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Crp. 3

1. ITACITOPT ®OHJIA ONEHOYHbIX CPEJICTB

ConennanbHocthb: 06.05.01 buonmxkenepus u OuonHdopmaruka.

Cnennanu3anus: buonmkenepus u 6monHpopmaTrka.

JucounimHa: ['eHeTuKa 4eoBeKa.

CemecTp n3yuenus: 9.

dopma NpoOMeKYTOYHOM aTTeCTaAlMMU: 3a4€T, KypCOBbIE PAOOTHI.

2. MIEPEYEHb ®OPMUPYEMbBIX KOMIIETEHIIUM

IMIPOCKTOM Ha BCEX
oTalmax €ro
KHU3HCHHOI'O NUKJIa

[IUKJIa IPOCKTA U
BBICTPAaNBaET
MIOCJIEI0BATEIBHOCTh
UX pean3alnu.
YK-2.2.
dopMynupyeT
npobiemy, Ha
pelIeHre KOTOpOoit
HaIpaBJICH IPOCKT,
rPaMOTHO ONpeenseT
1eJb [TPOEKTA.
VK-2.3. Ilpoextupyet
pelieHne
KOHKPETHBIX 3a]1a4
IPOEKTa, BEIOMpast
ONTUMAJIbHBINA CIOCO0
WX PEIICHUSI.

Konbl Copnepxanust Konpb! u conepxanus Ilepedens ruIaHUPyEMBIX
KOMIICTCHITUH KOMITCTCHITUI WHJIUKaTOPOB pe3yabTaToOB OOYYEHHS 110
(mo ®I'OC) cornacao ®I'OC IUCIHIIINHE
YK-2 Crocoben VYK-2.1. Onpenenser | 3uarb: s noctuxenus YK-
YIIPaBIIATh TaIbl )KU3HEHHOTO 2.1 3HaTh: TEPMUHBI, TOHSITHUS

U WX OIPECIICHHE; OCHOBHBIC
METO/IbI ITOMCKA U aHaIu3a
WH(pOpMaIUK; OCHOBHBIC
METO/IbI ITOMCKA U aHaIu3a
nH(popMaIuu; COBpeMEHHBIE
JIOCTYIKEHUS TEHETUKHU
YyeJIoBeKa, BKITFOYast
JIMCKYCCHOHHBIE MPOOJIEMBI.
YMeTs:

s noctmxenus YK-2.2
YMETh: CBOOOTHO
OpPHUEHTUPOBATHLCS B
KOHIEMIIUSIX COBPEMEHHOTO
€CTECTBO3HAHUS, OMOJIOTHH U
TCHETHUKH, UCII0JIb30BaTh
3HAHUS 110 TeHETHKE YeI0BEKa
JUTSI TIOCTPOEHUS
00I1EeONOJIOrNYECKHUX
KOHIEMIINH, JUIsS pelieHus
3aJ1a4 110 OPTaHU3aAIHH
HKOJIOTMYECKU OJIaronpusITHON
cpenpl OOUTaHMS YeTOBEKa,
OpTraHHU3aIH 3JI0POBOTO
o0pa3a )kKM3HH, HaIlPaBJIEHHOTO
Ha COXPaHEHUs TeHETUYECKOTO
roMeOoCTa3a B MOKOJEHHUIX
JIIOJICH; aJleKBATHO
GhopMyIUpPOBaTh M peniaTh
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MPAKTUYECKHUE U HAyYHbIE
3aJ1a4u, TIPEIIOJIararoIIne
3HAHUE PA3JIIUYHBIX BOIIPOCOB
(B TOM 4HCIIE TUCKYCCHOHHBIX
Y aKTUBHO pa3pabaThIBacMbIX B
HacTosIIee Bpemsi) B
COBPEMEHHOM r'eHEeTHKHU
YeJIOBEKa U CMEXKHBIX Pa3ciioB
TeHETUKH U €CTECTBO3HAHUS B
1esaoM; GopMyIUpPOBATH HOBBIE
MIPEIOJIOKEHUS U TUIIOTE3BI,
HaIPaBIICHHBIC HA OOBSICHCHHUS
OMOJIOTMYECKUX SBJICHHIA,
pa3peleHne CynecTBYIOINX B
TeHETHKE YeJIOBeKa
IIPOTUBOPEYUH U TPYAHOCTEH.
Baagern:

s noctmxenus YK-2.3
BJIQ/IETh: KYIbTYPOU
MBIIIJICHUS; cIioco0amu
aHalM3a U CUHTE3a
uHpopmanuu; criocodamu
TUTAHUPOBAHUS HAYYHBIX
WCCIIETOBAHUM U
MIPOU3BOJICTBEHHBIX 3a/1a4.

I1K-1

Crniocoben
MPUMEHSTh
COBpPEMEHHBIE
METOBI
00paboTKH,
aHaM3a U CUHTE3a
TTOJIEBOH,
MIPOU3BO/ICTBEHHOM
1 1abopaTopHOH
OMOJIOTHYeCKON
uHpopManuy,
npaBuiIa
COCTaBIICHHSI
Hay4YHO-
TEXHUIECKHX
MIPOEKTOB U

I1K-1.2 Ananusupyer
HOpPMAaTUBHBIE
JIOKYMEHTHI,
perIaMeHTHPYIOIITHE
OpraHu3aIio ’
METOAHKY
MIPOBE/ICHUS] HAYYHO-
UCCIIEI0BATEIbCKUX U
IPOM3BOJICTBEHHO-
TEXHOJIOTHYECKUX
paboT B oOmactu
OMOMH)KEHEPUH
OononHpopMaTUKU
I1K-1.3 Ilmannpyer
OpraHu3aINio |
NPOBE/ICHUE HAyIHBIX

3HaTh:

s noctmxenus [1K-1.2
3HATh: OCHOBHBIE MOCTYJAThl U
MPOOJIEMBI TEHETHKHN YEJIOBEKA,;
MOHSTHS U OCOOEHHOCTH
CHMBOJIMKH T€HETHKH YEJIOBEKA
M CMEKHBIX OMOJIOTHUECKHX
JUCITUTUIAH; TEPMHUHOJIOTHIO,
UCIIONIE3YEMYIO B COBPEMEHHOU
TreHETHKE YeI0BeKa.

YMeTh:

s noctmxenus [1K-1.3
YMETh: MIIAHUPOBATH
WCCJICTIOBAHMSI, HAITPABJICHHBIC
Ha BBIABJICHHE T€HOTHIIA
OTIEIIbHOIO UHINBUIA U
reHo(hoH/1a MOMYJISIIIAH B
LIEJIOM.

Baanern:
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OTYETOB B 00J1aCTH
OMOWH)KXCHEPUHU U
OMOMH(pOPMATHKHY;

HUCCIEN0BaHUN 10
aKTyaJIbHBIM
OMOMEIUITMHCKIM
npoOiaemMam

Jns moctmxenns T1K-1.3
BJIAJETh. HaBBIKAMH
r€HETHYECKOI0 aHaJIN3a,
YMEHHEM CBOOOHO
OPUEHTUPOBATHLCS B
COBPEMEHHOM JIMTEpaType 110
TCHETHUKE YeJIOBEKa; ITUPOKHM
HAOOPOM TPATUIIMOHHBIX U
HOBBIX METOJIOB,
UCIIOJIb3YEMbBIX B TCHETHKE

YCJIOBCKA.

3. COAEPKAHUE ONEHOYHbLIX CPEJCTB 11O JUCIHHUIIJIMHE

3.1 Bujbl OIeHOYHBIX CPEACTB

YMmeTh:

Jns noctuxenus YK-2.2 ymers:
CBOOOJTHO OPUEHTHUPOBATHLCS B
KOHIIEIITUSIX COBPEMEHHOTO
€CTeCTBO3HAHMS, OMOJIOTUH U
FE€HETHKH;, UCII0JIb30BaTh 3HAHUS
10 TEHETHKE YeJIOBEKA IS
MTOCTPOCHUS
0011160MOJTIOrTYECKHUX

KOHI.ICHI.[PIﬁ, AJIg PCIICHUA 3a1a1

CTPOEHHUSI TeHOMa
YyeJioBeKa

Pazgen 6.
T'eneTnueckue
ACIIEKTHI
DBOJIIOIUHN
YyelIoBeKa.
AHTpOIOreHes
Pazgen 7.
ConmajbHbIe

Kon komnerennuu/mnanupyemsle | Kontponupyemble | HaumenoBanue | HaumeHoBanue
pe3yabTaThl 00ydeHUs pas3nensl OILIEHOYHOTO OLIEHOYHOTO
CpeICTBa s CpeAcTBa s
TEKYILETO IIPOMEKYTOUYHON
KOHTPOJIS aTTeCTaluu
YK-2 Paznen 1. YerHbii onpoc, | [lepeyens
3nartb: [ noctmwkenus YK-2.1 | I'eneruka 3aCIylInBaHNUE | BOIPOCOB K
3HATh: TEPMHHBI, TIOHATHA M UX | YEJIOBEKa B pedeparon 3agery Nel-30,
OIpeJIeJIEHUE; OCHOBHBIE METO/IbI | CTPYKTYpE Kypcosas paboTa
MOMCKA U aHaIM3a HHPOPMALIUK; | COBPEMEHHBIX
OCHOBHBIE METO/IBI TIOUCKA H TCHETUYECKUX U
aHanu3a nHpopMaIuu; OMOJIOTHYECKUX
COBPEMEHHBIE JTOCTHKEHHS 3HaHUH
TeHETHKH YeJI0BEeKa, BKII0Yast Paznen 4.
JUCKYCCUOHHBIE TTPOOIIEMBI. OcoGenHoctu
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10 OpPraHu3aliu YKOJIOTUYECKU
0JIarONpPUATHOU Cpebl OOMTAHUS
YesioBeKa, OpraHu3aliu
3JI0pOBOT0 00pasa *KU3HHU,
HAIPaBJICHHOTO HA COXPaHCHHUS
TeHETHYECKOT0 roOMeocTasa B
TIOKOJICHUSIX JIIOJICH; aJIeKBaTHO
(dhopMyIIMpoBaTh U peliaTh
MPAKTUYECKHE U HAyYHbIC
3aJ1a4d, Mperoararonye
3HAHHE PA3IMYHBIX BOMPOCOB (B
TOM YHUCJI€ TUCKYCCHOHHBIX U
aKTUBHO pa3pabaThIBAEMBbIX B
HacTosIIee Bpemsi) B
COBPEMEHHOW I'eHETHKH YeI0BEKa
Y CMEXKHBIX Pa3JIeJIOB TCHETUKH U
€CTECTBO3HAHUS B LIEJIOM;
(dhopMyInupoBaTh HOBBIE
MIPEIOJIOKEHUS U TUIIOTE3BI,
HampaBlIeHHbIE HA OOBSICHEHUS
OMOJIOTUYECKHX SBICHHIA,
paspeleHre CymecTBYOINX B
TCHETHUKE YeIOBEKa
IIPOTUBOPEUYUI U TPYAHOCTEM.
Baaners:

s noctmxenns YK-2.3
BIIQ/IETh: KYIbTYPOW MBIIUICHHUS,
criocobaMu aHanM3a U CHHTE3a
uHpopMaluu; crocodamu
TUTAHUPOBAHUS HAYTHBIX
HCCIEA0BaHUN U
MIPOM3BOJICTBEHHBIX 3a/1a4.

ACIEKTHI TeHETHKHU
YJeJIoOBeKa

Pazgen 8.
OKonorudeckas
ICHETHUKA.
PapMaKOreHETHKA.

IIK-1

3HaTh:

Hnsa noctmxenus [1K-1.2 3HaTh:
OCHOBHBI€ MTOCTYJIAThI U
MPOOJIEeMbI T€HETHKHU YeTIOBEKa;
MOHATHS U 0COOEHHOCTH
CHUMBOJMKH T€EHETHKH YEI0BEKA U

Pazgen 2.
Meaunnunckas
reHeTHKa.
Crpykrypa
HaCJIeICTBEHHOMN
aTOJIOTUU

YceTHbI onpoc,
3acIIylIMBaHue

pedeparon

Ilepeuenn
BOIIPOCOB K
3ageTy Nel-30,
KypcoBast paboTta
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CMEKHBIX OMOJIOrMYeCKuX Pazgen 3.
JTUCITUTIIINH; TEPMUHOJIOTHIO, XapakTepucTruKa
HCIIOJIB3YEMYIO B COBPEMEHHOM FeHETUYECKHX
FeHETUKE YeJIOBEKa. 3a00J1eBaHUM.
YMmeTh: Pasnen 4.

