MeauuMHCKHH KOJJIEIK
®I'6OY BO AI'MY Munzapasa Poccun

PABOYAS IPOTPAMMA YYEBHOM JUCHHUITINHBI
0I1.04. I'eHeTHKA YeJI0BEKA C OCHOBAMH MEINIIMHCKOA T€HEeTHKH

CneuunanbHocTth 34.02.01 CecTpuHCcKoe €10

r. Maxaukaia, 2020 .



O,Z[O6peHa IUKJIOBOM METOINYECKOMN Pabouass mporpamma yueOHON AUCHIUTUITHHBI
KOMHUCCHEN IUCIHILINH pa3pabotana B coorBeTcTBUU ¢ DenepanbHbIM
roCyJIapCTBEHHBIM 00pa30BaTeIbHBIM CTAaHAAPTOM
IO CIIEIUATBHOCTH CPEIHETO MPOo(dhecCHOHAIBHOTO
oOpazoBanus (ganee — CIIO) mo crenuaibHOCTH
IIpotokon Ne 6 ot 29.06.2020 r. 34.02.01 Cectpunckoe aeno (6a3oBoii

MOJITOTOBKH )

obmenpodhecCHOHANIBHOTO ITUKIIA

Opranmzanus-paspadorunk: MemunuHckuii komwtemx OI'BOY BO JAI'MY
Munszapasa Poccun

Pa3paboTunk: Maromenosa ITatumar MaromenoBHa, NpenoiaBarelib
MenuiuHckoro komwiemka @PI'bOY BO JAI'MY Munzapasa Poccun



COJIEP’KAHUE
1. TIACTIOPT PABOYE! TTPOT'PAMMBI VUEBHOW JIUCTIATUIAHBI
2. CTPYKTYPA U COJIEPYKAHUE YUEBHOM JUCIUTUINHBI
3. VCJIOBUS PEAJIU3AIINU PABOYEN TTPOTPAMMBI YUEBHOI

JTICHUTUTNHBI )
4. KOHTPOJIb U OLIEHKA PE3VJIbTATOB OCBOEHUS YUEBHOI

JUCHUTUIMHBI 5
5. AHAIITAIIMA PABOYEU ITPOT'PAMMBI ITPU OBYUYEHUNUA JIUIL C

OI'PAHMYEHHBIMH BO3MOXHOCTAMU 3/I0POBbBA
6. JINCT BHECEHHbBIX NU3MEHEHUI

12

13
14

17



1. MACIIOPT PABOYEM ITPOT'PAMMbI YYEBHOM JUCHUIIIUHBI OI1.04.
I'eneTuka 4esioBeKa ¢ OCHOBAMH MeIUIIMHCKOH reHEeTHKH

1.1. O0s1acTh npuMeHeHust padoyeld NPOrpamMmMbl

PabGouass mporpamMma ydyeOHOM AUCIUIUIMHBI SIBISIETCS YacThbiO OCHOBHOM
oOpazoBarenbHON nporpamMmmbl B cooTBeTcTBUU ¢ PI'OC mno cnenuansHoctu CI1O
34.02.01 CecTpuHCKOE A€T0.

1.2. MecTo IMCHUILUIMHBI B CTPYKTYpe OCHOBHOI 00pa3oBarTejibHOMI
NPOrpamMMmbil:

VueOnas gucumiuimaa OI1.04. Tehmeruka dejloBeKa C  OCHOBaMU
MEIUIIMHCKOM TE€HETHKW» SBISETCS 4YacThi0 IIMKJIA OOIIEnpodeCcCHOHATBHBIX
JTUCIIATUINH.

1.3. lesm um 3agauyMm AUCHUIIMHBI — TpPe0OBaHHUA K pe3yJiabTaram
OCBOCHMS IV CHUIIIUHBI:

B pe3ynbpTate 0OCBOCHUS TUCHUILUIMHBI 00YYaIOMIUICS JOKEH YMETh:

- MPOBOJIUTh OMPOC BECTU YYET TMAI[MEHTOB C HAacJeICTBEHHOMN
I1aTOJIOTUEH;

- MIPOBOJIUTH O€Ce/bl MO MJIAHUPOBAHUIO CEMbU C YUYETOM HMMEIOIICUCS
HACJIEJICTBEHHOM MaTOJIOTUH;

- MPOBOJIUTH  MPEJIBAPUTEIbHYIO  JUArHOCTUKY  HACJEACTBEHHBIX
0oJie3HEH.

B pe3ynbTate 0CBOCHUS TUCHUIUIMHBI O0YUYaOIIUICS JOJIKEH 3HATh:

— OMOXMMHUUYECKHE U IIUTOJIOTUUECKHUE OCHOBBI HACIIEICTBEHHOCTH;

— 3aKOHOMEPHOCTH HACIEJAOBAaHMS TMPU3HAKOB, BUIbl B3aUMOACUCTBUS
T'CHOB,;

— METOJIbl U3YYEHMsI HACJIECACTBEHHOCTH W H3MEHYMBOCTH YE€JIOBEKa B
HOPME M NaTOJIOTUH;

— OCHOBHBIC BHJIbI U3MEHUYNBOCTH, BUJIBI MYTAIMK Y YeJIOBEKa, (PaKTOPHI
MyTareHesa;

- OCHOBHBIC TPYNIbI HACIECACTBEHHBIX 3a00JIeBaHUN, TPUYMUHBI H
MEXaHU3Mbl BOSHUKHOBEHUS;

— Lend, 3aJaud, METOAbl U TMOKa3aHUs K MEIUKO-TEHETUYECKOMY
KOHCYJIbTHPOBAHMUIO.

IIK n OK, koropble aKkTyaJqu3upylwTCsl NPU H3YyYeHHUH Yy4deOHOM
AUCHUIINHBI:

[IK 1.1. [IpoBoauTE MEPONIPUATHSA IO COXPAHEHUIO U YKPEIUIEHUIO 310POBbs
HACEJICHMS, TALIUEHTA U €70 OKPYKEHUS.



[IK 2.1. IlpencraBnare wHGOPMALUIO B TOHATHOM JUIsl TIAIMEHTa BHJE,
OOBSICHSITHh €My CYTh BMEIIATEIIbCTB.

