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PaGouas nporpamma yueOHOW JHCLUTIHHEL OI1.03 I'eneTuKa 4ejiOBEKa C
OCHOBAMH MEIMIMHCKOH TeHETHKM pa3paboTaHa Ha OCHOBE ®1rocC CIIO mno
cnemmanpHoctd  31.02.01  Jleuebuoe  neno, yrBepkaenHor  Ilpukazom
Munnpocseiienust Poccuu ot 4 o 2022 r. N 526.

PaGouast mporpamma paspaboraHa ¢ Y4CTOM npodeccHOHaTbHOTO
crangapra «@Depaiiep», ypoBeHb kBaU(UKALHKA 6, YTBEPKACHHOIO [PHUKa3OM
MuHHCTEpPCTBA Tpyda H colManbHoi 3ammuThl Poccuiickor ®enepauuu  OT
31.07.2020 N 470H, a TaKKe ¢ y4€TOM KBaIM(PUKALMOHHBIX 3aIPOCOB CO CTOPOHbI
yupesxaennst [BY3 CO «Knneb-Hepkacckas LIPb».

PaGouas nporpamma pa3paboraHa Ha OCHOBE [TpuMepHOH OCHOBHOM
00pa3oBaTelbHON MPOrpaMMBI «ITpodeccroHanuTe™ MO CHEUNANBHOCTH 31.02.01
JleyeOHOE [1€J10, YTBEP)KAEHHOW IPOTOKOJIOM denepanbHOTO  yueOHO -
METOJUUECKOr0 OObeJUHEHHs B CUCTEME CPEJHEro npo¢ecCHOHATBEHOTO
o6pazosanus o YITIC 31.00.00.

PaGouasi mporpamMma paszpaboraHa B COOTBETCTBUHM C TpeOOBaHUAMM K
ohOpMIIEHHNIO, YCTAHOBIICHHBIMH B Kunens-Uepkacckom  ¢umuane 1'BIIOY
«TONBATTHHCKAN MEIKOJLIEIK.
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1. ACIHIOPT TPOT'PAMMBI YUYEBHOM JUCITATIJIVHBI

OI1.03 I'eHeTHKA YeJI0BEeKa ¢ OCHOBAMH MeIHUIIMHCKOH reHeTHKH
1.1. O61acTh NPUMEHEHUS] TIPOTPAMMBI

Pabouast mporpamma y4yeOHOW AMCHMIUIMHBI SIBISETCS YacTbIO OCHOBHOM
oOpaszoBaTeapHON TMporpamMmel 1o crnenuainbHoct 31.02.01 JleweGHoe peno,
pazpaboranHoii B Kunenb-UYepkacckom ¢unmnane ['BIIOY «TompsaTTUHCKMI
MEIKOJIIIEIIK.

PabGouas nporpamma y4eOHON AUCHUILIMHBI MOXKET OBITh MCHOJb30BaHA MPU
opraHu3anuu MpoQecCUuOHATBHON TTOATOTOBKH 10 porpamMme «JleuebHoe memoy.

Pabouas mporpamma coctaBisieTcst st OYHON (OPMbI 00yUCHHUS

1.2. lenu u 3agaun y4eOHOM TN CIUTINHBI:

IIo pesynpraram ocBoenuss OIL.03 I'eHernka YemoBeKa € OCHOBaMU
MEIUIMHCKOW TEHETUKH Yy OO0ydallMxcid JOJKHBI ObITh C(HOPMHUPOBAHBI
oOpazoBarenbHbIe pe3yibTaThl B cooTBeTcTBUU ¢ PI'OC CIIO:

yMeTh:

- IPOBOAMTH HHAMBHUAyaJIbHbIE (IPYNIOBbIE) O€ceibl C HACEIEHHEM IO
JUYHOW TMTHEHE, TUTUEHE TPYJa U OTABIXa, IO 30POBOMY IMUTAHUIO, IO YPOBHIO
(¢u3nYeCKol aKTUBHOCTH, OTKa3y OT KypeHHUs Tabaka W 1maryOHOTo moTpedsieHus
aJIKOroJisi, 0 3J0pOBOM O0pa3e *KHU3HU, MEpax MPO(UIAKTUKH HPEIOTBPATUMBIX
0oJIe3HEH;

-opMupoBaTh OOLIECTBEHHOE MHEHHUE B IMOJIb3Y 3J0POBOr0 00pa3a *KU3HH,
MOTHUBUPOBAaTh HAaCEJIEHHE Ha 3J0pPOBBI 00pa3 *W3HU WM U3MEHEHHe oOpasza
KU3HH, YITyUlIEHUE KauecTBa KU3HU, MH(MOPMUPOBATH O MTPOrpaMMax M crnocodax
OTKa3a OT BPEIHbIX MPUBBIYEK;

- IPOBOJIUTH MPEABAPUTENbHYIO TUATHOCTUKY HACIEICTBEHHbBIX 00JIe3HEN;

- PACCUUTHIBATH PUCK POXKIEHUS OOJILHOTO peOCHKA y poaUTENeH

C HACJIEACTBECHHOM MaTOJIOTUEH;

- MPOBOAWTH ONPOC W BECTH YYET IMAUMEHTOB C HACIEICTBEHHON
MaTOJOTUEH;

IPOBOAUTH MPEIBAPUTENBHYIO INarHOCTUKY HACIIEICTBEHHBIX OOJIE3HEH;

- IPOBOAMUTH Oecelpl MO IJIAHUPOBAHUIO CEMbH C YYETOM HMEIoUIeics
HACJIEICTBEHHOM MTaTOJIOTUH.

