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no CNeYUATbHOCMU CPEOHE20 NPOPECCUOHATbHO2O 0OPA306AHUS.

31.02.01]leuetroe oero

2024 r.



Paccmotpena na 3acemanun LIMK PabGouas nporpamma cocTaBl/ieHa B

- TBeTCTBUMU ¢ TpeboBaHuaMK PenepanbHOro
061enpodeccHoHaIbHBIX AHCLUMIIMH HBPIEE p Acp

rocyaapCTBEHHOr0 00Pa30BaTENbHOTO

U - p 3 $i

IMpotokon Ne { T» @K 2024 1. cranpapra CI1O no cneunanbrocth 31.02.01
) JleueGHoe €10, YTBEPIKAECHHOrO MPUKA30oM
Mpeacenarens 3. X.1Lnranosa = MuHnpocselleHus Poccun oT 04.07.2022 Ne526
3am. AMPEKTOpa No y4edHO-BOCIUTATEbHOI

[Mporokosn Ne « » 2025 T, _ ¥ H )

- padore,

7 L o

[lpencenarens D.X Iluranosa r/ [ ADe f.CDaTleOBa «3l» Of 2024r.
[potokon Ne L 2026 r. W.JI.ParbixoBa «__ » 2025 r.
[pencenarens 3. X Mluranosa .. daTbixoBa «_ » 2026 .

PaGouas mporpamma obuenpodeccrnonansoil OILO8 «I'eHeTnka venoBeka ¢
OCHOBAMM MEIMUMHCKOI reHeTHKN» paspaboTaHa Ha ocHoBe deepanbHOro
roCcyaapcTBEHHOro 00pa3oBaTebHOrO CTaHAapTa CPEIHEro npodecCHOHAIbHOrO
obpaszoBanus mo creuransHocTn 31.02.01 JleyeGHOe €710, YTBEPIKACHHOrO
nprkazoM Munnpocsetenns Pocenn ot 04.07.2022 NeS526.

PaGouyto mporpammy —cocrauna Hecteposa Hatanbd — BrianumupoBHa,
npernojiaBateb [€HETUKH YeNIOBEKa ¢ OCHOBOH MEIMLMHCKON reHeTHKH BbICLIEH

KBaTM(PUKALIMOHHON ~ KaTreropuu TFATIOY  «3eeHOon0AbCKUIT  MeAULUHHCKUI
KOJUIE K.

PeneHzeHTHI:

— Huxudoposa B.H.. 3am. ri.Bpaya no opr-metoa.padore 'AY3
«3enenoponnbckas LIPb»

— Iuranosa 2.X. — mpencenartesb LUKIOBOM METONUUYECKOH KOMMUCCHU
obmenpodeccuoHanbHbIX AUCLMIIIMH

PabGouas mporpamma obienpodeccoHaNbHOi AUCIHMIUIMHEL corylacoBaHa ¢
paboToaarenem



COLOEP>XAHUNE

. OBLLAA XAPAKTEPUCTUKA PABOYEM MPOrPAMMBbI
YUEBHOW ANCLMIVIHDI

CTPYKTYPA I COAEP>XAHVE YUEBHOW
ANCLMNHbBI

YCNOBUA PEANTMBALINN YUEBHOW ANCLUNNVIHBI

KOHTPOJIb N1 OUEHKA PE3YJIbTATOB OCBOEHUNA
YYEBHOW ANCUNTMTNHBI

18



3eneHogonbLCKMA MEOULUHCKUI KONMNemx



MK 4.1

MK 4.4

MK 6.7

J1P9

JIP 13

NP 15

ne 17

npe23

P28

YyacTtBoBaTb B OpraHusauuu 1 MpoBedeHUW  AMcnaHcepusaunm  HaceseHus
(heNbALepcKoro  y4yactka pasfiMyHbIX  BO3PaCTHbIX TPynn W € pasIUYHbIMU
3a0601eBaHNAMMN.

OpraHun30BbIBaTb CPeay, OTBEYAIOLLYHO AeACTBYOLWMM CaHUTapHbIM MpaBuiaM 1 Hopmam

OcyLecTBNATL 3aWMUTY MEPCOHASIbHBLIX AaHHbIX MAaUMEHTOB U CBEAEHWIA, COCTaBNSAOLMX
BpayebHyHo TanHy

Co3HaloWMA  LLEHHOCTb XWU3HW, 3[40pOBbs U 6e30MacHOCTU. Cobntogarowmin  u
nponaraHAnPYOLWNIA 300P0BbLIA 06pas3 XXM3HK (340Pp0BOe NUTaHWe, COBT0AEHNE TUTUEHDI,
PEXMM 3aHATUIA N OTAbIXa, (M3MYecKas akTUBHOCTb), AEMOHCTPUPYIOLLMIA CTPEMEHNE K
(hM31YeCKOMY COBEPLLEHCTBOBaHMIO. [poABNAIOLWMI CO3HATE/lbHOE W 060CHOBaHHOE
HernpusiTue BpefHbIX MPMBLIYEK M OMACHbIX HAKIOHHOCTEN (KypeHue, ynoTpebneHue
a/IKoronif, HapKOTWMKOB, TMCUXOAKTUBHbIX BELLECTB, a3apTHbIX Wrp, /obbIX (opm
3aBMCMMOCTEN), AEeCTPYKTMBHOIO NOBeAEeHUS B 06LLECTBE, B TOM YuMC/e B UM(POBOIA cpefe

JeMOoHCTpMpoBaTb rOTOBHOCTb WM CMOCOGHOCTb BECTW AManor ¢ APYrMMU  JIOAbMWN,
JOCTUraTb B HEM B3aMMOMOHUMaHWS, HaxXOoAUTb O6LWMe Lenn U COTPyAHMYaTb AN UX
LOCTVKEHNSI B NPOJIEeCCUOHANIbHOM AesTeNIbHOCTU

