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B3aumMocBSA3b 1 MPeeMCTBEHHOCTh PA3HBIX Y4eOHBIX THCHHUILIMH B PAMKaxX 00y4eHHUS CTYAeHTOB MeIUIMHCKUX
BY30B HMeeT 00/iblIOe 3HAYeHHE B ONTHMU3ANMH COJAEP:KAHUSI BBICHIET0 MeTUIMHCKOIO 00pa3oBaHUS.
Teoperuueckue 3HAHUS, MOJYYeHHbIE YYAUIUMUCH HA MJAJIINX KYPCaX, CTAHOBATCH BOCTPEOOBAHHBIMH NMPH
H3YYeHHH KIMHHUYECKUX THCHMILINH. AKTYaJTbHOI ABIsETCS HHTErpalus TeopeTHYecKUX 3HAHUH, MOTy4eHHBIX
CTyJ€eHTAMHM NPH M3YYeHHUH OCHOB IreHeTHKH Ha 1-M Kypce, H MPAaKTHYECKHX HABBIKOB, 3aKpelNJIeHHBIX Ha 4-5-X
KYpcax KJIMHUYECKOH M MeIMUMHCKON reHeTuku. B crarbe packpbiBaercsi HHTErpanus 3HAHUH JUCHUIINHBI
«buoJorus» B GOpMUPOBAHME AHAJIUTHYECKOT0, MeIUIIUHCKOI0 MbIIIJIEHUS CTYJAeHTA-MeIUKA NPH U3yYeHUH
MeIUIUHCKON M KJIMHU4YecKoil reHertuku. Ilokazanbl Hambojee 3HAYMMBbIE BONPOCHI, KOTOPbIM Y/eJsieTcs
BHMMAaHHME HA NMPAKTHYECKUX 3AHATHSX MO OHOJIOTMM B MEIMIMHCKOM BYy3e. AKTYaJbHOCTb MHOTMX M3 HHX
00yc/I0BJIeHA MPOJOJIKEHHEM H3YYeHHsl HA CTApIIMX Kypcax B paMKaX OCHOB MeIUIIMHCKON U KJIMHHYeCKOM
reHeTuku. CTyaeHTbl 1-r0 Kypca 3HAKOMSTCS ¢ OCHOBHBIMHM THUIIAMHU HACJeJOBAHHMS NPU3HAKOB 4YeJOBeKa,
MEH/IeJINPYIOIUMH MOHOT€HHbIMM W NOJUIeHHBIMHM HO30JI0THYecKUMHU ¢opmamMu. Y HuUX (opmupyercs
NMpeACTaABJICHHE O PAa3HBIX THNAX B3aMMOJAEHCTBHA A/UIEJIBHBIX U HealJeJbHbIX TeHOB W HX POJIH B
¢opMupoBaHNH 1EJOCTHOH TIeHETHYECKOl CTPYKTYpbl OpraHusMa 4ejioBeka. B mpoumecce wu3ydeHus
aucoumIuHsl - «Bbuosiorus»  3aKJIAABIBAIOTCH  MOJIEKYJISIPHbIE OCHOBBI  HACJAEICTBEHHOCTH, a TaKiKe
pPaccMaTPUBAKOTCH MeXaHN3MBbI BOSHHUKHOBEHHUS 1 PAa3BUTHS HACJIEACTBEHHBIX MPU3HAKOB YeJI0BeKAa.
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TCHCTUKA, CTYACHT-MCIUK.
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The relationship and continuity of different academic disciplines in teaching of students of medical universities is
of great importance in optimizing the content of higher medical education. Theoretical knowledge received by
students in 1%t year study becomes in demand in the study of clinical disciplines. The relevant is the combination
of theoretical knowledge received be the students in the study of genetics on the first year study, and practical
skills enshrined on 4-5 courses of clinical and medical genetics. The article reveals the integration of knowledge
of the discipline of biology in the formation of analytical, medical thinking of a medical student in the study of
medical and clinical genetics. The most significant issues that are given attention in practical classes in biology at
a medical university are shown. The relevance of many of them is due to the continuation of studies in 3-4th
years study within the framework of the basics of medical and clinical genetics. The 1st year students get
acquainted with the main types of inheritance of human traits, Mendelian monogenic and polygenic diseases.
They form an idea about the different types of interaction between allelic and non-allelic genes and their role in
the formation of the integral genetic system of a human. The molecular foundations of heredity are laid, and the
mechanisms of the emergence and development of human hereditary traits are considered.
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B noxymente «Crtpaterus pa3BUTHA MEIULUMHCKOM Hayku B Poccuiickoii ®enepanuu Ha

nepuona Ao 2025 roaa» roBOpuTCA, 4TO OTIMYUTCIIbBHBIMU YCpPTaAMU COBpCMGHHOfI MEIUITUHCKOM



HayKH SBISIIOTCS €€ «OHMOJOorM3alusy», LIMPOKOE MPUMEHEHHE IOAXOJ0B, Oa3upyrolmxcs Ha
METOAaX MOJICKYJIAPHON U KJIETOYHOI Omomnoruu [1].

CoBpeMeHHass OMOJIOTHS XapaKTepu3yeTcs OBICTPHIM POCTOM (PYHAAMEHTAIbHBIX 3HAHUH,
KOTOpBIE IIJIAHOMEPHO BIUIETAIOTCA B DPa3sHbIC Pa3zeibl MEAMIMHBIL. be3 3HaHUSA MOJEKYJISIpHOU
IPUPOJBI YellOBeKa HE MOXKET OBbITh MOHAT mNaToreHes 3abosieBaHuil. COBpEMEHHBIH BBICOKUMN
YPOBEHb MEIHUIIMHBI BO MHOTOM 00s3aH OTKPBITHSM B 00jacTu Ouosiorndeckoil Hayku. Hanmpuwmep,
MOJICKYJISIPHO-TeHETUUECKHUE MCCIIEJOBAHUS MOCIEIHUX JIET MO3BOJIMIN MPOBOAUTH MPO(UITAKTUKY
HaCJIe/ICTBEHHBIX 3a00JI€BaHUI YeJIOBEKA; BBIABIATH BPOXKJIECHHBbIE OOJE3HM U MOPOKHM HAa PaHHUX
CTaJUsX; YCIIELIHO JIEYUTh P FeHETUYECKUX 3a001eBaHnil. MOXKHO ¢ yBEpEHHOCTBIO CKa3aTh, YTO
HaJeXJa Ha JNaJbHEWINUN NPOrpecc MEIMUIMHBI BO MHOI'OM CBS3aHA MMEHHO C I€HETUYECKHUMH
HCCIIEA0BAHUSIMU.