Hust noctuxenus [1K-1.3 ymers: | OcoGeHHOCTH

IJIAHUPOBATh UCCIIEIOBAHUS, CTPOEHHUSI TeHOMA
HaIpaBJICHHbIC Ha BBISIBJICHUE YyeIoBeKa
FeHOTHIIA OTAeNbHOro nHauBruaa | Paszmen 5.

1 reHo¢oH/1a TOMYISALUU B OnHUreHeTHYECKHE
LIEJIOM. MeXaHU3MBbI
Baagers: HACJIEIOBaHUS Y
Jlnst moctmxenus I1K-1.3 JeJI0BEKa.
BJAJIETh: HaBBLIKAMU Pasnen 6.
FEHETUYECKOIr0 aHaJIN3a, I'eneTuueckue
YMEHHEM CBOOOTHO ACTICKTBI
OPUEHTUPOBATHCSA B DBOJIIOIUN
COBpPEMEHHOM TuTepaType mo yeJIoBeKa.
TCHETHKE YEIOBEKa; IITMPOKUM AHTpomoreHes
Ha0OpPOM TPAJUIIMOHHBIX Paznen 7.

HOBBIX METOJIOB, UCMONB3YeMbIX | ColManbHbIe

B T€HETHKE YeJIOBEKA. aCIIEKTHI T€HETUKHU
yeaoBeKa

Pasnen 8.
DKonoruyueckas
reHEeTHKa.
dapMakoreHeTuka

[IpumepHbIe BONPOCHI 711 YCTHOTO OIpoca:

1) UenoBek kak yHUKaIbHBIN OOBEKT JJIsl TCHETUYECKUX UCCIICIOBAHUIA.

2) OCHOBHBIE HAIIPABJICHUS PA3BUTHUSI COBPEMEHHOM I'€HETUKU

3) I'eHeTnyeckre aceKThl COBPEMEHHOM MEIUIIUHBI.

4) HopMa 1 maToioTHsi ¢ TOYKH 3pSHUST MEIUITMHCKOW TeHETUKH.

5) BIIP u mMukpoaHoManuu pa3BUTHS y YEJIOBEKAa KaK MPEAUKTOPHI MOPAKECHUS
reHoma.
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6) IlpencraBnenue o paznuuusx GOpMHUPOBaHUS HACIEICTBEHHBIX 3a00JICBaHUI B
3aBUCHMOCTH OT XapakTepa MyTallUl W YCJIOBUU CPEIBbI.

7) OcoOeHHOCTH CTPOCHUSI TEHOMA YeJIOBEKAa 110 CPABHEHHUIO C TOMUHUIAMH.

8) XapaktepucTuka GyHKIHOHHpOoBaHUs MutoxoHapuaibHoi JJHK Yenosexka.

9) 'eneTnueckas 1€TEPMUHAPOBAHHOCTh AHTPOIIOTE€HE3A.

10) IIpoGiema myTareHe3a MPUMEHUMO K YEITOBEKY.

11) Ocobennoctu popmupoBaHusi reHOPOHA B YPOAHUCTHUECKUX MOIMYIISALIUAX.
12) MunuBuayanbHbli 1moAOOp (papMaKoJOTHMYECKHX -IPErnapaToB Ha OCHOBE
0COOEHHOCTEN reHoMa.

Tembl pehepaTUBHBIX COOOIIICHMIA:
. [lepcrieKTHBBI Pa3BUTHUS TEHETUKN HA COBPEMEHHOM JTarle.
. 'enetnueckoe Oynyliee 4eI0BEYECTBA.
. IIpobnemMbl 3ydeHHs] TeHOMA YeJIOBEKa, TeHHAs MaCIOPTH3aAIHSI.
. 'enetnueckue npooOieMbl MEAUIIMHCKON T€HETHKHU.

1
2
3
4
5. I'eHHas W reHeTHyecKas TEpanus, MEAUKO-TEHETUUECKOE KOHCYJIbTUPOBAHHUE.
6. IIpo6sieMbl TpOPUIAKTUKYN HACTIEICTBEHHBIX 3a00JI€BaHUH.

7. CoBpeMeHHbIE OMOTEXHOJIOTUN U T€HOM Y€JIOBEKa, ’TUUECKHUE aCIIEKTHI.

8. [loHsTHE O HAC/IEACTBEHHBIX 3a00JI€BaHUAX U 3a00JIEBaHUAX C HACIEICTBEHHOM
MPEeAPaCIOIOKEHHOCTHIO.

9. Onurenernyeckue 3a00J€BaHNS YEIOBEKA.

10. Oprann3zanuss MEIUKO-TEHETUYECKOW MOMOILINA HACEJIEHUIO HAa COBPEMEHHOM
JTane.

Tunossle 3a1aHNs, KPUTEPUH U NTOKA3ATENIN OLICHUBAHUS B pAMKaX TEKYILErO
KOHTpOJISI TpPEJACTaBI€Hbl B paboued mnporpamme mo aucuuiuivHe. [lonHbie
KOMILJIEKTBl OL€EHOYHBIX CPEICTB KOHTPOJIBHO-U3MEPUTENIBHBIX MaTEpHAIOB
XpaHiaTcss Ha Kadeape U SABISAIOTCS YYEOHO-METOAMYECKMMHU MaTephalaMH
OTrpaHU4EeHHOr0 (KOH(HICHIIMATLHOT0) OJIb30BaHUS.
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3.2 Conep:xaHue OLEHOYHBIX CPEACTB IJIS1 IPOMEKYTOYHOMH aTTeCTallun

3.2.1. Hepequb TECOPETUICCKUX BOIIPOCOB K 3a4Y€Ty MO TUCHUIIIINHE
«I'eHeTnKa Ye0BeKka»

1. [Ipeamer, 3agaun 1 MeTOAbI TeHETHKHU YeioBeKa. OCHOBHBbIE ITANLI PAa3BUTHSL.

'enetnka - Hayka O HACJIEICTBEHHOCTH U HM3MEHYMBOCTH >KMBBIX OpPraHM3MOB MU METO/Aax
yhpaBieHUs UMU. B ee OCHOBY JIeriM 3aKOHOMEPHOCTH HACJIEJCTBEHHOCTH, YCTaHOBJICHHbBIE
BBIIAIOIIMMCSL YeUICKUM yuyeHbIM ['peropom Mennenem (1822—1884) npu ckpemmBaHuu
pa3MyYHBIX COPTOB TOpOXa. 3aJaud TEHETHKH BBITEKAIOT U3 YCTAaHOBIEHHBIX OOIIMX
3aKOHOMEPHOCTEH HACJIEICTBEHHOCTH M HW3MEHYMBOCTH. K »TUM 3amadyaMm OTHOCATCA
uccienoBanus: 1) MEXaHM3MOB XpaHEHHMs M Tepelayd TEeHEeTUYeCKO HHQOopMaIu OT
ponuTenbckux (HOpM K JOYCpHUM; 2) MEXaHWU3Ma pealu3aluu 3TOW HHpOpManuu B BUC
MPU3HAKOB U CBOMCTB OPraHU3MOB B MPOIECCE UX WHAMBHUAYAILHOTO PAa3BUTUS MO KOHTPOJIEM
TE€HOB M BJIMSIHUEM YCJIOBUW BHEIIHEH Cpelibl; 3) THUIOB, MPUYUH U MEXaHU3MOB U3MEHUMBOCTH
BCEX KHMBBIX CYIIECTB; 4) B3aMMOCBSA3H MPOIECCOB HACIIEACTBEHHOCTH, M3MEHYHUBOCTH U 0TOOpa
KaK JBIKYIUX (DaKTOPOB JBOJIONUU OpPraHWYecKoro Mupa. [lepBbiid dTam 03HAMEHOBAJICS
otkpeiTieM I'.  Mengenem  (1865) (dakTopoB  HACIEACTBEHHOCTH U pa3pabOTKOH
THOPHUIO0JIOTHIECKOTO METO/IA,T. €. MPABWJI CKPEIIMBAHKS OPraHU3MOB M y4eTa PHU3HAKOB Y MX
noToMcTBa. BTopoii aTan xapakTepusyeTcs mepexoaoM K U3YUeHHUIO SIBICHUN HAClIeCTBEHHOCTH
Ha KJIeTOYHOM ypoBHe (utorerernka). T. boepu (1902-1907), ¥V .Catron u O .Bunbcon (1902-
1907) ycTaHOBWJIM B3aMMOCBS3b MEXKIY MEHJCIEBCKUMH 3aKOHAMH HAcCJelIOBaHUS U
pacrpeielIeHueM XpOMOCOM B TPOIIECCe KJIETOYHOTO ACNICHUsI (MUTO3) U CO3PEBAHUS MOJIOBBIX
KIeTok (Meio3). TpeTuil 3Tam B pa3BUTHH T'€HETUKH OTPaXKaeT JOCTHIKCHHS MOJIEKYJISPHOMN
ouosiornn. M cBs3aH ¢ UCMOIB30BAHMEM METOJIOB M IIPUHIIUIIOB TOYHBIX HAYK - (DU3UKH, XUMUH,
MaTeMaTHKH, OMO(DU3UKU U IPYTUX.

2. 'eHeTuka 4es10BeKa, 0COOEHHOCTH U MeTobl. OCO0EHHOCTH YeioBeKa KaKk 00beKTa s
reHeTHYECKUX MCCIeJOBAHMI: TPYAHOCTH W OTPAaHUYEHMS, IPEMMYLIECTBA, IPAKTHYECKOe
U 0011IeTeOpeTHYECKOE 3HAUEHNE TeHETUKH YeJIOBeKa.

['eHeTnka 4YenoBeKka WMEET KaK OCHOBHBIE cHeUU(HUUYECKHEe METOJbl HCCIEIOBAHUS:
T€HEATOTHYECKUM,  OJM3HENOBBIN, IIUTOTCHETUYECKHH,  MOMYJSIITHOHHO-CTATUCTHUECKUH,
OHTOT€HETUYECKUH, JepMaTOTTU(UKH, MOJCIUPOBAHUS HACIEACTBEHHBIX OONE3HEeW U
TUOpUIM3AIMY  COMATHUYECKUX  KJIETOK; METOABbl  MOJEKYJISIPHOW TEHETHUKH, TaK H
JIOTIOJIHUTETIBHBIE, INPUMEHSIEMBIE  COBMECTHO c OCHOBHBIMH (OMOXUMUYECKUH,
MHUKPOOHMOJIOTHUECKUH, UMMYyHOJOTHUYECKH U Ap.). C TOYKM 3pEeHHsS TPHUBEICHHBIX BBIIIE
XapaKTePUCTUK BUJOB, YAOOHBIX JJIs MPUMEHEHHS THOPUTIOTIOTUYECKOTO METOa T€HETHIECKOTO
aHajmM3a, 9YeJIOBEK KakK BUJ 00J1a/1aeT 1ETbIM PSAIOM 0COOCHHOCTEH, HE MO3BOJISIOMNUX TPUMEHS T
ATOT METOJ JUIsl U3YUYEHUsI €r0 HACIEACTBEHHOCTH M U3MEHYMBOCTH. BO-TIepBbIX, y UenoBeKka He
MOXXET OBITh TPOU3BEACHO HWCKYCCTBEHHOTO HAMPABJICHHOTO CKPEIIMBAaHUS B HWHTEpEcax
uccienosarens. Bo-BTOpbIX, HM3Kas IUIOAOBUTOCTb JI€1a€T HEBO3MOXXHBIM MPUMEHEHUE
CTATUCTUYECKOTO T0/IX0/1a TIPH OIIEHKE HEMHOTOYHCIICHHOTO TOTOMCTBA OJTHOU TTaphl POAUTEIICH.
B-tperbux, penkas cMeHa MOKOJEHUHM, NPOUCXOJslIasi B CpeaHeM uepe3 25 JeT, MNpu
3HAUYUTEIFHON TPOJIOJDKUTEIILHOCTH JKU3HM JAaeT BO3MOXXHOCTh OJHOMY HCCIICIOBATEIIO
HaOmoaTh He Oornee 3—4 mocienoBaTENbHBIX TOKoNeHW. HakoHer, u3ydeHue TeHEeTHKH
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YeJI0BEKA 3aTPYAHACTCS] HAIMYMEM B €0 TeHOME OO0JIBILIOT0 Yncia Py CLEIIeHUs TeHoB (23 y
JKEHITUH W 24 y MY)KYHH), @ TaKXe€ BBICOKOW CTENEHBIO (DEHOTHUITUYECKOTO MOJUMOpdHU3Ma,
CBSI3aHHOTO C BIUSIHUEM CPEJIbI.