Cobntogatb BpayebHyro TaiHy, NPUHLUNbI MEANLMHCKOM 3TUKKN B paboTe C naymeHTamu,
NX 3aKOHHbIMW NPeACTaBUTENAMWN U KOSleramm

Cobnogatb HOpMbl  MEAULMHCKOM 3TWMKKW, Mopasu, npaBa ¥ NPO(ecCUOHasIbHOro
06LLeHWS

MpoBOAUTL pasbsCHUTENbHbIE 6ecefbl HA YPOBHE CEMbW, OPraHM30BaHHOIO KOJINIEKTMBA 0
uensax v 3agadax NPoOgUNaKTUHECKOro MeguULMHCKOro OCMOTpa, NOpsSAKe NPOXOXKAEHUN
avcnaHcepusaumMm u ee o6beMe, B TOM 4ucne Gecefpl C HECOBEPLUEHHONETHUMU B
06paszoBaTe/ibHbIX OpraHu3auusax

Cobnogatb 3TUYECKME HOPMbl OOLEHMS NpU B3aUMOAEACTBUM C  00OyYaroLMMuCs,
npenogasatensMn, COTPYAHUKaMU Konnemka



1.2. Uenb n nnaHupyemble pesysbTaTbl OCBOEHUSA AUCLUMINHDI
B pamkax nporpammbl y4e6HON ANCUMNIVHBI 06YYaloLWLMMUCA OCBaUBAOTCA YMEHUS W 3HAHWA

Kog
OK, MK

OK 01
OK 02
OK 03
OK 04
OK 05
OK 06
OK 07
OK 09
MK 2.1.
MK 4.1
MK 4.4
MK 6.7

YMeHusa 3HaHuA

YMeTb: 3HaTh:

NpPoBOAUTL VHOMBUAYAIbHbLIE  OMOXUMUYECKME W LMTOMOrMYECKne
(rpynnosble) 6Gecefbl C HacenieHWEM MO OCHOBbI HAaCNeACTBEHHOCTU;

JINYHOW TUTNEHe, TUrneHe Tpyaa U OTAbIXa, 3aKOHOMEPHOCTU Hac/efoBaHuA

no 340POBOMY MWTAHWIO, MO YPOBHIO NPU3HAKOB,  BUAbl  B3aUMOAENCTBUSA
(hM31YEeCKON  aKTMBHOCTW, [EHOB;

OTKa3ly OT KypeHus Tabaka ¥ narybHOrometoabl M3y4yeHWUs HacneACTBEHHOCTU W

noTpebneHnss  ankorons, O 340POBOM M3MEHUYMBOCTM 4YesloBEKa B HOpME U

obpase XW3HW, Mepax NPOMPUIAKTUKM NaTONOMUN;

npeaoTBpaTUMbIX 60ne3Hel; OCHOBHble BWAbl W3MEHYMBOCTU, BUAbI

(hopmupoBaTb 0O6LLECTBEHHOE MHEHWe BMyTauuii y YesioBeKa.(PaKTopbl

nonb3ly  340pOBOr0  06pasa  >KWU3HWU, MyTareHesa;

MOTMBUPOBATb Hace/leHWe Ha 340POBbIi OCHOBHble  TpyMMbl  Hac/neACTBEHHbIX

o6pa3 XM3HW WM  U3MeHeHMe o6pa3a3aboneBaHnii, MNPUUYUHBI U MEXaHWU3MbI

XKU3HW, YNydlleHMe KayecTBa  >KWU3HW, BOSHUKHOBEHUS;

WH(OpMMpOBaTb 0  MNporpaMmax M MNPU3HaKM  CTOMKOro  HapyLleHus

cnocobax OTKas3a OT BpedHbIX MPUBbIYEK; (YHKLNIA opraHuama,
NPOBOAUTL npefBapuTesibHY0  00YC/I0B/IEHHOI0 HacneACTBeHHbIMMN
[ANarHoCTUKY HacnefACTBEHHbIX 3ab0/1eBaHMAMM;

6one3Heir; uenu, 3afgayn, mMeToAbl M MOKasaHWUs K
paccumTbiBaTb  PUCK POXAEHVA  MeANKO-TEHETUYECKOMY

60MbHOrO0  pebeHka Yy  poauTeneil  CKOHCYNbTMPOBAHUIO.

HacneACTBEHHOW MaTonorunei; npasuna nposefeHus
-NPOBOAUTL npeaBapuTeNbHY NHAMBUAYA/TbHOMO " rpynnosoro

[AVarHoCTUKY HacneAcTBeHHbIX 60Me3Heit; MNpoghnNaKTUYeCKOro
- MpoBOANTb Gecefbl MO MNAHUPOBAHWUIO KOHCY/TbTUPOBAHWS;
cemMbMm c yyeToM nmetoLerics

Hac/eCTBEHHOI NaTonornn.



2. CTPYKTYPA 1 COAEP>XAHUE YUEEHOW ANCLUNMTNHBI

2.1 O6bemM y4ebHOM ANCLUMNANHBI U BUAbl Y4e6HOW paboTbl

Bug yuebHow paboThbl

O6bem obpasoBaTesibHOM MporpamMmbl y4ebHOW ANCUUNINHBI

B T.4. B (DOPMe MPaKTUYECKOM MOAITOTOBKM
B TOM YuCheE:

TeopeTnyecKoe 06yyeHue

NPaKTU4eCKne 3aHATUA

MpomexxyTouHaa attectauma B hopme gndepeHLMPOBaAHHOIO 3a4eTa

O6BbeEM YyacoB

36

28

28



1.1. TeMaTMYecKuUiAi NnaH 1 cofiepXKaHne yueGHOM ANCUMNINHBI «eHeTUKA Ye/loBeKa C OCHOBAMU MEAULIMHCKOM reHeTUKU»

HanmeHoBaHMe pasaenos u CopepykaHue y4ye6HOro MaTepuasa n popMbl OpraHmn3aLmnm O6bem, akag, 4/ B Kofbl KOMMAETEHLMIA 1
Tem [eATeNbHOCTU 06y4aroLmnxcs TOM 4yuncre B hopme JINYHOCTHbIX
NPaKTUYeCKO pe3ynbTaToB,
NOAroTOBKW,aKaf. (OpPMUPOBAHNIO KOTOPbIX
Y CNoCO6CTBYET 3/IEMEHT
nporpamMmbil
1 9 3 4
Pasgen 1. Lintonormnyeckue n 6MoXmmMmmnyecKme 0CHOBbl Hac/1eACTBEHHOCTH 10
Tema 1. Copgep>kaHue y4yebHOro matepmana 5
BeepneHue.
LiMTonormueckne ocHosbl [ €HETMKA - 061acTb  GMOMOTMM, U3y4aiollasi HAaCNe[CTBEHHOCTL ¢ OK 01
N3MEHUYMBOCTb. OK 02
HacneCTBEHHOCTH. .
cTopus pasBuTUS MEAULIMHCKON FeHETMKWU, OCHOBHbIE [JOCTUXKEHUSI U OK 04
HyKNnenHoBble KUCOTbI o OKO5
Npo6nemMbl TeHETUKW. 3aaus U OCHOBHbIE MPUHLIMMBI MeANLMHCKO
nX ponb B nepegave FEeHETUKM. OK 07
HacneACTBEHHOM YPOBHM OpraHM3aLun reHeTUYeCKoro mMatepuana. OK 09
NHhopMaL. Kapnotun. XpomMoCOMbI: CTPOEHME, KnacCuuKaumsa 1 TUMbl XPOMOCOM JlP 13
CeHeTnYecKnin Kog. YesioBEKA. 2

HyknenHoBble KNCNOTbI. ICTOPUSA OTKPLITUSA, BULbI HYKNENHOBBLIX KUC/OT.
AHK.cTpoeHve, yHKLMKM, cBOCTBA, Mogens K. YoTcoHa n ®. Kpuka.
CtpoeHue un dyHkummn PHK. Jlokanusaums HYKNIEUHOBbLIX KUC/OT B
K/EeTKe.

["eH.CTpOeHME 1 CBOWCTBA.

["feHeTMYECKMIA KOfl, er0 CBOWCTBA.



B TOM uucne npakTUYecKnx n nabopaTopHbIX 3aHATUN

MpakTnyeckoe 3aHATMe Nel

LinTonornyeckne oCHOBbI Hac/1e4CTBEHHOCTN.

BHYTpUKNeToYHblE CTPYKTYpbI - HoCcUTenu HacneACcTBeHHOM
NHhopMauun: S4p0, MUTOXOHAPWN.

YPOBHU YNakKoBKM reHETUYECKOro Matepuana.

Oco6eHHOCTM XPOMOCOMHOro Habopa 4enoBeka (KOMMYECTBO, (OPMbI,
pasmepbl, XPOMOCOM), OT/IMYME MYXKCKOrO KapuoTuna OT >KEHCKOro.
MNonosble Xpomocomsbl. Tenbue bappa.

AndpdepeHumansHas oKpacka XPOMOCOM, 3yXpOMaTUH.
reTepoxXpomaTuH.

Cnocobbl feneHns 3yKapMoTUYeCKUX KIeTOK: MUTO3, Melio3 U aM1TO3.
CpaBHeHME MUTO3a 1 Mei03a.MX 3HaYeHVe Npu nepejaye reHeTUYeCKo
MHopmauunn.

[MameToreHes: osoreHes, cnepmartoreHes. CTpOeHMe MOJIOBbIX KMNETOK.

MpakTunyeckoe 3aHATHME Ne2

HyknenHoBble KUC/IOTbI K UX POSb B Nepeaayve HacneacTBEHHOMN
nHopmaumn. MeHeTUYECKUIA KOf

Ponb HYKNEMHOBbLIX KUC/OT B MpoLiecce nepegayvv HacneLCTBEHHOM
WHopmauunu.

CpaBHeHve AHK 1 PHK.

CTpoeHue reHa: MHTPOH, 3K30H. DKCrpeccus reHos.

MexaHn3M KOAMPOBaHUA HacneACTBEHHON MHopMaLmK.

CeHeTuYecKuii Kopa.ero cBolicTBa. PaboTa ¢ Tabnuvuein reHeTUYeckKoro

Koma.
ATanbl 6uocuHTEe3a 6enka. TpaHCcKpunuua. TpaHCcaAums.
PeLueHne 3ajau, MOZeNnpyoLLmx npuHLUUN KOAMPOBaHNSA

HacneCTBEHHON MHMopMaLMK.
KoHCTpymnpoBaHue c60pKn 6eKOBO MONEKY/Ibl, 3aKOAVNPOBAHHOM B

JHK.



Pa3gen 2. 3aKOHOMePHOCTU HacnefoBaHMA NPU3HAKOB. MeTofbl N3yYeHUA HacnefCTBEHHOCTH

yesioBeKa
Tema 2.

MoHornépuaHoe
anruébpugHoe
CKpeLuBaHue.
B3anmogeiicTBMe reHoB.
CuenneHHoe ¢ Nosiom
HacnegoBaHue.

MeToabl 1U3yyeHuUs
Hac/eCTBEHHOCTH
yenoseka.

CopepykaHue yuebHOro matepuvana

MoHornépuaHoe n AMrnopunaHoe CKpeLmBaHue, 3akoHbl . MeHgens.

Twvinbl Hac/elOBaHNSA MPU3HAKOB Y YesioBeka.