3HATh:

- OMOXMMHMYECKHUE U LIUTOJOTUYECKUE OCHOBBI HACIEACTBEHHOCTH;

- 3aKOHOMEPHOCTH HacJIeI0BaHUs MPU3HAKOB, BUJbI B3aUMOICHCTBUS T€HOB;

- METOJIbl U3yUYEHHUS HACJIEICTBEHHOCTH U U3BMEHYMBOCTH YeJIOBEKa B HOpME
Y TIATOJIOTUU;

- OCHOBHBI€ BHJIbI MU3MEHYMBOCTH, BHJIbI MYTallUi y YelOBeKa, (aKTOpbl
MyTareHesa;

-OCHOBHBIE TPYMIbl HACJIEICTBEHHBIX 3a00JIeBaHUMN, TPUYUHBI U MEXaHU3MBI
BO3HHKHOBEHUS;



-IPU3HAKH CTOMKOTO HapylieHHs (YHKUIUN OpraHuzMa, oO0yCIIOBIEHHOTO
HACJIEICTBEHHBIMHU 3a00JIEBAHUSMUY;

- IIpaBUJIa IIPOBECHUS VUHIVBHUYaJIbHOIO U IPYIIIOBOTO
npo(UIAKTUIECKOTO KOHCYJIbTUPOBAHNUS;

BapuaruBHasi 4acThb:

[To pesynpraram ocBoenuss OIL.03 I'eHernka YenmoBeKa € OCHOBaMU
MEAMIIMHCKOW TEHETHUKH Yy OOyYarommMxcsi JOJDKHBI OBbITh C(HOPMUPOBAHBI
BapHaTUBHBIE 00pPA30BaTENbHBIC PE3yIbTaThl, OPUEHTUPOBAHHBIC HA BBINOJIHEHUE
TpeOOBaHMI phIHKA TPY/a.

C uenpio peanuzanuu TpeOOBaHUN MPOPECCHOHATBHOIO CTaHAapTa ¢enbamiep,
YTBEPXKIAEHHBIM IpUKa3oM MuHucrtepcTBa Tpyda M COLMAIBHOM  3aIUTHI
Poccutiickoit @enepanmm ot 31.07.2020 Ne 475H, ypoBeHb KBanupuKaum — Sa
TaK)K€ C y4eTOM KBaJM(UKAIIMOHHBIX 3alPOCOB CO CTOPOHBI yupexaeHus I'bY3
CO «Kunenb-Yepkacckas [[Pb» oOydaromuiics B paMKax OBJaJIeHUs YKa3aHHBIM
BUJIOM ITPO(heCCHOHATIBHOM JEATEIbHOCTH JOJIKEH:

yMeThb:

- IPOBOAMUTH Oecelpl MO IJIAHUPOBAHUIO CEMbU C YUYETOM HMEIoUIeics
HACJICCTBEHHOU aTOJIOTUH;

- IPOBOAMTD MPEABAPUTENBHYIO JUATHOCTUKY HACJIEICTBEHHBIX OOJIE3HEH.
3HATH:

- OCHOBHBIE BHJIbI MU3MEHYMBOCTH, BHJIbI MyTalUi y 4YeIOBEKa, (PaKTopbl
MyTareHesa;

- OCHOBHBIE TpYyNIIbl HACJIEJICTBEHHbIX 3a00JIEBaHUM, NPUYUHBI U
MEXaHHU3Mbl BOSHUKHOBEHUS,

- [enu, 3aJayd, METOAbl M TOKa3aHusid K MEIUKO-TEHETHYECKOMY
KOHCYJIbTUPOBAHMUIO.



1.3. Kosim4ecTBO 4acOB HA OCBOCHHE Y4eOHOM AUCHUIITTMHBI

Bua yueOHO# nesiTeJIbHOCTH

O0BbeM yacoB

MakcumanbHas yaeOHast Harpy3Ka (BCEro)

36

OO0s3aTenbHas ayTuTOpHAs yueOHast Harpy3ka (BCero)
MPAKTUYECKasl MOATOTOBKA

36

KypcoBas paboTa/mpoexT

VYyeOHas mpakTuKa

IIpon3BOACTBEHHAs IPAKTHKA

CamocrosiTenbHas paboTa CTyieHTa (BCEro) B TOM YHUCIIE

IIpomexyTodHast arrecranus




2. PE3YJIBTATBI OCBOEHMSI YYEFHOM TUCIUILINHBI

PesynbraToM ocBOeHHMsS y4eOHOW AWCIUIUIMHBI SIBJISIETCS OBJIAJICHHE
oOyuarorumucst npodeccuonanbabiMi  kommereHnusaMu (I1K), yka3aHHbIMEH B
dI'OC CIIO 31.02.01 JIeuebnoE neno:

B npouecce ocBoOeHMsI TUCHUILIMHBI CTYICHTHI J0JI2KHbI OBJIA/IeTh OOIMMHU
koMmnereHuusiMu (OK):

Koo

Haumenosanue ob6uiux komnemenuyui

OK 01.

Buibupame cnocobwvl pewenus 3a0au npogeccuonanvroll desmenbHoCmu
NPUMEHUMENLHO K PA3TUYHBIM KOHMEKCMAam

OK 02.

Hcnonvzoeamv coepemennble cpedcmea NOUCKA, AHAIU3A U UHMEPRpemayuu
ungopmayuu u UHGOPMAYUOHHBLE MEXHONI02UU 018 BLINOTHEHUS 3A0aY
npogheccuoHanbHOU OesimenbHOCIU

OK 04

Dhghexmusno 3aumoodeticmeosams u pabomams 8 KOLIEKMuUe U KOMAHOe

OK 05

Ocywecmenams YCMHYI0 U NUCbMEHHYI0 KOMMYHUKAYUIO HA 20CYOAPCMBEHHOM
sa3vike Poccuiickoti @edepayuu ¢ yuemom ocobeHHOCmel COyuaibHO20 U
KYIbMYPHO20 KOHMeEKCma

OK 06

Lpossnams epadicoancko-nampuomuueckyro no3uyuro, 0eMOHCmMpUposamy
0CO3HAHHOE N0Be0eHUe HA OCHO8e MPAOUYUOHHBIX POCCULICKUX OYXOBHO-
HPABCMEEHHBIX YEHHOCME, 8 MOM YUCTE C YUEmOM 2apMOHU3AYUU
MENCHAYUOHANLHBIX U MENCPENUSUOZHBIX OMHOUEHULL, NPUMEHAMb CINAHOAPNbL
AHMUKOPPYNYUOHHO20 NOBEOCHUs.