3. I'eneanoruveckuii Meroa. [IpaBusia cocraB/ieHUs U TeHETUYECKUI aHAJIHU3 POAOCIOBHBIX.
He yrtpatun cBow akTyanbHOCTh. be3 3HaHMS pOAOCIOBHBIX HEBO3MOXHA OpraHHU3alUs
CEJICKIIMOHHON palOThl y JKUBOTHBIX. SBisieTcss 00s3aTENBHBIM 3JIEMEHTOM OOCJIEOBaHUS B
MPAKTUKE Bpaya reHeTHKa. Vcrmonp3yercs crenuaibHo pa3paboTaHHasi CHMBOJIHKA, pa3paboTaHbl
CTpOTHE TpaBWJIa COCTABJICHUS POJOCIOBHBIX. [l03BOJIAET YCTAHOBUTH WM NPEANOJIOKUTH
XapakTep HaclieJoBaHUs MMPU3HAKA B CIy4ae €ro CEMEMHOr0 HaKOIICHHUS.

4. Oco0eHHOCTH POJOCIOBHBIX B 3aBHCUMOCTH OT THIIA HACJIE0OBAHUS NMPU3HAKA. AHAJIN3
POAOCJOBHOM BKJIKYAET CJAeAYIOIIME ITANbI:

YcraHoBieHue, SIBISETCS 1M JaHHBIA MPU3HAK HACJIEICTBEHHBIM. SIBJISIETCS JIU TaHHBIN MTPU3HAK
SIMHUYHBIM UM B CEMbE UMEETCSI HECKOJIBKO CiIydaeB (ceMeilHbIi xapakrep). Ecnu npusHak B
POAOCIIOBHOM BCTPEUAETCSI HECKOJIBKO Pa3 B Pa3HbIX MOKOJICHUSX, TO MOYKHO IMpe/IoaraTh, 4To
ATOT MPU3HAK MMEET HACJIEICTBEHHYIO mpupoay. OmnpeneneHnue TUIa HACAEIOBaHUs MPU3HAKA.
Jis 3TOro THIATENBHO aHAJIM3UPYIOT POAOCIOBHYIO, OOpalias BHHMaHUE Ha CIEAYIOIIHe
MOMEHTBI: BCTPEUAETCs JIM H3y4yaeMbIi MPU3HAK BO BCEX IMOKOJEHUSX; MHOTHUE JIM YJICHBI
POJIOCIIOBHON 00JIaJJal0T 3TUM MPU3HAKOM; OJMHAKOBA JIM YacTOTa Yy JIUI OOOHX IOJIOB; Y JIUIL
KaKOTO I0J1a OH BCTPEYAeTCs Yallle; JIMIaM KaKoro IoJia MmepeaeTcs Mpru3HaK OT 00JIBHOTO OTIA
1 0OJIBHO MaTepu; eCTh JIU B POJOCIOBHOM CEMBH, T1Ie Y 000UX 3J0POBBIX POJUTENEH POKIAINCH
OOJIbHBIC JIETH; €CTh JIM B POJOCIOBHOW CEMBH, IJie Y 000X OOJIBHBIX POAMTENCH POXKITAIUCH
3JI0POBBIC JIETH; KaKasi 4aCTh IIOTOMCTBA UMEET MPU3HAK B CEMbSIX, TJIe O0JICH OJIMH U3 POIUTEIICH.
[Ipu ayTOCOMHO-TOMHHAHTHOM M PEIIECCHBHOM THUII€ HACJEIOBAHUH BBISIBISIETCS PAa3TMYHOE
YHCIJIO MOPAXKCHHBIX JIUILI, C PA3IMYHON IPEEMCTBEHHOCTBIO MEXAY MOKOJeHUsAMH. CleTnIeHHbIE
C MOJI0OM 3200JI€BaHUS TTPOSIBIISIOTCS TOJIBKO Y JIUI] COOTBETCTBYIOIIETO TTo1a. B aTOM cityuae, npu
CLEIJIEHHOM ¢ X XpOMOCOMOM HACJE€I0BAHUM MPEEMCTBEHHOCTh MEXK/Y MOKOJEHUSMH 3aBUCUT
OT JOMHUHAHTHOCTH WU peneccuBHOCTH. (OcCoObI THN HACIEJOBAaHUSA HAMIOMUHAIOIINN
CIETUICHHBIM ¢ TOJIOM HaOJI0AaeTcss NMpU MUTOXOHJPHAIBHBIX 3a00NieBaHUSX. B HEKOTOpBIX
CIy4asix, C SIBHbIM CEMEWHBIM HAKOIUIEHWEM, POJOCIOBHBIE HE COOTBETCTBYIO HU OJIHOM W3
HW3BECTHBIX MOJIENICH HacIeJOBaHHS.

5. bau3HenoBbIilt MeToa. MeToabl AMATHOCTUKH 3UTOTHOCTH 0J1M3He0B. IloHsATHE 0 MOHO- M
AU3UTOTHBIX Osn3Henax. KodyppuumeHT KOHKOPAAHTHOCTH.

OcHOBaH Ha MPEACTaBICHUU O TEHETUYECKOM CXOJICTBE B ITapaX MOHO- M TU3UTOTHBIX OJM3HEIIOB,
ONpeIeJICHUN MOoKa3aTeaeil KOHKOPJIAHTHOCTH 10 aHAJTM3UPYEMBIM MIPU3HAKAM B Mapax MOHO- U
JTU3UTOTHBIX OJIN3HEIOB, B OJM3HEIOBBIX BHIOOpKAX M BBIOOPKAX OJWHOYHO POXKIACHHBIX JIMII.
HaubGonee HageKHBIM METOAOM  SIBISIETCS  MOJIKYJISIPHO-TEHETUYECKUI.  HCIONB3YIOTCS
aKyIIEpPCKUEe TOAXObl B JAUATHOCTUKH 3UTOTHOCTH, MMMYHOJIOTHYECKHE TECTHI W TECThl Ha
pa3iuuvs B MPWKUBAEMOCTH TPAHCIUIAHTAHTA Y MOHO- U TU3UTOTHBIX Onu3HENoB [IpuyuHbl 1
MEXaHU3Mbl (DOPMHUPOBAHUSI MOHO- W JAW3WUTOTHBIX OJHM3HENOB pa3inuuHbl. [IpuHIMIHATEHBIM
BOITPOCOM SIBJISIETCS HAJICKHOE OMPEACIICHUE TUIIa 3UMTOTHOCTU. BIIM3HE0BBIA METO/1 OCHOBAH Ha
MPEACTABICHUH O PA3TUYHOM F€HETUYECKOM CXOJICTBE MOHO- M IM3UTOTHBIX OJIM3HEIIOB.

6. ITonyasiMMOHHO-CTATUCTUYECKHUII METO/I M €r0 IPUMEeHEHNEe B TeHeTHKE YeJIOBEeKA.

JaeT nmpeacTaBiaeHuE 0 pacpoCTPAHCHHOCTH TE€X WJIM MHBIX TeHETUYECKHX 3a00J1eBanmii, MOpdo-
T€HETUYECKUX MPU3HAKOB, YACTOT ajulesiell U TeHOB B Pa3IMYHbIX IPyNIax JOAEH, B pa3InyHbIX
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MOMYJISIIKSIX, B Pa3IUYHbIC MEPHOABI BpeMeHH. [103BOJISET OIEHUTh MacmTad, MPaKTUYECKYIO
3HAYUMOCTb U aKTYaJIbHOCTb TOT'O WJIM HHOTO T€HETUYECKOTrO SIBJICHUS.

7. bau3kopoacTBeHHble Opaku. Oco0eHHOCTH 3200/1eBaeMOCTH JeTedl B 3THX Opakax.
Ko>ppuunent nHOpuauHra.

Onpenenenne © BUABI OJM3KOPOJCTBEHHBIX OpakoB: MHOPUIMHI KaK Opakd Mexay
€MHOKPOBHBIMU POJICTBEHHHKAMU. 3HAU€HUE OJIM3KOPOJCTBEHHBIX OpakOB Ha pa3HBIX ATamax
OBOJIIOIMU TOMYJISAIUN MOXET MeHSAThCS. WMHOpUAMHT B celneknuu — HeoOXoaumas Mepa.
3HaueHue MHOPUIMHIa U OJM3KOPOJCTBEHHBIX OpakOB B MEIUIIMHCKOW MPAKTHUKE MO3BOJISET
NPaBUIBHO OPraHU30BAThH MPO(PUIAKTHKY OOJIBIIOrO YHCIIa HACTEICTBEHHBIX 3a00JI€BaHUH.

8. lurorenernvecknii Meroa. IlpuMeneHune 11 ITMArHOCTUKHN HACJIEACTBEHHOI MATOJIOTHH.
OnuH U3 OTHOCUTENIBHO «CTApbIX» METOOB, MOJTYYMBIINM HOBBIH UMITYJIBC B CBOCM Pa3BUTHH.
Hcnonp3yeTcst uisi AMArHOCTUKH XPOMOCOMHBIX 3a00JIeBaHUM, a TaKKe KaK OJUH U3 METOJIOB
MOHMTOPHUHIA OKpY)KAlOIIeW cpelbl Ha TIEeHOTOKCHMYHOCTh. B coderaHum ¢ MeTogamu
MOJICKYJISIPHOM OMOJIOTHH TMO3BOJSIET PACHIMPUTH IEpeueHb JabopaToOpHO BepUBUIIUPYEMBIX
HACJIEICTBEHHBIX 3a00JI€BaHU.

9. buoxummnueckuii Meroa. Ilpumenenue 1t AMArHOCTUKHM U CKPUHUHIA HACJIEACTBEHHBIX
3a0oJieBaHMId.

DnekTpodopeTruyecKkoe n3y4eHHe ChIBOPOTOUHBIX OEIKOB, BKIII0Yasi TPEXMEPHBIN AJIEKTpodopes.
Cxkpunuar Ha KV, BpokICHHBII THIIOTHPEO3 U IpyTrHue 3a00IeBaHusI ONOXUMHUYECKOTO OOMEHa.
AHanu3 6eIKOB — MPOYKTOB FEHETUUECKOTO cuHTe3a. [IoHsITHE 0 MpOoTEeOMUKe.

10. MoJiekyJIIpHO-TeHeTHYeCKHEe MeTO/bl JHATHOCTUKH HACJeJICTBEHHBIX 3a00/1eBaHUIl.
IIpsimble 1 KOCBeHHbIE METOAbI IMATHOCTUKH MYTAaIUiA.

MounekynsipHO-TeHeTHUeCKas TUarHOCTUKA 3TO METO/ 00CIIEIOBAHNS OpraHu3Ma, MO3BOJISIFOIINN
TOYHO M OBICTPO BBIIBUTH BUPYCHl U WH(EKIHNHU, MyTAllUd T€HOB, BBI3BIBAIOIINX MATOJOTHIO,
OIICHUTh PHUCKW HACJEACTBEHHBIX M HHBIX 3a0osjeBaHuil. M 3TO maneko He TOJIHBIA CHEKTp
Bo3MoOkHOCTeN uccnenoBanus JJHK. BaxnHeilmnm 10CTOMHCTBOM MOJIEKYISPHO-T€HETUYECKOM
JTUAarHOCTUKHU SIBJISIETCSt MUHUMAJIbHAsl CTENEHb MEIUIIMHCKOTO BMEIIATENhCTBA, MOCKOJIBKY
UCCIIeIOBaHWEe MPOBOIAT iN Vitro. MeTox yChemHo NPUMEHSIOT Jake IS JAMAarHOCTHKH
3a00J€BaHU Y IMOPHUOHOB, a TAaKXK€ Yy OCJIAOJIEHHBIX U TSHKEIOOOIBHBIX MalMeHTOB. CaMblil
pacupoCTpaHEHHbI Marepuan JUisl UCCIEAOBAHMS — KpPOBb M3 BEHBI, OJIHAKO BO3MOXHO
Beiiesienne JIHK/PHK w3 npyrux KujakocTed M TKaHEW: CIIOHBI, COCKOOA CIU3HCTOW pTa,
BBIJICJICHUI U3 TIOJIOBBIX OPTraHOB, OKOJIOIIJIOIHOM KMIKOCTH, BOJIOC, HOI'TEH U T. 1.
MonexynsipHasi JUarHOCTUKA — 3HAYUTENBHBIN IIar K NMepCOHaTU3UPOBAHHON MEIUIIMHE, OHA
MO3BOJIIET YYUTHIBATH BCE OCOOCHHOCTH KOHKPETHOTO MAIlMEeHTa IPH 00CIeI0BAaHUH U TePaITHH.
11. CoBpemenHnasi kiaccupuKkanus HACJIEACTBEHHON MATOJIOTHH.

