs Cunapoma HyHan?
OOmbsicHuTe noHATHE «ATpe3us». [IpuBenute npumep.

OObscHUTE OHATHE «BTOPUYHBIE BPOKIEHHBIE TOPOKHU pa3BUTHs». [IpuBenuTte npumep.

Ilepeuncnure u3BECTHBIE BaM aHOMAJIMM pa3BUTHUA TOJOBHOro Mmosra. Kopotko

OXapAKTEPUZYUTE HX.

Yro Takoe «BpPOKICHHBIE IOPOKHU PAa3BUTHA»? UeM Majble aHOMAIIMU Pa3BUTHUS OTINYAIOTCS

ot BIIP?

VYKaxkute CpOKH BOZHUKHOBEHHUS IMOpHONaTHI.

[lepeunciure CHHIPOMBI, BEI3BaHHBIE TPUCOMUSIMH.

Paznen 4. MeToabl TMArHOCTHKH HAaCJEACTBEHHBIX MATOJIOTHiII YeloBeKa M MeINKO-
reHeTHYeCK0e KOHCYIbTUPOBAaHME.
MenuKo-TeHETUYECKOE KOHCYJIbTUPOBAHUE KaK BHUJ CHEHHAIM3UPOBAHHON MEIUIIMHCKON
IIOMOIIIM HaCeJIEHUIO;
OnumuTe ypoOBHU OpraHU3aIMi MEINKO-TeHETUUECKON CTy»K0bl B Poccuu;
[Tepeuncinure denepaibHbIE HEHTPBI MEAUKO-TEHETUUECKOTO KOHCYJIbTUPOBAHMUS;
3aga4m MEIUKO-TeHETUYECKOT0 KOHCYIbTUPOBAHHS;
DTanbl MEAUKO-TEHETUUECKOTO KOHCYIbTUPOBAHUS;
[Tokazanus 17151 HanpaBJIeHUs K Bpauy-T€HETUKY;
[Iepeunciure COBpEMEHHBIE METOIBI MEIUKO-TEHETUYECKUX UCCIIEA0BAHUI;
[lepeuncnute METOIBI TPEHATAIBHON AUATHOCTUKH;
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9. HeunBa3uoHHBIE METO/bI TPEHATAILHONW AMArHOCTHUKH;

10. HNHBa3noHHBIE METObI IPEHATATBHON JUAarHOCTUKY;

11.  Iloka3aHus A5 MHBAa3UBHOM NpEeHATaIbHOW AMArHOCTHUKH;

12. [IpoTrBONOKa3aHus 111 UHBA3UBHOW NPEHATAILHON JUArHOCTUKH;

13.  CunHzapoMbl BbI3BaHHbIE TPUCOMUSMU;

14.  Cunzapombl BeI3BaHHBIE IOJUCOMHUSMH 110 TTOJIOBBIM XPOMOCOMAaM;

15.  UYro Takoe MoJsIeKyJIIpHO-T€HeTUYeCKas JMarHoCTHKa?

16. Ha3oBuTe TEXHOJOTHIO, HWCHOJB3YyEeMYIO B MOJCKYJISPHOW OHOJOTMM W MEAMLUHE W
IIPEJCTABIAIONIYI0 M3 Ce0sl CEpHI0 KOPOTKUX OJIMTOHYKJICOTUAHBIX IOCIEN0BaTEIbHOCTEN
(JIHK-30H10B), OTJIMYAIOIUXCS TI0 CBOEMY COCTaBY M 3a(UKCHUPOBAHHBIX (XUMHUYECKUMH
croco6aMu) Ha CTEKJIe TaKMM 06pa3oM, 4to Ha 1 cM? ux pasmemaercsa g0 100 000. TIpu
3ToM no3uius kaxaoro tuna JIHK-30Hma 4eTKo (UKCHPYETCS M MOXKET ONPEAesIThCA B
aBTOMATUYECKOM PEXHUME

17. HazoBurte camblii mepBbiii MeTon wuccienoBanus mosiekynsl JIHK, npemnoxxennsii 3.
CaysepHoM B 1975 r. B ocHOBe 3TOro MeToza JIEKUT SBJICHUE CIIOCOOHOCTH OJJHOHUTEBBIX
MOJIEKYJ HYKJIEMHOBBIX KHCJIOT CBSI3BIBATHCS C 00pa30BaHUEM JBYXIICTIOUEYHBIX MOJICKYI.

18. HazoBute  rpymnmy  (EpMEHTOB,  KaTaJU3UPYIOIIUX  pa3pylIeHHE  OTAEIbHBIX
dbochomudbupHBIX cBsi3el dykepoaHbx Moiekya JIHK B GONbIIMHCTBE MPOKAPHOTUICCKIX
OpPraHU3MOB U BBITIOJIHSIONINE TEM CaMbIM "MMMYHHYIO" (QYHKIIHIO.

19.  Jlnsg gero Hy>KeH HarpeB peakUMOHHOM cMecu 10 94—98 °C B 0HOM U3 TpeX CTaauil HUKIa
nipu nposeaeHuu [111P?

20. Kakoit Owonornyeckwii  Marepwag NPHUTOJEH Ui  MOJEKYISIPHO-TEHETUYECKUX
uccinenosanuii? [Ipuseaure npumepsl.

21. B uem 3aKkiIrodaeTcst 0COOCHHOCTh TPETHETO MOKOJICHUS METO10B cekBernnpoBanus JJHK?

22. HazoBute ananutuueckuit Metoj pasznenenus ¢parmentoB JIHK mo anusHe B reme moj
JIEMCTBHEM BHEILLIHETO 3JIEKTPUYECKOTO MOJIS.