I[IK 2.2. OcymecTBisATh JiIe4eOHO-AMATHOCTUYECKHE BMENIATEIbCTBA,
B3aUMOJICHCTBYS C YYaCTHHKAMHU JIEYEOHOIO Ipoliecca.

[IK 2.3. CorpymHu4Yarh C B3aWMOJICUCTBYIOIIMMHU OpraHU3alMsIMH U
CITy>KOaMHu.

[IK 2.5. CobmonaTh npaBuiia UCIOIB30BaHUS allllapaTypbl, 000pYI0OBaHUS U
U3JIETUH  MEIUIIMHCKOTO Ha3HaueHUsl B XOJe JIeYeOHO-JIMArHOCTHYECKOTO
nporiecca.

[IK 2.6. BecTu yTBEpKACHHYIO MEIULIMHCKYIO TOKYMEHTAIHIO.

OK 1. IloHuMars CyIIHOCTh W COIMAIBHYIO 3HAYUMOCTH CBOEW Oymyrieit
npodeccuu, IposBIATH K HEW yCTOWYUBBIN MHTEPEC.

OK 2. Opranu3oBbiBaTh COOCTBEHHYIO JAEATEIBHOCTh, BHIOMpATh THIIOBBIC
METOJIbl M CIOCOOBI BBINOJHEHUS NPO(PECCHOHANBHBIX 3a7ady, OLEHHUBATH HX
BBINIOJIHEHUE U Ka4€CTBO.

OK 3. IIpuHuMare penieHus B CTaHIAPTHBIX U HECTAHAAPTHBIX CUTYyalUsX U
HECTH 32 HUX OTBETCTBEHHOCTb.

OK 4. OcyiecTBisATh TOUCK U UCIOJIb30BaHUE MH(MOPMALIMK, HE0OX0IUMOMN
st 3¢ (HEKTUBHOTO BBIMOIHEHHS MPOGECCUOHANBHBIX 3aj1a4, NPo(hecCUOHATBLHOTO
Y JINYHOCTHOTO Pa3BUTHS.

OK 5. HUcnonp3oBarh MHPOPMALIMOHHO-KOMMYHUKAIIMOHHBIE TEXHOJIOTUU B
npo¢eCcCUOHATIBHON e TEIIbHOCTH.

OK 8. CaMmocTosTenbHO ONpeneNnsTh 3ajadyd Mpo(ecCHOHANIBHOTO U
JMYHOCTHOTO Pa3BUTHS, 3aHUMATHCA CaMOOOpa30BaHUEM, OCO3HAHHO TUIAHUPOBATh
Y OCYILECTBIISITH NOBBIIICHHE KBAIM(DUKALINH.

OK 11. berte rotoBeiM Oparh Ha ceOsi HpaBCTBEHHBIE 00s3aTENbCTBA IO
OTHOLICHUIO K IPUPOE, OOIIECTBY U YETOBEKY.

1.4. KoninyecTtBO 4YacoB Ha o0CBOeHME MNpPOrpamMMbl Y4eOHOH
AUCHUIIMHBI:

MaKCHUMaJIbHOW y4eOHOU Harpy3ku oOydaromierocs - 54 gaca, B TOM YHCIIE:
- 00s13aTeIBbHON ayTUTOPHON yueOHOH Harpy3Kku oOydarormierocs - 36 4acos;
- CaMOCTOSITeNIbHOM paboThl 0Oy4aromierocs - 18 yacos.



2. CTPYKTYPA U COAEP’)KAHUE YUYEBHOM JUCHUITJIMHBI
OI1.04. I'eHeTHKA YeJI0BEKAa ¢ OCHOBAMH MEIUIUHCKON reHeTUKH

2.1. O0beM y4eOHOM TMCHUILIMHBI M BUbI Y4eOHOI padoThl

Bun yuyeO6Hol padoThI Oobvem uacos
MaxkcumanbHas ydyeOHast HArpy3Ka (Bcero) 54
Oo0s13aTesibHAs ayIUTOPHAS y4eOHAs HATPY3Ka (Bcero) 36
Teopernyeckue 3aHATUSA 18
IIpakTuyeckue 3aHATHS 18
CamocrosiTeqbHas paboTa o0y4daromerocsi (Bcero) 18

PopMON NPOMEXKYTOUYHOM arTecTauuu sBisieTcs aAu¢¢epeHuupOBaHHbIH
3a4er




2.2. Temaruyeckuil miiaH yyeoHou aucunmiinnsl OI1.04. I'eneruka
YeJI0BeKa ¢ 0CHOBAMM MEIMUMHCKON IeHeTHKH

Makec. CamocTosi-
yqe6Ha${ TCJIbHasA
Ne HaunmenoBanue tem Harpys3ka Ha Teopermueck | Tlpaxruteck pabora
CTy/leHTa, HUE 3aHATUA e 3aHATUA o 6lea}0—
qac. NUXCsA
1. OCHOBHBIE TTOHATHS TUCHHAIIINHEI U €€ CBSI3h C
JIpyruMu Haykamu. [{utonoruueckue u 3 2 - 1
OMOXUMHUYECKHNE OCHOBEI HACJICACTBCHHOCTH.
2. | 'enetnueckast posb HyKJIE€MHOBBIX KHCIIOT.
CBoiicTBa reHeTUYECKOro Kojia. MexaHu3Mbl 3 - 2 1
Y CTaJIMM MUTO3a U MEi103a.
3. | 3akonsl Menaens. IlenerpanTHOCTD U 3 ) 1
AKCIPECCUBHOCTH T'€HOB.
4. | HacnenoBaHue NpU3HAKOB IIpU
MOHOTHOPHIHOM U JAUTUOPUIHOM 3 - 2 1
CKpEIIMBAHUHU.
5. | XpoMocOoMHas TEOpHsl HACIEICTBEHHOCTH. 3 ) 1
HacnenoBanue rpynn KpoBH, FTeHETHKA T10JI1a
6. | Pemenne 3agau Ha HacinedOBaHHWE TPYIII 3 i ) 1
KPOBH y Y€JIOBEKA
7. I'eneamornyeckuii, OJIM3HEIIOBBIMH,
[IMTOTCHETUYCCKUI, OMOXUMHYCCKUN 1 3 ) 1
MOMYJISIIUOHHO-CTaTUCTUYECKUA METO/IbI
W3YYCHHS HACJICICTBEHHOCTH
8. | CocTaBieHHE U aHAJIU3 POJIOCIOBHBIX CXEM 3 - 2 1
9. Buabl NU3MEHYMBOCTN N BUObI MyTauni
y yesnoBeka. ®akTopbl 3 2 1
MyTareHesa
10.
Buabl nameH4msocTu. MNpuYvmnHbl 1
CYLWHOCTb MyTaLVOHHON
N3MeH4YMBOCTU. Buabl 3 ) 2 1
MyTauuin (reHHble,
XPOMOCOMHbIE, TEHOMHbIE).
11. | XpoMmocomHbIe 00JIe3HH 6 2 2 2
12. | I'enHbIe 60I€3HU 6 2 2 2
13. | HacneacTBeHHOE MpEApaCcONOKEHHUE K
6ose3naM. JInarHoCTHKA U JICUCHHUE 3 2 - 1
HACJICICTBEHHBIX 3a00JICBaHUH.
14. | CkpuHHUPYIOLIUE METO/IbI BBISIBICHHS 3 i ) 1
HACJICICTBEHHBIX 3a00JICBAHHIA
15. | Meauko-reHeTuuecKoe KOHCYJIbTHPOBaHHE 3 2 - 1
16. | JnddepeHpoBaHHbIi 3a4eT 3 - 2 1
HUTOI'O 54 18 18 18