OK 07

Cooeticmgosamsb cOXpaHeHU OKpyicarouieli cpeovl, pecypcocoepeldceruro,
NPUMEHAMb 3HAHUSA 00 USMEHEeHUU KIUMAmMA, NPUHYUNBL OEPEeHCIUBO20
npou3800cmeda, d¢hchekmusHo Oeticmeosams 8 Upe38bluaAliHbLIX CUMYAYUSIX

OK 09

Tonvzo06amuvcs npogheccuonanvbHol 0oKymeHmayuell Ha 20cy0apcmeeHHOM U
UHOCMPAHHOM 53bIKAX.




3. CTPYKTYPA U COJEPKAHUE YUYEBHOM JUCITATIIVHBI

OI1.03 I'eneTHKA YeJI0BEKA C OCHOBAMH MEIHNIIMHCKOM reHEeTHKH

3.1 TemaTnuyeckuii IVIAaH y4e0OHOH TMCUMILIMHBI

HaumenoBanue | Comep:kaHue y4yeOHOro marepuaja u (opMbl OpPraHM3aluu JeATeJbHOCTH | O0beM Koabl komnerenuui,
pa3feioB M TeM | 00y4aroImXxcst B yacax ¢popmupoBanuio
KOTOPBIX CIOCOOCTBYET
3JIEMEHT NMPOTrPaMMBblI
1 2 3 4
Pa3nes 1. utonornyeckue u 6MOXMMHYECKHE OCHOBbBI HACJIEACTBEHHOCTH 10/8
Tema 1.1. Coaep:xxanue yue0HOro MaTepHaJia 2 OK 01, OK 02, OK 04,
BBenenue. 1. T'eHeruka — 00J1acTb OMOJIOTHH, U3YUYaIOIIasi HACJIEICTBEHHOCTh U U3MEHYHBOCTb. OK 05, OK 06, OK 07,
Hurtosoruyeckune | 2. Vcropuss pa3BUTHS MEAMIMHCKOW TI'€HETHKH, OCHOBHBIC JOCTIDKEHUS U OK 09
OCHOBBI MPOOJIEMBI T€HETHKH. IIK 2.1, I1IK 4.1, 11K 4.4,
HACJICACTBEHHOCTH | 3. 3aJauu U OCHOBHbBIC IPUHIIUIIBI METUIIUHCKON T€HETHKHU. K 6.7
HyxkienHoBbie 4. VYpoBHU OpraHu3alliy FeHETUYECKOro MaTepHuaa.
KHCI0TBI M ux | 5. Kapuotun. XpoMOCOMBI: CTpO€HHE, KiIacCHPHUKAIUsi U THIB XPOMOCOM
poJib B Imepeaave YeJioBeKa.
HaCJIeICTBEHHOM 6. HykneuHoBble KUCTOTHL. VCTOPHS OTKPBITHS, BUIBI HYKIEUHOBBIX KHUCIOT.
uHpopmanuu. 7. JJHK, cTtpoenue, pynkuuu, cBoiictsa. monens JJx. Yorcona u ®@. Kpuxa.
I'enernuyeckui 8. Crpoenue u ¢pynkuuu PHK. Jlokanu3zamus HyKJIEHHOBBIX KUCIIOT B KIIETKE.
KO/I. 9. Ten, cTrpoeHue U CBOWCTBA.
10. 'eneTnueckuii Ko, €0 CBOMCTBA.
IlpakTHyeckoe 3aHsATHE 8




HaumenoBanue | Comep:kaHue y4yeOHOro marepuaja u (opMbl OpPraHM3aluu JeATeJbHOCTH | O0beM Koabl komnereHnuui,
pa3feioB M TeM | 00y4aroImxcst B Yacax ¢popmupoBanuio
KOTOPBIX CIOCOOCTBYET
3JIEMEHT NMPOTrPaMMBbI
IIpakTuyeckoe 3ansaTue Nel. [{utonornueckrie OCHOBBI HACJIEICTBEHHOCTH.
BHyTpHKI€TOUHBIE CTPYKTYphl — HOCHUTENIM HACJIEICTBEHHOH WH(pOpMAaIMu: sapo,
MUTOXOHIPHH.
YPOBHHU yIIaKOBKU T'€HETUYECKOTO MaTepHara.
Oco0eHHOCTH XPOMOCOMHOTO Habopa dYeloBeKa (KOJIUYeCTBO, (DOPMBI, pa3Mephl,
XpPOMOCOM), OTIMYHUE MYKCKOTO KAapUOTUIIA OT *KEHCKOro. IlosoBbie XpOMOCOMBI.
Tenbue bappa.
Juddepennmanpaas oKpacka XpoOMOCOM, YYXPOMAaTHH, T€TEPOXPOMATHH.
IIpakTuyeckoe 3ansatue Ne2. CriocoObl AeNEHUS SYKapUOTHUYECKUX KIETOK: MUTO3,
MEHO03 U aMHTO3.
CpaBHeHue MHUTO3a U MeWO3a, HMX 3HAUEHHE NpH MepeJade TeHETHYECKOU
uH(pOpMaLNH.
['amerorenes: oBorenes, cnepmaroreHes. CTpoeHUE MOJIOBBIX KIIETOK.
IIpakTnyeckoe 3ansaTue Ne3. HykienHOBbIE KHCIOTBI M MX pPOJb B Ieperaye
HacleICTBeHHON nH(opMaruu. I'eHeTnueckuii Ko.
Ponb HyKJI€MHOBBIX KHCIIOT B IIpOLIECCE Mepeaadn HacleCTBEHHONH HH(pOpMaIuy.
Cpasuenue JJHK u PHK.
CrtpoeHnue reHa: HHTPOH, 9K30H. JKCIPECCUs TeHOB.
MexaHu3M KOJMPOBaHUs HACIIECTBEHHONW HH(OpMAIUH.
I'eneTnueckuii Ko, ero cBoiicTBa. PaboTa ¢ TabnuIield reHeTHIeCKOro Koja.
IIpakTnyeckoe 3ansitue Ned. Ortanbsl OuocuHTe3a Oenka. TpaHCKpHILUS.
Tpancianus.
Pemienne 3amay, MOAENUPYIOMIMX NPUHLMI KOJUPOBAHMS  HACIEACTBEHHOM
uH(pOpMaLUH.
KouncrpynpoBanue cOopku 0e1KoBoii MOJIeKyIbl, 3akoaupoBanHoi B JITHK.
Paznen 2. 3akoHOMepHOCTH HaCJIeI0BAHNS TPU3HAKOB 10/8
Tema 2.1 Copepxanue y4eOHOIro MaTepuaJa 2 OK 01, OK 02, OK 04,