23. Ilo xakomy kputepuio MeTonsl cekBeHupoBaHus JIHK BTOporo mokosieHus: nmpeBOCXOAST
cekBeHupoBanue no CrHrnepy?

24.  YxaxuTe OCOOCHHOCTb, KOTOPYI0 HEOOXOIUMO coOmojaTh NMpU cOope OHOIOTHYecKOro
MaTepuaia JUisl MOJIEKYJIIpHO-TeHETUUECKUX METOA0B UCCIIEIOBaHMUS.

25. IlpuBeaure npumepsl BcrmomorarenbHbIX MeTofoB JIHK-nmarHoctuku (He MeHee 2).
Hazosute ocnoBubie MeToabl JIHK-nuarnoctuku (He MeHee 2).

6. Kpurepuu onieHuBaHus pe3y1bTATOB 00y4eHUs!
Jlis 3adera:
Pesynbratst Kpurepuu oniennBanus
00y4yeHHs He 3aureHo 3auTeHo
YpoBeHb 3HaHUU B 00BEME,
YpoBeHb 3HaHUU HWKE | COOTBETCTBYIOIIEM  IIpOrpaMMe
ITonnoTa 3HAHUI MHWHUMAJIBHBIX TpeOOBaHUIl. | MOATOTOBKH. Moryt OBITh
Wwmenu mecto rpyObie OMIUOKH. JIOTTYILIEHbI HECYILECTBEHHbBIE
OIIMOKHU
IIpu pemeHun  CTaHIAPTHBIX HponemoncTprpoBars!
OCHOBHbIE  yMmMeHMs. Pemensl

Hannune ymennii

3aJa4 He MPOJEMOHCTPUPOBAHbI
OCHOBHBIE yMeHHUs. menn mecto
rpyOble OIIHOKH.

THUIIOBBIC 3aa4H, BBIIIOJTHCHBI BCC
3agaHusi. MoryT OBITH TOMYIICHBI
HECYIIECTBEHHBIE OITHMOKH.

I[Ipu pemenun  craHmaptHeiX | [IpogemMoHcTprpoBaHbl Oa30BBIC
Hamuumne  HaBBIKOB | 3371a4 HE MPOJAEMOHCTPHPOBAHBI | HABBIKU npu peleHIH
(BIazeHNE OTIBITOM) 0a30BbIe HABBIKU. VIMenmu MecTo | CTaHAapTHHIX 331a4. MoTyT OBITh
TrpyOBI€ OITHOKHU. JTOTTYIIIEHBI HECYIICCTBEHHBIE
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OILINOKH.

VYyeOnas AKTUBHOCTh u | [Ipossnsercs yueOHas
MotuBanus MOTHBAIUS C€Na00 BBIPAKEHBI, | AKTUBHOCTh u MOTHBALYS,
(lmyHOCTHOE TOTOBHOCTh peuaTth | AEMOHCTPUPYETCS  TOTOBHOCTh
OTHOIIEHHUE) [IOCTABJICHHBIE 3aJ1a4M | BBIIOJIHATH [IOCTaBJICHHbBIE

Kaue€CTBEHHO OTCYTCTBYIOT 3a/1a4ul.

Kowmmerenmus B nonHoi Mepe He | CHOpMUPOBAHHOCTH

chopMupoBaHa. NMerommxcs | KOMOETEHIUU COOTBETCTBYET
XapakTepucruka 3HaHUH, YMEHUH, HaBBIKOB | TPEOOBaHMSM. Nmeromuxcs
c(OpPMHUPOBAHHOCTH | HEOCTATOYHO  JUIsl ~ pEIIEHUs | 3HAaHUM, YMEHHWIl, HaBBHIKOB U
KOMIIETEHIIUU MIPaKTUYECKUX MOTHBALIMM B LIEJIOM JIOCTaTOYHO

(mpodeccroHanbHbBIX ) 3a7a4. | VI pPELICHUS  MPAKTUYECKUX

Tpebyercs noBTopHOe 00yueHne | (mpodeccuoHaNbHbIX) 3a/1a4.
YpoBeHb
chopmupoBanHoctu | Huzkuit CpenHuii/BRICOKU I
KOMIIETEHIIN N

Jnst TeCTUpOBaHMUS:
Onenka «5» (OtnnyHO)

Onenka «4» (Xoporo) -

- 6ayutos (100-90%)
6amna (89-80%)

Ornenka «3» (Y noBierBoputensHo) - 0asia (79-70%)
Menee 70% — HeynonerBoputenbHo — OLeHKa «2»

[TonHBIM KOMILUIEKT OIE€HOYHBIX CpeacTs Ijid AUCHUILIIMHBI
HCCICAOBATCIBCKOTO MCIUIMHCKOI'O

NpeacTaBJICH Ha

nopTaie

CIO IIpuBoKCKOTO

«Ha3Banue JIUCHUMIUHBI)

YHUBEpCUTETA — ccblika https.//sdo.pimunn.net/course/view.php?id=1116
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KuszeBa Enena CepreeBHa, k.0.H., 1OLIEHT Kadeapbl OnoIoruu
Kanamnukos Unbs Hukonaesuy, k.0.H., TOLIEHT, 3aBeAyolnil kKadeapoit ouonoruu
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