Knaccudukanmm wMoryr OBITh OCHOBaHBI Ha TMPEACTABIEHHH O XPOMOCOMHOM  WITU
MOMOJICKYJIIPHOM THIIE MYTalllid, Ha XapaKTepe HacIeAOBaHUs, HA KIMHUYECKUX TPOSBICHUSIX
3a00JIeBaHMUA.

12. IIporpamma «I'eHom 4yesioBeka». McTopusi co3iaHus U peanu3anus, NPAKTHYECKOe H
TeopeTnuyeckoe 3HaveHue. IlepcrnekTuBbl pa3BuTusi nporpammbl. PoJib oTedecTBeHHBIX
IreHeTHUKOB B pa3pa0doTKe MpPoeKTa.

I'enom u4enoBeka, MEXIyHapoAHasi MporpaMMa, KOHEUHOM LEJIbI0 KOTOPOM sIBIsieTCS
onpejiesieHue HYKJICOTHAHOW IOCIe0BaTeIbHOCTU (CcekBeHHpoBaHue) Bcell reHoMmHoil JIHK
YeNoBeKa, a TaKke HIACHTHU(HUKAIUS TeHOB M HMX JIOKamu3alus B TeHOME (KapTUpPOBaHHE).
Ucxonnas wuzaes mpoekta 3aponuiach B 1984 cpeau rpymmbl (u3MKOB, pabOTaBIIMX B
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MunuctepcerBe sHepretuku CIIA u xenaBmuX 3aHATHCSA APYrod 3adauei MOCie 3aBEpILEHUs
paboT B paMKax sJIEpPHBIX IPOEKTOB.

13. Bpoxaénnsie nopoxku passutusi. Omnpenenenue, kiaaccupukanus. IlpuyunnbI
BO3HUKHOBEHHUSA. 3HAYEHME JIJISl MeAUIMHCKON MPAKTHKH.

310 MOP(OIOrHYecKre OTKIOHEHHS OT BHIOBONH HOPMBI, IPUBOAIINE K HAPYHUICHUIO (PYHKIUI
OTJEJIBHOIO OpraHa WM OpraHu3Ma B LEJIOM, JUOO HE COBMECTHUMBIE C JKHU3HBIO.
Knaccupumupyrorcs Kak HM30JMPOBAHHBIC, CHUCTEMHbIE M MHOXKECTBEHHBIC. BbIAETAIOT
aTaBUCTUYECKUE U HBPUCTHUYECKUE MOPOKU. Tarke MOKHO KJIacCU(PHUUMPOBATh NO (pakTopam
ATHOJIOTUH TI0 OpraHaM MOpaKeHHs 1O Cpokam (GopMHpoBaHUS B nepuoj amOpuorenesa. BITP
4acTO paccMaTpPUBAIOT KaK MHAMKATOp 3Kojoruyeckoro HeOmaronomyuus. I[Ipopunakruxa BITP
OJIHA W3 TJIABHBIX 334 aKyIIEPCTBA, THHEKOJIOTUH U IIEAUATPUN.

14. IlonsiTue 1epMATOITH(PUIECKOTO AHATU3A.

B Hacrosiiee Bpems aepMaTOrIM(PUUECKUM METOJ CUYUTAETCS BCIIOMOTATENIbHBIM METOAO0M
JUarHOCTHMKM B MEIUUMHCKOM reHeruke. Ilo mpexHemy wHcnosb3yercs B IMONYJISALHUOHHON
reHEeTUKE U aHTponojoruu. C pa3BUTHEM COBPEMEHHBIX METOJOB BCE OOJbILE YTPAUUBAET CBOE
3HAYCHHE

15. Menuko-reHeTnyeckoe KOHCyJbTHpoBanue. CrTpykrypa, o0mme TNPUHIHIBI
OpPraHM3alid M OCHOBHbIE¢ HAaINpaBJieHHs PadoThl reHeTHYecKo cay:xk0bl B Poccum.
IIpodunakTuka HacjJeACTBEHHbIX 3200J1eBaHMIA.

[TpyHIMIBI ~ OpraHu3alid  MEIUKO-TEHETUYECKOM IIOMOLIM HACEJIICHHIO OrOBOPEHBl B
COOTBETCTBYIOIIMX IpuKasax. B P® mnpuHATa cryneHyaras cucremMa OpraHU3allMM OKa3aHWs
FEHETHUYECKOM IOMOIIM  HACEICHMIO. MEeAUKO-TEeHETUYECKUE KOHCYIbTALMM  SIBISAIOTCSA
HEHTPAIbHBIM 3BE€HOM CYIIECTBYIOIIEH CUCTEMBbI. OCHOBHBIMH HarpaBieHusiMu padbotst MI'K
SBJISIIOTCS] TUAarHOCTUKA HACJIeICTBEHHBIX 3a00J1€BaHUI 1 pacyeT reHeTHYECKOT0 PUCKa B CEMBbSIX
UMEIOUINX TEeHETUYECKYI0 OTSATOIICHHOCTh. BTopas BaxkHas 3ajaya 3TO OpraHu3anus
OMOXMMHUYECKOTO CKPHUHHMHIa HOBOPOXJEHHBIX W BBIABICHHE HauOoJee pPacHpOoCTPaHEHHBIX
HACJIEICTBEHHBIX HApYyIIEHUI OMOXUMHUYECKOr0 OOMEHa.

16. Muxpoanomaiun passutusa. OOmass xapakrepucruka. MHcnoub3oBanme 1
auarnoctuku BIIP u HaciaeacTBeHHBIX 3200/1€eBaHUM.

MukpoaHoMalluy 3TO HE3HAYUTEIbHBIE MOP(OIOrHYECKHe, PEIKO BCTPEYaAIOLIHecs BapHalluu
CTpOEHHUS TeJa, He HapylIaroliie GyHKIIMOHUPOBAaHNE OT/AE€IbHBIX OPTraHOB M OPTaHN3Ma B LIETIOM.
Cuuraercs, 4To NpH ONPEAECICHHOM, MOBBIIIEHHOM KOJMYECTBE MHUKPOAHOMAIMM pa3BUTHUSA
MOKHO TOBOPHUTH O BBICOKOH BEPOATHOCTH CKPBITOTO T'€HETHYECKOro 3a00JIeBaHUS WU HE
BbIsABIIEHHOTO BIIP.

17. TI'eHeTHYecKHe M JMUTEHETHYECKHE MEXAaHM3Mbl NPEIUMINIAHTAMOHHOIO Pa3BUTHUA
yesioBexa. [IpHYnHBI IATOJIOrHHM JOMMILIAHTALIMOHHOIO PAa3BUTHA YeJI10BEKa.

He ycraHOBIEH 0 KOHIIa U MEXaHMW3M T'€HOMHOI'O MMIIPUHTUHTA. IHTEpECHO OTMETUTH, 4TO
coaepxanue MeTmirpoBanHbix caiitoB B JIHK cnepmarozonnoB u JJHK sifniexknerku pazaudHo.
OTO HaBOAWT HA MBICIb, YTO IIOJIOBBIE pa3nuuus B creneHu wmetwinpoBanusa JIHK,
IPOSIBIISAIOLIMECS TIPH TaMETOr€HE3€, MOTyT BHOCHTH BKJIaJ B Ipouecc uMIpuHtuHra. Ilo-
BUJUMOMY, UMIPUHTUHT YCTAHABJIMBAETCS BO BPEMsl TaMETOT€HEe3a WM 0 Hero U CTaOMIIBHO
COXpaHsieTcs IIPU JEIEHNN COMAaTUYECKUX KIETOK BO MHOTHX ITOKOJIeHUsAX. OH Mcue3aeT B IMHUU
3apOJIBIIIEBbIX KJIETOK, YTOObl CHOBAa JAu(QepeHUraIbHbIM 00pa3oM BOCCTAHOBUTHCS B
CIEPMAaTO30M/IE U SHIEKIETKE. [ €HOM SIMIEKIETKY B 3HAUNTENBHON CTENEHU THIIOMETHIIMPO- BaH,
a TeHOM CIEPMATO30M/1a OTHOCUTEIIBHO THIIEPMETHIIMPOBaH. Bo BpeMs IpeIMMILIaHTallHOHHOT O
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COCTOSIHUSL 3apojpllia o0a 3THX Habopa XpOMOCOM YacTUYHO JEMETHIUPYIOTCS, 3aTeM, B
nporecce pa3BUTUSA IJIOAA, POIAUTEIbCKHE XPOMOCOMbBI MHTEHCHBHO, HO JU(QepeHIHaTIbHO
METHINPYIOTCSA. BO3MOXKHO, 3TO U €CTh KIIIOUY K IOHMMAaHUIO0 MEXaHU3Ma UMIIPUHTHHIA.

18. I'eHeTMuyeckne MeXaHU3Mbl NMOCTUMILIAHTALMOHHOTO pa3BuTudA. I'mmore3a riaaBHoi
NPOrpaMMbl pa3BUTHS.

Jl1s OHTOTeHEe3a YeI0BEKa XapaKTePHa YPE3BbIYaiHO BBICOKAs YACTOTA PENPOLYKTUBHBIX IIOTEPD,
B 3HAQUUTEJIbHOW CTENEHU O0YCIIOBIEHHAsI TEHOMHBIMU MyTanusMu. HecMOTpsi Ha UHTEHCHBHbIE
UCCIICIOBAaHUS CTPYKTYpPbl XPOMOCOMHOIO JucOallaHCca, aCCOLUMHPOBAHHOIO C IaTOJOTHEH
sMOpHOreHe3a, MHOTHE BOIPOCH O MEXaHU3Max (POPMHUPOBAHUS BHICOKOTO YPOBHS HapyIICHUH
KapUOTHIIA HAa CaMbIX PaHHUX OJTallax HMHIUBUAYAJIBHOIO Pa3BUTHS JO CHUX IIOP OCTAarOTCs
HesicHbIMU. C pa3BUTHEM METOJI0B IIOJTHOT€HOMHOI'O MOJIEKYJIIPHO-IIUTOI€HETUYECKOTO aHATIN3a
Y BCIIOMOTAaTEJIbHBIX PENPOLYKTHBHBIX TEXHOJOTMI HAKAIUIMBAIOTCS AHHBIE O 3HAYUTEIBHON
JI0JI€ MO3aWYHBIX (POPM XPOMOCOMHBIX aHOMAIIUH B CTPYKTYpPE TEHOMHBIX MyTallUi Y 3apOJIbIIIeH
yenoBeka. Hannuue B opranu3sme AByX WM 0oJiee KIETOUHBIX KJIOHOB C pa3HbIMU XPOMOCOMHBIMU
HabopaMM CBHUJAETEIbCTBYET O MUTOTHYECKON HECTaOMIBLHOCTH SMOpPHOHAIIBHOTO T'€HOMA.
Jpyrum MapkepoM HEeCTaOWJIBHOCTH BBICTYHNAIOT COMAaTHYECKHE MYTallMd MHKPOCATEIUTHBIX
nokycoB JIHK, wgacrora KOTOpBIX, B OTIMYME OT MyTalUui IaMETHYECKOTO IPOUCXOKICHHS,
3aMETHO TIOBBIIIEHA Yy BHYTPUYTPOOHO NOruOmMX 3aponblmeil uenoBeka. [lo-Buaumomy,
HECTaOUJIbHOCTh F€HOMAa Ha Pa3HbIX YPOBHSX €r0 OpPraHU3allUU SBJISETCS OJHUM U3 OCHOBHBIX
(akTOpPOB NPEHATAIBLHOIO OTOOPA y YETIOBEKA.