HaumenoBanue | Comep:kaHue y4yeOHOro marepuaja u (opMbl OpPraHM3aluu JeATeJbHOCTH | O0beM Koabl komnereHnuui,
pa3aeyioB U TeM | o0y4yarouuxcst B Yacax ¢hopmupoBaHuio
KOTOPBIX CIOCOOCTBYET
3JIeMEHT MPOrpPaMMbl
Mowno-ruopuanoe | 1. MonorubpuaHoe u AMrHOPUIHOE CKpelIUBaHue, 3akoubl ['. Menzens. OK 05, OK 06, OK 07,
U IUTHOpUIHOE 2. Tumbl HacTenOBaHUs IPU3HAKOB Y YETIOBEKA. OK 09
CKpeluBaHue. 3. BzaummopeiicTBHE alIeIbHBIX U HEAJLICIbHBIX TCHOB. IIK 2.1, 11K 4.1, TIK 4 4,
B3aumoneiicrBue | 4. XpomocomHasi Teopust HacleacTBeHHoctu T. Moprana. [IK 6.7
TeHOB. 5. CuemnuieHHOe ¢ TTOJIOM HacJeI0BaHue.
CuenjieHHoE ¢ 6. IluTOreHeTHUECKH METO/I.
MoJIOM 7. buoxumuueckuii Mmeron. KauecTBeHHBIe TecThl, mno3Bositomme Onpenensits
HacJie/IoBaHMe. HapylIeHus 0OMeHa BEIIECTB.
Metonasb! nzyuenusi | 8. bimsnenosbiii Meton. Ponb HacnencTBeHHOCTH M cpeabl B (OPMHUPOBAHUU
HACJIeICTBEHHOCTH MIPU3HAKOB.
YyeJIOBEKaA. 9. Knunuko-reneamormyeckuii ~ meton. OOmactu  NPUMEHEHHUS  KJIMHHKO-
TEeHEATIOTHYECKOTO METO/1A.
10. Meronbl TEHETUKH COMAaTHYECKUX KIETOK (TMpocToe KyIbTUBHUPOBAHHUE,
ruOpuIM3aIysi, KIOHUPOBAHHUE, CEJICKIUsA, TMOMYJSIIIHOHHO-CTaTUCTUYECKUMA
METO/I).
11. Metoapl NpeHaTaaIbHON THATHOCTUKH.
IpakTHYeCKOe 3aHSITHE 8




HaumenoBanue | Comep:kaHue y4yeOHOro marepuaja u (opMbl OpPraHM3aluu JeATeJbHOCTH | O0beM Koabl komnereHnuui,
pa3aeyioB U TeM | o0y4yarouuxcst B Yacax ¢popmupoBanuio
KOTOPBIX CIOCOOCTBYET
3JIEMEHT NMPOTrPaMMBbI
IIpakTuyeckoe 3ansaTue NeS5. MoHOTrHOpHIHOE U TUTHOPUIHOE CKPEIIMBAHUE.
B3aumoneiictBue reHoB. CLerieHHOE C MOJI0OM HaclieJOBaHUE.
BrlllonHEHNE NPaKTUKOOPUEHTUPOBAHHBIX 3a/4ad JUId IMOHMMaHHsS MEXaHU3MOB
BO3HUKHOBCHHUS HACJICICTBEHHBIX TMATOJOTHH 10 TeMaM: MOHOTHOpUIHOE
CKpELIMBAHUE C MTOJIHBIM U HEMIOJIHBIM JOMUHUPOBAHUEM.
JluruOpuHoe CKpenMBaHKUe ¢ TTOJHBIM JJOMHHUPOBAHHUEM.
IIpakTuyeckoe 3ansaTue Ne6. HacrnegoBanue rpynn KpoBu U pe3yc-(pakropa.
3aKOHBI CLIETUIEHHOT'O HACJIEI0BAHHS.
XpOMOCOMHOM TEOPUU HACTIEACTBEHHOCTH.
HacnenoBanue, CIIETIIEHHOE € TTOJIOM.
AHanu3 3a1ad, MOACIUPYIOIIUX MOHO-AUTHOPUIHOE CKpEIIMBAHHE, HACIEI0BaHUE
TPYII KPOBH, pe3yc-pakTopa, CIETUICHHOE HaCIe0BaHHE.
IIpakTuyeckoe 3ansaTue Ne7. Metopl U3yueHUs HACIEACTBEHHOCTH YEJIOBEKA.
N3yuenne METOI0B C 1IEBI0 TTPOBEACHHS Oece] 10 TUIAHUPOBAHUIO CEMBH C YYETOM
MMEIOIIIENCS] HACIIEICTBEHHOW MATOJIOTHH:
KnuHuKo-reHeasornyeckoro  Meroja, €ro  NpUMEHEHWE IS BBISBJICHHS
HACJICICTBEHHBIX 3a00JICBaHHIA.
IIpakTuyeckoe 3anstue Ne§. Mertoauka cOCTaBIEHUS POJOCIOBHBIX M HX
T€HETUYECKUN aHaJn3.
Ompenenenne TUIa HacienoBaHWs 3abojeBaHust (ayTOCOMHO-JIOMHHAHTHBIN,
ayTOCOMHO-PELIECCUBHBIN, CLEIUIEHHBIM € Y-XpOMOCOMOW, CUEIUIEHHbIH C X-
JIOMUHAHTHBIH, CIIETUICHHBIN ¢ X-PEII€CCUBHBIN ).
Ornpezenenre BO3MOXKHBIX T€HOTUIIOB WIEHOB pojia
CpaBHUTENIBHBIN aHaIU3 «MeTOI0B N3y4eHUsI HACIIEICTBEHHOCTH YEJIOBEKa»
Pa3nes 3. HacaencrBeHHOCTB M cpena. Meauko-reHeTH4eCKoe KOHCYJIbTHPOBaHHe 16/12
Tema 3.1. \ CopaepxxaHue y4yeOHOIro MaTepuasa 2 OK 01, OK 02, OK 04,