B moaroroBke Bpaueil BaKHOE MECTO 3aHMMAET M3ydeHHUE 0JI0Ka MEJUKO-OMOIOTHYECKUX
JUCLUIUIMH, KOTOpble (POPMUPYIOT 0a30Bble 3HAHUS CTYIEHTOB AJIS JalibHEHIero o0yuyeHus ux Ha
KInHu4eckux kageapax. IloaToMy uHTErpauus 3TUX Yy4eOHBIX AMCLUUIUIMH HMEET OrPOMHOE
3HAUEHHUE INPU ONTHUMHU3ALUU COAEpMAHMs BBICIIEr0 MEAMIMHCKOro oOpasoBaHus. [locturaercs
TaKas. MHTETpalys ¢ MCIOJIb30BAHUEM METOJUYECKHMX M METOJOJIOTMUECKUX MPUEMOB, TAKUX KaK
IIPOEKTHO-OPHUEHTUPOBAHHOE, KOMaHIHOE O0yUYEHHE.

Ilenn wuccienoBaHus — aHAIM3 HWHTEIPALMKA IIPENOJABAHUS TE€HETHKH, MOJEKYJSIPHOU
TeHETHKH Ha 1-M Kypce kadeapbl OMOIOriy, MEAUIMHCKON reHeTuky u dkoiorun KI'MY u onenka
ee 3((HEeKTUBHOCTH JUIsl CTYJJCHTOB CTAPIIUX KypCOB.

Marepuan m MeToabl HcciaeloBaHMsA. bbul mpoBeneH 0030p yueOHO-METOAUYECKOTIO
KOMIUIeKca Kadeapbl OMOJIOTHH, MEAUIIMHCKON TeHeTHkH M skojoruu KI'MY mo aucrurminHam
«buoiiorus, oCHOBa 3K0JIOTMN», «MequUMHCKas TeHETUKa», «[ eHeTnKa, MEAUIIMHCKAsT YKOJIOT U
s 1-ro u 5-ro KypcoB 1o crnenuanbHocTu «JleyeOHoe aeno». MeToabl uccieoBaHus BKIIOYaIN
aHaIM3 W OLICHKY YPOBHS WHTEIPAllMM PA3JIUYHBIX TEM JUCLUIIINHBL «bHOJIOTHs, OCHOBBI
9KOJIOTMM», TJIyOMHBI KX HMHQPOPMATUBHOCTU NPHU TMOJYYEHUHU 3HAHUH 1O JAUCLUHUILIMHE
«MenuuMHCKass M KIMHAYECKAas T€HETHKa» W JaJbHEWIIEM HCIIOJIb30BAHUM B IIOBCEIHEBHOU
BpaueOHOI MMpaKTHKe.

Pe3yabTaThl uccienoBaHust M X o0cy:xkaeHue. Kaxnas yuyeOHas NUCLMIUIMHA, KOTOpas
npenomaercs B KI'MY, mMeer cBoe TeopeTmyeckoe M NpakTH4eckoe 3HadeHue. CrpemieHue
ONTHMU3UPOBATh BBHICIIEE MEIUIIMHCKOE OOpa3oBaHHE 3acTaBisieT HE TOJBKO HCKaThb MYyTH
YCUJICHUS] MHTETPAlK NPEenoJaBaHus Pa3IMUHbIX JTUCIMIUIMH, HO U pa3pabaThiBaTh OObEKTUBHBIC
METObI aHaJIM3a U OLIEHKY UX 3(ppeKTuBHOCTH.

Cpeau Takux JUCHMILIMH, KoTopble cTyAeHThl KI'MYVY ycBauBaioT Ha 1-M Kypce, MOXKHO

BeIZIENTh «bronorutoy. buonorust siisieTcss 6a30Boi HaydyHOU AUCHUIUIMHON. CTYIEHTBI-MEIUKHU



HAYMHAIOT OCBOEHHUE 3TOTO MpeAMeTa Ha Kadenpe OMOIOruy, MEIUIIUHCKON TeHETUKU U SKOJIOTHU
KI'MY. Muciunnune «buonorus» B CUCTEME OATOTOBKM Bpadya OTBOAMUTCS 3HAYUTENbHASI POJb B
(dhopMUpOBaHUH OOIIEKYIBTYPHBIX, O0MIETTPOPECCHOHATBHBIX U TPO(HECCUOHATLHBIX KOMIIETCHITHIA,
CUCTeMAaTH3allul TEOPETHYECKHX M MPAKTUYECKUX 3HAHHWM, yMEHHH U HaBBIKOB IO OOIIUM
OMOJIOTrMYECKUM 3aKOHOMEPHOCTSIM. Bee nmoapasnensl Aucuumianibl «bHoaorus, 0CHOBBI SKOJIOT UM
HampaBlIeHbI Ha (OopMHpOBaHHE y CTYJACHTOB JIOTHYECKOTO OHOJIOTUYECKOTO  MBIIUICHUS U
SIBIISIFOTCS. (DYHIaMEHTOM ISl OCBOCHUS KIIMHUYECKUX TUCIUTUIHAH [2].