19. O0mas xapaKkTepuMcTHKA SNUIeHeTHYeCKUX MEXaHNU3MOB peryJ/isiiii IKCIPecCu reHoB.
MetunupoBanue JJHK.

MerunupoBanue /JTHK, koropoe BCTpedaeTcs y MHOTMX OpPraHHU3MOB, HE M3MEHSET CTPYKTYPY
KOAMpYyeMoro Oenka, HO MOXKET BIIUATh Ha SKCIIPECCUIO T€HOB. Y MIICKONUTAIOMIUX METHJIbHbIE
TPYIIIBI PUCOEAUHSIOTCS B OCHOBHOM K IUTO3MHAM, HAXOSIIUMUCS B Tlape ¢ ryanuHoM (CpG-
JUHYKJIeoTH1bl). Bo MHOTHX ciydasx TpaHckpunuusa JJHK 3aBuCHT OT KoauMdecTBa METHIIBHBIX
IpyNNn Ha JIaHHOM YYacTKe: €ClId MX MHOIO, OHa HEaKTHBHA, HO CTAHOBUTCS aKTUBHOM C MX
ymeHnblieHneM.OcobenHo akTuBHO MeTuinposanue JIHK npoucxoaut B sMOproOHaNbHbIN eproa
U BCKOpe mociie poxaeHus. IMeHHo B 3T0 BpeMst 00HapykeHO camoe 6ombioe koaudectro JJHK-
meruntpancdepas (DNMT) — depmenTtoB, ocymiecTBIsIFOIMX 3TOT mpoiecc. Ecmu padota
OJIHOTO (MJIM HECKOJIbKHX ) UX T€HOB MOJIHOCTBIO HapyIlIeHa, OPraHu3M MOrudaer, He poAMUBILNCE,
win B mnepBble Henenu ku3Hu [4]. Ilocne poxxaenus xommuectBo JIHK-metuntpancdepas
MOCTENIEHHO YMEHbIIAETCs, OJJHAKO B HEWPOHAX 3TUX (PEPMEHTOB OCTAeTCs JOCTaTOYHO MHOTO,
4TO, BUAMMO, YKa3bIBAET HA UX BaXXHYIO POJIb B HEPBHOM CHCTEME

20. O61mas XapaKTepUCTHKA IMUTeHeTHYECKUX MEXaHU3MOB PeryJIsiMy IKCIPecCUM TeHOB.
Monugpuxanus rucToHoB. BapuaHTel rucroHoB. Pemoae/impoBanne XxpomaTuHa.
PeMonenupoBanue XxpomaTuHa - 3TO JUHAMHU4YecKass MOAU(UKALMA apXUTEKTYpbl XpOMAaTHHA,
oOecrieunBaromas J0CTyn KoHJeHcupoBaHHONH reHomHoM JIHK k perymaropHsiM Oeikam
MeXaHHU3Ma TPAHCKPUIIIUU U, TaKUM 00pa30oM, KOHTPOJUPYIOIIas 3KCIPECCHI0 T€HOB. Takoe
pPEMO/IETMPOBAHNE B OCHOBHOM OCYIIECTBIsIeTCs 1) KOBaJEHTHBIMU MOAM(DUKAIIUSIMU TUCTOHOB C
noMOIIbl0  crierduyeckux  (epMEHTOB, Hampumep rucToHanetwiaTpancdepas (HATS),
JiealeTuias, MeTwiITpanchepas u kuHas, u 2) AT®-3aBUCUMBIX KOMIUIEKCOB PEMOAECTUPOBAHUS
XpOMaTHHA, KOTOpBIE JHUOO TMepeMenialoT, BBIOPACHIBAIOT, JIMOO PECTPYKTYPUPYIOT
HyKieocOMbL.[1] IIoOMHUMO aKTHUBHOW peryisiiuu OSKCIPECCUU TEHOB, JAMHAMHYECKOE
pPEMOJICIUPOBAHUE XpOMAaTHHA MPUAAET SMUTEHETHYECKYI0 PETYISTOPHYIO pPOJIb HECKOIbKUM
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KITFOYEBBIM OMOJIOTHYECKUM TporieccaM, perutrkanuu u pemapanun [JHK siinexneTok; anonrosy;
cerperanuy XpoMocoM, a TaKXKe pa3BUTHUIO U ITIOPUNIOTEHTHOCTH. OOHapyXeHo, 4To abeppanun
B O€JKax peMOJCIMPOBAHUS XPOMATHHA CBS3aHBI C 3a00JIEBaHUSMH YEJIOBEKA, BKIIIOYAs pak.
HanennBanue Ha IyTH pEeMOAEIUPOBAaHUS XPOMATHHA B HACTOALLEE BpPEMsS pPa3BUBACTCS Kak
OCHOBHAsl TEPAIIEBTUYECKAsl CTPATETr sl IPY JICHEHUH HECKOJIbKUX BHUJIOB paKa.

21. Ucnoan3oBanue unrepdepupyromux PHK nias omomenuumuuckux uesei. Ilonsitue o
MukpoPHK, Bupycnoii PHK.

PHK-unrepdepeHuus — cucrtemMa KOHTPOJS AaKTUBHOCTU TE€HOB HSYKAPHMOTHYECKUX KIIETOK,
KOTOpasi OCYILECTBJISETCS NPU IOMOIIM KOPOTKMX MOJIEKY]1 PUOOHYKIEHMHOBON KHUCIIOTHI,
cocroaumx u3 20-25 nyxieorunos. PHK-untepdepennys BbInoaHsIEeT (QYHKLUHIO MOJABICHUS
AKCIIPECCUN F€HOB, MOOMJIbHBIX I'€HETUYECKUX 3JIEMEHTOB, a TaKKe BUPYCHBIX I'€HOB. J[aHHBII
MeXaHU3M OOHapYXeH y OOJBbIINHCTBA BUIOB )KUBBIX OPIaHU3MOB.

22. MexaHu3Mbl KJIETOYHOH NaMSATH, OCyIIeCTBJsieMble Komiiekcamu Polycomb nu
Trithorax.

benku rpynmnsr polycomb (anri. Polycomb-group proteins, PcG) — 3To cemeiicTBO O€NKOB,
KOTOpbIE CIIOCOOHBI PEMOAEIMPOBATH XPOMATHUH. OTH OENKH-pEeryiasTopbl ObUIM BIEpBbIE
omucaHbl y Apo3oduia, TAE OHM TOAABISIOT TOMEO3HCHBIE TE€HBI, KOHTPOJHUPYIOIINE
UH/MBU/YyaJIbHBIE OTJIMYMS CETMEHTOB pa3BHBarolerocsi aMOpuoHa. benku rpynnsl noamkomo
(PcG) mpezcraBiisoT OO0 CeMEHCTBO MUTEHETUIECKUX PETYIIATOPOB, KOTOPBIC, MOAUDUIIHPYS
TUCTOHBI, TIOJABJSIIOT AKTUBHOCTh MHOXKECTBA T€HOB, OTBEYAIOIIUX 33 KJICTOYHYIO
muddepennmanuio. Caasace Ha XpOMAaTHH, YTOOBI BBI3BATH JOKAJIBHBIE U TTI00AbHBIC U3MEHEHHUS
B XPOMOCOMHO#M KOH(pOpManuu, 6enku rpymsl POlycomb perynupyroT opraHu3anuio UxX TeHOB-
MHUIIIEHEN B TPEXMEPHOM IPOCTpaHCcTBe Aapa. Biuss na 3D-apxutekTypy reHoMa, OHU y4acTBYIOT
B PeryJsiliuy npoueccoB auddepeHnnaiy KJIeTok 1 Noaep >KaHus KIeToYHoH naMati. OHM Tak
BUJIOU3MEHSIOT CTPYKTYPY XPOMAaTHHA, YTO TPAHCKPHUIIIMOHHBIE ()aKTOPHI HE MOT'YT CBSI3bIBATHCS
¢ npomotopHbiME mocienoBatenbHocTsiMA JIHK. Benku rpymmer Trithorax — a3to Genkw,
perynupyromme CTpyKTypy XpoOMaTHHa M Y4aCTBYIOLIUE B MOJIEPKaHNUN IKCIIPECCUU TEHOB. DTO
CEeMENUCTBO OEJKOB T'€TEPOr€HHO, BXOSIIME B HEro OEIKHW 00pa3yroT CIOXKHbIE OEIKOBBIE
KOMILJIEKCHI, CIIOCOOHBIE CBSA3BIBAThCS ¢ XpomatuHoM. Tak, ¢pyHkius camoro Oenka Trithorax B
cocraBe komiuiekca TACl — mojnepikaHue JOKaIbHOTO OTKPBITOIO COCTOSIHUS XPOMaTHHA
NyTEéM MOHOMETHJIMpOBaHUs ym3nHa-4 rucrona H3 (H3K4mel), uro coxpaHseT aKTHBHOCTb
OKpPECTHBIX T€HOB B psly KICTOYHBIX ITOKOJICHWH. JIelcTBHE 3TOM THMCTOHOBOM METKHU
YCUJIMBACTCsl aleTHiIupoBanueM ym3uHa-27 rucrona H3 (H3K27ac), mpuBHOCHMON TeMm ke
xommiekcom TACI. B nononHeHne kK 3ToMy HEKOTOpble Oenku rpymibl Trithorax pemoaenupyror
XpOMaTHH, Ucoiib3ys 3Hepru0 AT® 11 akTUBALIUK HYKJIEOCOM.

23. MuTOXOHAPHAIbHBIE 3200/1¢BaHUSI.

MuToxoHapHa/ibHbIe 3200JIeBaHUSI — TPYINa HACIEICTBEHHBIX 3a00JeBaHMil, CBA3aHHBIX C
nepextaMu B (YHKUMOHHPOBAHMM  MHMTOXOHJPUH, NPUBOAALIMMU K  HapyHICHUSM
SHEepreTHUecKux (PyHKUIMH B KIETKaX 3yKapuoT, B YaCTHOCTH, yenoBeka. Ha 2023 rox u3BectHo
6onee 350 TeHOB, MPUBOASIINUX K TAKUM 3a00JIEBAHUSM.

24. JTHos0orUs HACAEACTBeHHbIX (opm matosoruu. Myramuu, ux Buabl. Ilonsitue o
MyTareHax. BoO3HUKHOBEHHWE MyTalui Yy 4YelOBeKa, TakXke Kak W Yy JI00O0ro JApyroro
OHMOJOTrUYECKOro BUAA SBISETCS HEM30€KHBIM MTPOLIECCOM. IPUYNHBI UX BO3SHUKHOBEHHS CBA3aHbI
C IIMPOKUM paclpOCTpPAaHEHHEM pa3HOOOpa3HBIX MYTareHOB (PK30T€HHBIH MyTareHe3) u
HEN30€KHOCThIO TPOM3BOJCTBA MYTareHOB, YEJIOBEYECKHMM OpPraHU3MOM  (9HIOTEHHBIN
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MytareHes). M3yuenuem npobiieM MyTareHe3a 3aHUMAEeTCsl TEHOTOKCUKOJIOTUS, KOTOpasi U3y4aeT
OMAaCHOCTh KaK (U3MYECKMX TaK XHMMHYECKHX M HHBIX MyrareHoB. Ha ocHoBe MeTonoB
F€HOTOKCUKOJIOITMH OCYIIECTBIISIETCS MOHUTOPUHT YEIOBEUECKUX MOMYJISAIHI.