2.3. Conepxanue ydeOHoi qnucuuimiinabl OI1.04. I'eHeTuka 4yes10BeKa ¢ OCHOBAMM MeIUIIMHCKOM FeHEeTUKH

HaumeHnoBanue pasuesio Conep:xkanue y4eOHOI0 MaTepHaJia, IPAKTHYECKHeE 3aHITHS, BHEAYIUTOPHAs (CAMOCTOSITeIbHAS) O6bem YpoBenb
U TeM yuyeOHas pa6oTa 00yqarouuxcs 4acoB O0CBOEHHUS
Tema 1. Conep:xkanue y4eGHOro MaTepuasia
Tema 2. T'eneruka denoBeka C OCHOBaMU MEIMLMHCKOW TE€HETMKM — HayKa, M3y4darollas HacIEJCTBEHHOCTb U
OCHOBHBIE [TOHATHS W3MEHYMBOCTh C TOYKM 3PEHHSl NAaToJOTWu uenoBeka. Pasmensl nucuniuinHbl. CBsi3b  AHUCLMIUIMHBI
JUCLUILIUHBI U €€ CBsi3b ¢ | «['eHeTHKa uesioBeKa ¢ OCHOBaMM MEAMLMHCKON F€HEeTHKW» C APYTMMHU JUCLUILIMHAMU. McTopus pa3sBuTus
OPYTUMHU HayKaMH. HayKH, BKJaJ 3apyOeKHBIX U OTEYECTBEHHBIX yueHbIX. MopdodyHKIMOHANbHAS XapaKTepPUCTUKA KIICTKU:
HuTonornueckue u oO01ye TOHTHS O KJIETKE U ee PYHKUUAX, XMMUYECKasi OpraHu3anus KIeTKY; Ia3MoIeMMa, HUToMia3Ma u
OMOXNMHUYECKHUE OCHOBBI (S5 KOMIIOHCHTHI, Opra”HeCJlIbI u BKIIFOUCHHA. Knerounoe AApO: (1)YHKHI/II/I, KOMITOHCHTHI. 6 ]
HAaCJIEICTBEHHOCTH MopdodyHKIIMOHATBHEIE 0COOCHHOCTH KOMIIOHEHTOB Si/ipa B pPas3iM4HbIC MEPUOJBI KIECTOYHOTO IUKIIA.
Crpoenue u QpyHKIMM XpoMOcoM uenoBeka. Kapuorun denoBeka. TwIlbl JeneHus: KiIeToK. buonorndeckas
poNb MHTO3a M aMHTO3a. buomormueckoe 3HadeHHe Meilo3a. Pa3BuTue criepMaTro30MIOB U SHLEKIETOK
YyeJioBeKa.
XUMHYecKoe CTpoeHHe M TeHeTudeckas ponb HykinenHoBbeIX kucioT: JAHK wm PHK. Coxpanenue
MH(QOPMALMU OT ITOKOJICHHS K IOKOJICHHUIO. ] éHBI ¥ MX CTpyKTypa. Peannsanus reneruueckoi nHGoOpMaLum.
I'eHeTuecKuil KOJ M €T0 CBOMCTBA.
Teopernueckoe 3aHATHE
OCHOBHbIE MOHATHA JUCUUIUIMHBI U €€ CBSI3b C JPYTUMHU HAyKaMU. 2
[uTosornueckue 1 OMOXMMHUYECKUE OCHOBBI HACIIEICTBEHHOCTH
IMpakTnyeckune 3aHATUSA
I'eneTudeckast poiab HyKICHHOBBIX KUCIOT. CBOWCTBAa TEHETHUECKOrO Kofaa. MexaHu3Mbl CTaAud MHUTO3a U 2
Meno3a.
CamocrosiTesbHasi padoTa 00y4aroImnxcs
PaboTa ¢ 0CHOBHO¥ 1 OTIOTHUTEIHLHOM paboTe IO TeMaM:
Haunbonee 3HaunMble OTKPBITHS B TeHeTHKe 3a ocieanue 100 ner; 5

OcHOBHBIE MTOJIOKEHHS (aKCHOMBI) MEAMLIUHCKON TEHETUKH .
3apucoBath cxeMbl: MUTO3 U MeH03.
3anonuenne rpada «CTpoeHne HYKICOTHIA




Tema 3. 3aKOHOMEPHOCTU
HACJICZIOBaHUS PU3HAKOB

Conep:xkanue y4eOHOro MaTepuasia

OcHoBHbIe TOHATHUS TeHeTUKH. ['eHoTun u peHotumn. 3akoHsl I. Mennens. MoHornOpugHoe 1 TUrHOpuIHOE
CKpelMBaHWe.  AHaNM3UpYIONIee  CKpellMBaHWE,  MPOMEKYTOYHOE  HACNe[IoBaHWE  (HETOJNHOE
JIOMUHUPOBAHHE).