OmuauM U3 MOyJiel B M3yYEHUH IUKJIa Onooruu cryaeHntamu 1-ro kypca KI'MY sBnsercs
OCBOEHME MNojapaszaena «buonaorus KiIeTkn», 1 HAYMHAETCA OH C M3YyYEHHsS OCHOB MOJIEKYJISIPHOU
TCHETHUKH, C TIONyYSHUS 3HAHUI O HACIEJACTBEHHOM MaTepHualie: CTPOSHUH, CBOMUCTBAaX, (YHKITUSX.
DTO BaXKHBIN MOApA3/esl U JTOBOJBHO TPYIHBIA B OCBOCHUU. 32 KOPOTKUN MEPUOJ CTYACHTHI 1-T0
Kypca JOJDKHBI OCBOMTH OTPOMHBIM MaTepuasl Mo MOJIEKYJIspHOM reHetuke. Ha mpakTuyeckux
3aHATHUSIX MO0 OMOJIOTMM OHM MOBTOPSIOT M U3YYarOT HOBBIM MaTepHal Mo XMMUYECKOMY COCTaBy U
CTPOEHHMIO si/pa, NoApoOHO u3yyaroT HykinenHoBble kucioTsl (JJHK u PHK), crpoenue nykieortuna,
Bunbl PHK u ux ¢ynkunum B kietke. CTyAeHTBHI JODKHBI MOHMMATh OPraHU3alldi0 TMOTOKa
uHpopMalUd B KIETKE, CTPOCHHE OMNEepOHa M  TPAHCKPUIITOHA, MEXAHH3M TPAHCKPUIIUU H
TPAHCISLUU; 3HaTh, YTO TAKOE CIEHCEPHBIC YUYACTKHU, CAHIEHCEPhl U YHXAHCEPHI, KaK MPOUCXOIUT
¢donauHT OETKOB, KAKOBHI TVIABHBIE KOMIIOHCHTHI OCIIOKCUHTE3UPYIOMICH CUCTEMBbI KIIeTKHA. MM
MPEACTOUT Pa300paTbcsi € OCOOCHHOCTSIMHU pEeryisiiud  (DYHKIIMOHMPOBAHUSA TPAHCKPHUIITOHA,
peryisiiuy TPAHCKPUIILIMKU CTPYKTYPHBIX F€HOB MPOKAPUOTUYECKOW KJIETKU IO TUIY UHIAYKLUUU U
penpeccum.

CTyneHThl 3HAKOMSITCSI C YPOBHSIMHM OpTaHU3AIMK HACJIEACTBEHHOTO Marepuasa dyKapHoT,
cBoiictBamu TeHa. CTyIEHTBI-MEANKU JOJKHBI TAKXKE€ U3YYUTh TOHKYIO CTPYKTYpY T€Ha — Kak
MPOKApUOT, Tak U dykapuoT. CrymeHTam l-ro Kypca MpEACTOMT YrIIyOWTh CBOM TO3HAHHS B
YCTPOMCTBE F€HOMA YEJIOBEKA, U3yYMB OCHOBHBIE KJIACChl HYKJICOTHAHBIX MOCIIEI0BATEIBHOCTEN B
JIHK xneTox yenoBeka M uX OMONOTHYECKYIO poJib. OOywaromuecs ydarcs HACHTHPUIIUPOBATH
pacroyioKeHue TEeHOB B XpomMocoMax. B TedeHue cemecTtpa UM MPEICTOUT OCBOUTH CTPYKTYPY
CATEJUTUTHBIX M TEJIOMEPHBIX YY4AaCTKOB XPOMOCOM, BBISICHUTh OHOJIOTMYECKOE 3HAYCHHE TeTepo- U
9YXPOMATHHOBBIX  y4acTKOB XpoMocoM. CTYAEHTHl AOJKHBI OBIAAETh 3HAHUSAMH OO0 YpPOBHSIX
YIaKOBKH HACJIEJACTBEHHOTO MaTepHaa, TAKMX Kak HykJieoMepHas GuOpuiLia, COJIEHOM I, TTETIEBhIE
JIOMEHBI XpOMAaTHHA.

Od4eHb Ba)KHO, YTOOBI CTYACHTHI MOHUMANIH OMojorudeckoe 3Hadenue peruukanuu JIHK,
BUJIENHM Pa3fauyuusg B (YHKIMOHAIBHON aKTUBHOCTH MHTEP(a3HBIX H MUTOTHYECKUX XpoMocoM. B

X04€ HU3Yy4YCHHUA JUCHUINNIMHBI WM IPEACTOUT IO3HAKOMHUTBCA C LOHUTOJOTMYCCKUMHU U



TeHETUYECKUMU aclleKTaMHU MHUTO3a U Mel03a, ¢ UX OMOJOTHYEeCKUM 3HaYeHHEM, YTO OYEHb Ba)XKHO
JUTsl TOHUMAaHUsI BOIIPOCa O MPABHILHOM JIEJICHUU KIIETKHU.

Ha 1-m kypce cTyAeHTBl 3HAKOMSTCS C TOHSATUEM «KAPUOTHUII YEJIOBEKa», C
Mopdostorueit MeradaszHoit xpomocombl, ¢ JleHBepckoil kiaccudukanuen, e€¢ OCHOBHBIMH
MIPUHLUIIAMH, a TAK)KE C XAPAKTEPUCTUKON M 3BOIIOLKEN F€HOMa YEI0BEKA.

Ha ocBoenne oOy4aromuMucs JaHHBIX TeM y4deOHOM mporpamMmoil orBoautcs 39
aKaJeMHYecKnX 4acoB. [Ipm 3TOM HCHONB3YIOTCS pa3ndHble 00pa30BATEIBbHBIE TEXHOJIOTHH,
CrocoObl U MeTOoAbl OOyueHUs, TaKhe Kak JeKIUS-BU3yalln3alus, MPaKTUYECKUE 3aHATUS C
UCIIOJIb30BAaHUEM HHTEPAKTUBHBIX 3JeMEHTOB. O0s3aTeNbHO pPELICHUE CUTYAIlMOHHBIX 3a1ad H,
KOHEYHO, CaMOCTOSITEJIbHOE U3YYCHHE TeM, OTPaKEHHBIX B MpoOrpaMMe. 3aKkperieHue OCBOCHHOTO
MaTepuasa MPOBOJIUTCS B BUJE TECTUPOBAHMS, KOHTPOJIS pabOThI ¢ OMOIOTUYECKUM MATEPUATIOM,
OLICHKH T10 pe3yibTaTaM cobeceoBaHus (YCTHBIM OMPOC), OIIEHKU MPAKTHYECKUX HABBIKOB.