HauMmenoBanue
pa3aesioB U TeM

Conep:kanue y4yeOHOro marepuaja m (OpMbl OPraHM3aANMU AeATEIbHOCTH
00y4arIuXCcs

O0BeM
B yacax

Koapl komMnereHumii,
(popmupoBanuio
KOTOPBIX CIOCOOCTBYET
3JIEMEHT NMPOTrPaMMBbI

HN3meHuYnBOCTD M
BH/Ibl MyTAUMH Yy
OpraHusma.
XpoMocoMHBIEe
00J1€3HH

Ponb reHoTuna u BHELIHEH cpeibl B IPOSBICHUH MPU3HAKOB.

Knaccudukanus Gopm U3MEHUNBOCTH.

HenacnencrBenHast H3MEHYMBOCTb.

Monudukarnu. Hopma peaknuu. Bapuarnuonnsiii psa. Myrtanuu

Komb6unatuBHast ©3MEHUMBOCTh. MyTallnOHHAs! ©3MEHYHUBOCTD.

@DakTOpHI, BEI3BIBAIOIINE MyTallud. MyTareHes u ero BHIIbI.

Knaccudpukanum wmytamnuii: 1mo MecTy BO3HHUKHOBEHHS, IO JIGHCTBUIO Ha

OpraHm3M, 110 K3MEHEHHIO HACIIEJICTBEHHOTO MaTepHaa.

Hacnencteennsie 607€3HU U UX KIacCUPHUKAIUS.

9. XpomocomHble 60Je3HH, 00IIast XapaKTePUCTHKA.

10. KonuuecTBeHHbIE U CTPYKTYpHBIE aHOMaIHK ayTocoM. bonesns JlayHa, cunapom
OnBapiaca, cuHApoM llatray — KIWHWKA, [UTOTCHETHYECCKHE BapHAHTEHI,
JMarHOCTHKA, MPO(HUIAKTHKA.

11. KnuHUYeCKHEe CHHAPOMBI TIPH AHOMAIMSX ITOJIOBBIX XPOMOCOM (CHHIPOM

Hlepemesckoro — Tepraepa, cunapom Knaitnbenbrepa).

Noogok~owhE

o

HpaKTI/I‘IeCKOC 3aHATHEC

IIpakTHyeckoe 3ansaTHEe N29. XpOMOCOMHBIE OOJIE3HHU.

Mexanu3m o0pa30BaHUsI XPOMOCOMHBIX OOJIe3HEH.

CoBpeMeHHast JOpo10Bask AMArHOCTUKA XPOMOCOMHBIX OTKJIIOHEHHH.

CocraBieHre JTarnoB KOHCYJbTUPOBAHUSA 10 IUIAHHPOBAHHUIO CEMBU C YUETOM
MMEIOLIEICST HacleACTBEHHON mnaronoruu. bonesns [layHa, cunapom OnBapica,
cungpoum [laray.

IIpakTnyeckoe 3ansaTue Nel(Q. CocraBieHue U aHaIM3 KapuorpaMM HHIUBUAYYMOB
C pa3IMYHBIMU XPOMOCOMHBIMU OOJIE3HSIMU: @) TPUCOMUU 1 MOHOCOMUU ayTOCOM.
W3yuyenne HacneacTBeHHOM mnarosoruu: cuHiapom lllepemesckoro — TepHepa,
cunapom Kmaitadenstepa u ap.

CocraBieHue 1 aHaU3 KapuorpaMM HHIUBUAYYMOB C pa3IMYHBIMH XPOMOCOMHBIMH
0O0JIE3HSIMU: TPUCOMUU U MOHOCOMHH ITOJIOBBIX XPOMOCOM.

AHoManbHble ()EHOTUIBI U KIMHUYECKHUE MPOSBICHHUS XPOMOCOMHBIX 3a00J€BaHUI
1o ¢otorpadusiM OOJIbHBIX.