25. DTHOJIOTHSA TEeHHBIX M XPOMOCOMHBIX OoJsie3Heii. Omnpenesenune, Kjaaccupukamus,
npumepbl. [IpyunmHaMu TeHHBIX OONE3HEH SBIAIOTCS TEHHBbIE MYTallUd, KOTOPbIE MOTYT
3aTparuBaTh CTPYKTYpHbIE, TPaHCIOPTHbIE M SMOpPHOHAIbHBIE OENKH, a Takke (HEepMEHTHI.
['eHHble MyTalM — 3TO MOJIEKyJsipHble M3MeHeHus cTpykrypsl JIHK. Onm o00ycioBieHbI
U3MEHEHHEM XUMHUYECKOrOo CTPOEHHUS I'eHa, a MMEHHO CHelM(pUUECKON MOCiIe0BaTeIbHOCTH
IIYPUHOBBIX U IMPUMUIMHOBBIX OCHOBaHMM ydacTka JIHK. Ilo Ty MOJIEKynsApHBIX U3MEHEHUN
pa3IMyaroT CIEeNyIOIINEe BUIbI TEHHBIX MyTaluil: — nesenus — yrpata cermenta JJHK pazmepom
OT OJIHOTO HYKJICOTHJA J10 I'eHa; — AYIUIMKAIUs — YABOCHHE WJIM NOBTOPHOE AYyOJMpOBaHUE
cermenTa JIHK pasmepom oT ogHOro HykieoTuaa 10 LEIOro I'eHa; — HHBEPCHUS — IMIOBOPOT Ha
180° cermenta JIHK pazmepom OT 1ByX HYKJICOTHUIOB O (hparMeHTa, BKIIOYAIOIIET0 HECKOJIBKO
I'eHOB; — UHcepLuss — BcTaBka (parmentoB JJHK pazmepom oT oHOro HyKi1€oTHIa O LIEJI0ro
reHa; — TPAHCBEPCHUsI — 3aMEHa IypPUHOBOIO OCHOBAaHUS Ha MUPUMMJIMHOBOE UM HA00OpPOT B
OIHOM M3 KOJIOHOB; — TpaH3ULUs — 3aM€Ha OJHOI0 IIypMHOBOI'O OCHOBaHUS Ha Jpyroe
IIyPUHOBOE WJIM OJHOI'0 MUPUMUJIMHOBOIO Ha JAPYroe MUPUMHUAMHOBOE B CTPYKTYype KojloHa. B
3aBUCUMOCTH OT TOIO, CKOJBKO TI€HOB IIOBPEKIAETCSI B IIPOLECCE MYTAlUU, BBIAEISAIOT
MOHOI'€HHbIE U ITOJIUTEHHbIE MYTal1H.

26. Kputn4yeckue nmepuoabl pa3BUTHSA YeJI0BEKA.

[TepBblii KpUTUYECKUH IEPUOJT IPEAILIECTBYET UMILUIAHTAUH (IPUKPEIIJICHUE 3apO/IbIIa K CTEHKE
MaTKH) WIKM COBMNAJaeT ¢ Hel. DTO Tak Ha3blBaeMas CTalus NPeAMMIIIAHTALMOHHOTO Pa3BUTHS
(HauMHaeTcsl ¢ MOMEHTa OIUIOJOTBOPEHMS] M IPOJOJIKAETCS 10 MOMEHTa HPUKPEIIICHUS
3apoJbllla K CTEHKE MaTKH - /-8 JHEeH mocie OIIo0TBOPEHus ). 3apobllll, Ha JAHHOM CTaauu,
OTHOCHUTEJIbHO YCTOMYMB K JEHCTBUIO MOBpeXjaarolux areHToB. [loBpexparomiee neicTBHe
peanu3yercsi, 00bIYHO, [0 NMPUHLKITY «BCE WM HUYero». Bropoil kputuueckuit nepuon Ilocne
3aBepUICHUS] UMIUIAHTALMM B Pa3BUTHH 3MOpPHOHA HAUYMHAETCS BTOPOM KPUTUYECKUH NEPUOA —
nepuoJl o0pa3oBaHMs 3a4aTKOB OPraHOB M CHCTEM 53MOpHOHA, KOTOpBIH Yy ueloBeKa
3aKaHYMBAETCA K TPEThEMY MECSIy BHYTPUYTPOOHOM KH3HU. DTOT CPOK SIBIseTCsl Haubolee
qyBCTBHUTEIBHBIM JJIs1 pa3BUTHsI SMOpHOHa (3-7 Heelhb), a TaKXKe Nepro]1 00pa30BaHUs MJIAIEHTHI
(9-12 memens). B mepwom oOpa3oBaHHs OpraHOB, B pe3yJibTaTe IMAaTOTEHHOTO JCHCTBUS
HOBPEXJAIOIUX (PAKTOPOB HA SMOPHUOH, B IEPBYIO OUYEPE/b, HOPAKAKOTCS T€ OPraHbl U CUCTEMBI,
KOTOpBIE HaXOJWJINCh B 3TO BpeMs B IpPOLECCEe 3aKJIaJKH M IMOBBIIIEHHOTO OOMEHA BEIIECTB.
[TosToMy U1 mOpaxkeHHss SMOpPHOHA B 3TOT MEPUOJ XapaKTEPHBIM SBISETCS BO3HUKHOBEHHE
yponcTB (TeparoreHHbii dddexr). [lox Bo3melcTBHEM MOBpPEKIAIOMUX (PAKTOPOB BO BpeMs
00pa30BaHUs IUIALCHTHl MPOUCXOAAT MATOJIOTMYECKUE U3MEHEHHS, B OCHOBE KOTOPBIX JICKHUT
BO3HHKHOBEHHE IUIALIEHTaPHON HEAOCTATOYHOCTH, BHIPAXKEHUEM KOTOPOH SBJISIETCS BPOXKIEHHAS
runotpodust miona (nepunutr maccsl Tena pedenka). Tperuit kputnueckuilt mepuoj B 18-22
Helenu OepeMEHHOCTH MPOMCXONAT BaKHEHIME MpoIecchl, CBSI3aHHbIE C (POpMHpPOBAHUEM
AKTUBHOCTH TOJOBHOTO MO3ra III0a, KPOBETBOPHOM CHUCTEMbI, BBIPAOOTKH BaKHEHUIIMX
TOPMOHOB, pednekTopHbIX peakiuil. CrenoBaTeabHO, ATOT NEPUOA ABISETCS TPETbUM
KPUTUYECKHM IEPHOZOM B €ro pa3BUTHU. Bo BTOpO MOIOBHHE OEPEMEHHOCTH NPOUCXOAUT
CTaHOBJIEHHE M CO3PEBAaHHME BAXKHEHIIMX OPraHOB M CTPYKTYp (HEpBHOH, KPOBETBOPHOM,
CEpJEYHO-COCYAUCTOM). B 3TOT mepuof Taxke MpOUCXOIUT CHUKEHUE YyBCTBUTEIBHOCTH 101
K MOBpeXAaromuM areHtaM. lloBpexnaromue (GakTopbl MOTYT pealu3oBaTh CBOE JIEHCTBUE,
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IIPOHUKAs 4Yepe3 IUIALECHTY WU HU3MEHssl €€ HOpMajbHYI0 IpoHuuaemocts. [lmamenrta — ato
YHUKAJIbHBIN QUIBTP, KOTOPBII 001a/1aeT OrpaHUYCHHON MPOHUIIAEMOCTHIO, 3alUIlas OpraHu3M
IJI0/1a OT MHOXXECTBA BEIECTB U TOKCHUYHBIX MPOIYKTOB, MOMAJAIOIIMX B OPraHU3M MaTepu.
Opnako TuIalleHTa MpOHMIIaeMa JijIsi OOJILIIMHCTBA JIEKAPCTBEHHBIX BEIIECTB, MPUMEHSEMBIX B
AKyIIEPCKOM MPAKTHKE: 3aKUCh a30Ta, HAPKOTUYCCKUE aHABICTHKN, BUTAMHHBI, OOJBIIINHCTBO
TOPMOHOB, CEpJICUHBIX MPEnapaToB, aHTHOMOTUKOB, IPOTUBOBOCHIAIIUTEIBHBIX PENAPATOB U .
27. I'eHOMHBII# UMIPUHTHHT. DYHKIIUM T€HOB, MOABEPraeMbIX FTeHOMHOMY UMIPUHTHHIY.
I'mnore3bl BO3HNKHOBeHHS. BoJIe3HM reHOMHOI0 HMIIPUHTHHIA.

['eHOMHBII UMIIPUHTHHT SABJIsIETCS POPMOIT HEMEH IEIEBCKOTO SITUT€HETUYECKOT0 HACIeI0BaHUS,
KOTOpoe XapakTepuszyercss AuddepeHlnaIbHol SKCIpeccHeil reHa B 3aBUCUMOCTH OT €ro
POIUTENBCKOTO MPOUCXOKJIEHUS — Marepu wWiM orua. M3BectHo yxe okoino 60
MMIIPUHTUPOBAHHBIX T'€HOB, MHOTHE W3 KOTOPBIX OKa3bIBAIOT CYHIECTBEHHOE BIMSAHHUE HA POCT U
pazButue 1ioga. OCHOBHBIM  JSIUTCHETUYECKUM  MOJAM(PHKATOPOM TI'E€HOMA  SIBISICTCS
MeTUIMpoBaHue HUTo3uHOBbIX ocHoBaHuM JIHK, onpenensromee B3aumonericteue mexay JHK
U OenKaMH, pacro3HAIMKUMU MOIU(PHUIMPOBAHHBIE OCHOBAHUS, U PETYIHPYIOIIEE IKCIPECCHIO
FEHOB Yepe3 MEXaHU3M KOMIAKTU3alMM—IEKOMIIAKTU3AlUK XpoMaTtuHa. Hapymenus
MOHOAJIJIEIbHON 3KCIIPECCUM TN€HOB IPUBOJAT K Pa3BUTHUIO 0COOOr0o Kilacca HacleCTBEHHBIX
3a0oJieBaHUH yenoBeka — OoJie3He TeHOMHOTO UMIPUHTHHTA.

28. O0mas xapakTepuCTUKA MEHAeJTUPYIOIIUX U XPOMOCOMHBIX 3200/1€BAHMIA.
XpoMoCOMHBIE 3a00JI€BaHus, 3a PEAKHM HCKIIOUCHUEM, SBISICIOTCS PE3yJbTaToM MyTtaiuu de
NOVO, BO3HUKILIEH B TraMerax OJHOro u3 poautened. OHU HE NepefaroTcsl MOTOMKAaM.
Menaenupytomye MyTalud MOTYT ObITh Pe3yJIbTaTOM HOBOM MYTAaIlMH. HO TaKK€ MOTYT OBITh
CJICICTBHEM CETperaiiu M MmepeaaBaTbcsi B MOMYISIMN HA MPOTSKEHUU MHOTUX TIOKOJICHUH, 32
UCKITIOYCHHEM TeX CITy4aeB €ClIi OHU HE COBMECTUMBI C KU3HBIO UITH MPUBOJAAT K OECIUIOANIO HX
HOCHUTEJIEH.

29. O0mue NPpUHIUNBI AMATHOCTUKH HACJIEACTBEHHBIX 3200/1eBaHUI.

[ToMmuMo OOMMX TPHUHIMIIOB MPUHATHIX MEIUIIMHE, HCTOJB3YIOTCS TOIXOJIbI, CBS3aHHBIE C
MOPTPETHON CUHApPOMaNbHON wuAeHTU(uUKamed penkux 3aboneBanuil. Ocoboe BHHUMaHUE
yaensieTcs CeMEMHOMY aHaMHe3y, BO3pacTy NEpBBIX MPOSBICHUN JaHHOTO 3a0o0JieBaHUA,
BOBJICYCHHOCTBIO B IPOLIECC HECKOJBKHX CHCTEM OpraHW3Ma, CUMMETPUYHOCTH MOPAKEHUS
MapHBIX OPTaHOB.

30. Oco0eHHOCTH KJIMHHYECKHX NMPOSIBJICHHI HACJEACTBEHHBbIX 3a00/1eBaHnil. CeMelHbIN
xapakrep 3a0ogaeBanmii. Cnenuduyeckne CHUMNTOMBbI HAC/IEICTBEHHBIX 3a00J1eBaHMId.
MHoOxkecTBeHHbIE IATOJIOTHYeCKHe U3MEHECHNSI OPTAaHOB U CHCTEM.

He Bce BpoxaeHHBIE 3a00J1€BaHUS SIBIISIFOTCSI HACJIEICTBEHHBIMM U HE BCE HACIEIACTBEHHbIE —
BPOXKACHHBIMU. HekoTOpbIe HaceICTBEHHbIE 3a00IeBaHMsI MOTYT MAaHHU(ECTUPOBATH B 3pPETIOM U
Jake MpeKJIOHHOM Bo3pacTe. [locie poxaeHust peGeHKa ¢ TeHETHYECKON OTATOIICHHOCTHIO MOTYT
MPOSIBUTHCS M OBITh 3aMEUEHBI HE BCE TIPU3HAKU HACIIECTBEHHOTO 3a0oneBanus. [lonHas kapTuHa
HACJIEICTBEHHOT0 3a0oJieBaHUsl cPOpMHUpYyeTcs K OINpEeAEeICHHOMY BO3pacTy, 4YacTO TaKUM
MEepPUOOM SBJIsIETCS TyOepTaTHbIi nepro. Kak mpaBuiio (HO HE BCera) IpOsBISIOTCS Cpaszy WU
BCKOpE I0CJI€ POXKACHHUS, B MPOLECC BOBJIEUYEHbI HECKOJIbKO TKaHEW M OpPraHoB, 3a00JeBaHUS
HEYKJIOHHO MPOTPECCUPYIOT, TUIOXO MOAJAIOTCS JICYSHUI0, OBICTPO MPUBOIAT K HMHBAIUIU3AINH,
CYLIECTBEHHO COKpPAIAIOT MNPOJOHKUTEIBHOCTh JKM3HH, YacTO MPHUBOJAT K OECIIONUIO.
OTtaenvHbIC HaClEJCTBEHHBIC 3a00JIEBaHUS MOTYT UMETh SpPKHE, CTeNU(UUECKUE MPOSIBICHUS,
XapaKkTepHBIC TOJBKO /IS HUX.
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3.2.2. IlepeyeHb NPUMEPHBIX TEM KYPCOBBIX PA0OT MO JAMCUMUILIAHE
«I'eHeTHKA Ye/I0BEKA)

1. OneHka paananOHHO-UHYLIMPOBAHHBIX IBYHUTEBBIX pa3psiBoB JJHK meTonom
BbIsIBJICHUST (PoKycoB Oenka raMmma H2AX B 3aBHCHMOCTH OT BpPEMEHHU IOCIIE
00Ty4YeHUSI.