B nanbHeiinieM mnojydeHHble Ha 1-M Kypce 3HaHMS MO3BOJIAT CTyJIEHTaM-MeIUKaM
pa3dupaTbcs B MOJICKYJISIPHBIX MEXaHH3MaX BO3HHKHOBEHHS HACIICIICTBEHHBIX 3a00JICBaHU, Tak
KaK OCHOBHBIC MPHYMHBI MHOTHX TCHETHYECKHX OOJIE3HEH JIeKAT B M3MEHCHUHM CTPOCHUS /WM
¢byakiuu TeHoB. CTyIEHTHl MOJDKHBI HAYYUTbCS TOHUMATh M HHTEPIPETUPOBATH aHAIH3BI,
MOJIyYEHHbIE METOJAaMHU MOJEKYJISIPHOW JIMarHOCTHKH, KOTOPbIE UIIMPOKO BHEIAPSIOTCA B
COBPEMEHHYIO TPAKTHKY 3JPaBOOXPAHCHHUS, UTO, B CBOIO OUYEPEIlb, CBA3AHO C OYpHBIM pPa3BUTHEM
MOJICKYJISIpHO# Ouosioruu reHa [3, 4].

Kpome MonekynasipHON TeHETUKH, CTyIOeHThl 1-ro Kypca Takke Oomnee yriayOaeHHO
MOBTOPSIIOT 3aKOHBI KJIACCUYECKOW MEHJIEJIEBCKOM TE€HETUKH, 3aKpeIUlsisi HX NPAKTUYECKUM
pelieHrueM 3ajad, YCBauBalOT YCJIOBHUS MEHJCTUPOBAHUS MPU3HAKOB, Y3HAIOT O MEHEIUPYIOIINX
MpHU3HAKaXx dYeJIoBeKa, O MOHOreHHOM HacienaoBanuu [5]. Ha stoTr Moayne otBogutcs 34
aKaJeMHYeCKHX Yaca, B HEro BXOJIAT JIEKIMH, NMPAKTUYECKHE 3aHATHS M BHeayJuTOpHas pabora
CTYJIEHTOB.

Ha mnpaktuueckux 3aHsATHSAX MO ONOKY «['e€HeTHKay CTYAEHTHI-MEIUKH 3HAKOMATCS HE
TOJBKO C 3aKOHOMEPHOCTSIMHM HAacJeAOBaHHUS MO 3akoHaMm [. MeHpaens, HO U C APYTUMH TUIIAMH
HacnenoBaHus mpu3HakoB. [loapoOHO paccMaTpUBarOTCS B3aUMOJCHCTBUS  aJUIETBHBIX U
HEaJUIeJIbHBIX TEHOB: HEIMOJHOE€ JOMUHUPOBAHUE, KOJOMHUHHUPOBAHUE, CBEPXJIOMUHUPOBAHUE,
TEOpHsT MHOXXECTBEHHBIX ajuleNiel, SBIEHUS KOMIUIEMEHTAPHOCTH, OIHCTa3a, TOJUMEPHH,
JIETAJIbHBIE T'€HBI, IJIEUOTPONHOE JecTBUE reHa. [loHnMaHne B3auMOJIECTBUS IT'€HOB B T€HOTHUIIE
JAeT CTYACHTY 3HAaHME O BO3HMKHOBEHHWU TE€X WJIM HHBIX MPU3HAKOB y IMOTOMCTBA B HOpPME,
OOBSICHSIET BOMPOC MYyIbTU(hAKTOpUATHLHOTO MpuHIMNA (GopMupoBanus GpeHotuna. OnpeneneHue
TIOHSATUN «TIEHETPAHTHOCTH» U «IKCIPECCUBHOCTH)» TEHOB, «IOMUHHUPOBAHHE C IMOJTHOW M HETIOTHOM

NMEHECTPAHTHOCTBIO), «HeyCToﬁanas{ JOMHUHAHTHOCTb», «PECUECCCUBHOCTL» IMMOMOract CTyJdCHTaM-



MeIMKaM MOHATH B JAIBHEHIIEM Pa3HYI0 KapTHHY POTEKaHUS OJHOTO U TOTO YK€ HACIEACTBEHHOIO
3aboneBanus [3, 5]. OOyuaromuecs 3HAKOMSTCS C OCHOBHBIMH ITOJIOKEHHSIMH XPOMOCOMHOMU
TEOpUHU, C TEHETUYECKUMU U LUTOJOTMYECKUMHU KapTaMH XpOMOCOM, C TaKUMU Ba)KHBIMU
MOHATHUAMM, KaK HaclI€ZJ0OBAHNE IPU3HAKOB, CLICIIJICHHBIX C ITOJIOM.

Hapsiny ¢ DOBTOpeHMEM NIOHATHH KJIACCHYECKOM T'E€HETHMKU CTYAEHTBl 1-ro Kypca
3HAKOMSATCA C BOIPOCAMH MEIMULIMHCKONM TI'€HETUKH, ydarcs IIOHUMaTb, YTO TaKOe€ HOpMa M
[IaTOJIOTUSl HAa TIEHETUYECKOM YpoBHE. Ha 3aHATHAX CTYOEHTbl 3HAKOMATCA C IOHATHEM
U3MEHYMBOCTH — (PEHOTUIIMYECKON M reHoTunuyeckoil. Emie oaMH BaKHBIH BOIPOC MPEACTOUT
OCBOMTH CTyIEHTaM 1-ro Kypca — 3TO H3y4eHHE MOIU(PHUKAIMOHHON H3MEHUYHMBOCTU U €€
ajanTuBHOro xapakrepa. OHM JIOJDKHBI HAy4YUTbCS [PUBOAMTH IPUMEPHl TIE€HETHUYECKU
JETEPMUHUPOBAHHBIX IIPU3HAKOB C IIMPOKOM M Yy3KOM HOpMOM peakuuu. Ha 3aHaATHAX CO
CTY/IEHTaMM pa30MparoTCs MOHATHS T€HOKOMMHU, (PeHOKONHMH, Tpelyroluecs OyIyluM BpayaMm JJis
MOHUMaHMsI (POPMUPOBAHMS IIOPOKOB PA3BUTHUS Yy UYeJIOBEKa. 3HAHUE MEXAHW3MOB KOMOMHATHUBHON
M3MEHYMBOCTH, CHCTEMBI OpPaKOB B MOIMYJISIUAX YEJIOBEKAa OOBACHSIET TEeHETHYECKOE pa3HOOOpas3ue
JIOJEN.