OK 05, OK 06, OK 07,
OK 09
IIK 2.1, IIK 4.1, TIK 4.4,
K 6.7




HaumenoBanue | Comep:kaHue y4yeOHOro marepuaja u (opMbl OpPraHM3aluu JeATeJbHOCTH | O0beM Koabl komnereHnuui,
pa3aeyioB U TeM | o0y4yarouuxcst B Yyacax ¢hopmupoBaHuio
KOTOPBIX CIOCOOCTBYET
3JIeMEHT MPOrpPaMMbl
Tema 3.2. Conep:kanue y4eOHOT0 MaTepuaJia 2
I'ennble 00J1€3HN 1. OmnpenencHue u KiaccuPUKANS TCHHBIX 0OJIE3HEH. OK 01, OK 02, OK 04,
MyJabTH- 2. IlpuurHBI MOHOTEHHBIX 3a00JieBaHMi. J[OMUHAHTHBIA M PEIECCUBHBIN XapaKTep OK 05, OK 06, OK 07,
(dhaxTopuanbHbIie Hace0BaHUsI. OK 09
0osiesHu. Menuko- | 3. MynbTH(aKkTOpUaIbHbIE OOTE3HU. [IK 2.1, 11K 4.1, I1K 4.4,
reHeTHYecKoe 4. Bunsl npodMIIaKTUKN HACIEICTBEHHBIX OOJIE3HEH. [IK 6.7
KOHCYJIbTHPOBaHM | 5. MeIuko-TeHeTH4eckoe KOHCYIbTUPOBAaHUE KaK MPOo(HIaKTHKa HACIEeICTBEHHBIX
e 3a00JICBaHUN.
6. IlepcnekTUBHOE U PETPOCIIEKTUBHOE KOHCYIbTUPOBAHUE.
7. TlokazaHusi K MEIUKO-T€HETUYECKOMY KOHCYJIbTHPOBAHUIO.
8. HeonaTaJbHBII CKPUHUHT HACTIEACTBEHHBIX OoJie3Hel oOMeHa.
IIpakTHyeckoe 3aHsITHE 8




HauMmenoBanue
pa3aesioB U TeM

Conep:kanue y4yeOHOro marepuaja m (OpMbl OPraHM3aANMU AeATEIbHOCTH
00y4arIuXCcs

O0BeM
B yacax

Koapl komMnereHumii,
(popmupoBanuio
KOTOPBIX CIOCOOCTBYET
3JIEMEHT NMPOTrPaMMBbI

IIpakTuyeckoe 3anaTue Nell. ['eansie 6osie3Hu. MynbTudakTOpranbHbIE O0JIE3HH.
Hapymenne oOMeHa aMUHOKHCTIOT: (PEHUIIKETOHYPHS, aTbOMHU3M, aTKaNTOHYPHUS
Hapymienne oOMeHa yrieBo10B: rajJakTo3eMusl, MyKOIOJIMCaXapUa03bl.

Hapymenne oOMeHa nUNuUIOB: CHUHTOIUMHUIO3BI U HapyIIEHUS OOMEHA JIMIHUIOB
J1a3Mbl KPOBH.

Hapymenue obMeHa cTepouoB: aJpeHOr€HUTAIbHbINA CHHIPOM.

AHoMalnbHble (PEHOTUNBI W KJIMHUYECKHUE MPOSBICHUS TE€HHBIX 3a00JeBaHUl 10
dororpadusM OOTHHBIX.

IIpakTuyeckoe 3ansitue Nel2. PenieHue NpakKTUKOOPUEHTUPOBAHHBIX 3ajad,
MOJICJIMPYIOIIMX  HacleOBaHWE TIeHHbIX Oosne3Heil. OnpeneneHue PpUCKOB
BO3HUKHOBEHHS MOHOT€HHBIX 3a005ieBaHul. MynbTH(paKTOpUaIbHbIE OOJIE3HU.
IIpakTuyeckoe 3ansaTue Nel3. Meauko-reHETHUECKOE KOHCYJIbTUPOBAHUE.
N3ydyeHne BompocoB ¢ Lenblo mposeaeHus Onpoca W ydera NALUEHTOB C
HACJEeACTBEHHOM marojoruen: Pemenuwe 3agaHuil, MOJEIUPYIOIIAX BOIPOCHI
MEAMKO-TEHETUUECKOTO  KOHCYNbTHpOBaHMs. [3yueHne BONpPOCOB 1O TeMe
«IIpaBoBBIE U ITHUECKHE BOMIPOCHI MEAUIIMHCKOM reHeTUKN». COCTaBIeHUE aHKETHI C
nenbto npoBeAcHus Omnpoca W BeAeHMS Y4€Ta IAlUEHTOB C HACIEICTBEHHOU
natonorueil. [IpoBenenue Oeceq MO MIAHUPOBAHUIO CEMBbU C YYETOM HMeEROLIEHCS
HaCJIEICTBEHHOW NAaTOJIOTHH.

IpakTuyeckoe 3anaTue Nel4. JludbdepenunpoBanHbii 3a4eT







4. YCJIOBUSA PEAJIN3ALIUU YYEBHOM JUCLUILIUHBI

4.1. Jlns peanmuzanuy TMPOTpaMMbl y4eOHOW MUCHIUIUIAHBI JOJDKHBI OBITH
MIPETYCMOTPEHBI CICYIONTNE CIIEIUaTbHBIC TIOMEIICHUS:

Kabuner «I'eHeTnka ¢ OCHOBaAaMHM MEIWUIIMHCKOM T'€HETHKH», OCHAIIICHHBIM
000py1I0BaHUEM:

PaGouee MecTo mpemogaBarters.

[Tocagounbie MecTa MO KOJIMYECTBY O0YHAIOITUXCS.

Jlocka KiaccHasl.

Crenn uHOpMAITMOHHBIH.

VYueOHO-HaTIIAHbIE TOCOOUS

Ha6op tabnuil mo reHeTrke (Mo TemMam)

Ha6op ¢oTo 60pHBIX ¢ HAC/IEICTBEHHBIMU 3a00JIEBAaHUSMH.

Habop cnaiiioB «XpOMOCOMHBIE CHHIAPOMBI

PomocioBHBIE CXEMBI,

TEXHUYECKUMHU CPEACTBAMU OOYICHUS:

KoMmproTepHasi TeXHUKA C JMIICH3UMOHHBIM IPOTPAMMHBIM O0OECIIeYeHUEeM H
BO3MOKHOCTBIO TOAKIIOUEHUS K WH(HOPMAIIMOHHO-TEICKOMMYHHKAIIMOHHON CETH
«HTepHeT”.