XpomocomHas Teopusi T.Moprana. CueruieHHbIE TeHBI, KPOCCHHTOBep. KapThl XpoMocoM deloBeKa.
BzaumozelicTBue aieNbHBIX W HEAUIENbHBIX TE€HOB: TIOJHOE W  HENOJHOE JOMUHHPOBAHUE,

KOOOMUHUPOBAHUEC, SIIMCTA3, KOMIUICMCHTAPHOCTD, IMOJIUMEPUSI, HHCﬁOTpOHPIfI. 12
THITBI CLIETIIEHHOTO HAC/IE0BaHMS Y YEIOBEKa
Pemenne 3amay Ha HacleqOBaHWE TPYNI KPOBH W TIEHETHKY TMOJia. XPOMOCOMHAs —TEOpHs
HACIIEZICTBEHHOCTH. B3anMoJeiicTBHe aijIeNnbHBIX H HEaUIENbHBIX TEHOB: IIONTHO€ W  HEIOIHOe
JOMHWHHPOBAHUEC, KOJOMHUHHUPOBAHUE, OIIMCTAa3, KOMILJICMCHTApHOCTD, nojimMmepus, HHCﬁOTpOHHSl.
HacneposaHue rpynn KpoBH, TEHETHKA I10JIA.
TeopeTnueckoe 3aHsITHE
1. | 3akonsl Menaens. [IeHeTpaHTHOCTE M DKCIIPECCUBHOCTD TEHOB. 4
2. | XpomocoMHas Teopus HACIAEACTBEeHHOCTH. HacnenoBanue rpynn KpoBH, TeHETHKA MMOJIa
IIpakTHyecKkue 3aHATUS
1.HacnenoBaHne mpu3HAKOB MTPH MOHOTHOPHTHOM M TUTUOPUITHOM CKpPEIBAHUH. 4
2.PelieHue 3a/1a4 Ha HACJIEAOBAHKE FPYIN KPOBH Y YEJIOBEKA
CamocTosiTeIbHAsA padoTa 00ydaromuxcsi
CocraBieHue 1 pelieHne 3a1a4 Ha MOJUTHOPUIHOE CKPEIBAHUE 4
CocraBieHue ¥ penieHne 3a/1a4 Ha HacJleJOBaHUE TPy KPOBH Y YeJIOBeKa
Tema 4. Coaep:xkanue y4eOHOIro MaTepuaJia
Mertonnl n3y4eHust OcOoOEHHOCTH W3y4YCHHUS! HACIIEACTBEHHOCTH 4YeNIOBEKa KakK crenu(uieckoro oO0beKTa TeHETHYECKOro
HACJIeICTBEHHOCTH aHanu3a. ['eHeanmormyeckuii Meton. MeTomuKa COCTaBIEHHS PONOCIOBHBIX M uX aHaiu3. OcoOeHHOCTH
YyeJI0BeKa B HOpMe H POIOCIOBHBIX TIPH ayTOCOMHO-JIOMHHAHTHOM, ayTOCOMHO-PEIIECCHBHOM H CIEIUIEHHBIM C TOJIOM 6
NaToJIOTUH.. HaciiefioBaHny. brnm3HenoBerii meron. Poms HacnmeacTBEHHOCTH W cpeabl B (POPMHPOBAHWU TPU3HAKOB.
Buoxumunueckuii Meton. KauecTBeHHBIE TECThI, MO3BOJIAIONINE ONPEACIATh HapyLIeHUs: 0OMEHa BEIIECTB.
[MonynsamoHHO-cTaTUCTUYECKUI  MeToJl.  JlepMaTonorudeckuii MeTOJ] HW3YYeHUs HacIeICTBEHHOCTH
YeJIOBeKa.
TeopeTnyeckue 3aHATUS
1.I'eneanornueckuii, OMIU3HEI[OBLIMH, M TOrCHETHYCCKUM, OHMOXUMMYIECKUH U MOMYJIALUOHHO- 2
CTAaTUCTUYECKHUI METOBI M3YYCHHUs HACIIEJICTBEHHOCTH YeJI0BeKa
IlpakTHyecKkHe 3aHATHSA
1.CocraBJeHHe U aHAJIHN3 POJIOCIOBHBIX CXEM. 2
CamocTosiTeIbHAsA padoTa 00ydaronuxcsi P

CocTaBUTh POJIOCIOBHYIO CBOEH CEMBHU.




Tema 5.
Buabsl 13MeHUUBOCTH U

BHJIBI MyTaITHi y deIoBeKa.

@DakTOopbl MyTareHesa.

Copep:xanue yueOHOro Marepuasia

Ponp renotuna u BHeLIHeN cpeabl B MPOSBIEHUH NMpU3HAKOB. OCHOBHBIE BUABI M3MEHYUBOCTH. [IpnunHbI 1
CYITHOCTh MYTAIlHOHHOW HM3MEHYMBOCTH. BuIpl MyTammii (TreHHbBIE, XpOMOCOMHBIE, TEHOMHBIE). DHIO - H
9K30MyTareHbl. Myraresnes, ero Bujibl. O€HOKOMMHU U T€HOKOIUHU

Teopernueckoe 3aHATHE
BI/I,Z[LI N3MCHYMBOCTHU U BUJbI MYTaLII/Iﬁ Y 4YCJIOBCKA. (DaKTopBI MyTarcHesa

IIpakTHyeckoe 3aHsATHE
Buner n3menunBocTu. [IpHyuuHB M CyIMIHOCTh MYyTAallMOHHON H3MEHYMBOCTU. Buapl myranwii (TeHHBIE,
XPOMOCOMHBIE, TCHOMHBIE).