B3anmogenictBue annesnbHbIX U Hea/le/lbHbIX FeHOB.

XpoMOCOMHasa Teopusa HacneacTtseHHocTM T.MopraHa.

CuenneHHoe ¢ Monom HacnegoBaHue.

LinToreHeTu4eckumii Mmetop,

Bruoxummnyeckuii metog. KayecTBeHHble TeCTbl, MO3BO/IAIOLLMNE

OnpegenaTb HapyLlueHns 06MeHa BeLecTB.

BAnsHeLoBbI MeTog. Posib HAaceACTBEHHOCTU U cpefbl B (hOPMUPOBaHUN

NPY3HaKOB.

KnuHuko-reHeanornyecknin metos. O6n1act NpyMeHeHUs KIVHNKO-

reHea/lornM4yeckoro MeToja.

MeToabl reHEeTUKM COMaTUYECKUX KeTOK (MPOoCToe Ky/bTUBUPOBaHUE,

rmépuamsaums, KNoHMpoBaHue, cenekums).
NonNynALUNOHHO-CTATUCTUYECKUIA METOL.

MeTo/bl NpeHaTa/IbHOM ANarHOCTUKMN.

B TOM uncnie NnpakTUYeCcKNX 1 1abopaTopHbIX 3aHATU

MpakTunyeckoe 3aHATME Ne3

MoHornépugHoe n UrnépuaHoe CKpellmBaHue.

B3aumopeiicTBue reHoB. CLEMNMEHHOE ¢ NOIOM HacneaoBaHue
BbIMonHeHWe  MpakTUKOOPUEHTUPOBAHHbLIX 3ada4y  An1d  MNOHWUMaHuWA
MeXaHW3MOB BO3HMKHOBEHUS HACNeACTBEHHbIX MaTtonorvii no Temam:
MoHornépngHoe ckpeLLmBaHue ¢ NOJIHbIM N HEMOJIHbIM
JOMWHVPOBaHMEM.

AnrnéprnaHoe ckpelmBaHue ¢ NOJHbLIM JOMUHMPOBaHWeM. HacnegosaHue
rpynn KpoBu u pe3yc-thakTopa.

3aKOHbI CLUEenIEHHOro Hac/eoBaHNS.

OK 01
OK 02
OK 03
OK 04
OK 05
OK 09
MK 4.4.
JIP 15
ne 17



XPOMOCOMHOW TEOPUWN HACNeACTBEHHOCTM.

HacnegoBaHue, CLENIeHHOE C MOJIOM.

AHanus 3agad, MOAeNPYIOLLMX MOHO-AUTNGPUAHOE CKPELLMBaHWE,
HacnefoBaHve rpynn KpoBu, pe3yc-thakTopa, CLEneHHoe Hac/efoBaHue.

MpakTnyeckoe 3aHATUE N4

MeTogbl U3yveHNsA HacnegCTBEHHOCTU YesioBeka. CocTaB/ieHMe U
aHa/ N3 POLOC/IOBHbBIX CXEM

3yyeHne MeTOAOB C Lie/bio NpoBefeHnsa 6ecel No NaHUPOBaHUKO CeMbi
C Y4eTOM UMeLOLLENCA HacneACTBEHHOM NaTONOrUN:
KNnHMKo-reHeanornyeckoro MeToga, ero NpUMeHeHne Ans BbiSBIEHUS
HacneACTBEHHbIX 3a60/1eBaHUN.

MeToauka cocTaBeHUs POLOC/IOBHBIX U UX TEHETUYECKUIA aHan3.
OnpepeneHve TunNa HacnegoBaHUA 3abonesaHns (ayTOCOMHO-
[OMMVHAHTHbIM, ayTOCOMHO-PELLECCUBHbIN, CLEMNEHHbIN ¢ Y-
XPOMOCOMOW, CUEMNEHHbIN ¢ X-4OMUHAHTHbIN, CLENIeHHbINA ¢ X-
PEeLLeCCUBHbIN).

OnpegeneHne BO3MOXHbIX FEHOTUMOB Y/1EHOB poja

CpaBHUTENbHbIN aHann3 «MeToA0B M3yYeHWs HacNeACTBEHHOCTH

yenoBekKa»

Pasnen 3. HacneactBeHHOCTb 1 cpeda. HacneacTBeHHble 60/1€3HM YeoBeKa

Tema 3.

MN3mMeHUMBOCTb 1 BUAbI
MyTaunii y opraHmsmMa.
XpPOMOCOMHBbIe 60/1e3HU

Cofiep>kaHue y4ye6GHOro martepuana

Ponb reHOTMNA M BHELLHEN cpefbl B NPOSIB/IEHUM MPU3HAKOB.
Knaccngmkaums gopM M3MeHUNBOCTMU.

HeHacneacteeHHass UISMEHUMBOCTb.

Moangmkaumm. Hopma peakuyn. BapmauuoHHbii psg. MyTauun
Kom6uHaTnBHas n3MeH4YNBOCTb. MyTauuoHHas U3MeHUYMBOCTL. DaKTopsbl,
Bbi3blBalOLLMe MyTaumu. MyTtareHes v ero suasl. Knaccudukaumm
MyTauuii: No MecTy BO3HUKHOBEHWSA, NO AeACTBUIO Ha

OK 01
OK 02
OK 04
OK 06
OK 07
OK 09
MNnK21



opraHusm, No M3MeHeHWIO HacneACTBEHHOro Martepuana.
HacnepnctBeHHble 60/1€3HM 1 UX Knaccupukaums. XpomMoCOMHble 60/1e3HMU,
00LLasa XapaKTepuUCcTUKa.

KonuyectBeHHble U CTPYKTYpPHbIE aHOMannK ayTocom. bonesHs JayHa,
CUMHApPOM 3aBapfca, CMHAPOM laTay - KNIMHKKA, LUTOrEHETUYECKNE
BapuaHTbl, ANarHOCTUKa, NPOMUIaKTUKa.