MynbTuMennifHasl YCTaHOBKA HITM HHOE 00OPYIOBaHKE Ay IHOBU3YATH3AIIAN

4.2. UudopmarmoHHoe obecrneueHne peaan3anuy IporpaMmbl

Jns  peanuzanuu  mporpamMmbl - OuOnuoTeuHbt  (poHJ  00pazoBaTenbHOMN
OpraHu3alliyi JIOJDKEH HWMETh IEeYaTHbIE W/WIM DJIEKTPOHHBIE 00pa3oBaTeIbHBIC U
uH(OPMAITMOHHBIE PECYPCHI JUISl UCIIOJIb30BaHUs B 00pa3oBaTenbHOM Mpoiiecce. [Ipu
dbopmupoBannn  OuOmmoreyHoro  ¢oHAa  OOpa3oBaTENbHONW  OpraHu3aluei
BBIOMPAETCS HE MEHEE OJTHOTO M3/IaHUs U3 TIEPEUNCICHHBIX HUKE TIEYaTHBIX U3JaHUMN
1 (MIM) DJIEKTPOHHBIX HM3JaHUN B KA4ECTBE OCHOBHOTO, MPH ATOM CITUCOK MOXKET
OBITH JOTIOJTHEH HOBBIMH U3IAHHUSIMHU.

4.2.1. OcHOBHBIE NTI€YaTHBIC U3AAHUS

1. bopucosa, T. H. I'eneTuka 4yenoBeka ¢ OCHOBaMHU MEAULIMHCKON T€HETHUKH :
yyebHoe mocobue st cpeaHero mnpodeccuoHanbHoro obpazoBanust / T. H.
bopucona, I'. 1. UyBakoB. — 2-¢ u3a., ucmnp. u gon. — Mocksa : M3narenscTBo
IOpaiit, 2020. — 159 ¢. — (Ilpodeccuonansaoe oopazoBanue). — ISBN 978-5-534-
08537-2.

2. boukoB, H. II. Meaumnuuckass reHeTuka : y4eO. JUIsl MEN. YYWIHIL U
komnemkeit /mox pen. H. I1. boukoBa — MockBa: 'DOTAP-Menma, 2021 — 224 c.
ISBN 978-5-9704-3652-3

3. BacunbeBa E. E. I'eHeTnka 4einoBeka ¢ OCHOBAaMHU MEIUIIMHCKON T'€HETHKH.
ITocobue no pemenuto 3aaad : yuebHoe nmocooue nis cro / E. E. BacunseBa. — 4-¢
u3., crep. — Cankr-IletepOypr : Jlanb, 2021. — 92 ¢. — ISBN 978-5-8114-7447-9.



4. T'enetuka yejgoBE€Ka C  OCHOBAaMU  MEAUIMHCKONW  TE€HETHUKU:
yueOnuk/E. K. Xannoruna, N. 1. Tepexona, C.C.)Kununa, M.E.Maiioposga,
B.B.Illaxtapun.- 3-e u3z., crep. -M.: ID0TAP-Meaua, 2019.- 192 c.: un. ISBN 978-
5-9704-5148-9.

5. T'eHeThka 4YenoOBeKa C OCHOBAMH MEAMIIMHCKON TE€HETUKH : Y4eOHUK/
O.b.I'uranu, B.IL.IunkoB, M.M.A3o0Ba .- UzparensctBo KnOPyc, 2021.-208 c.-
(Cpennee npodeccuonanbHoe odpazoanue) — ISBN 978-5-406-06111-4

6. Kypry3 P. B. I'eHeTuka yenoBeka ¢ OCHOBaMHU MEIUIIMHCKON T€HETUKH :
yaebHoe moco-0ue miusa cro / P. B. Kyprys, H. B. Kucenera. — 5-e¢ uzn., crep. —
Cankr-IletepOypr : JIanp, 2022. — 176 ¢. — ISBN 978-5-8114-9148-3

7. Pyban, O./]. 'eHeTnka uyenoBeKa C OCHOBAMH MEIUIMHCKON T€HETHKHU :
yuebnuk/ J.J1.Pyban — PocrtoB-na-llony, ®enmkc, 2021. — 319 c. — (Cpennee
MeuimHcKoe oopazoBanue) — ISBN 978-5-222-30680-2.

4.2.2. OCHOBHBIE JIEKTPOHHBIE U31AHUS

1. BacunseBa E. E. I'eHeTnKa 4emoBeka ¢ OCHOBAMHU MEIUIIMHCKOM T'€HETHKH.
ITocobue mo pemenuto 3amad : yaebHoe mocoowue mis cro / E. E. BacunseBa. — 4-¢
u3., crep. — Cankr-IlerepOypr : Jlanp, 2021. — 92 c. — ISBN 978-5-8114-7447-9.
— Texkcer : anexk-TpoHHsbIl // Jlanb : anekTpoHHO-OMONMMoTeyHas cuctema. — URL:
https://e.lanbook.com/book/160127  (mara oOpamenusi: 14.01.2022). — Pexum
JI0CTyIA: JUIsl aBTOPU3. MOJIH30BATECH.

2. Kypry3 P. B. I'eHeTuka 4yenoBeka ¢ OCHOBaAaMH MEIUIIMHCKOM T'€HETUKHU :
yuebHoe moco-6ue mis crio / P. B. Kyprys, H. B. KuceneBa. — 5-¢ uzn., crep. —
Cankr-IletepOypr : Jlawp, 2022. — 176 c. — ISBN 978-5-8114-9148-3. — Tekcr :
ANEKTpOHHBIN // JlaHb : SJIeKTpoHHO-OuMOnMoTeuHass cucrema. — URL:
https://e.lanbook.com/book/187684  (mata oOpamenus: 14.01.2022). — Pexum
JOCTyTA: JUTsl aBTOPH3. TTOJTH30BATEIICH.