CamocTosiTe1bHAsA padoTa 00ydaromuxcst
[TonroroBuTH COOOIIEHNE HA OJJHY U3 TEM:

- TeHO(OHJT COBPEMEHHOTO YeJIOBeKa

- aHTPOIIOTeHHBIE (PaKTOPHI MyTareHes3a

- paIualOHHBIA MyTareHes3

- Ouosioruueckue (HakTophsl MyTareHes3a

Tema 6.
HacnenctBeHHOCTD U
MaTOJIOT U

Conep:xkanue y4eGHOro MaTepuasia

HacnenctBennsle Oone3Hn u  uxX kinaccupukanus. XpoMocoMmHble Oone3Hu. KomuuecTBeHHBIE U
CTPYKTYpHbIE aHOMaJIUHM ayTocoM: cuHApoM JlayHa, cuHzmpom Opasapica, cuniapom Ilaray. Knunwxka,
MUTOICHCTUYCCKUEC BAapHUAHTHI. Kaunnueckue CUHAPOMBI IMPU aHOMAJIUAX IMOJIOBBIX XPOMOCOM: CHHAPOM
epemesckoro-Tepuepa, cunapom KnaiiHpensTepa, cMHAPOM TpUCOMUU X, CHHAPOM IHCOMUHU IO Y-
XPOMOCOME.

CTpyKTypHBIC aHOMAJIUU XPOMOCOM.

OcobenHoctu Oomne3Held ¢ HACIEACTBEHHOW IPEApacloioKEHHOCThI0 (MOHOTEHHbIE OOJEe3HH C
HacJeICTBEHHON MPEAPacoioKEHHOCTBIO, MIOJIUTeHHBIE Oonesznu c HacJIeICTBEHHOH
peaAPaACIIOIOKCHHOCTBIO, BUABI My.HBTH(baKTOpI/IaJ'IBHI)IX NIPU3HAKOB, U30JIMPOBAHHBLIC BPOXKICHHBIC ITOPOKHU
passuTHsi). MeToJibl H3yueHHs MYJIbTH(AKTOPUAILHBIX 3a00JICBaHHH.

12

Teopernueckue 3aHATHS

XpoMocomHbIe O0JIe3HN
I'ennbie Ooe3HM

IIpakTHyeckoe 3aHsATHE
XpoMocoMmHbIe 00JIe3HN
['ennble Oone3HU

LN SR SR EN
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CamocTosiTeIbHAsA padoTa 00ydaronuxcsi

[oaroroButs pedepar (Ha BEIOOD):

- [IposiBieHre yMCTBEHHOM OTCTAIOCTH IIPH XPOMOCOMHBIX CHHIPOMaxX
- [NonoBas GpyHKIHMS TPH XPOMOCOMHBIX CHHIPOMAax

- I'pynms! pucka o pasBUTHIO XpPOMOCOMHBIX CHHAPOMOB 4
- [Ipu4nHBI TeHHBIX 3a00JIeBaHUI
- I'maBHBIE YepTHI KITMHHYECKOW KapTUHBI TeHHBIX O0sIe3HeH
- OcobenHocTH OoJie3HEH ¢ HACIeICTBEHHON MPeIPacoIOKEHHOCTBIO.
Tema 7 Copep:xanue y4eOHOro MaTepHajia
Huarnoctuka u nedenwe | [[pHHIMIIBI KIMHWYECKOW JMAarHOCTHUKM HACTEICTBEHHBIX 3a0oneBaHuil. JlabopaTopHble MeTOABI
HACJIeZICTBEHHBIX JUarHOCTHKH  HACJEICTBEHHBIX  OOJIe3HEH: [HUTOreHEeTHYeCKHe, OWOXMMHYECKHE, MOJIEKYIIpHO-
3a0o0seBaHMi TreHEeTHYECKHe.
Menuko-reHeTuuecKoe Metonpl mpenatanbHOW — guarHoctuku (Y3M, amHHMOILEHTE3, OHOIICHMS XOpPHOHa, OIpeNeIeHre
KOHCYJIETHPOBAHIE (herompoTenHa). 9
[lpuHOMMBl Je4eHUs] HACIEACTBEHHBIX Oose3Hed. Buapl mpoduimakTHKK HaCIeICTBEHHBIX OOJe3HEH.
MenuKo-reHeTHYECKOe ~ KOHCYJIIBTUPOBaHME  KaK  NpOQHIaKTUKAa  HACIEACTBEHHBIX  3a00JEBaHHU.
IlepcriekTiBHOE W PETPOCIIEKTHBHOE KOHCYNbTHpoBaHWE. llokasaHms K MeAWKO-TeHETHYECKOMY
KOHCYJIbTHPOBAHHIO.
MaccoBble CKpHHHUPYIOIIME METO/IbI BBISIBJICHHUS] HACJICACTBEHHBIX 3a00I€BaHHM.
Teopernueckue 3aHATHS 4
1. HacnenctBeHHass NpeApacloNiOKEHHOCTh K Oone3HsM. J[MarHoCTWKa M JIEYEHHE HAacCJIeICTBEHHBIX )
3a00s1eBaHMIA )
2. Menuko-reHeTHYECKOEe KOHCYIbTUPOBAHNE
IIpakTHyecKkue 3aHATHS 2
1. CKpHHHPYIOIIHE METOJBI BBISIBIICHUS HACIIECICTBEHHBIX 3a00JIeBaHN 2
CamocTosiTe/bHAsI padoTa 00y4arommxcsi 3
CocTaBUTh TEKCT Oecepl ¢ MPeAnoIaraeMbIM MAMEHTOM IO IUIAHUPOBAHUIO CEMBH.
Tema 8 Copep:xanue yueOHOro MaTepuajia 3
HuddepenmpoBaHHbIit TectupoBanue, peneHne MpoOIeMHBIX 3a1a4, BRITOJHEHNE 33IJaHUH TBOPUYECKOTO XapaKTepa
3a4eT IIpakTHyeckoe 3aHsATHE P
JuddepenmpoBaHHblii 3a4eT
CamocTosiTeIbHAsA padoTa 00ydaronuxcsi ]
3anonaenne padbounx TeTpanei. Ilogroroska k nuddepeHITMpoBaHHOMY 3aUeTy
Bcero 54
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3. YCJIOBUS PEAJIM3AIIMA PABOYEM ITPOT' PAMMBI YYEBHOM
AACHUILTAHBI OI1.04. TEHETUKA YEJIOBEKA C OCHOBAMH
MEAUIUHCKOU 'EHETUKHA

3.1. MarepuajibHO-TeXHHYECKOE o0ecIieYeHue
Peanuzanust mporpaMMbl JUCHUIUIMHBL  TpeOyeT Haluuusg Y4eOHOTo
kaounera OI1.04. 'eHeTHKH YeT0OBEKA C OCHOBAMH MEIUIIMHCKOU T'€HETUKHU.