Ha npakTtuyeckux 3aHATHSAX pa3OUpaloTCs Takue BOMNPOCHI, Kak BHIbl U (DaKTOpHI
MyTareHesa, HX XxapakTepuctuka. IlogpoOHo pa3buparoTcst (QyHKIMOHAIBHO-TEHETHYECKas
KJIacCU(UKALMS T€HHBIX, XPOMOCOMHBIX, TEHOMHBIX MyTalluii, OMOJIOrHYecKas poJib FeHEpaTUBHBIX
U COMATUYECKUX MYTAlUi, UX BIUSHUE HA TeHOPOH] nomynsauuid. CTyAaeHTbI-MeIuKu 1-To Kypca
Ha 3aHATUSAX M3Y4alOT OCHOBBI T'€HHBIX, XPOMOCOMHBIX M MYJIbTU(AKTOpUANbHBIX OoJe3HEeH
YeJI0OBEKa, IPUYMHBI M OCHOBHBIE MEXaHM3Mbl HX INIPOSBICHUS M HAclIEIOBAHUSA, JaroT
XapaKTePUCTUKY OCOOEHHOCTSIM (DEHOTHUIMUECKOTO MPOSIBICHUS, OCBAUBAIOT METO/IbI AMATHOCTUKH
HACJIEJACTBEHHOM MAaTOJOTUU: TEHEAIOTHYECKUH, MOMYISIIMOHHO-CTaTUCTUYECKHM, OIM3HEIOBHIH,
LUTOrC€HETHUECKUH, JepMaTorau(uueckuii, MoJekyispHo-reHeTuueckuil. Ha mpakTuueckom
3aHATUM MEPBOKYPCHUKM BBIMOJHSIOT 33JaHUSI B TECTOBOM (opMe C MCIONIb30BaHHEM LH(POBBIX
TEXHOJIOTUH, pacKJIaJAbIBAlOT XpPOMOCOMBI 110 JleHBepCKOil KiIacCuPUKaUu, ONPEIEISIIOT KapHOTHII,
MpOBOAAT AepMaTornuuueckuilt aHamu3. CTyIeHTbl OCBaMBAIOT MPUHLHUIBI HOCTPOEHHUS
POIIOCIIOBHBIX, HCHOJB3Ysl CHENUAIBHYI0 CHMBOJMKY. BraneHne IaHHBIM METOJOM HMMEET
OTPOMHOE 3HAu€HHUE JMJIs OINpeNeeHUsl THUMa HacleJOBaHUs 3a00JeBaHMS U, CIIEJOBATENBHO,
OIpeIesIsIeT TAKTUKY BeleHHst 60bHOTO [6].

Bce momydyeHHele Ha 1-M Kypce 3HaHUSA IO TEHETHMKE HCIOJIB3YKOTCS CTYJIEHTaMH B
JAJIBHENIIEM MpPU W3YYEHUU KIMHUYECKUX IUCLMIUIMH, B YaCTHOCTH TaKOM IMCLUIUIMHBI, Kak
«['eneruka, MeguuMHCKas 3Kojorus». OCHOBHOM METOAOJOTHMEN Kypca SIBISETCS IOCTETIEHHBIN
Mepexo/i OT OOIMUX TeHETUYECKHX 3aKOHOMEPHOCTEH K OCHOBAM MEIUIIMHCKOW M KIIMHUYECKOU

reHeTuku. JlaHHas AUCHMITIMHA OCBaMBaeTCsl CTyJEHTaMM Ha 5-M Kypce Ha kKadeape Ouosioruu,



MEIULUHCKOM TE€HETUKM W 3Kosoruu. Ha m3ydeHme CTyaeHTaMH-CTapIIEKypCHHUKaMU JaHHOTO
uukina orBegeHo 108 akageMuyecKUX 4acoB (JIEKIMHU, MPAKTUYECKHE 3aHSTHS, BHEAyIUTOpHAas
paborta). B ocBoeHHMHM TpeIMeTa HCIHOJB3YIOTCS pa3IndHble 00pa3oBaTeIbHBIC TEXHOJIOTHUH,
crocoObl ¥ MeTolibl 00yueHus. Hapsiny ¢ TpaaulIMOHHBIMU MeTOAaMH OOy4eHHS B BHJIE JICKIHH U
MPAKTUYECKUX 3aHATUA NPUMEHSIOTCS U UHTEPAKTUBHBIE B BUJE aHAIM3a KIMHUYECKHX CIIy4aes,
MOATOTOBKH WCTOPUU OO0JIe3HH, JOKIAIO0B (Mpe3eHTanuii) mo Hanboyiee WHTEPECHBIM, HOBEHIIUM
OTKPBITHSM B 00JIACTU MEIUIIMHCKON M KIIMHUYECKOW TeHETHKH.

Kaxk roBopuiocs Bbllll€, COBPEMEHHBIM YPOBEHb MEAUIIMHCKON HAYKU HA CErOJHAIIHUN JE€Hb
OTIPEICIISIOT YCIIEXH U OTKPBITUS B Ononoruu. U 31ech He mocieqHssi pojib OTBOAUTCS T€HETHUKE B
CBSI3H C TEM, YTO OOJIBIIIOE KOJIMUYECTBO 3a00JIEBaHUI YEIIOBEKAa UMEET T€HETUIECKYIO IPUPOAY. MBI
MOXEM CKa3aTh, YTO JOCTH)KCHHUS COBPEMEHHOM MEIMIIMHCKONW T€HETUKH H3MEHWIN IMOIXOIbl K
paHHEel AMAarHOCTHUKE, JIEYEHHI0 U TNPOPUIAKTHKE HACIEACTBEHHBIX Oo0JIe3HEe denoBeka.
BpoxneHHble MOPOKHM pa3BUTHA, T'C€HHbIE, XPOMOCOMHbBIE OOJE3HH OTJIMYAIOTCS XPOHHYECKUM
TEUEHUEM, BKIIOUEHHUEM B MATOJIOTHYECKUN MPOIECC MHOTUX OPraHOB, CUCTEM, T€HOTHIA B IIEJIOM,
YTO, B CBOKO OY€PE/ib, IPUBOIUT K MHBAIHUIHOCTH, a B PsJIe CIIydaeB — K paHHEH JeTaabHOCTH [7].