KnnHnyeckne cvMHAPOMbI MPU aHOMa/IUAX MOJIOBLIX XPOMOCOM (CUHAPOM

LLlepeweBckoro - TepHepa, cuHapoM KnaHgensTepa).

B TOM uumcne npakTUYecknx n nabopaTopHbIX 3aHATUI

MpakTnyeckoe 3aHATME N5
XPOMOCOMHbIe 60/1e3HN. 3yUyeHne aHOMa/IbHbIX (DEHOTUMOB U

K/TMHUYECKNX NMPOSABNEHUN XPOMOCOMHbIX U FeHHbIX 3ab60/1eBaHni Nno
thoTorpacmsm 601bHbIX

MexaHn3M 06pa3oBaHUA XPOMOCOMHbIX 60/1e3Hein. CoBpeMeHHas
[0p0oA0Bast AMarHOCTMKa XPOMOCOMHbIX OTK/IOHEHMWIA.

CocTaBfieHne 3TanoB KOHCY/IbTUPOBaHWUS MO NIaHNPOBAHUKO CeMbU C
y4YeTOM MMetoLeiica HacneACTBEHHON NaTonornu:

- bonesHb JayHa, cMHapomM 3aBapaca, cuHapom lMNaray.
CocTaBfieHVe N aHa/I3 KapuorpaMmm MHAVBUAYYMOB C Pa3/IMyYHbIMN
XPOMOCOMHbIMWU 60/IE3HAMN: @) TPUCOMMUM 1 MOHOCOMMUMAYTOCOM.
M3yyeHne HacneACcTBEHHOM naTonornn: cnHapom LllepelueBckoro -
TepHepa, cuHapom KnanHdenbTepa v ap.

CocTaBneHue N aHaM3 Kapuorpamm UHAMBUAYYMOB C pasnyHbIMU
XPOMOCOMHBLIMWN 60/IE3HAMU: TPUCOMUN 1 MOHOCOMUM MOJSOBbLIX
XPOMOCOM.

AHOMaJIbHble (DEHOTUMbI N KTMHUYECKUE NPOSAB/IEHUSA XPOMOCOMHbIX

3a60/51eBaHUI Mo poTorpamsam 60/bHbIX.

BceMupHbIii [leHb XOCMNCOB ¥ Nal/INaTUBHOW NMOMOLLA.

MNK4.1
MK 4.4
MK6.7
J1P9
NP 15
npe 17
npP23
P28



MpuBneyYeHe BHUMaHNA 06LLEECTBA K NPO6/ieMaM HEM3NeYnMMO GOMbHbIX
nogein. MannmatmMBHasi MOMOLLb CEMbSIM, OXMUAAIOLLMM POXKAEHWS
MasiblLa C TSHXKENbIM HensnevymmbiM 3a601eBaHNEM, C MOMEHTA
yCTaHOB/IEHUS AnarHo3a BHYTPUYyTPOGHO.

Pasgen 4. N3yyeHne HacnegCTBEHHOCTU Y U3MEHYMBOCTU

Tema 4.

"eHHble 60/1e3HU

MynbTun- hakTopUasibHble
601e3HN. Meanko-
reHeTMYecKoe
KOHCY/bTMPOBaHme

Cogaep>kaHue y4ye6HOro matepuana

OnpegeneHne n KnaccuumKkaums reHHbIX 60/1e3HeN.

MprYMHBbI MOHOTEHHbIX 3ab60neBaHuiA. JJOMUHAHTHbIA U PeLecCUBHbIN
XapakTep HacnefoBaHuS.

MynbTuakTopmanbHble 601e3HU. Byabl NpomnakTnkm
HaCNeACTBEHHbIX GOME3HEN.

MefunKo-reHeTU4eCcKoe KOHCYIbTUPOBaHUe Kak nNpouiakTmka
HacneACTBEHHbIX 3a60/1eBaHWNA.

MepcneKTUBHOE N PEeTPOCMNEKTUBHOE KOHCYbTUPOBaHUe. MNokasaHus K
MeANKO-reHETUYECKOMY KOHCY/TbTUPOBAHMIO.

HeoHaTa/bHbIi CKPUHUHT HacNeACTBEHHbIX 60ne3Hel obMeHa.

JeHb Monogexu

Ponb MefMKO-reHeTU4eCKOro KOHCY/IbTUPOBaHMWSA B NaHNPOBaHMUU CEMbM
1 B NPOMIaKTUKe HaCNeACTBEHHbIX3a001eBaHNIA MasbILen Y MONoAbIX
poauTenei.

B TOM uucne nNpakTUYecKnxX n nabopaTopHbIX 3aHATUI

MpakTunyeckoe 3aHATVE Ne6

"eHHble 60M1e3HN. MynbTUhaKTopUasibHble 60ME3HM.

HapyuleHne o6meHa aMUHOKUCIOT: (PEHUNTKETOHYPUS, albOVHU3M,
anKanToHypus

HapylueHne o6meHa yrneBofoB: ranakro3emMusi, MyKononmncaxapuaosbl.
HapyleHve o6MeHa nMnugoB: COUHIONNNUAO3bI U HAapyLLUeHUsA 06MeHa
IMNUA0B Nna3Mbl KPOBW.

OK 01
OK 02
OK 04
OK 05
OK 09
NnK?21
MK4.1.
MK4.4.
MK6.7
P9

np 13
NP 15
NP 17
P23

np28



lNpomexxyTouHasn
aTTecTauusd

Bcero:

HapyweHne o6bmeHa CTepouMioB:  afpeHOreHUTa/IbHbIA  CUHAPOM.
AHOManbHble  (DEHOTUMbI W K/VHWYECKUE  MPOSBNEHNA  TeHHbIX
3a60neBaHUi No poTtorpamam 60/MbHbIX.