O6opynoBaHue yueOHOTO KaOHHeTa:

— JIOCKa KJIaCCHas;

— CTOJI ¥ CTYJI IJIs MPEToJaBaTes;

— CTOJIbI U CTYJIbSI JJIs CTYJCHTOB;

— mKad a7 XpaHeHHs YI4eOHBIX TOCOOUH U KHUT;
— HOPTPETHI YUEHBIX-OHOJIOTOB;

— CTEH/IbI:

«CrpoeHune pacTUTENIbHON U )KUBOTHOW KIIETKH»
«AyTOCOMHBIE XPOMOCOMHBIE 3200JICBAHUS
«I"OHOCOMHBIE XPOMOCOMHBIE 32a00ICBaHUS
—Mmogenb JIHK;

— MHUKPOCKOIIBI;

— MUKPOIPETapaThl.

TexHudyeckue cpeacTBa O0yICHUS:
— HOYTOYK;
— BUJICO(UITbMBI.

3.2. HupopmannonHoe odecnevyeHue 00ydeHust

IlepeyeHnb y4eOHbIX M3JAHUI, HHTEPHET - PECypcoOB, AONOJHHUTEIbHOMN
JIUTEPATYpPbI

OCHOBHbIE HCTOYHUKM:

1. Py6an D.JI. — «l'eHeTuka dYeloOBEKa C OCHOBOH MEIUITMHCKON
TCHETHKI»

-Uzn. 4-e, crep. — PoctoB v//1: - enukc, 2015 r.:-319 c.

JlonmotHUTEIbHbIE UCTOYHUKM:

1. laitaytnuao M.K., Py6an D.JI. MenuuwHCKas TEHETHKA. -
PocroB-Ha-/lony: ®enukc, 2018. - 320 c.

2. boukoB H.I1. Meqununckas renetnka. — M.: I'DOTAP - Meauna, 2017.
- 224c.

HNuTepHeT-pecypcesbi:

HHTEpHET — pecypchl, ANEKTPOHHBIE Y4eOHbIE TOCOOUS U YUEOHHUKHU:

1.  www. medcollegelib. ru
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http://www.medcollegelib.ru/

2. Odurmaneubiii caliT wHCTUTYTa 1MTOdoruu W reHetnku CO PAH
[DnexTpoHHBIN pecypc] // www.bionet.nsc ru/publ:c/
3. dopyM O TEHETHKE ¥ MOJCKYISIPHOW OHOJIOTUU [DIEKTPOHHBIN

pecypc] // www.genoforum.ru
4.  Caiitr uHCTUTyTa OOIEH TeHETUKH [DIeKTpoHHBIH pecypc| //

WWW.Vigg.ru

4. KOHTPO.JIb U OLIEHKA PE3YJIbTATOB OCBOEHMSI YUEBHO
JUCLUIJIMHBI OI1.04. TEHETUKA YEJOBEKA C OCHOBAMMU
MEJULUHCKOI TEHETUKHA

KoHTpons W oOIleHKa pe3ylbTaTOB OCBOCHHMS Y4Ye€OHOW AUCIUTIIMHBI
«l'eHeTHKA dYeJIOBEKAa C OCHOBAaMU MEIUIIMHCKONM TE€HETUKW» OCYILECTBIISICTCA
MpernojaBaTesieM B IIpollecce IPOBEACHUS YUYCOHBIX 3aHATHN, TECTHPOBAHMS,
BBITIOTHCHUST OOYYaIOIUMUCS HWHAWNBUIYAIBHBIX 3aJaHUA M T.JI., a TaKXke II0

uToram nposencHus Au¢gepeHuupPOBaHHOIO 3a4eTa

Pe3yabTaThl 00y4yeHust
(ocBOEHHbIE YMEHHUSI, YCBOEHHbIE 3HAHMS)

OcHOBHBIE MOKA3aTeJH OLEHKH pe3yabTaTa

YMmenus:

[IpoBOaHMTH OTIPOC W BECTH YUET
C HaCJIeICTBEHHOH MaTOJIOTHEH

MMalEHTOB

- IPOTHO3HPOBAHHNE IIOTOMCTBA u COCTaBJIEHHUE
PEKOMEHIAITNH TI0 TJIAaHUPOBAHUIO CEMbH;

- OMPEACICHUC THUIIOB HACJICAOBAHUA MATOJOTHUYCCKUX

MPU3HAKOB;

- mpoBeAeHWEe Oecem 1O BompocaM  MPO(HIAKTHKH
HACJICACTBEHHBIX  OOJie3HE B COOTBETICTBHHM  C
AJITOPUTMOM.

[IpoBomuTh Oecenbl O TUIAHUPOBAHUIO C YYETOM
HMEIONIENCS HACICICTBEHHON IaTOJIOTHEN

-ompe/eNieHie pUCcKa PoXxIeHUs 00JILHOTO peOeHKa;
-aHaJN3 aHOMAJBHBIX KapHUOTUIOB MO ¢ororpadusim
OOJIBbHBIX;

-COCTaBIICHUE TeKCTa
HAaCJICJICTBEHHON MaTOJIOTHEH.

Oecen C OOJILHBIMUA

IIpoBoguTh  NIPEABAPUTEIBHYI0  IUArHOCTUKY
HACJIEICTBEHHEIX OOJIe3HENH

-OIUCAaHKUE METOIOB MPEHATaIbHON JUArHOCTHKHY;

- OOBSICHEHHE pEe3yJIbTaTOB 3alOJHCHHUsS TaOmauI 1o
XapaKTePUCTHKE KAPUOTUIIOB H  (PEHOTHIOB  TpH
XPOMOCOMHBIX OOJIE3HSIX YEIOBEKA;

-COCTABJICHUE M aHAJIU3 POJIOCIOBHBIX CXEM;
-COCTaBJICHUE CXEM O0CJICIOBAHUS U OMPOCa OONBHBIX;
-OTIpeielIeHNe pUCKa POXKACHIS O0JBHOTO peOeHKa.