B mHacrosmee BpeMs B pamMKax TI'€HETMKM 4YEJIOBEKa BBIJACISIOT KIMHUYECKYIO U
MEIULHHCKYI0 TeHEeTHKY. OCHOBHBIMHU 3aJa4aMU M3Y4YE€HHUS JaHHBIX JUCUUIUIMH SIBIISIOTCS
JTUArHOCTHKA, JICUCHUE W TPOPUIAKTHKA HACICICTBEHHBIX 3aboneBanmii denmoBeka. C ITHMH
npeameramu B KI'MY cTyA€HThI-MEIUKN 3HAKOMSATCA Ha 5-M Kypce, IPU 3TOM HCHOJIb3YIOTCS T€
3HAHUA U YMEHUS, KOTOPBIE CTYICHTHI MOUYEPIHYIHN Ha Kadeape OUoNIoruu, MEAUIIMHCKON TeHETUKH
U JKonoruu Ha 1-m Kkypce. B 1menom, OynymeMy Bpady MHpeICTOMT HAy4YMTbCS pa3OHpaThCs B
MOTOKE COBPEMEHHOW WHGOPMAIMK TO0 MEIUIMHCKON TEeHETHKEe, MOJIEKYJSAPHON TEHETHKE,
YYHUTBIBasi UX OYpHBIA POCT U BHEJIPEHUE BO BCE OOJACTH MEIUIIMHBI, HAYYUTHCS TOHUMATh HOBBIE
METOJIbI JUATHOCTHKU HACIEJACTBEHHBIX 3a00JIeBaHUN, YMETh HWHTEPIPETUPOBATh PE3YIbTATHI
[IUTOT€HETHUECKHX,, MOJICKYJIIPHO-TeHETHUYECKUX HCCIeI0oBanmii [7, 8].

N3yyass paHHylO [OUCHMIUIMHY, OOydYaroIIuecs eTalbHO pa30oHpaOT MOJEKYISIPHbIC
MEXaHU3MbI TATOT€HE3a HACJCACTBEHHBIX 3a0ojieBaHnil (Kakue WMEHHO 3aTPOHYTHI TEHBI —
CTPYKTYpHbIe WJIH (YHKIMOHAJIbHBIC), POJIb HACIEACTBEHHBIX M CPEIOBBIX (DAKTOPOB B
KIMHUYEeCKOM monuMopdusme 3aboneBaHuil. [nydxke U neranbHee pacCMaTPUBAIOTCS BOIMPOCHI
MOJICKYJIIPHON TMarHOCTHKU B MPOTHO3MPOBAHUM PA3BUTHS M T€UEHUs 3a0oneBannii. Ha 3aHsaTHsax
pazOuparoTcsi BOMPOCHI, KACAIOMIMECS OCHOBHBIX NPHHITMIIOB KJIAaCCU(PHUKAIUKA HACIIEICTBEHHBIX
0ose3Hel yenoBeka, CEeMUOTHKH HACTIEICTBEHHBIX OOJIE3HEH.

CryaeHThl yCBaMBAaIOT TEMbl O METOAAX U3YUYEHUs HACIIEICTBEHHOW MATOJIOTMH YEJOBEKa,
JTUArHOCTUKU W TIPUHIIMIIAX JICUYEHUS HACJICACTBEHHBIX 3a00JIeBaHUM. YTIyOJIeHHO H3y4aroTCs

XpPOMOCOMHBIE CHHIPOMBI, TeHHble Ooyie3HH, NpoPUIAKTHKAa HACIEICTBEHHOM MaTOJIOTHH.



CryneHTamMu-cTapiuieKypCHUKaMu OCBaMBaIOTCS OCHOBBI MEIHNKO-T€HETHYECKOTO
KOHCynbTUpOBaHus. (Ocoboe BHHUMaHUWE OTBOIUTCS H3YYCHHIO MYIbTU()AKTOPHATEHBIX
3a00JeBaHUN B KIMHUKE BHYTpPEHHUX Ooiyie3Heil. B Xoze mpoxoxaeHus IUKiIa oOydarouiuecs
MPUOOPETAIOT HABBIKM KIMHUYECKOTO OOCIEIOBaHUS MAIMEHTOB C HACJICICTBEHHOW IaTOJIOTHEH,
cOopa aHaMmHe3a, ONHCAHHMS OCHOBHBIX MPHU3HAKOB IUCIUIA3WW PA3BUTHS, MOCTPOCHHUS KIHMHHKO-
TCHEAJIOTHYECKOro IPeBa, ONPEICIICHUs THIIA HACICIOBAHUS, TAKTUKH BeJCHUs OosbHOTO [7, 8].

Ha nanHoM 1ukiie M3ydarOTCsi STHOJIOTHS M IUTOTEHETHKAa XPOMOCOMHBIX OOJIE3HEH,
MOJIM- W aHEYIUIOMJWHW, IIaTOreHE3 XPOMOCOMHBIX Ooise3Heidl. CryaeHTaMu 0O0CYKIAroTCs
MEXaHU3Mbl HApyIICHUS pPa3BUTHUS W BO3HMKHOBEHHUS IOPOKOB PAa3BUTHS MPU XPOMOCOMHBIX
00Je3HSAX, TaKWe Kak W3MEHEHHE JI03bl TEHOB, HApYIICHHWE «KAaHAJIM3aIlMU» Pa3BUTHS,
«BanpenieHHbIe)» MyTH MOPQO- , TUCTO- U OPTAHOTEHE3a, JIeTAIbHBIE I()(HEKTHl TEHOMHBIX MYyTaIlui
(cioHTaHHBIC a0OpPTHI, MEPTBOPOXKJICHHE, PaHHSSA JCTCKas CMEPTHOCTh), OOIIECKIMHUYECKHE
XapaKTEPUCTUKA XPOMOCOMHBIX Oojie3Hei. PaccmarpuBaeTcs poib matoreHe3a OMOXHMMHYECKHX
HapylIeHUW B [JUAarHOCTUKE U JICUEHWU TEHHBIX OOJE3HEH, W3y4yaloTCsl TeHEeTUYecKast
TeTePOreHHOCTh U KIMHHYSCKUN mosmMopdu3M. Takke CTYIACHTHI OCBAMBAIOT T'€HETHKY Pa3BUTHUS
OIYXOJIEBOrO Tpouecca BciaeacTBue noBpexaeHuil Mmonekyn JHK. B monekynspHOil ocHOBe
MOSBJICHUS HACJEICTBEHHOM MATOJIOTHUHU JIeKaT U3MEHEHHUsI B TeHETUUYEeCKOM MaTtepuaiie. OcBoeHue
MEIWIIMHCKOW W KIMHHYECKON TIeHeTHKH O0e3 (yHJIaMeHTalbHBIX 3HAHUH 00 YCTPOHCTBE H
(YHKIIMOHMPOBAHMHM TE€HOMA 4YEJIOBEKa B HOpPME, a TeM O0oJjiee MpH TAaTOJIOTHH — JOBOJBHO
oObeMHas 3ajgada, W 0Oe€3 HHTErpallud 3HAHWM, TMOJIYYEHHBIX CTYACHTaMU TMPU HU3YYCHUU
NPEABIAYIINAX TACLHUIUIMH MEIULIMHCKOTO BY3a, — HEBBIIIOJIHUMAs 32 KOPOTKOE BpEMSI.