2. OueHka CBSI3M XPOMOCOMHBIX a0eppanuil ¥ paaualliOHHO-WHAYIUPOBAHHBIX
nospexaenni JIHK, Bersaissembix metonoM JITHK-komeT, B paCTUTENBHBIX KIIETKAX.
3. OueHka paIrnaiMoOHHO-UHAYIHPOBAHHBIX ABYHUTEBBIX pa3pbiBoB JJHK meTomom
BbIsIBJICHUA (POKycoB Oenka ramma H2AX B 3aBUCUMOCTH OT J103bI OOTyUYEHUS.

4. CoBpeMeHHBIE TIPEACTABIICHAS] O MEXAaHU3MaX PAJAUALMOHHO-UHAYIIMPOBAHHBIX
IIOBPEXKIAECHUNA XPOMOCOM.

5. Onurenernueckue mMoaupukanuu (merunupoBanue [IHK, ructoHoBbie MeTKn)
IIPU BO3PACTHBIX 3a00JIEBAHUSX.

6. [Ipumenenune NGS (cekBeHUpPOBaHUS HOBOT'O MTOKOJICHHUS ) B IMATHOCTUKE PEIKUX
TeHETUYECKUX 3a00JIeBaHUM.

7. HWnatepnperanys AaHHBIX ITOJHOTEHOMHOIO CEKBEHHUPOBAHUS: aJITOPUTMBI
BBISIBJICHUS [TATOI€HHBIX BAPUAHTOB.

8. Pomp Mukpo-PHK B perynsuum 5KCIpecCMH TE€HOB IMPHU OHKOJOTHYECKHUX
3a00JIeBaHUSX.

9. Mexanusmsbl penapaunu JIHK U ux CcBsI3b ¢ HACHEACTBEHHBIMH CHHAPOMAaMU
T€HOMHON HECTaOMJIBHOCTH.

10. Crnaiicunar npe-MPHK: ommbxu u ux BKi1ax B MOHOTEHHBIE OOJIE3HH.

4. MMOPAAOK INTPOBEAEHUA U KPUTEPUU OLHEHNBAHUA
IMPOMEXYTOYHOU ATTECTAIINN

4.1.ITopsiiok NMpoBeAeHHUs POMEKYTOYHOM aTTecTaluu

[IpomexyTouHast aTTecTalusi MOXET OBbITh BBICTaBJIEHA MO HWTOTaM
TEKYILEN YCIIEBAEMOCTH.

4.2. Kpurepuu oueHUBaHHUSA POMEKYTOYHOH
aTTecTalMy M0 BUAAM OLIEHOYHBIX CPeACTB.

TpeboBanusa (KpUTEPHAILHBIE IOKA3ATENN) K YCTHOMY (DPOHTAIILHOMY
MMOMMEHHOMY OIIPOCY
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HeynosneTBopuTenpHO:

[lomHnora otBeta — CTyAeHT HE 3HACT 3HAYMTEIIBHOM YacTH IPOTPAMMHOIO
MaTepuaia, JAOMYCKAeT CYIIECTBEHHBIE OLIMOKH, OTCYTCTBYIOT MEKIIPEIMETHBIC
CBS3H.

CrpykTrypupoBaHHOCTb — Her.

Jloruka usznoxenus — OTCYTCTBYET JIOTUKA B H3JI0KEHUN MaTepHUaa.

OTBeThI Ha TONOJIHUTEIBHBIE BONIPOCHl — Her.

Y 10OBJIETBOPUTEIIBHO:

[TomHora oTBeta — CTYIEHT YCBOWJI TOJBKO OCHOBHOM MaTe€pHUall, HO HE 3HAET
OTHEJbHBIX JIETAJIEH, JOMyCKAaeT HETOYHOCTH, HE JAOCTAaTOYHO MPaBUIILHBIC
(GbopMYyJIUPOBKHU, OTBET OTJIMYACTCSI HU3KUM YPOBHEM CaMOCTOSITEIbHOCTH.

CrpykrypupoBaHHOCTh — He  Bcerma  MpOCIEKUBAETCS  YETKOCTh U
CTPYKTYpPHUPOBAHHOCT.

Jloruka n3noxxenust — He Bcerga npociie:kuBaeTcs JIOTUKA U3JI0KEHUS MaTepuaa.
OTBeTHl Ha [IOMOJHUTEIBHBIE BOIMPOCHI — 3aTPyAHSIETCA C OTBETaMH, OTBET

OTJIMYACTCS HU3KOH CaMOCTOSTEIbHOCTBIO.

Xopomio:

[TonHota orBera — CTYIEHT TBEPAO 3HAET YYEOHO-NIPOrpaMMHBIN MaTepual,
IPAMOTHO M IO CYIIECTBY W3JIAraeT €ro; OTBET OTJIMYAECTCA MEHBIIEH
00CTOSTENBHOCTBIO.

CrpykTypupoBaHHOCTb — OTBET CTPYKTYpUPOBaH, IPaMOTEH, 0OCTOATEIIEH.
Jloruka uznoxenuss — KOppekTHO U JIOTUYECKU CTPOMHO €T0 MU3J1araet OTBET.
OTBeTbl Ha JONOJIHUTENBHBIE BONpochkl — He 3arpynHsercs ¢ OTBETOM IpU
BHUJIOM3MEHEHUM 3aJ1aHMs, HE BCErJa OTBEThl HA JOMNOJHUTEIBHBIE BOIPOCHI
OTJINYAIOTCS MTOJTHOTOU, CTPYKTYPUPOBAHHOCTBIO.

OTnnyHoO:

[TonHoTa otBeTa — CTYIEHT NOJIHO U3JaraeT yueOHblil MaTepra Ha OCHOBE JIEKIUN
Y JOTOJIHUTEIIBHON JINTEPATYPBI, OCYIIECTBISET MEKIIPEIMETHBIE CBS3H; BIAIAECET
MOHATUHHBIM aNNapaToM U YSICHUJ B3aUMOCBSI3b OCHOBHBIX MOHSATUHN AUCIUILIMHbI
U UX 3HA4YCHHE JIJIs1 NproOpeTeHus nNpodeccuu.

CrpykTypupoBaHHOCTh — OTBET CTPYKTYpHUPOBaH, IPaMOTEH, 00CTOSATEIIEH.
Jloruka uznoxenuss — KOppeKkTHO U JIOTUYECKU CTPOMHO €T0 MU3J1araet OTBET.
OTBeTbl Ha JONOJIHUTEIBHBIE BONpochkl — He 3arpynHsercs ¢ OTBETOM IpU
BUJIOU3MEHEHUH 33/1aHUsA, CBOOOJHO CHPABISETCS C MOCTABIEHHBIMH 3ajauyaMu,
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OTBETHl HAa  JIOIIOJIHUTEJIbHBIE BOIIPOCHl  XapaKTEPU3YIOTCS  MOJHOTOM,
CTPYKTYPUPOBAHHOCTBIO.

Onucanve KpUTEPUEB OICHUBAHUI KOMIIETEHIMI JUisi pedepara M KYPCOBOU
padoTBhL.

HeynoBiieTBOpUTEIBHO:

[TomHota otBeta — CTYyAEHT HE 3HAET 3HAYUTEIBHONW 4YacTH MPOTrPAMMHOIO
MaTrepuasa, JOMYCKaeT CYIIECTBEHHBIC OIMMOKH, OTCYTCTBYIOT MEXKIIPEIMETHBIC
CBSI3M.

CTpyKTypUpPOBAHHOCTh, JOTUYHOCTh — HET JIOTUYHOCTH, CTPYKTYPHUPOBAHHOCTH.
Harnaagnocts — Her.

JIOCTYITHOCTh YCBOE€HHUSI Marepuaia CTyJeHTaMHU-COKYpCHHMKaMu — Marepuan He
coIepKUT (haKTOB, MATEPHUAIOB, HEOOXOIUMBIX JIsl POPMUPOBAHUS KOMITETCHIIUI
OakaniaBpa- OM0JIOra UM HEMOHSTEH.

OTBETHI Ha JIOMIOJHUTENIBHBIE BONPOChl — HeT.

Y IOBIETBOPUTEIIBHO:

[Tonmnota otBeta — CTYIEHT YCBOWJI TOJIBKO OCHOBHOM MaTepuasl, HO HE 3HAET
OTHECIbHBIX JETAJICH, HOIMYCKAaeT HETOYHOCTH, HE JOCTAaTOYHO MPAaBUJIbHBIE
(GhOpMYIMPOBKH, OTBET OTJIMYACTCS HU3KUM YPOBHEM CaMOCTOSITEIIbHOCTH.
CTpyKTypUpOBaHHOCTH, JOTUYHOCTh — He Bcerjia npocieknuBaeTcsi JOTMH4HOCTb.
Harnaagnocts — Her.

JloCTynIHOCTh YCBOEHMSI MaTepuaja CTyJACHTaMHU-COKYpCHUKamMu — JlOCTyIleH, He
NpeACTaBiieH B opme, 3aTPYIHSIONICH BOCTIPUITHE, HE BCE BOMPOCHI OCBEIIEHBI.
OTBeTHl Ha [IONOJHUTENBHBIE BOMPOCHl — 3aTPyAHAECTCA C OTBETAMH, OTBET
OTJIMYACTCSA HU3KON CaMOCTOSITCILHOCTRIO.

Xopomio:

[Tomaota orBera — CTymeHT TBEpJAO 3HACT YYCOHO-MPOTPAaMMHBIN MaTepual,
IPAaMOTHO H TI0 CYIIECTBY H3JIaraeT e€ro, OTBET OTJIMYACTCS MCHBIIEH
00CTOSTEIIBHOCTHIO.

CTpyKTypUpOBaHHOCTh, JIOTUYHOCTh — KOPPEKTHO U JIOTUYECKU CTPOMHO €ro
n3jaracT OTBET.

Harasanocts — /Jla.

JIOCTYITHOCTh YCBOCHHUS MaTepuaja CTyACHTaMH-COKYpCHHKaMu — Marepuan
JIOCTYIICH U TI0JIE3€H COKYPCHUKAM.
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OTBeTbl Ha JONOJHUTENbHBIE BOnpockl — He 3arpynHsercss ¢ OTBETOM IpHU
BUJIOW3MEHEHUM 3aJlaHHsl, HE BCErJa OTBETHl HA JOMOJHUTEIBHBIE BOIPOCHI
OTJIMYAIOTCS MMOJTHOTOU, CTPYKTYPUPOBAHHOCTBIO.

OtinuHoO:

[TomnoTa oTBeTa — CTYyICHT MOJTHO U3NaraeT yueOHbIi MaTepuai Ha OCHOBE JICKIIUN
Y JIOTIOJIHATEJIBHOW JINTEPATYPBI, OCYIIECTBISET MEKIIPEIMETHBIE CBS3H; BIAJAECET
MOHATUWHBIM anlapaToOM U YSICHUJI B3aUMOCBSI3b OCHOBHBIX MOHSITUN JUCHUILIAHBI
U UX 3HA4YEeHHE JIJIs1 NpHOoOpeTeHus NpodecCuu.

CTpyKTYypUpOBaHHOCTb, JOTHYHOCTh — KOpPpPEKTHO M JIOTMYECKH CTPOMHO €T0
M3JIaraeT OTBET.