3uanus:

buoxumudeckrue M IUTOJOTMYECKHE OCHOBBI
HaCJICACTBCHHOCTHU

-yCTaHOBJIEHHE paznuuuil mexay monekynamu HK u
PHK;

-pacro3HaBaHUE OPraHOUIOB KIIETKH;

-TOYHOCTh M T'PAMOTHOCTh NPHUMEHEHHSI I'€HETHYECKOU
TEPMUHOJIOTUU.

3aKOHOMEPHOCTU  HACJICOBAHUS
BUJIBI B3aMOJICHICTBHS T€HOB

IMPU3HAKOB,

- pelieHue MOHO- W AWTHOpHUIHOE
CKpELIMBaHUE;

-(hOopMyIHPOBKA OCHOBHBIX MOHITHI T€HETHKY;
TOYHOCTh U TPAMOTHOCTh INPUMEHEHUS TEHETHYECKOM

TCPMUHOJIOTUH.

3aJa4 Ha

MCTO):[BI HU3y4YCHUSA HaCJICACTBCHHOCTH n
HN3MCHYUBOCTHU YCJIOBCKAa B HOPME U MIATOJIOTUH

- COCTaBJICHUA U aHAJIM3a POAOCIOBHBIX;
-000CHOBAHHOCTE MNPpUMCHCHUA MCETOI0B
HaCJICACTBCHHOCTHU

H3Y4YCHHUS

OCHOBHBIE BU bl USMCHYMBOCTH, BUBI MYTaI_II/Iﬁ

-CpaBHCHUEC BUJAOB NUBMCHUYNBOCTHU
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http://www.vigg.ru/
http://www.genoforum.ru/
http://www.bionet.nsc/

y 4enoBeka, pakTopsl MyTareHesa

OCHOBHBIE rpynIibl HaCJICACTBCHHBIX
3a60J’IeBaHHﬁ, IIPUYINHBI u MCXaHHU3MBI
BO3HHWKHOBCHUA

-aHANM3 TPHYUH BO3HUKHOBEHHSI  HACIEICTBEHHBIX
3a00JIEBaHMI;
-00BbsICHEHHE MEXAaHU3MOB BO3HUKHOBEHUS 3a00JIEBAaHU.

L[CHI/I, 3aga4yr, MCTOJbI MW IIOKa3aHHsA K MCIHNKO-
TCHETUYCCKOMY KOHCYJIBTUPOBAHUIO

- cocTaBJIeHHE cXeM 00CIIeIOBaHuUS B OTIPOca

-HaTJIAJHAS IEMOHCTpAIHs Oece/Ibl ¢ TalueHTOM;
-M3yYeHHE PACKIAJKi aHOMAJbHBIX KApHUOTHUIIOB TIO
dororpadusiM OOIBHBIX
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5. ATATITAIIMSI PABOYEH ITPOT' PAMMBI ITPY OBYUYEHWH JIAII C
OI'PAHUYEHHBIMHU BO3MOXHOCTSAMHA 310POBbSA

AnanTarus paboueit nmporpammbl yueOHou auctumummabsl OI1 04. T'enetnka
YeJIOBEKA C OCHOBAMHM MEIMIIMHCKOM T'€HETHKH IPOBOJUTCS IPU peaU3aluu
ajanTUBHOW  0Opa3oBaTeIbHOM  MpPOrpaMMbl —  MPOrpaMMbl  MOATOTOBKH
CHELUAINCTOB cpeaHero 3BeHa no cnenuanbHocTh 34.02.01 CecTpuHcKoe n1ei0 B
HessiX odecrneueHus rnpaBa MHBAJIUAOB U JIUI C OTPAHUYEHHBIMU BO3MOXKHOCTAMHU
3M0pOBbSl HA MOJy4YyeHUE MNpo(ecCHOHATBLHOTO  00pa30BaHMs, CO3MaHUS
HEOOXOIMMBIX JUIsl TIOJNY4YeHHUS] CpeaHero mnpodecCUuOHAIbHOTO 00pa30BaHMs
yCIIOBUM, a Takke oOecreyeHus JOCTHXKEHUs OOy4arollMMUCS WHBATUIAMHU U
JUIUAMU €  OTPAaHMYEHHBIMM  BO3MOXKHOCTSIMHU  3JI0pOBbSl  PE3YyJbTATOB
(bopMupOBaHUs IPAKTUYECKOTO OTbITA.

ObopyoosaHnue rKabuHema 2ceHemMuKu Yelo8eKd C OCHOBAMU MeOUYUHCKOLL
2eHemuKu 0Jis1 00YUAIOWUXCA C PASTUYHBIMU 8UOAMU 02PAHUYEHUS 300P08bAL.

OcHanienre y4yeOHOro KaOMHETa TEHETMKH 4YeloBeKa C OCHOBaMU
MEIUIMHCKOM TEeHETHKM JIOJDKHO OTBEYaTb OCOObIM  00Opa3oBaTelbHbIM
NOTPEOHOCTSIM  O0yYarolmuxcs HWHBAIUIAOB W JUI] C  OTPAaHUYCHHBIMH
BO3MOXKHOCTSIMU 3/10pOBbsi. KaOMHETHI TOJKHBI OBITH OCHAIIEHBI 000pYJI0BAHUEM
¥ y4eOHBIMU MECTAMH C TEXHUYECKUMU CPEICTBAMU O0yUeHUS JUIsl 00yUarOIIuXCsl
C pa3JINYHBIMHU BUJAMU OTPaHUYECHHI 3710POBbSI.

KabuneTt, B KOTOpoM 00yd4aroTcs JMIa ¢ HAPYIIEHUEM CllyXa JOJIKEH ObITh
o0opymoBaH  paJMoOKIACCOM, KOMIBIOTEPHOW  TEXHHWKOW,  ayJMOTEXHHUKOH,
BUJICOTEXHUKOM, JJIEKTPOHHOU JIOCKOW, MYJIbBTUMEAUNHONU CUCTEMOM.