Ha nmnpaktrueckux 3aHATHSAX CTYACHTBHI S-TO Kypca OCBAaMBAIOT MPUHIIUIBI U METOIBI
MPEHATAIBHON  JIUAarHOCTUKU: HEMHBA3WBHBIE  METOAbl  MPEHATAIIbHOM  JUAarHOCTHKH,
YIIBTPa3ByKOBOE HCCIIEIOBAHUE, ONPEACICHUE ChIBOPOTOUHBIX MapKepoB Uil BbisABiIeHUsA BIIP un
XPOMOCOMHBIX ~ 3a0O0NieBaHUI TUIOAA, WHBAa3MBHBIE METOJBl MPEHATANBHON JIMAarHOCTHKU;
MporpaMMbl MacCOBOTO CKPMHMHTA Ha HACJIEJACTBEHHYIO MATOJIOTHIO. B X07e 0OydeHus CTyIeHThI
MPOXOASAT HACIEACTBEHHbIE 3a00JIeBaHMs, HampuMep OO0Je3HH OHKCIAHCUM («IMHAMHYECKHUE)
MYTallil), pACCMaTPUBAIOT BOIIPOCHI TE€HHOW TEpaNUy FeHETUYECKUX 3a00JIeBaHU.

TakuM 00pa3oM, 3HaHHME 3aKOHOMEPHOCTEW KJIaCCHYEeCKOW TeHeTHUKH, 3aKOHOB MeHmens,
XPOMOCOMHON TEOPUU HACIEICTBEHHOCTH, HM3MEHUYMBOCTH, TEOPUU MYTareHe3a MOMOTraeT
CTapIIeKypCHUKAM Pa3o0paTbcsi B M3YyYEHWU THUIIOB HACIICIOBAHUS MPU3HAKOB, HACIEICTBEHHBIX
MOHOTEHHBIX 3200JI€BaHH, XPOMOCOMHBIX OOJIE3HEH.

Kpome 3aboneBanuii ¢ MOHOTEHHBIM THUIIOM HACJEIOBAaHUS, BCTPEUAIOTCs 3a00JIeBaHUS C
HECTaHAapPTHBIM THIIOM HacJICIOBaHUS, Hanpumep OJIHOPOAUTEIBCKHUE JIFICOMMHU,

MHUTOXOHAPHUATIbHBIC 60J163HI/I, 00JIE3H TEHOMHOIO HUMIIPUHTHHTA, 3a00JI¢BaHN C ITOJUTCHHBIM



HacnenoBaHueM. CTyaeHTaM MpeICTOUT pPa3o0paTbcsd C IMOHATHEM MYJIbTH(QAKTOPHAIBHBIX
NPU3HAKOB M 3a00J€BaHUU, W3YYUTh OCHOBHBIE KJIACCHl MYJIbTH()AKTOPUAIBHBIX NPU3HAKOB,
BBISICHUTH POJIb T€HETHYECKUX U CPEOBBIX (DaKTOPOB B pa3BUTHHM O0JIe3HEH C HaClIeACTBEHHOU
IPEJPACHOIOKEHHOCTIO,  MPOBECTM  aHAIM3  NPUYUH  KIMHUYECKOro  mHoiauMopdusma
MyJIbTH()AKTOPHUATBHBIX 3a00JI€BaHUM, a A 3TOr0 HEOOXOJUMO 3HATh, YTO TAKOE I'€HETHYECKas
reTepPOreHHOCTh, TUICHOTPONHS, MEHETPAHTHOCTh M SKCIPECCUBHOCTH T'€HOB, MOIH(PHIUPYIOIIHNE
BIMSIHUS CPEJOBBIX W TEHETHMYECKMX (DaKTOPOB HA TJABHBIM TI'eH, T€HOMHBIH HMIIPHHTHHT.
CTyneHTbl JOJKHBI IOHUMATh U OCHOBBI I'€HETUYECKOM I'eTepOreHHOCTH MYJIbTH()AKTOpUATbHBIX
3a00J€BaHUN — MOJMJIOKYCHOCTb U IOJMAJUIEIU3M, OCBOUTh U (papMaKOreHEeTHYECKMH MOAXOHA K
JICYCHUIO HACJICACTBEHHBIX OoJie3Hei [8].

CTyneHThI-MEIMKH 5-T0 Kypca MOJy4aroT YriayOJieHHbIe 3HAHHS O TeHETUYECKOH MpHUpoJe,
MOJIEKYJISIDHBIX MEXaHU3Max pa3BUTHUS, XapaKTepe HaCJIECJOBaHMs, IPUYMHAX KIMHUYECKOIO
nogumoppusmMa U (pakTopax puUCKa Hamboee PpachpOCTPAHEHHBIX MYJIbTH(MAKTOPUATIbHBIX
3a00JIeBaHUN CEPJICUHO-COCYIUCTON CHCTEMBI, KEIyJOYHO-KUIIEYHOTO TpPaKTa, JbIXaTelbHOU
CUCTEMBbI, OHKOJIOIMYeCcKUX 3a0osieBaHuid. [lomyueHHble 3HaHUSI MOTYT IPUMEHATHCS Ha MPaKTUKE
OyAyllMMH BpayaMM pa3iM4YHbIX CIELUAIbHOCTEH Ul YIJIYUYIIEHUs KayecTBa JUarHOCTHUKHU,
JeueHHs U NpOPHIAKTUKU MYJIbTU(AKTOPHATIBHBIX 00JIe3HEH.