3. MenuuuHckas reHetuka : yueOoHuk / non pea. H. Il. boukoBa. - Mocksa :
I'SOTAP-Menua, 2022. - 224 c. - ISBN 978-5-9704-6583-7. - TekcT : 27IeKTPOHHBIMI
// 9BC "KoHcynbTaHt ctynaenra" ; [caiiT]. - URL :
https://www.studentlibrary.ru/book/ISBN9785970465837.html

4. Ocunona, JI. A. I'enetuka B 2 4. Yacts 1 : yueOHoe mocodue st By30B / JI.
A. OcumnoBa. — 2-e u3f., ucnp. u gomn. — Mocksa : U3gatensctBo FOpaiit, 2022. —
243 ¢. — (Boicmiee o6OpazoBanme). — ISBN 978-5-534-07721-6. — Teker :
anekTpoHHb  //  OOpazoBarenpHass 1wiatopma HOpaiitr  [caiit]. — URL:
https://urait.ru/bcode/490838

5. Ocunosga, JI. A. T'eneruka. B 2 u. Yactsp 2 : yueOHOe nmocobdue 1isi By30B /
JI. A. OcunoBa. — 2-e u3f., uctp. u aon. — Mocksa : U3narensctBo FOpaiit, 2022.
— 251 c. — (Boicmee obpazoBanue). — ISBN 978-5-534-07722-3. — Tekcr :
anekTpoHHbIt //  OOpazoBarenbHas 1atdgopma IOpaiit [caiit]. — URL:
https://urait.ru/bcode/491746

6. Xaggornna, E. K. I'eHeTnka 4ejoBeka ¢ OCHOBAMH MEIHUIIMHCKON I'€HETHKH
: yuebnuk / E. K. Xangoruna, U. JI. Tepexona, C. C. Xununa, M. E. Maiiopona, B.
B. IllaxTapun, A. B. Xangoruna. - 3-e u3a. , crep. - MockBa : I 90TAP-Menaua,



2021. - 192 c. - ISBN 97859704-6181-5 - Texkcr : snextponsbii // DbC
"KoHcynbTaHT cTyaeHTa" : [caliT]. - URL
https://www.studentlibrary.ru/book/ ISBN9785970461815 html



5. KOHTPOJIb 1 OEHKA PE3YJIbTATOB OCBOEHUA
YYEBHOU JUCIHIUIIJIMHbI

Pe3ybTaThl 00y4YeHus *

Kpurepum ouenkn

MeTtoabl OLIEHKH

3HaHHUA:

- OHMOXUMHYECKHE u
LIUTOJIOTUYECKUE OCHOBBI
HACJIEICTBEHHOCTH;

- 3aKOHOMEPHOCTH HAaCIeJOBaHUs
MPU3HAKOB, BHJIBl B3aUMOJICHCTBUS
I'CHOB;

- METO/IbI H3y4YEeHUS
HACJICACTBEHHOCTH U U3MECHUYHUBOCTHU
YeJIOBEKa B HOPME U ITaTOJIOTHH;

- OCHOBHBIC BHUJEI H3MCHUYHMBOCTH,

- TIOJIHO€ PACKPBITHE
MOHSTUHA U TOYHOCTh
yIOTpeOICHHS HayYHBIX
TEPMHUHOB, IPUMEHSIEMBIX B
IreHETHKE;

- IEMOHCTpaUs 3HAHUI
OCHOBHBLIX ITOHSTHI I'¢HETHKH
YeJIOBEKAa: HACICICTBEHHOCTh
H U3MEHYHBOCTE, METOJIBI
W3YyYEHUS HACIIEICTBEHHOCTH,

TectupoBanue,
VHAMBUIYAJIbHBIN U
IPYIIIOBOH OIIPOC, pelIeHue
CUTYallMOHHBIX 3a/1a4

Qg QepeHIIMPOBAHHBIN
3a4er

BUABl MyTallMd Yy  4YeJOBEKa, | OCHOBHBIC IPYIIIbI

(hakToOphl MyTareHesa, HACJICACTBCHHBIX

- OCHOBHEIE rpynmnsl | 3a0oneBaHmi

HACJICACTBCHHBIX 3a00JICBaHU,

MPUYHHBI n MEXaHH3MBI

BO3HHUKHOBCHUS;

- Henad, 3agadyd, METOAbl W

IOKAa3aHMs K MEIUKO -

T€HETUYECKOMY KOHCYJIbTUPOBAHUIO

yMEHUS - IEMOHCTpaIus DKCriepTHas OlICHKa
- TPOBOJUTH OMPOC U BECTH YYET | CIOCOOHOCTHU BBITTOJTHEHUS TPAKTUYECKHUX
MMAlUEHTOB €  HACJEACTBEHHOW | IPOTHO3UPOBATh PUCK 3a1aHUI
M1aTOJIOTHEN; MpOSIBJICHUS MPU3HAKa B

- MIPOBOJIUTH Oecepl 10 | MOTOMCTBE MyTE€M aHaJIn3a

[JJAHUPOBAHUIO CEMBU C YYETOM | POJOCIOBHBIX, COCTABJIEHHBIX

HMEIOIICHCS HACJICACTBEHHOM | C MCIOIb30BaHUEM

IMaTOJIOTHH; CTaHJApTHBIX CUMBOJIOB;

- TPOBOAUTH TPEABAPUTEIBHYIO | - MPOBEJACHUE OMpPOca 1

JUArHOCTUKY HACJIEJCTBEHHBIX | KOHCYJIbTUPOBAHUSA

0oJIC3HEH. MAIe€HTOB B COOTBETCTBHUU C

NPUHATBIMU ITPpaBUJIAMU

g Xo4e oueHunBaHnA MoryT 6bITb Y4YTeHblI TMYHOCTHbIE PEe3ynbTaTbl




JUCT UBMEHEHUMU U JONNOJIHEHNN,
BHECEHHBIX B PABOYYIO [IPOIPAMMY *

Ne N3MCHCHHA, JaTa BHCCCHUSA N3MCHCHMUS, Ne CTpaHUulbl C ©SMCHCHUCM

BbLIIO CTAJIO

OcHoBaHue:

HOI[HI/ICB JIMIIa BHECIICIO U3MCHCHUA