Jns  cnaboBupsanmx oOydaromuxcs B KaOMHETE MpeayCcMaTpUBaIOTCS
OPOCMOTP  YAAJICHHBIX OOBEKTOB TMPU TOMOIINM BHICOYBEIUUYUTENICH  JUIs
yaalleHHOro mpocmoTtpa. Mcnonb3oBanue bpaillieBCkOM KOMIBIOTEPHOM TEXHUKH,
ANIEKTPOHHBIX JIyN, TMPOrpaMM HEBU3YaJbHOTO JocTyna K uH(popmanuu,
TEXHUYECKUX CPEICTB IMpueMa-nepeaayn yuyeOHOW HHQOpMalUU B JIOCTYIHBIX

dhopmax.
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Jlig  oOyyaromuxcsi ¢ HapylIeHHMEM OIOPHO-ABUIaTeNIbHOTO —armapara
KaOWHET NOJKEH OBITh 000PYAOBaH MEPEABUKHBIMHU PETYIMPYEMBIMU MapTaMU C
MCTOYHHUKOM ITUTAHUSI.

BrlmeykazanHoe ocHallleHHe yCTaHaBJIMBAaeTCs B KaOWMHETe MpHU HAIUYUU
oOyyarolmuxcsi Mo aJanTUPOBAHHOM 0O0pa3oBaTelbHOM MpOrpaMMe C YYETOM
MMEIOIET0Cs TUIa HApYIIEHUH 370POBbs Y 00y4aroIierocs.

HUnpopmayuonnoe u memoouueckoe obecneuerue 00y4arOujuxcs

Joctyn Kk HtHPpOpMaMOHHBIM U OMOIHOrpadUuecKuM pecypcaM, yKa3aHHbIM
B 1. 3.2. paboueil mporpammbl, JOJKEH OBITh TMpeAcTaBiIeH B ¢opMax,
aJlaNTUPOBAHHBIX K OTPAHUYEHHUSM 3JI0POBbsSI OOYyHAIOIIMXCS MHBAIMIIOB M JIUIL C
OrpaHU4YEHHBIMUA BO3MOXXHOCTSIMU 370POBBSI:

JIist man ¢ HapyLIeHUsIMU 3peHus (HE MEHee ABYX BUJOB):

- B Ie4aTHOM (hopMe YBETUUEHHBIM LIPUPTOM;

- B (popMe BIIEKTPOHHOTI'O IOKYMEHTA;

- B hopme aynuodaiina;

- B meyaTHoi (hopme Ha si3bike bpaiins.

JUjig au1 ¢ HapyIIEHUSIMHU CiIyXa:

- B meyaTHo# (opme;

- B (hopmMe AIIeKTPOHHOTO IOKYMEHTA.

Jlig un ¢ HapyILIeHUsIMHM ONOPHO-/IBUTaTeIbHOIO ammnapara (He MeHee AByX
BHUJIOB):

- B meyaTHo# (opme;

- B JopMe AIIEKTPOHHOTO JIOKYMEHTA;

- B popMe aymmodaiina.

JUis  7u1, ¢ HEpBHO-NICUXMYECKUMHU  HapylIeHUsIMU  (pacCcTpONCTBO
ayTUYECKOro CIEKTPa, HapylUIEHUE TICUXUUECKOr0 Pa3BUTHSA):

- HCTIOJIB30BAHUE TEKCTA C WILTIOCTPALUSAMY;

- MyJIbTUMEUIHbBIE MaTEePUAIBL.

Bo BpeMs camocTOsATENbHON MOATOTOBKH 00YYarOU[MECss MHBAJIMbI U JIMLA C
OTPaHUYEHHBIMU BO3MOKHOCTSIMH 3/I0POBbS TOJKHBI OBITH 00€CIeUeHbl TOCTYIIOM
K cetu IHTEpHET.
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Dopmbl U MEMOObL KOHMPOTIA U OYEHKU Pe3VIbmamos 00yUeHUs]

VkazanHble B paszzgene 4 nporpamMMmbl (OpMBI M METOJBI KOHTPOJIS
MPOBOJATCS C YYETOM OTpaHMUYEHUs 370pOBbs oOydarommxcs. Llempio Tekymiero
KOHTPOJISI SIBIISIETCS CBOEBPEMEHHOE BBISBICHUE 3aTpyJHEHUN W OTCTAaBAHMS
oOyyaromerocss ¢ OrpaHUYECHHBIMU BO3MOXKHOCTSMHU 3/I0POBbS W BHECEHHUE
KOPPEKTUBOB B YUEOHYIO JI€ATEIbHOCTD.

dopma NPOMEKYTOUHOM  arrecTallii  YCTAHABIMBAETCS C  YYETOM
MHIUBUYAbHBIX TCUXO(PU3HUUECKUX OCOOEHHOCTEH OOYyYaroIMXCcs MHBAIHUIIOB U
JIMIL] C OTPAaHUYEHHBIMH BO3MOXHOCTSIMU 370pOBbs (YCTHO, MMCbMEHHO Ha Oymare,
NMCbMEHHO Ha KOMIIbIOTEPE, B (JOPME TECTUPOBAHUS U T.I1.).

[Ipy  mpoBegeHWM  MPOMEXKYTOYHOM  aTTecTanuud  oOydaromeMmycs
MPEIOCTABIISETCS BpEeMs Ha MOJATOTOBKY K OTBETY, YBEJIMUYEHHOE HE Oojiee ueM B
TPH pa3a yCTAHOBJIEHHOTO JJIs MOATOTOBKU K OTBETY OOYYarOIIUMCSl, HE UMEIOIIUM

OFpaHI/I‘-IeHI/Iﬁ B COCTOSIHUH 310POBbAI.
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6. JUCT BHECEHHBIX U3SMEHEHUI

[Ipu paspaboTke paboueidt mnporpammel auctuiuimabl OI1.04. T'enetnka
4elioBeKa ¢ OCHOBaMHM MeaunuHCKoW TeHetukn B 2020/2021 yueGHOM TOdY
BHECEHBI CIEAYIOIINE U3BMEHEHUS:

1. B pabouyro mnporpamMmy BHECEH pazaen — Apjanrtauus pabdodeit
MPOTPaMMBI IPU O0YUEHUH JIUI] C OTPAHUYEHHBIMU BO3MOKHOCTSIMU 3/I0POBBSI.

2. VcnipaBiieHbl TEXHUYECKUE OITUOKH.

3. OOHOBJIEH CIHCOK JHUTEPATypbl — BBI3BAHO HEOOXOAMMOCTHIO

UCIIOJIb30BAHMUS JIUTEPATyPhl HE CTapLIE S JIET.
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