PeLueHve NPaKTVKOOPVMEHTUPOBAHHbIX  3ajad, MOZENNPYHOLLMX

HacfnefoBaHWe reHHbIX 6one3Heli. OnpegeneHne PUCKOB BO3HWKHOBEHUS
MOHOTeHHbIX 3a60/1eBaHU. MynbTuUdaKTOpUanibHble 60/1e3HN.

MpakTnyeckoe 3aHATME N7
MefOnKo-reHeTnYecKoe KOHCYNbTUPOBaHMe
M3ydeHre BOMNpoOCOB ¢ Uenbio nposegeHnsa Onpoca 1 yyeTa NnalmeHTosB C

HacneACTBEHHOW naTofiornein: PelleHne 3agaHuiA,  MOAENMPYOLLNX
BOMpocbl  MeAMKO-TEHEeTUYECKOr0  KOHCY/IbTUPOBaHMA.  3yyeHue
BOnpocoB no Teme «[paBoBble ¥ 3TU4veckme BOMPOCHI MEAULMHCKONM
reHeTukmn». CocTaBneHMe aHKeTbl C LUenbi nposegeHns Onpoca U
BeleHNs1 y4YéTa MauMeHTOB C HacnefACTBEHHOW natonoruneid. MpoeeaeHne
6ecef, N0 NJAHMPOBAHUIO CEMbW C YYETOM MMeIOLLEeNCs HacneCTBEHHOM
naTonoruu

MpakTnyeckoe 3aHATUE Ne8.
AndepeHumpoBaHHbIV 3a4eT
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3.YC/TOBUA PEANTMBALINN YYEBHOW ANCLINMNIVHbI

3.1. [Ans peanvsaumm nporpaMmmbl yYeOHOM AUCLMNANHBI AOMKHbI ObiTh
NPeayCMOTPEHbI CefyHoLMe CneLnanbHbIe NOMELLEHUS:
KabWHET reHeTMKN YenoBeka ¢ OCHOBaMU MeULIMHCKOW TeHETUKN;

O6opynoBaHMe y4ebHOro KabuHeTta:

HarnsgHole cpeactea 0byyeHums

| . Tabnuupl:

- CTpoeHme KNeTKku

- XpOMOCOMbI

- HyknenHoBble KUCNOTI

- Pennunkauma AHK

- BbuocuHTes 6Genka

- eHeTnyecknii Kog

- MwuTo3

- Meio3

- [lonoBble KNeTku

- Kapunotun yenoseka

- 3aKOHOMEepHOCTW HacnefoBaHMs NPU3HAKOB

- Bugbl B3aMMOAeicTBna Mexay reHamu

- HacnegosaHve CBOWCTB KpPOBW

- XpOMOCOMHbIe abeppaLmm

- Cxembl pof0CNOBHbIX
Cu1MBO/IbI ANS COCTaB/EHUSA POLOCOBHbIX
XPOMOCOMHbIe CUHAPOMBI

2. Habopbl cnainfoB «XpoOMOCOMHbIE CUHAPOMbI»
3. Habopbl ()OTOCHNUMKOB 60/1bHbIX ¢ HAaCNeACTBEHHbIMW 3a60/1eBaHNAMM

HaTypasibHble nocobus:

I .MuKpockonbl

2. Mukponpenaparthl

- Knetku KpoBu yenoseka
- OpraHougbl 1 BK/IOYeHNs



- MWTO3 B pacTUTENbHOM W XXNBOTHOW KNETKe
- [lonoBble KNeTkn
- XpOMOCOMbI YenoBeKa

TexHU4YecKne cpeacTea 00yyeHuns:

1. KagponpoekTop (ans cnaigos)

2. MynbTMema cuctema (KOMMbOTEP, NHTEPAKTMBHAA [OCKA)
3. Bugeounbmbl

4.00yyaroLLme KOMMbIOTEPHbIE NPOrpaMmbl

5. KoHTponvpytoLwme KOMNbIOTEPHbIE NPOrpaMMbl

3.2. NHdopmaumoHHoe obecneyeHne peanusaLum nporpaMmbl

3.2.1.2NeKTPOHHbIE U3aHNA

Boukos, H. T. MeamumnHcKaa reHeTuka : y4ebHuK / nog peg. H. M. boukosa. - Mocksa : FTO0TAP-Megua,
2021. - 224 c. : un. - 224 c. - ISBN 978-5-9704-6020-7. - TeKCT : aneKTPOHHbIN // DBC "KoHcynbTaHT
cTyfeHTa" : [caiT]. - URL : https://www.studentlibrary.ru/book/ISBN9785970460207.html (zata
obpaweHnsa: 07.11.2023). - Pexkum goctyna : no NoAnucke.
BacunbeBa, E. E. MeHeTMKa YenoBeka ¢ OCHOBaMM MegULUHCKOWN reHeTukun. MNMocobue no pewleHunto 3agay / E.
E. BacunoeBa. — 6-e un3g., ctep. — CaHKT-IeTepbypr : JlaHb, 2024. — 92 ¢. — ISBN 978-5-507-47297-0. —
TeKCT : 3MIeKTPOHHbIW // JlaHb : 3N1EeKTPOHHO-6M61MoTeYHas cuctema. — URL:
https://e.lanbook.com/book/359036 (pata o6palieHuns: 23.11.2023). — Pexxum gocTyna: 415 aBTopus.
nosib3oBaTesei.
"feHeTMKa YenoBeka ¢ OCHOBaMW MeAMLIMHCKOWM reHeTuku : yuebHuk / C. C. XXunuHa, T. B. KoxaHoBa, M. E.
Maiioposa [u gp. ]. - 4-e u3g. ,nepepab. n gon. - Mockea : FTOOTAP-Megua, 2022. - 192 c. - ISBN
978-5-9704-7058-9. - TeKCT : 3N1eKTPOHHbIV // SBC "KoHcynbTaHT cTyfeHTa" © [caiT]. - URL
https://www.studentlibrary.ru/book/ISBN9785970470589.html (gata o6pateHusa: 07.11.2023). - Pexkxum
[ocTyna no noArmcke.
KapmaHoBa, E. IN. MpakTnkym no reHeTuke : yye6Hoe nocobue ansa By3os / E. M. KapmaHoBa, A. E. Bonros,
B. 1. MuTioTbKO. — 3-e 13f., cTep. — CaHkT-INeTepbypr : SlaHb, 2022. — 228 ¢. — ISBN
978-5-8114-9773-7. — TeKCT : 3NE€KTPOHHbIN // NlaHb . 3N1eKTPOHHO-6mnbnmnoTeyHas cuctema. — URL:
https://edanbook.com/book/200846 (pgata obpawieHns: 23.11.2023). — Pexxum goctyna: 418 asTopus.
nosib30oBaTesein.
Kyprys, P. B. 'eHeTMKa YefioBeKa C OCHOBaMU MeAMLUMHCKOM reHeTukun / P. B. Kyprys, H. B. Kucenesa. —
4-e n3g., ctep. — CaHkT-lMNeTepbypr : JlaHb, 2023. — 176 ¢. — ISBN 978-5-507-45741-0. — TekKcT :
3NEKTPOHHbIN //J1aHb : 3NeKTPOHHO-6MbnoTedHas cuctema. — URL: https://edanbook.com/book/282398
(mata obpaweHuns: 23.11.2023). — Pexxum gocTtyna: s aBTopu3. MNonb30BaTenei.

AarbnHntenbHble NCTOYHNKU

Py6aH, 3. [l. FeHeTUKa YenoBeka ¢ OCHOBaMU MEAVLMHCKOM FeHeTUKM : y4yebHuk / 3. . PybaH. - PocToB
H/[, . ®eHnke, 2020. - 319 c. (CpegHee MmeanuUHCKoe obpasoBaHue) - ISBN 978-5-222-35177-2. - TeKcT :

3NeKTPOHHbIN N BC "KoHcynbTaHT cTyfeHTa" : [cainT]. - URL :
https://www.studentlibrary.ru/book/ISBN9785222351772.html (gata o6paweHus: 07.11.2023). - Pexxum
[ocTyna : no NoAnucke.


https://www.studentlibrary.ru/book/ISBN9785970460207.html
https://e.lanbook.com/book/359036
https://www.studentlibrary.ru/book/ISBN9785970470589.html
https://edanbook.com/book/200846
https://edanbook.com/book/282398
https://www.studentlibrary.ru/book/ISBN9785222351772.html

2. COOpPHUKM TECTOBbIX 3afaHnin 1 CUTYaLMOHHBIX 3a4ay Ha nnatgopme Moodle

3. XaHporuHa, E. K. F'eHeTnKa yenoBeka ¢ OCHOBaMU MeAVLIMHCKOWM FeHeTUKM | y4ebHuK / E. K. XaHgoruHa, W.
0. TepexoBsa, C. C. XXununHa, M. E. Malioposa, B. B. LLlaxTtapuH, A. B. XaHgoruHa. - 3-e nsg. , ctep. -
Mocksa : TOOTAP-Megua, 2021. - 192 c. - ISBN 978-5-9704-6181-5. - TeKCT : 31eKTPOHHbI //3BC
"KoHcynbTaHT cTyfeHTa" : [canT]. - URL . https://www.studentlibrary.ru/book/ISBN9785970461815.html
(nata obpauleHuns: 07.11.2023). - Pexkum goctyna : no nogrucke.

4. DneKTPOHHble 06pa3oBaTe/ibHble Pecypchbl (ANAAKTUYECKUI MaTepuan Ha 31EKTPOHHOM HocuTene ¢
NCMonb30BaHMEM MHMOPMaLMOHHBIX pecypcoB PowerPointH flash-aHumaumii ons MHTepakTUBHOM [OCKM,
3/1IEKTPOHHbIEe ANAaKTUYeCKne MaTepuasibl MHOPMaLMOHHOIO XapakTepa rno Bcem TemMam JIEKLMOHHOI0

Kypca)


https://www.studentlibrary.ru/book/ISBN9785970461815.html

1. KOHTPO/Ib N OLEHKA PE3Y/IbTATOB OCBOEHUS
YUEBHOW ANCLIMIVIHDI

PesynbTaTtbl 06yyeHnA Kputepunn oueHKn MeTogabl OLLEHKN

MepeyeHb 3HaHWI, ocBaMBaeMbIX B paMKax AMCLUNVHBI

-peLleHne 3afjaHunii B TecTMpoBaHUe, NHAVBUAYA/IbHbIN
3HaHWA: TECTOBOI hopMme. W rpynrnoBoi Onpoc, peLleHune
-6MoXMMMYecKue W -NOMHOe packpbiTue CUTYaUMOHHBIX 3ajay,
LUUTONOrNYecKme OCHOBbl ~ MOHATWUIA U TOYHOCTb AndepeHLPOBaHHbIN 3a4eT,
HacneACTBEHHOCTU; ynoTpebneHns HayuUHbIX OLleHKa NPOAYKTUBHOCTM paboTbl