VYuurbiBas OrpoOMHBI 00BEM paccMaTpUBAEMbIX BONPOCOB 10 MEIULUHCKON H
KJIIMHUYECKOW TE€HETHKE, JUId aKTHBU3aLUU WHTEJUIEKTYaIbHOM JEATEIbHOCTU CTYIACHTOB U
pa3BUTHs MPOOJIEMHOI0 MBIIIJIEHUS COTPYIHUKU Kadeapbl UCIONb3YIOT Pa3InYHbIe METOAUYECKHE
npuemsl. Teopernyeckuil maTepuan IMOAAETCA CTYJEHTaM HE TOJBKO B BHJE TPaIULUOHHBIX
MH(OPMALIMOHHBIX  JIEKIMI, OPHUEHTUPOBAHHBIX Ha U3JOKEHHE U OOBSCHEHUE HayyHOU
nH(pOpMalY, HO U B BUJE MPOOJIEMHBIX JIEKIIMH ¢ Mo/1adeil HOBOM MH(OpMalMK B BHJIE BOIIPOCOB
W 337a4, NPEIrojiararolliuX JOMOJHUTEIbHYI0 CaMOCTOSITENbHYI0 padoTy CTYIEHTOB BO
BHEAyIUTOPHOE BpEMSI.

B nHavasie ka)xx0ro NpakTUYECKOro 3aHATHS POBOJUTCS MUCHbMEHHBIH KOHTPOJIb UCXOIHOTO
YpOBHSI 3HaHUM, HANpPaBJICHHBI Ha BBIABIECHUE YMEHHS CTYyJ€HTAa NPUMEHUTh TEOPETUYECKHE
3HAHMA Ul PEIICHHs KOHKPETHBIX T€HETHYECKMX M CHUTYallMOHHBIX 3ajad. JlJig IOJIHOLIEHHON
CaMOCTOSITENIbHOW TOJTOTOBKM K NPAaKTUYECKUM 3aHATHAM OOY4YaloLIUMCS MPEeIOCTaBISIOTCS
METOAMUYECKHE IOCOOMS MO KaXkAOMY pas3iely TeHEeTUKM M COOpHMK 3ajad 1o oOumed u
MEIUIMHCKON FreHeTHKe, pa3paboTaHHbIE COTPYAHUKAMU Kadeaphl.

Haubonee cioxHble BOIPOCHI TEMBI pa3z0HpalOTCs CO CTyAeHTaMu B (GopMme auanora,
KpYIJIOTO CTOJIa, MO3TOBOM aTakKH, YTO CIIOCOOCTBYET Pa3BUTHIO KIMHUYECKOro MbllulieHus. Ha
MPAKTUYECKUX 3aHATUAX 10 O0Omeld TeHeTuke oOydyarolyecs penialoT CTaHJapTHhIE H

HCECTAaHJAPTHBIC TCHCTHYCCKUC 3aJadr MNPCHUMYIICCTBCHHO Ha IMPUMEpaAxX IMPU3HAKOB 4YCJIOBCKA,



pa3bupaloT KIMHUYECKUE CIIeHapuH, pa3padaTbiBalOT IUJIaHbl JIEUEHUS, MOJATBEPKIAIOIIYIO
JIMarHOCTHUKY, C HUMH IIPOBOJASTCS MCCIENA0BATEIbCKUE UTPhI. J(OMOJHUTEIBHO NPOCMAaTPUBAIOTCS
u oOCyKHaroTcsi Temarudeckue BUACOGUIbMbL. CTYIEHTHI CTapmiuX KypcOB YYacTBYIOT B
OJIUMIIUA/AX, KOH(MEPEHIHIX, MPOBOIAT HMIPOBOE IMPOCKTHPOBAHUE, a TaKKE MOJrOTaBIMBAIOT
TeMaTU4eCKHe MPE3eHTAIlN U pedepaTsl.

BaxxHbIM (akTOpoM, CIOCOOCTBYIONIMM CO3HATEILHOMY W MPOYHOMY YCBOCHHUIO 3HAHUM,
SBJIICTCS HArSTHOCTH. C ATOM 1eNnbio Ha Kadeape Mpy YTEHUH JISKIIUKA ¥ BEJICHUU MPAKTUISCKUX
3aHATHAX [IMPOKO HCIOJB3YIOTCS KaK TPAJMIMOHHBIC (JIMANPOEKTOP), TaK U COBPEMEHHBIC
TEXHUYECKHE Cpe/ICTBA 00yUeHHUs (KOMIBIOTEPHAS U TEJIEBU3UOHHAS TEXHUKA).

MoxHO yTBepXkAaTh, YTO TOJYyYE€HHbIE Ha |-M Kypce 3HAHMS 1O MOJEKYJSIPHOH U
KJIACCUYECKOM TeHETHKE CHOCOOCTBYIOT JIy4dlIeMy YCBOCHHIO Y4eOHOW Mporpammbl IO
MEIULHUHCKON U KIMHUYECKOU I'eHETHKE.

3akmouenue. Hakorenusii B KI'MY Ha kadenpe Ouosoruu, MEAUIIMHCKON T'€HETUKH U
9KOJIOTHH OIIBIT MPENOIaBaHMs KIIACCHUECKOM TeHETHKU, TeHETUKH YeJioBeKa Ha 1-M U 5-M Kypcax,
[0 HalIeMy MHEHHUIO, OTPa)KaeT B3aMMOCBS3b 3HAHUU IO Y4€OHBIM TUCHHUILIMHAM, YTO CO3AET
MPEANOChUIKA K LIEJIOCTHOMY BHUACHHUIO NpeaMeTa CTylaeHTamHu. W 3To, B CBOKO ouepeab, JaeT
peaIbHYyI0 BO3MOXXHOCTh OYyIyIIUM BpadyaM HCIIOJIb30BAaTh MOJTYYCHHbIE 3HAHUS 10 T'€HETUKE B
MOBCEHEBHON BpaueOHOM mpakTuke. KpoMe Toro, gaHHbIE aHaiM3a OKA3aJlUCh IMOJE3HBIMHU IS

COBEpPILICHCTBOBAHMSI COJIEpKaHMsI 00yueHHsI Ha McciaenyeMoit kadepe.
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