Harasguocts — /Jla.

JIOCTyIHOCTh YCBOEHMS MaTepuana CTyIACHTaMH-COKYpCHUKaMH — Marepuan
JIOCTYIIEH U IIOJIE3€H COKYPCHHUKAM.

OTBeTbl Ha JONOJHUTEIBHBIE BONpochkl — He 3arpynHsercs ¢ OTBETOM IIpU
BUJIOU3MEHEHUH 33/1aHUs, CBOOOJHO CHpPABISETCS C MOCTABJICHHBIMH 3ajjauyaMu,
OTBETHl HAa  JIOIIOJIHUTEJIbHBIE BOIIPOCBHI  XapaKTEpU3YKOTCS  IIOJIHOTOM,
CTPYKTYPUPOBAHHOCTBIO.

Kputepuu olieHMBaHUSI TUCEMEHHBIX BOIIPOC (3a4€T)
HeynosieTBopuTenbHO:
[Tonmnota otBeta — CTYyAEHT HE 3HAET 3HAYMUTEIIBHOM YacTH MPOrpPaMMHOIO
MaTepuaia, JOIMYCKaeT CYyIIeCTBEHHbIC OIMIMOKH, OTCYTCTBYIOT MEXKIPEIMETHbBIC
CBSI3U.
CrpykrypupoBaHHOCTh — Her.
Jloruka n3nosxxenust — OTCYTCTBYET JIOTMKA B U3JIOAKEHUH MaTepHaa.
OTBeTHI HAa TONOJHUTENBHBIE BONPOCH — Her.

Y 10BJIETBOPUTEIIBHO:

[Tonmnora oTBeta — CTYIEHT YCBOWJI TOJBKO OCHOBHOM MaTe€pHUall, HO HE 3HAET
OTHEJIbHBIX JIeTAJIeW, JOMyCKaeT HETOYHOCTH, HE JAOCTAaTOYHO MPaBUILHBIC
(GbOopMYyJIUPOBKH, OTBET OTJIMYAETCS HU3KUM YPOBHEM CaMOCTOSITEIIbHOCTH.

CrpykrypupoBaHHOCTh — He  Bcerma  mpocCieXKUBAaeTCS  YETKOCTh U
CTPYKTYpPHUPOBAHHOCT.

Jloruka m3noxxenust — He Bcerga npocieKuBaeTcsl JOTHMKa U3JI0KEHUS MaTepuaa.
OTBeThl Ha JIOMOJHUTEIBHBIE BOMPOCHI —  3aTPyAHSIETCA C OTBETaMH, OTBET

OTJIMYACTCS HU3KOH CaMOCTOSITEIbHOCTBIO.
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Xopomuio:

[Tonnota orBera — CTyIEHT TBEPJAO 3HAET YYEOHO-NIPOTpaMMHBIN MaTepual,
rPAMOTHO M IO CYIIECTBY H3JIaraeT €ro; OTBET OTJIMYAETCS MEHbIIEH
00CTOSITENBHOCTBIO.

CtpykTypupoBaHHOCTh — OTBET CTPYKTYpUPOBAH, TPAMOTEH, OOCTOATEIIECH.
Jloruka n3noxenust — KOppeKTHO M JIOTUYECKH CTPOMHO €ro U3JaraeT OTBET.
OTBeThl Ha JONMOJHUTEIBHBIE BOMpOChl — He 3arpyaHsiercs ¢ OTBETOM IpuU
BUJOU3MEHCHUU 3aJaHUsl, HE BCErJa OTBEThl HA JIOMOJHUTEIBHBIC BOIPOCHI
OTJIMYAIOTCS MMOJTHOTON, CTPYKTYPUPOBAHHOCTBIO.

OTnnyHoO:

[TonHoTa orBeTa — CTYIEHT NOJIHO U3JaraeT yueOHblii MaTepral Ha OCHOBE JIEKUIUN
Y JIOTIOJIHUTEJIBHOM JINTEPATYPhl, OCYIIECTBIIET MEKIIPEAMETHBIE CBSI3H; BJIAJIEET
NOHATUIHBIM aapaToM U ySCHWI B3aUMOCBSI3b OCHOBHBIX IOHSITHI JUCIMILIAHBI
U UX 3HaYeHHe JUIsl MpuoOpeTeHus nmpodeccuu.

CrpykTypupoBaHHOCTh — OTBET CTPYKTYpUPOBAH, TPaMOTEH, OOCTOSATEIICH.
Jloruka u3znoxxeHus — KOppeKTHO U JTOTHYECKH CTPOMHO €0 U3JIaraeT OTBET.
OTBeTbl Ha JONOJHUTEIBHBIE BOnpochkl — He 3arpynHsercs ¢ OTBETOM IIpU
BUJIOM3MEHEHUH 33JlaHus, CBOOOJHO CHPABIIAETCS C MOCTAaBJIECHHBIMHU 3aJadyaMH,
OTBEThl HA JIOMOJHUTEIbHBIE BOIIPOCHI  XapaKTEPHU3YIOTCA  MOJIHOTOM,
CTPYKTYPUPOBAHHOCTBIO.

OneHka «3a4TeH0» COOTBETCTBYET KPUTEPHUIO BBIIIE YJIOBIECTBOPUTEIBHO.
ConepkaHue MaTepuajia pacKkpbiTO, TPEOYIOIIUMN JIMIIb HE3HAYUTEIbHBIX
YTOYHEHUH W JONOJHEHHM, KOTOPBIE CTYAEHT MOXKET CIAEIaTh CAMOCTOSITEIBHO
IIOCJIE  HABOAAIIMX  BONPOCOB  mpenogasarens.  JlomyckaroTcss — Takue
HE3HAYNUTEIIbHBIE HEJOUETHI B OTBETE CTYAEHTA KaK OTCYTCTBHE CAMOCTOSITEIBHOIO
BbIBO/1a, HAPYIIEHHE TOCIEI0BATEIBHOCTH B U3JI0KEHUH, PEUEBbIE OLIUOKHU U Jp.
Onenka «He 3a4TeH0» COOTBETCTBYET KPUTEPHUIO HUKE HEYTOBIETBOPUTEIIBHO.
CTyneHT He MOXET H3JI0KHUTh COAECPKAHUE MATEPHUANIA, HE 3HAET OCHOBHBIX
NOHATUN JUCHUIUIMHBI, HE OTBEYAE€T Ha JOMNOJHUTEIbHBIE WU HABOJIALIUE
BOIIPOCHI IPENOAABATETIS.

4.3. Pe3yabTarbl IPOMEKYTOUHOI aTTEeCTAMN U YPOBHH
copMHPOBAHHOCTH KOMIIETCHLM A
I[Ipy moxBeaeHWHM  WUTOTOB  YYMTBHIBAKOTCS  PE3YyJIbTaTbl  TEKyLIEH
aTTeCTallH.
[TpomexxyTouHast aTTecTalisi MOXKET OBbITh BHICTaBJICHA MO UTOTaM TEKYIeh
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yCIIEBaEMOCTH.

YpoBHU CcHOPMHUPOBAHHOCTH KOMMIETEHIIMN OMPECISIOTCS CIAEAYIOIINM
oOpa3oM: TIpH TIOJBEJCHUM WTOTOB YUYUTBHIBAIOTCS PE3yJIbTaThl TEKYIIEH
aTTeCcTallny.

Oco0eHHOCTH MPOBEICHUS IPOLIETYPHI OLIEHUBAHUS PE3YIbTATOB 00YUYEHUs
WHBAJIMIOB M JIUI[ C OTPAHWMYCHHBIMA BO3MOXKHOCTSIMHU 37I0POBBSI 0003HAYCHHI B
paboueit mporpaMMe JTUCIMUIUTMHBI (MOTYJIS).

«1 ypoBeHb - 03HaKOMIIEHHE (MMETh 00ITIee TIPEICTABICHNE, Y3HABATH);

«2 ypOBEHbB» - IOHUMaHNE y4eOHOTO MaTepHalia, U3JIaracMoro B ydeOHUKE,
METOIMYECKON pa3pabOTKe WU MPeIoiaBaTeseMm;

«3 YpOBEHBY - YMEHHUE JIOTUIHO, TIOCIICIOBATEIIBHO, TOCTATOYHO ITOJTHO U
TOYHO HM3JIaraTh U3yYEHHBIN MaTEpHAIT;

«4 YpOBEHB) - TBOPUYECKH HCIIOIH30BATH IMOTYICHHBIC 3HAHUSI.

Jns yoosnemsopumenvrot (MOJOKUTEIBHOM) OICHKH 3HAHUN TpeOyeTcs
MUHHUMYM 3-1i YpOB8eHb YCBOCHUS yUeOHOr0 MaTepuaja, YTO COOTBETCTBYET OLICHKE
«3aYTEHOY.

TpeGoBanusi (KpuTepraIbHbIE MOKA3ATEIN) K YPOBHIO OCBOEHMS TMCHMIIIMHBI

Pesynprar 3auera TpeOGoBaHus K 3HAHUSIM

3auTeHO CopepxaHue Marepualia pPackpbiTO, TPEOYIOIIMA
JVIIb HE3HAYUTEIBHBIX YTOYHEHHW W JIONOJHEHUU,
KOTOPBIE CTYAEHT MOXET CIeJIaThb CaMOCTOSTEIBHO
II0CJIE  HaBOIAIIMX  BOIIPOCOB  IIPENOAABATENS.
JlonyckaroTcsd Takue HE3HAYUTEIbHBIC HENOYEThI B
OTBETE CTYyHAEHTA KaK OTCYTCTBHUE CaMOCTOSATEIBLHOTO
BBIBOJIa,  HApyLIEHHE  IOCIEIOBATEIIbHOCTH B
U3JI0’)KEHUH, PEeUeBble OIIMOKH U

Ap.

Hesauteno CTyIneHT He MOXKET MU3JI0KUTh COIEPKAHUE MATEpHUAIIa,
HE 3HAET OCHOBHBIX NOHATUN JUCLUILJINHBI, HE OTBEYAET
Ha  JIONOJHUTEIBHBIE W  HABOIAIIUWE  BOIIPOCHI
IpenogaBaTeis.

© ®I'BOY BO «Henl'V»



\’ MUHOBPHAVKH POCCHH

@ ®enepanbHOE TOCYAAPCTBEHHOE OI0PKETHOE 00pa30BaTeIbHOE
YUPEKICHHE BBICIIETO 00pa30BaHHs
«Yensbunckuii rocynapctBeHHbi yauBepente™» (PI'BOY BO «Uenl'Vy»)

DOHJT OLIEHOYHBIX CPEICTB ISl MPOMEKYTOYHON aTTeCTAIlMK M0 JUCHUILIMHE (Moay:ro) "T'eHeTrka
genoseka" crierpanpHocTd 06.05.01 "bronmkenepus u bnonHpopMaTuka' CrenuaIn3aiii BHONHKEeHEpHS U Crp. 23
ouonngpopmaruka @PI'bOY BO «Henl'V»

06.05.01 buounn:keHepusi u OuonmHdpopMmaTuka, crnenuanauzauusi buouH:KeHepuss U
OnouHpopmaTuka, (OHA OLEHOYHBIX CPeICTB AJdf HNPOMEXKYTOYHOH aTTecTaluM IO
aucouiuinHe «I'eHeTnka yenoBeka», roaq Had6opa 2026, ounas ¢popMma o0yueHust

[TpopexTop o yuebHoit padore yrepxkaeHo 03.03.2026 A.A. CanamatoB
Y4eHbIM COBETOM OHOJIOTHYECKOTO (haKyIpTeTa
ITporokon 3acenanus Ne 8 ot 27.02.2026

IIpencenarens YueHoro cosera
O1oJI0THUecKoro aKyabTeTa COrjiacoOBaHO I.C. CramkeBuu

3acenanueM kageapbl paaAuaAMOHHONH OHOJIOTHH

[Tporokon 3aceqanus Ne 7 ot 20.02.2026
3aBenyrouuii kadgeapoii CorJIacoBaHO A.B. AxiieeB
ABTOp (COCTaBUTEIID) B.C.Hukudopos

Crpykrypa GoHAA OLEHOYHBIX CPEACTB COOTBETCTBYeT NMpuKa3y pekropa ®I'BOY BO or
27.09.2022 Ne 573-1 «O0 yrBep:kaennu noJioxkenuss ®OC no OI1 BO B ®I'bOY BO Yeal'V»
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