-3aKOHOMEPHOCTWN  HacnefoBaHUSi TEPMUHOB, NMPUMEHSEMbIX B Ha NPaKTUYECKNX 3aHATUSAX,
NPU3HaKOB, BUAbl  FEHETUKE;
B3aMOEICTBIS FeHOB; 3 3KCnepTHOe HabnaeHne 3a
-METOgb! 3yueHns ~ ~AEMOHCTPALMA 3HAHWIA XO0A0M BbIMOMHEHNS
HaCNeACTBeHHOCTY y  METOAO0B U3ydeHUs NpaKTUJecKol paboThbl

reHeTVKM YenoBeka B Hopme
W NaTonorunu,

y, "YMeHVe BbICTYMaTh nepej
ayAnTopuet;-nornyHoe
BbICTPaMBaHWe anropMtmMa

M3MEHUYNBOCTN YesioBeka B HOpMe
1 NaTonoruu;

-OCHOBHble BUAbl N3MEHUNBOCT
BMAbl  MyTaumini Yy  YesoBeka,
(haKTOpbl MyTareHesa,

~OCHOBHbIE rpynnp  PELIEHNA
HaCneiCTBEHHbIX  3a6oneBanuii, NPaKTUKOOPNENTMPOBAH-
MPNYNHBI " MexaHuambl  bIX 3afad,
BO3HMKHOBEHMS; -ymeHve npoBoanTb
-MPU3HAKM CTOMKOro HapylueHus A1 KETMPOBAHNE 1
(hYHKLMIA OpraHmama, 06paboTKy AaHHbIX 0 Mepax
06YCNOB/IEHHOIO NpoYNNIaKTUKN Hacenevl-wm
HACNEACTBEHHbIMM 3a60n1eBaHusMy; XPOHUHECKIX BONE3HEN.
-uenu,  3agayn,  MeTofbl U
NMOoKa3aHuA K MeanKo
FeHeTNUYeCKOMY
KOHCY/bTUPOBaHMIO;

- NpaBua NPoBeAeHMS
WHAVBUAYANbHOTO M FPYNMnoBoro

NPogUNaKTNYECKOro

KOHCY/IbTUPOBaHuS;

MepeyeHb YMeHUIA, OCBanBaeMbIX B paMKax AUCLUMINHBI

YMeHua: -3KCMepTHas oueHKa
- leMOHCTpaums

- NPOBOAUTL UHANBUAY&/IbHbIE COOTBETCTBUS 3T/IOHY peLLeHus

NPaKTUYeCKNX HaBbIKOB Npu

(rpynnosble) 6ecefbl C HaceleHNeEM CUTYaLMOHHbIX 3aaau

< COCTaB/IeHNN 1 aHan3e

Nno IMYHOW FUTVeHe, TMrMeHe Tpyaa -COOTBETCTBME Npe3eHTauumn
CXEM POLOC/NOBHbIX,

W OTAbIXa, MO 3[40POBOMY MUTAHWIO, KADOTPAMM KPUTEPUAM OLLEHKM OLEHKa

Mo YPOBHIO PU3nyecKom ) ,D'eMOHCTpaI.J,I/IFI NOMHOTbI U NPaBU/ILHOCTU CXEM 1

aKTUBHOCTW, OTKa3y OT KypeHus Tabnuy
NPaKTUYeCKNX HaBbIKOB Npu

Tabaka v nary6Horo notpebneHus -3KCnepTHoe HabnogeHve 3a
coCTaB/ieHUN 6ecefpl No

a/IKorons, o 340poBOM obpase XO0M BbIMNO/HEHNSA

NIaHNPOBaHMWIO CEMbM C o
YKM3HW, Mepax NpoduIaKTUKM . NpaKTUYecKoW paboTbl
YUYETOM MMEIOLLeCs

npeaoTBpaTUMbIX -OLIeHKa pe3ynbTaToB



6onesHe;
- (hopmuMpoBaTb 06LLLECTBEHHOE

HacneACTBEHHOA
naTonornu;

MHEHWVE B NOJb3Yy 3[0POBOro 06pasa -nosiHoe packpbIThe

YKM3HW, MOTUBMPOBATb HaceneHune
Ha 340PO0BbI 06Pa3 XXM3HN UK
n3MeHeHVe obpasa XU3Hu,
yAyULLEeHNe KayecTBa XXMU3HN,
MH(OPMUPOBATL 0 MporpamMmmax u
crioco6ax oTkasa OT BpefHbIX
NPVBbIYEK;

- MPOBOANTbL NPeABAPUTENBHYIO
[AVMarHOCTUKY HacneACTBEHHbIX
60ne3Hel;

- paccumnTbIBaTb PUCK POXKAEHUSA
60NbHOro pebeHKa y poauTeneii ¢
HacneCTBEHHOI MaToMornen;
NPOBOAUTL ONPOC M BECTU Y4eT
NaLMeHTOB C HacNeACTBEHHOM
naTonoruen;

- MPOBOAUTL NpeaBapuUTeNbHYHO
[AVMarHOCTUKY HacneACTBEHHbIX
60ne3Hel;

- npoBoAuTL Becelbl MO
NIaHMPOBaHUIO CEMbU C YYETOM
MMeIOLLIeCA HacneACTBEHHOM
naTonoruu.

MOHATUIA N TOYHOCTb
ynoTpe6neH 1 1 H ay Y MbIX
TEPMUHOB, MPUMEHSEMbIX B
reHeTUKE;

-0EeMOHCTPaLUns YMeHN
COCTaBNATb NaH 6ecepl 1
onpoca NnayneHToB ¢
Hac/eCTBEHHOA
naTosiIormen.

BbIMO/IHEHUSA NPaKTUYECKOM
paboTbl

-OLleHKa COOTBEeTCTBMA BOMPOCOB
aHKeTbI LenigM uccnefoBaHus
KOHTPO/1b MOHOTbI 3amno/IHEHUS
NOPTHONNO LOCTUIKEHWNA
-KOHTPO/1b NPaBU/IbHOCTY
NO/IHOTbI 3aro0JIHEHUS
MeAVLMHCKON KapTbl N AHEBHUKA
30,0POBbA.



